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MESA] DE INTAMPINARE

Stimati colegi, distinsi invitati,

Este o profundi onoare si mare bucurie si Va intimpin astizi
la deschiderea celei de-a VIII-a editii a Congresului International de
Pediatrie, gizduit cu generozitate la Chisiniu, capitala noastrd plini de
istorie si inovatie.

In calitate de presedinti al acestui Congres si reprezentant al
Societitii de Pediatrie din Republica Moldova, doresc si Vi urez un
calduros bun venit tuturor participantilor din intreaga lume, care au
ales si fie aldturi de noi in aceste zile de schimb de cunostinte si expe-
riente in domeniul pediatriei.

Congresul International de Pediatrie nu este doar o simpld adu-
nare de specialisti, ci este un forum al ideilor inovatoare, al cercetirii de
varf si al practicii clinice excelente, toate in beneficiul sanatitii copiilor

din intreaga lume. Intr-un moment in care ne confruntim cu provociri tot mai complexe in domeniul
sinatitii copiilor, este imperativ si ne unim eforturile, si impértisim cunostintele noastre si si colabordm
pentru a asigura un viitor mai luminos pentru generatiile viitoare. In fiecare 7, ca pediatri, suntem marto-
rii importantei extraordinare a lucrului pe care il facem in vietile copiilor si familiilor lor. Suntem gardie-
nii sdnitatii lor, ghizii in cilitoria lor citre maturitate si sustindtorii lor in cele mai vulnerabile momente.

Aceastd editie a Congresului este o oportunitate unici de a explora cele mai recente descoperiri
stiintifice, de a dezbate tendintele actuale si de a identifica solutii inovatoare pentru problemele de si-
nitate ale copiilor din intreaga lume. Fiecare domeniu al practicii pediatrice are o importanti cruciald
in asigurarea unei ingrijiri comprehensive si de calitate pentru copii. De la diagnosticul si tratamentul
afectiunilor, pani la gestionarea cazurilor complexe in mod personalizat, fiecare aspect al pediatriei joacd
un rol esential in mentinerea sdndtitii si bunistirii copiilor nostri.

Prin aducerea impreuni a expertilor din diverse domenii ale pediatriei, Congresul nostru oferd un
mediu propice pentru schimbul de idei si experiente, pentru colaborarea interdisciplinari si pentru iden-
tificarea celor mai bune practici in ingrijirea copiilor. Impreuni, vom explora cele mai bune modalititi de
a aborda provocirile complexe cu care se confruntd pediatria moderni si vom lucra impreuni pentru a
gisi solutii inovatoare pentru imbunititirea sinititii copiilor din intreaga lume.

In incheiere, v incurajez si profitati la maximum de aceste zile de invitare si schimb de experiente.
S4 fim deschisi citre noi perspective, sd cultivim colaborarea si sd ne implicim activ in contributia noastra
la imbunititirea sinititii copiilor din intreaga lume.

Cu cele mai bune uriri,
Profesor universitar Ninel Revenco
Presedinta Congresului International de Pediatrie, editia a VIII-a

Sefa Departamentului Pediatrie, USMF ,Nicolae Testemitanu”
Presedinta Societitii de Pediatrie din Republica Moldova



WELCOME MESSAGE

Dear colleagues, distinguished guests,

It is a profound honor and great joy to welcome you today to
the opening of the eighth edition of the International Congress of
Pediatrics, generously hosted at Chisindu, our capital full of history
and innovation.
As the president of this Congress and representative of the
Moldavian Society of Pediatrics, I extend a warm welcome to all par-
ticipants from around the world who have chosen to join us in these
days of knowledge exchange and experiences in the field of pediatrics.
The International Congress of Pediatrics is not just a gathering
of specialists; it is a forum for innovative ideas, cutting-edge research,
and excellent clinical practice, all for the benefit of children’s health
worldwide. At a time when we face increasingly complex challenges
in children’s health, it is imperative that we unite our efforts, share our knowledge, and collaborate to
ensure a brighter future for generations to come. Every day, as pediatricians, we witness the extraordinary
importance of the work we do in the lives of children and their families. We are their health guardians,
guides on their journey to maturity, and supporters in their most vulnerable moments.

This edition of the Congress is a unique opportunity to explore the latest scientific discoveries, de-
bate current trends, and identify innovative solutions to the health problems of children worldwide. Each
domain of pediatric practice is crucial in providing comprehensive and quality care for children. From the
diagnosis and treatment of conditions to the personalized management of complex cases, every aspect of
pediatrics plays an essential role in maintaining the health and well-being of our children.

By bringing together experts from various fields of pediatrics, our Congress provides an ideal envi-
ronment for the exchange of ideas and experiences, interdisciplinary collaboration, and the identification
of best practices in child care. Together, we will explore the best ways to address the complex challenges
facing modern pediatrics and work together to find innovative solutions to improve the health of children
worldwide.

In conclusion, I encourage you to make the most of these days of learning and exchange of experi-
ences. Let us be open to new perspectives, cultivate collaboration, and actively engage in our contribution
to improving the health of children worldwide.

With best wishes,

Professor Ninel Revenco

President of the VIII-th edition of the International Congress of Pediatrics
Head of the Department of Pediatrics,

Nicolae Testemitanu State University of Medicine and Pharmacy
President of the Moldavian Society of Pediatrics
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VOLUM DE REZUMATE. CONGRESUL INTERNATIONAL
AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
,PEDIATRIA - SPECIALITATE MULTIDISCIPLINARA”

ALERGOLOGIE, IMUNOLOGIE

PERSPECTIVELE DIAGNOSTICULUI
PRECOCE AL IMUNODEFICIENTELOR
PRIMARE IN REPUBLICA MOLDOVA

QUINN JESSICA?, ANDRIES LUCIA%, REVENCO NINEL?, VISNEVSCHI ANATOLIE?,

BARBA DOINA?, CAPCELEA SVETLANA?

ettrey Modell Fondation, New York, SUA

*Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Imunodeficientele primare (IDP)
s-au impus drept o problema majord pentru medi-
cina publicd, dati fiind complexicitatea si variabi-
litatea lor, manifestd prin dificultiti de diagnostic
si cresterea prevalentei maladiilor incadrabile in
aceastd definitie (infectiile, bolile autoinflamatorie,
autoimunitatea, alergia, malignititile). In cadrul
cercetirilor stiintifice, realizate in USMF “Nicolae
Testemitanu” de citre colaboratorii Laboratorului
de Imunologie si Departamentului Pediatrie au
fost realizate doud proiecte, inclusiv Proiectul de
Stat 2020-2023, obiectivul studiului cirora a fost
particularitatile epidemiologice, clinice cu elabora-
rea si implementarea de noi metode si manopere
pentru performanta managementului diagnostic si
curativ in Republica Moldova.

Material si metode. In cadrul studiului am im-
plementat un proces de selectie riguros cu o investi-
gare detaliatd prin utilizarea metodelor traditionale
si contemporane pentru a evalua 984 de pacienti
suspecti de IDP. Am dezvoltat un cadru diagnostic
inovator, bazat pe metode internationale (imunofe-
notiparea limfocitard, testarea molecular-genetica
de ultima generatie- NGS, aprecierea limfocitelor
T- si B-naive, etc.).

Rezultate. La prima etapi, drept reper de ori-
entare, am utilizat semnele sugestive de IDP pentru

copii si adulti, elaborate de JMF (SUA), care au
prezentat suportul suspiciunii de MID si necesitau
confirmare imunologici si geneticd. Printre teste-
le clinice de laborator hemograma, desfisurati se
prezinti de valoare esentiald (limfopenia - < 1500
celule/mcl, trombocitopenie - trombocite cu talie
minori, < 70x10%/L, leucopenia, eozinofilia) si sunt
indici importanti in aprecierea stirii pacientului,
dar necesitd interpretare in contextual manifestiri-
lor clinice. Testarea factorilor imuni celulari, urorali
si ai rezistentei nespecifice a permis identificarea
verigei imune alterate. Este important de mentio-
nat o particularitate esentiald a factorilor sistemului
imunitar de potentiere a verigei alterate in reali-
zarea misurilor de apirare. O abordare ineditd in
depistarea precoce a IDP s-a produs la implemen-
tare in studiu a cercetirilor molecular-genetice a
575 de gene, posibil implicate in geneza MID, uti-
lizand tehnologia NGS cu interpretarea variantelor
in conformitate cu Ghidul Colegiului American
de geneticd medicald. Screening-ul neonatal pen-
tru IDP reprezinti o altd perspectivi esentiald in
identificarea timpurie a bebelusilor asimptomatici
cu o gami largd de boli severe, unde diagnosticul
si interventia timpurie pot preveni consecintele cu
efecte curative semnificative.

Cuvinte cheie: imunodeficienta primari, statu-
sul imun, testarea molecular-genetici, screening-ul
neonatal.
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ABSTRACT

Introduction. Primary immunodeficiencies
(PIDs) have become a major problem for public
medicine, given their complexity and variability,
manifested by diagnostic difficulties and the in-
crease in the prevalence of diseases falling under
this definition (infections, autoinflammatory dis-
eases, autoimmunity, allergy, malignancies). As part
of the scientific research, carried out in USMF | N.
Testemitanu”by the collaborators of the Laboratory
of Immunology and the Department of Pediatrics,
two projects were carried out, including the State
Project 2020-2023, the objective of the study of
which was the epidemiological and clinical pecu-
liarities with the development and implementation
of new methods and operations for the perfor-
mance of diagnostic and curative management in
Republic of Moldova.

Material and methods. In the study we imple-
mented a rigorous selection process with a detailed
investigation using traditional and contemporary
methods to evaluate 984 patients with suspected
IDP. We have developed an innovative diagnostic
framework, based on international methods (lym-
phocyte immunophenotyping, latest generation
molecular-genetic testing - NGS, assessment of
naive T- and B-lymphocytes, etc.).

Results. In the first step, as a guideline, we used
the IDP suggestive signs for children and adults,

developed by JMF (USA), which showed support
tor the suspicion of MID and required immuno-
logical and genetic confirmation. Among the clin-
ical laboratory tests, the hemogram performed is
of essential value (lymphopenia - < 1500 cells/mcl,
thrombocytopenia - small platelets, < 70x109/L,
leukopenia, eosinophilia) and are important indica-
tors in assessing the patient’s condition, but require
interpretation in the context of clinical manifesta-
tions. Testing of cellular, uroral and non-specific
immune factors allowed identification of the al-
tered immune chain. It is important to mention an
essential peculiarity of the immune system factors
of potentiation of the altered chain in the realiza-
tion of defense measures. A novel approach in the
early detection of IDP occurred when the study
implemented molecular-genetic research of 575
genes, possibly involved in the genesis of MID, us-
ing NGS technology with variant interpretation in
accordance with the Guidelines of the American
College of Medical Genetics. Neonatal screening
tor IDP represents another key insight in the early
identification of asymptomatic infants with a wide
range of severe diseases, where early diagnosis and
intervention can prevent consequences with signif-
icant curative effects.

Key words: primary immunodeficiency, im-
mune status, molecular-genetic testing, neonatal
screening.
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REZUMAT

Introducere. Sindromul Ramsay Hunt este o
afectiune neurologicd rard, cauzati de reactivarea
virusului varicelo-zosterian (VZV) in ganglionii
nervului facial. Este caracterizat prin paralizie faci-
ald, eruptii varioliforme si dureri severe.

Obiectivul lucrarii: prezentarea cazului clinic
a sindromului Ramsay Hunt la copilul in varsta de
7 ani.

Material si metode. Datele clinico-anamnesti-
ce, rezultatele investigatiilor clinice si imunologice
au fost prelevate din fisele medicale de stationar a
IMSP Institutul Mamei si Copilului.

Rezultate. Copilul, in vérsti de 7 ani, internat
in sectia de neurologie cu asimetria fetei, lagoftal-
mie pe stinga, durere auriculard pe stinga, febra
38°C. A doua zi copilul a fost transferat in sectia
ORL de urgenti cu semne clinice de mastoidita
pentru a efectua antromastoidotomia pe stanga. La
a III zi periauricular din stinga au apirut eruptii
confluente veziculiforme, tipice pentru infectia
prin Herpes Zoster, fiind dureroase si pruriginoa-
se. Terapia a inclus preparate antivirale si corticos-
teroidiene sistemice. Ulterior a fost administrati

antibioticoterapia cu Ceftriaxon. Starea copilului
s-a ameliorat, insd in a 7-a zi au apdrut semne de
toxidermie. Testele de laborator au relevat IgM la
Herpes Zoster pozitiv, IgG la Herpes Zoster nega-
tive, IgE 15 IU/ml. Luind in considerare evolutia
clinicd cu dezvoltarea prompti a paraliziei faciale
unilaterale, durere accentuate localizate periauricu-
lar si a eruptiilor herpetiforme cauzate de virusul
Herpes Zoster s-a confirmat prezenta sindromului
Ramsay Hunt la copil. Addugitor au fost indicate
preparate antihistaminice. Evolutia a fost cu remi-
terea eruptiilor cutanate, ameliorarea simptomelor
neurologice si otorinolaringologice. Externat la do-
miciliu peste 2 siptimani dupa debutul bolii.

Concluzie. Cazul prezentat subliniazi impor-
tanta cunoasterii si gestiondrii adecvate a sindro-
mului Ramsay Hunt la copii, deoarece, necitind la
faptului ci acest sindrom se dezvoltd preponderant
la varstnici, cazuri izolate pot apirea si la populatia
pediatricd. Infectia prin virusul Herpes Zoster s-a
considerat ca factor de risc de aparitie a reactiei to-
xialergice la antibioticoterapie.

Cuvinte cheie: sindromul Ramsay Hunt, reac-
tivare virald, paralizie faciald, eruptii cutanate, dia-
gnostic precoce, copil.
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ABSTRACT

Introduction. Ramsay Hunt syndrome is a rare
neurological condition caused by the reactivation
of the varicella-zoster virus (VZV) in the ganglia
of the facial nerve. It is characterized by facial pa-
ralysis, varioliform eruptions, and severe pain.

Objective of the study: to present a clinical case
of Ramsay Hunt syndrome in a 7-year-old child.

Material and methods.
data, results of clinical and immunological investi-

Clinical-anamnestic

gations were extracted from the inpatient medical
records of the Mother and Child Institute.
Results. A 7-year-old child admitted to the
neurology department presented with facial asym-
metry, left lagophthalmos, left ear pain, and fever of
38°C. The following day, the child was transferred
to the emergency ENT department with clinical
signs of mastoiditis to undergo left antromastoi-
dotomy. On the third day, confluent vesicular erup-
tions typical of Herpes Zoster infection appeared
in the left periauricular region, which were painful
and pruritic. Therapy included systemic antivi-
ral and corticosteroid preparations. Subsequently,
Ceftriaxone antibiotic therapy was administered.
The child’s condition improved, but on the 7th day,

signs of drug eruption appeared. Laboratory tests
revealed positive Herpes Zoster IgM, negative
Herpes Zoster IgG, and IgE levels of 15 IU/ml.
Considering the clinical course with prompt devel-
opment of unilateral facial paralysis, localized in-
tense periauricular pain, and herpetiform eruptions
caused by the Herpes Zoster virus, Ramsay Hunt
syndrome was confirmed in the child. Additionally,
antihistamine preparations were prescribed. The
patient’s condition improved with remission of cu-
taneous eruptions and improvement of neurolog-
ical and otolaryngological symptoms. Discharged
home after 2 weeks from the onset of the illness.

Conclusion. The presented case underscores
the importance of understanding and appropriately
managing Ramsay Hunt syndrome in children, as
although this syndrome predominantly develops in
the elderly, isolated cases can occur in the pediatric
population. Infection with the Herpes Zoster virus
was considered a risk factor for the development
of drug allergic reactions during antibiotic therapy.

Key words: Ramsay Hunt syndrome, viral reac-
tivation, facial paralysis, skin eruptions, early diag-
nosis, child.
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REZUMAT

Introducere. Urticarie acutd spontani (UAS)
prezintd o maladie alergicid ce sa manifestd clinic
prin elemente maculoase, ce apar rapid in timp, ab-
solut reversibile, insotite de prurit. Deseori urtica-
ria este insotitd de edemul angioneurotic.

Obiective: studierea factorilor de risc, indicato-
rilor clinici si paraclinici in UAS la copiii primului
an de viata.

Material si metode. Studiul a inclus un lot de
67 pacienti cu UAS in virstd de pind la 1 an, aflati
la tratament in sectia alergologie a IMSP IMC in
perioada 2019-2023. A fost aplicat chestionarul,
care a inclus rezultatele datelor anamnestice, sem-
nelor clinice si a indicilor paraclinici.

Rezultate. Toti copiii din lotul studiat aveau
vérsta intre 3 si 12 luni, cu forma clinici generali-
zatd a urticariei 20 copii si forma difuzid 47 copii.
La 20 copii (29%) paralel urticariei a fost depistat
edemul angioneurotic. Semne de infectie respira-
torie acutd manifestau 59 de pacienti (88%). La
30 copii (44%) semnele de urticarie s-au dezvol-
tat dupa folosirea in alimentatie a unor produse cu

potential alergic inalt: miere de albini, ciocolati,
fructe exotice. La 37 copii (56%) afectiunea der-
mici s-a dezvoltat dupi folosirea a unui sir de me-
dicamente, mai frecvent amoxicilin + acid clavu-
lanic, cefdinirum, nurofen. Din grupul de copii ce
au primit antibioticoterapie (22 pacienti) semne de
infectie bacteriani au fost depistate doar la 6 copii.
Din totalul pacientilor internati 32 copii (48%) su-
fereau de dermatiti atopicd, 34 copii (51%) au fost
niscuti prin operatia cezariand. La 12 copii (18%)
in cadrul examindrilor efectuate a fost depistati hi-
perlgE-emie. Eozinofilia usoard s-a detectat la 7
copii.

Concluzie. Urticarie acutd spontani la copiii
de vérsta de pani la 1 an, se dezvoltd preponderent
pe fon de infectii acute, triggerii mai frecventi fi-
ind produsele alimentare si medicamentele. Nivelul
IgE si numirul de eozinofile in singe rareori este
crescut, ceea ce nu ne permite de a le considera
marcheri specifici urticariei spontane acute.

Cuvinte cheie: urticarie acutd spontani, copiii
primului an de viatd
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ABSTRACT

Introduction. Spontaneous acute urticaria
(SAU) represents an allergic condition clinically
characterized by rapidly appearing macular ele-
ments, entirely reversible over time, accompa-
nied by itching. Often, urticaria is associated with
angioedema.

Objective: to study the risk factors, clinical in-
dicators, and paraclinical aspects of SAU in infants
during their first year of life.

Material and Methods. The study included a
group of 67 patients with SAU aged up to 1 year,
undergoing treatment in the allergology depart-
ment of the Mother and Child Institute between
2019 and 2023. A questionnaire was administered,
including the results of anamnestic data, clinical
signs, and paraclinical indicators.

Results. All children in the study group were
between 3 and 12 months old, with 20 children
presenting with the generalized clinical form of
urticaria and 47 with the diffuse form. In 20 chil-
dren (29%), concomitant angioedema was detected
alongside urticaria. Signs of acute respiratory in-
fection were manifested in 59 patients (88%). In

30 children (44%), urticaria signs developed after
consumption of highly allergenic foods: honey,
chocolate, exotic fruits. In 37 children (56%), the
dermatological condition developed after the use
of several medications, most commonly amoxicillin
+ clavulanic acid, cefdinir, and ibuprofen. Among
the children who received antibiotic therapy (22
patients), signs of bacterial infection were detect-
ed in only 6 children. Out of the total hospitalized
patients, 32 children (48%) suffered from atopic
dermatitis, and 34 children (51%) were born via
cesarean section. Elevated IgE levels were found in
12 children (18%) during examinations. Mild eo-
sinophilia was detected in 7 children.

Conclusion. Spontaneous acute urticaria in in-
fants up to 1 year of age predominantly develops
against a background of acute infections, with the
most common triggers being food products and
medications. Elevated IgE levels and eosinophil
count in the blood are rarely increased, which does
not allow us to consider them specific markers of
spontaneous acute urticaria.

Key words: spontaneous acute urticaria (SAU),
risk factors, elevated IgE levels, eosinophilia.
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REZUMAT

Introducere. Astmul sever rezistent la terapie,
reprezintd un astm cu un control slab in pofida uti-
lizarii unor terapii standard, inclusiv si abordarea
factorilor de risc modificabili. Sunt necesare stra-
tegii terapeutice suplimentare pentru tintirea veri-
gilor patogenetice, precum si utilizarea rationald a
medicamentelor biologice.

Obiectivul studiului a constat in revizuirea li-
teraturii referitor la preparatele anticorpilor mo-
noclonali disponibile pentru copiii cu astm sever
rezistent la tratament.

Material si metode. Au fost selectate si analiza-
te articole stiintifice publicate in ultimii 5 ani, din
baza de date Hinari, PubMed ce reflectau utilizarea
preparatelor biologice pentru tratamentul astmului
sever rezistent la terapie.

Rezultate. Astmul sever la copii poate evalua
prin 2 endotipuri majore: T2-astm risc ridicat
(alergic/non-alergic) si T2-astm bronsic risc sci-
zut (neutrofil/paucigranulocitic). Astmul alergic
T2-risc ridicat este determinat de citokinele infla-

matorii de tip 2, (IL-4, IL-5, IL-9, IL-13), care

sunt responsabile de producerea de IgE (IL-4),
proliferarea si diferentierea eozinofilelor (IL-5) sau
remodelarea tisulari a bronhiilor (IL-13). Pentru
tintirea acestor verigi patogenetice s-au elabo-
rat: omalizumab (anticorp monoclonal anti-IgE);
mepolizumab (anticorp monoclonal anti-IL5);
benralizumab (anticorp monoclonal anti-IL5Ra);
dupilumab (anticorp monoclonal anti-IL4Ra);
tezepelumab (anticorp monoclonal citre lim-
fopoietind stromald timicd circulantd (TSPL). In
perspectivi sunt studiati: itepekimab: (anticorp
monoclonal anti-IL33); brodalumab (anticorp
monoclonal anti-IL-17AR); tralokinumab si le-
brokizumab (anticorpi monoclonali anti-1L-13).

Concluzii. Anticorpii monoclonali vor permite
individualizarea tratamentului in functie de veriga
patogenetici si vérsta copiilor. Astfel, omalizuma-
bul, dupilizumabul si mepolizumabul au fost apro-
bati pentru copiii cu varsta peste 6 ani, iar benra-
lizumabul si tezepelumabul pentru copii peste 12
ani.

Cuvinte cheie: astm sever rezistent la terapie,
copii, agenti biologici, anticorpi monoclonali
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REZUMAT

Introducere. Astmul bronsic este cea mai frec-
ventd boald inflamatorie cronicid la copii, iar uti-
lizarea glucocorticoizilor (GC) rimane actuali in
managementul terapeutic. O serie de factori de-
pendenti de medicament si pacient pediatric pot
determina variabilitatea rispunsului la tratament.

Obiectivul a fost identificarea GC utilizati la
copiii cu astm bronsic, elucidarea particularititilor
farmacocinetice/farmacodinamice ale GC pentru
asigurarea unei terapii eficiente.

Material si metode. Au fost selectate si analiza-
te 52 fise de observatie ale copiilor cu astm bronsic,
internati in sectia Pediatrie 3, SCM V.Ignatenco,
anul 2023. Analiza publicatiilor a fost efectuati fo-
losind baza de date Hinari, PubMed.

Rezultate. Pacientii inclusi in studiu au avut
varsta intre 3 si 17 ani, iar sexul masculin a pre-
dominat (63%). Pacientii au administrat GC inha-
lator, intern sau parenteral. Inhalator s-au utilizat
fluticazoni propionat (suspensie presurizati), bud-
esonidi (suspensie prin nebulizator) si salmeterol/

fluticazond propionat (pulbere). Particularititile
sistemului respirator la copii (volumul tidal mic,
modele de respiratie variabile, viteza fluxului de
aer), non-complianta, neadaptarea dispozitivelor
pot determina sciderea biodisponibilititii medi-
camentului inhalator pand la 1%. In exacerbarea
astmului bronsic in majoritatea cazurilor GC s-au
administrat parenteral prednisolon (77%) si dexa-
metazoni (23%) sau intern prednisolon. Ulterior
s-a recomandat continuarea tratamentului cu flu-
ticazond propionat (92%), salmeterol/ fluticazoni
propionat (4%) sau budesonidd/formoterol (4%)
inhalator.

Concluzii. Glucocorticoizii sistemici sau inha-
latori, considerati preparate de bazi in tratamentul
exacerbdrilor astmului bronsic, trebuie evaluati prin
raportul risc/beneficiu cu monitorizarea reactiilor
adverse si functiei corticosuprarenalelor in functie
de preparat, schema de tratament, frecventa si du-
rata utilizrii.

Cuvinte cheie: glucocorticoizi inhalatori si sis-
temici, copii, exacerbari astm bronsic
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REZUMAT

Introducere. Copii cu imunodeficiente primare
(IDP) prezinti riscul crescut de a dezvolta cancer
cel putin de doui ori fatd de cel al populatiei ge-
nerale, malignitatea fiind a doua cea mai frecventi
cauza decesului la acesti pacienti. Conform datelor
literaturii cele mai frecvente afectiuni maligne in
randul pacientilor cu IDP sunt limfomul Hodgkin
si limfomul nonHodgkin.

Obiectiv: prezentarea cazului unui copil cu
limfom non-Hodgkin asociat cu IDP.

Rezultate.Va prezentam cazul unui biiat de 8
ani, copil de la II sarcina, niscut cu masa 2880 gr,
la termen, prin operatia cezariani. Cunoscut cu an-
tecedente de infectii respiratorii superioare recidi-
vante in prima copilirie. In 2018, la varsta de 3 ani
suportd consecutiv varicela si scarlatina forma gra-
vd, traumatism cranio-cerebral, dupi care se atestd
pierderea acuititii vizuale progresivd. Copilul este
diagnosticat cu Limfom Non Hodjkin tip Burkitt
stadiu IV cu afectarea portiunii superioare a nazo-
faringelui, osului si sinusului sfenoidal cu extindere
intraorbitali si intracraniand. Urmeaza ablatia sub-
totald a limfomului, cure de chimioterapie si se-
dinte de radioterapie, finisate in 2020. Pe parcursul

anului 2021 si 2022 cepizoade repetate de trata-
ment antibacterian pentru amigdalite streptococice
cu evolutie gravi, in 2023 - amigdalectomie. Iunie
2023 se prezinti cu limfadenopatie cervicali asoci-
atd cu febra. Periodic diarei asociate cu tratament
antibacterian.

Examenul obiectiv: dezvoltarea fizicd corespun-
de virstei, deregliri pronuntate de vedere (atrofia
nervului optic bilateral). Tegumente palide cu cica-
trice postoperator pe obrazul drept, laterocervical.
Examenul pe organe si sisteme fird particulari-
tati. Examenul paraclinic relevid reducerea marca-
td a nivelului seric al IgG (0,68g/1), IgA (0,2g/1)
asociate cu nivelul majorat al IgM seric (3,2 g/1).
Imunofenotiparea limfocitard fird devieri patolo-
gice conform virstei. Examen genetic prin secven-
tierea a evidentiat mutatia genei DOCK 2. S-a sta-
bilit diagnosticul clinic de sindrom hiper IgM, s-a
initiat tratament de substitutie cu imunoglobulina
intravenos.

Concluzii. Asocierea manifestirilor infectioase
cu cancer poate masca o imunodeficienta primari
la copil.

Cuvinte cheie: imunodeficiente primare, sin-
dromul hiperIgM, afectiuni maligne
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ABSTRACT

Introduction. This research aims to investigate
and offer perspectives on vaccination plans and
tactics for children with primary immune deficien-
cy (PIDs), tackling particular difficulties and refin-
ing immunization procedures to improve defenses
in this susceptible group.

Objective of the study: to evaluate the safe-
ty, efficacy, and optimal vaccination strategies for
children with PIDs, with the goal of improving
immune response, preventing vaccine-preventable
diseases, and improving overall health outcomes in
this vulnerable population.

Material and methods. The data from online
databases and international journals on the course
vaccination in children with PIDs the basis of the
field’s literature review obtained from a variety of
sources like electronic libraries such as UpToDate,
BMC, Periodicum Biologorum and NIH public
access.

Results. The literature revealed a range of
viewpoints on vaccinating children with PIDs.
Immunization plays a critical role in safeguard-
ing individuals with primary immunodeficiency

disorders (PID) against severe infections. However,
the efficacy of vaccines can fluctuate significantly
among PID patients. While some exhibit robust
immune responses (ex, hyper-Ig M syndrome, se-
lected antibody deficiencies, partial combined im-
munodeficiencies etc.), others encounter compro-
mised reactions or adverse effects (like-Hyper-Ig E
syndrome, DiGeorge syndrome, Common variable
immunodeficiency etc.). Current recommenda-
tions advocate for the use of inactivated vaccines,
deemed safe for this demographic. Notably, live
vaccines like BCG and MMR are cautioned in
cases of severe combined immunodeficiency, like
Ommen syndrome, X-linked SCID, Reticular dys-
genesis etc. Further investigation is warranted to
delineate the most effective vaccination strategies
for this susceptible cohort.

Conclusions. To sum up, customized vaccina-
tion strategies, vigilant monitoring, and prompt
diagnosis are imperative in safeguarding PID pa-
tients while mitigating the potential risks associat-
ed with immunization and establishing the neces-
sary immune response towards vaccines.

Key words: PIDs, immunization, pediatrics,
safety, vaccines.
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REZUMAT

Introducere. Acarienii reprezinti sursa prin-
cipald de alergenii din interiorul locuintelor, fiind
implicati direct in declansarea astmului bronsic si
al rinitei alergice. Expunerea la sursele de acarieni
reprezintd o cauzd importantd a exacerbdrilor ast-
mului bronsic. Sunt descrise mai multe componen-
te moleculare din componenta acarienilor, alergenii
majori fiind Der p1/Der f1, Der p2/Der 2, Der
p23, avind cea mai mare prevalentd dintre aeroa-
lergenii de interior. Componenta moleculard Der
p10 este consideratd alergen minor responsabil de
inducerea reactivititii incrucisate dintre acarieni si
crustacee, moluste, insecte si viermii ce paraziteazi
pestele-anasakis simplex.

Obiectivul lucrarii: studierea prevalentei re-

...... .

activitatii incrucisate la pacientii cu astm bronsic
sensibilizati la acarienii prafului de casa.

Material si metode. Lotul de studiu a cuprins
196 pacienti cu astm bronsic, cu varsta cuprinsi in-
tre 8-18 ani. Conform profilului sensibilizarii mo-
leculare citre alergene (testul multiplex Alex), 73
pacienti (76%) sunt sensibilizati citre acarienii pra-
tului de casi. La majoritatea pacientilor predomina
alergenii majori Der p1, Der p2, Der p23, Der {1,

Der f2. Sensibilizarea citre alergenul Der p10 -tro-
pomiozind, a fost detectatd la 7 pacienti (9,58%)
din lotul studiat, dintre care la 4 pacienti (5,47%) a
fost depistatd reactivitate incrucisati cu viermii de
peste anisakis simplex Ani s3, crustacee si molus-
te: Pen m1, Chi spp, Hom g, Rud spp; insecte Ten
m, Loc m, Ach d, Per a7, Blo t10. Doi pacienti au
raportat reactii la consum de creveti si unele tipuri
de peste manifestatd prin urticarie, disconfort oro-
faringian, edem al buzelor si tuse, altii doi au ra-
portat reactii suspecte uneori corelate cu consumul
de crustacee.

Rezultate si concluzii. Acarienii reprezinti
sursa principald de aeroalergeni de interior, preva-
lenta fiind de 76% din lotul studiat. Prevalenta Der
p10 a fost depistati la 9,58% dintre care la 5,47%
cu prezenta reactivitdtii incrucisare cu crustacee-
moluste. Simptomele manifestate de pacienti cu
acest tip de sensibilizare, este descris drept sindro-
mul acarieni-crustacee-moluste. Depistarea precoce a
pacientilor cu reactivitate incrucisatd acarieni-crus-
tacee-moluste se impune prin severitate simpto-
melor si riscul de reactii anafilactice.

Cuvinte cheie: acarieni, crustacea, tropomiozi-
ne, astm bronsic.
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ABSTRACT

Introduction. Dust mites are the main source
of indoor allergens, being important trigger of
bronchial asthma and allergic rhinitis. Exposure to
dust mites sources is an important cause of asth-
ma exacerbations. A significant number of mo-
lecular components was described, the major al-
lergens being Der p1/Der f1, Der p2/Der {2, Der
p23, having the highest prevalence among indoor
aeroallergens. The molecular component Der p10
is considered the minor allergen responsible for
inducing cross-reactivity between mites and crus-
taceans, mollusks, insects and fish parasites - ana-
sakis simplex.

Objective of the study: to study the prevalence
of cross-reactivity in asthmatic patients sensitized
to house dust mites.

Material and methods. The study group in-
cluded 196 patients with bronchial asthma, aged
between 8-18 years. According to the profile of
molecular sensitization to allergens (Alex multiplex
test), 73 patients (76%) are sensitized to house dust
mites. In most patients, the major allergens Der

pl, Der p2, Der p23, Der {1, Der {2 predominate.

Sensitization to the Der p10-tropomyosin allergen
was detected in 7 patients (9.58%) of the studied
group, of which 4 patients (5.47%) were found to
have cross-reactivity with Anisakis simplex fish
worms Ani s3, crustaceans and mollusks: Pen m1,
Chi spp, Hom g, Rud spp; insects Ten m, Loc m,
Ach d, Per a7, Blo t10. Two patients reported re-
actions to the consumption of shrimps and some
types of fish manifested by urticaria, oropharyngeal
discomfort, lip edema and cough, two others re-
ported suspicious reactions sometimes correlated
with the consumption of crustaceans.

Results and Conclusions. Dust mites repre-
sent the main source of indoor aeroallergens, the
prevalence being 76% of the studied group. The
prevalence of Der p10 was detected in 9.58% of
which in 5.47% with the presence of cross-reactiv-
ity with crustaceans-molluscs. The patients’ symp-
toms with this type of sensitization is described as
the mite-crustacean-mollusk syndrome. Early de-
tection of patients with mite-crustacean-mollusc
cross-reactivity is required by the severity of symp-
toms and the risk of anaphylactic reactions.

Key words: mites, crustaceans, tropomyosins,
bronchial asthma.
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REZUMAT

Introducere. Bolile alergice sunt recunoscute
ca o problemid globali semnificativi de sianitate
publici. In majoritatea cazurilor bolile alergice apar
in copilirie, cuprinzind un procent semnificativ
din volumul de munci al medicilor care se ocupi
de copii din sectiile de asistenta primari si pedia-
trie din spitale.

Obiectiv: determinarea strategiei de perfectare
a serviciului specializat acordat copiilor cu maladii
alergice in baza depistirii barierelor, problemelor si
necesititilor actuale.

Material si metode. Au fost analizate datele
statistice, aspectele privind conduita copiilor cu
maladii alergice in decurs de circa 30 ani, datele
privind cercetirile stiintifice efectuate in ultimii 25
ani la baza Institutului Mamei si Copilului, a pro-
gramelor de instruire in alergologia pediatrica in
USMF , Nicolae Testemitanu”

Rezultate. S-a determinat, ca circa 35% copii
in varsta pand la 18 ani au suferit sau suferd de una
sau mai multe reactii si maladii alergice. Serviciul
specializat este acordat de 9 specialisti certificati in
alergologia pediatrica la nivel de spital, policlinici

consultative cu indicele de acoperire de 1:65000
copii. Mai multe cercetiri stiintifice in alergolo-
gia pediatrica au fost efectuate la baza Institutului
Mamei si copilului in anii 1998-2018.

Concluzii. Pe baza studiilor efectuate au fost
identificate trei directii in perfectarea Strategiei
Nationale privind managementul copiilor cu pato-
logie alergici in Republica Moldova:

I - Imbunititirea managementului clinic al
pacientilor prin depistarea precoce a pacientilor,
instruirea personalului la nivel pre-universitar si
postuniversitar de invitimant medical, perfec-
tarea disponibilititii metodelor de diagnosticare
eficiente de cercetare, imbunititirea disponibilita-
tii medicamentelor de calitate si eficiente pentru
administrarea imunoterapiei specifice si a terapiei
biologice;

IT - Imbunititirea sistemului de sinitate cu ela-
borarea de ordine si dispozitii necesare reglemen-
tdrii serviciului la nivel national;III - Consolidarea
cunostintelor pacientului, familiei si a comunitatii
despre managementul patologiei alergice.

Cuvinte cheie: maladii alergice, medici pediatri
alergologi, strategie nationala, copii.
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ABSTRACT

Introduction. Allergic diseases are recognized
as a significant global public health problem. In
most cases, allergic diseases appear in childhood,
comprising a significant percentage of the work-
load of doctors who deal with children in primary
care and pediatric departments in hospitals.

Objective: determining the strategy for im-
proving the specialized service provided to chil-
dren with allergic diseases based on the detection
of current barriers, problems and needs.

Material and methods. The statistical data
were analyzed, the aspects regarding the manage-
ment of children with allergic diseases over the
course of about 30 years, the data regarding the
scientific research carried out in the last 25 years
at the base of the Mother and Child Institute, of
the training programs in pediatric allergology in
USMEF “Nicolae Testemitanu”

Results. It was determined that about 35%
of children up to 18 years of age have suffered or
are suffering from one or more allergic reactions
and illnesses. The specialized service is provided
by 9 certified specialists in pediatric allergology at

hospital level, consultative polyclinics with a cov-
erage index of 1:65,000 children. Several scientif-
ic researches in pediatric allergology were carried
out at the Mother and Child Institute in the years
1998-2018.

Conclusions. Based on the studies carried out,
three directions were identified in strengthening
the National Strategy regarding the management
of children with allergic pathology in the Republic
of Moldova: I - Improving the clinical manage-
ment of patients through early detection of pa-
tients, training of pre-university and postgraduate
medical education staff, improving the availability
of effective research diagnostic methods, improv-
ing the availability of quality and effective drugs
for the administration of specific immunotherapy
and biological therapy ; II - Improving the health
system with the development of orders and provi-
sions necessary to regulate the service at the na-
tional level; III - Consolidating the knowledge of
the patient, the family and the community about
the management of allergic pathology.

Key words: allergic diseases, pediatric allergists,
National Strategy, children
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REZUMAT

Introducere. Sindromul deletiei 22q11.2
(DiGeorge) descris pentru prima datid in 1968 ca o
imunodeficientd primari, se caracterizeazi prin hi-
pocalcemie datorata hipoparatiroidismului, defecte
cardiace si hipoplazie sau aplazie timici. Incidenta
sa este de 1:3000 de niscuti vii, dar in pofida frec-
ventei inalte, se cunosc putine despre istoria si pro-
gresia sa naturald, acest lucru fiind conditionat pro-
babil de dificultitile de diagnostic si varietatea de
denumiri folosite pentru a-1 descrie.

Obiectiv: descrierea manifestirilor clinice, pa-
rametrilor de laborator si caracteristicilor fenotipi-
ce ale pacientilor cu sindrom de deletie 22q11.2.

Material si metode. 6 pacienti (5 confirmati
genetic, 1 pacient clinico-morfologic) au fost su-
pusi evaludrii clinice si explorative pentru a detec-
ta malformatii cardiace, dimorfisme faciale, tul-
buriri neurologice sau de comportament, infectii
recurente si modificiri hematologice (limfopenie,

trombocitopenie).

Rezultate. Virsta medie de stabilire a diagnos-
ticului a fost de 2,0 ani (interval 0-6 ani). Cele mai
frecvente manifestiri care au condus la stabilirea
diagnosticului au fost malformatiile cardiace con-
genitale de tip conotruncal (83,3%) si depistarea
intraoperatorie a ageneziei/hipoplaziei timice.
Caracteristicile clinice comune au inclus dismor-
fiille faciale (66,6%), infectii recurente (66,6%),
anomalii ale palatului moale (50%). Din modifi-
cirile de laborator 2 dintre pacienti au prezentat
limfopenie si 1 pacient — trombocitopenie usoar.
Infectiile toracice recurente au fost mai frecvente
la pacientii cu deficiente de celule T si subseturi de
celule T.

Concluzii. Sindromul de deletie 22q11.2 im-
pune a fi suspecta la toti pacientii cu malformatii
cardiace, anomalii faciale si modificiri paraclinice
cu tulburiri imunologice. Constientizarea caracte-
risticilor clinico-paraclinice este importanti pentru
a imbunititi diagnosticul, tratamentul, suprave-
gherea acestor pacienti.
sindrom

Cuvinte cheie: imunodeficienti,

DiGeorge, timus, copii
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ABSTRACT

Introduction. Ebstein’s anomaly (EA) is rare
congenital heart malformation manifest by differ-
ent morphologic and functional tricuspidal valve
and left ventricle abnormality. It accounts less than
1% of all heart defects. Basis of these anomaly is tri-
cuspidal dysplasia with apical displacement of the
septal cusp and “atrialisation” of the right ventricle
which subsequently leads to tricuspid regurgitation
and enlargement right atrium. EA is considered to
be a consequence combinations of genetic factors
and unfavorable factors from the external environ-
ment. In most cases occurs sporadically, familial
occurrence of EA is extremely rare.

Case report. We are presenting a women with
EA who had first pregnancy ended by vaginally
induced delivery in 28. gestational week (GW)

because of fetuses’ congenital heart anomaly. No
associated anomalies were seen on gynecology
ultrasound in 22 GW. By autopsy and the patho-
histological examination confirmed Ebstein’s fetal
anomaly. After one year this women got pregnant
again. Fetal ultrasound was normal. In 39 GW
this women received at Clinic of gynecology with
signs of preeclampsia. After adequate treatment
and preparation she had Cesarean section. Healthy
female was born, AS 10/10, cardiology ultrasound
was normal.

Conclusion. Aim of this case is to present one
women with EA who had two different pregnan-
cy outcomes. EA is a rare diagnosis but should be
considered as inheritable.

Key words: Ebstein’s anomaly, congenital heart
disease, pregnancy, genetics
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REZUMAT

Introducere. Anomalia Ebstein este o afectiune
cardiacd congenitald rard cu o evolutie clinici vari-
atid. Spectrul clinic poate fi larg si eterogen, variind
de la forme minore asimptomatice la forme severe
cu insuficientd tricuspidiand masivi si insuficientd
cardiaci dreapti

Obiectiv: a pune in discutie cazul unui copil de
7 ani diagnosticat primar cu Anomalia Epstein.

Material si metode. Drept material au servit
datele din documentatia medicald de stationar si
ambulator a pacientului diagnosticat cu Anomalia
Epstein. Diagnosticul a fost stabilit in baza criteri-
ilor clasice. S-a studiat documentatia medicald de
stationar si de ambulator a copilului. Diagnosticul
a fost stabilit in baza criteriilor clasice.

Rezultate. Prezentarea de caz este despre un
copil asimptomatic, care s-a adresat pentru inter-
nare in sectia de cardiologie, la insistenta medicului
de familie, din cauza unor schimbiri la ECG (din
spusele mamei). La examenul obiectiv s-au eviden-
tiat urmdtoarele: cianoza triunghiului nazo-labial,
edeme suborbitale, prezenta zgomotului IV (pre-
sistolic). Examenul de laborator relevi Hb usor

majoratd (13,7 g/dL), eritrocitozi (4,88 x 10¢/1),
leucocitozi (9,99 x 10°), neutrofilie (64,9%), creste-
rea usoard a CK MB (54,22 U/L). ECG: semne de
hipertrofie a VD, AE deplasati spre dreapta, FCC
96 b/min. Ecocardiografia cu Doppler color (Eco
CG): valva tricuspidd septald deplsatd spre apex
in VD ~ 27 mm. Insuficienta valvei tricuspide gr
I-II. FS 41%, FE 73%. Datele Eco CG - sugective
pentru MCC. Anomalia Epstein. Diagnosticul s-a
confirmat prin RMN - 3T cardiac: deplasare api-
cald pronuntatd (40mm) a cuspei septale a valvei
tricuspide. VD functional dilatat moderat (EDV =
106 ml). AD cu volum pronuntat crescut (94ml;
dilatatre + atrializarea VD). Copilul a fost consul-
tat de medicul cardiochirurg. S-a externat la do-
miciliu cu recomandiri de monitorizare in dina-
mici. Diagnosticul la externare: MCC. Anomalia
Epstein. IC cl f II NYHA.

Concluzie. Anomalia Epstein este o afectiune
congenitald cu prezentare variabild, care necesitd
diagnosticarea in timp util si optiunile de manage-
ment adecvate.

Cuvinte cheie: anomalie epstein, atriul drept,
ventricul drept, valva tricuspida.
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ABSTRACT

Introduction. Atherosclerotic cardiovascular
disease (CVD), a leading cause of death globally,
has origins in childhood. Lipoprotein (a) [Lp(a)]
is associated with premature CVD, but its impact
on cardiovascular health during childhood is less
understood.

Objective: an update about Lp(a) through the
prism of the latest on testing, treatment, and guide-
line recommendations.

Methods. Recommendations regarding Lp(a)
were studied and presented from the guidelines:
American College of Cardiology/American Heart
Association (ACC/AHA) guidelines, Canadian
Society  (CCS)
European Atherosclerotic Society (EAS) consen-
sus statement, National Lipid Association (NLA)
scientific statement.

Results. Lp(a) levels are genetically determined,

with little to no influence from environmental

Cardiovascular guidelines,

or lifestyle factors, and adult levels are reached in
childhood, typically by 5 years of age. But, there is
no generalized consensus on Lp(a) risk thresholds:
>50 mg/dL (2125 nmol/L) is an accepted target in
ACC/AHA guidelines; 250 mg/dL (2100 nmol/L)
is an accepted target in the CCS guidelines; <30
mg/dL (or<75nmol/L) is considered normal, 30-
50 mg/dL (50-125 nmol/L) intermediate, and >50
mg/dL (>125 nmol/L) abnormal in the EAS con-
sensus statement, and>50 mg/dL (>100 nmol/L)
is accepted as a risk-enhancing cutoff in the NLA

scientific statement. New lines of therapy targeting
Lp(a) gene translation are being developed.
Conclusions. In conclusion, over the years,
Lp(a) has become more prominent in most guide-
lines around the world: 2022 EAS consensus
statement - Lp(a) level measured at least once in
all adults and in youth with a history of ischemic
stroke or a family history of premature ASCVD or
elevated Lp(a) level and no other known risk fac-
tors; 2021 CCS dyslipidemia guideline - Measure
once in a persons lifetime as part of initial lipid
screening; 2019 NLA scientific statement on
Lp(a) - Measure in individuals with premature
ASCVD, LDL-C level2190 mg/dL, men<55 years
of age, and women <65 years of age. Use Lp(a) lev-
el>50 mg/dL (>100 nmol/L) as an increased risk;
less-than-expected LDL-C-lowering response,
despite good adherence; recurrent or progressive
ASCVD despite optimal lipid-lowering therapy;
calcific valvular aortic stenosis; and family history
of elevated Lp(a) levels; 2019 ESC/EAS dyslip-
idemia guideline - A relative indication for Lp(a)
level measurement is family history of premature
ASCVD; favors statin initiation in primary pre-
vention in patients with intermediate or borderline
ASCVD; 2018 multisociety cholesterol guideline
- Recommends measurement in individuals with
a family history of premature ASCVD. Therefore,
we believe that Lp(a) can help to identify children
at an increased lifetime risk for ASCVD, with early
intervention for the pediatric population affected.
Key words: lipoprotein (a), pediatric population.
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CARDIOLOGIE PEDIATRICA

SINDROMUL DE HETEROTAXIE PRIMAR
DEPISTAT: RAPORTARE DE CAZ CLINIC

MATRAGUNA NELEA*2, COJOCARI SVETLANA2, BICHIR-THOREAC LILIANA?,

GHEORGHITA FELICIA*?, ATCACI ANA?2

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,
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2IMSP Spitalul Clinic Municipal de Copii ,, Valentin Ignatenco”,
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REZUMAT

Introducere. Sporadicitatea sindromului de
heterotaxie impune examinarea prudenti a pacien-
tului cu prezentare clinicd de cianozi periferici in
combinatie cu dureri abdominale.

Obiectivul lucririi: prezentarea unui caz clinic
a unei paciente de 3 luni diagnosticatd primar cu
Malformatie cardiacd congenitald si sindromul de
heterotaxie.

Material si metode. Datele anamnestice, clini-
ce si paraclinice au fost prelevate din fisa medicald
de stationar. Rezultatele pacientei au fost com-
parate cu cazuri similare la copii din literatura de
specialitate.

Rezultate. La momentul internirii pacienta
prezenta acuze la cianozi periorald cu accentuare
in timpul plansului, cianoza extremititilor, obo-
seald rapidi in timpul alimentirii, dureri abdo-
minale, scaun semilichid cu mucus sangvinolent.
Examinarea hemoleucogramei relevi majorarea
tuturor parametrilor manifestati prin: eritrocitozi
(5,63x10'%/1); trombocitozd (467x10°), leucocito-
zd (12.75x10%), limfocitozd (73.4%) precum si o
majorare usoard a CK-MB (34.27 U/). Evaluarea
electrocardiografici evidentiazd o tahicardie cu o
FCC- 166 b/min cu suprasolicitarea miocardului

atriului drept precum si supravoltajul undei R pe
derivatele V1-V4. Ecocardiografia cu Doppler
denotd dilatarea cavititilor drepte ale cordului.
Hipertrofia VD. Functia de pompi a miocardului
VS pistrati. MCC — CAV 24 mm; FOP 5 mm.
Insuficienta AV + comuni gr.II. Stenoza AP seve-
rd, cu Gr — 97 mmHg. EcoCG: MCC grad inalt.
CAVC. Stenozi severd AP. Malpozitia vaselor ma-
gistrale. TC (KIEV): Sindrom de heterotaxie (izo-
merie, disarmonie de dreapta). Asplenie. Malrotatie
intestinali. In baza datelor obtinute a fost stabilit
diagnosticul de: Malformatie congenitali cardiaca:
canal atrio-ventricular complet. Atriu unic. Stenozi
severd a valvei arterei pulmonare (Gr-97 mmHg).
Malpozitia vaselor magistrale. Insuficientd car-
diacd CF III NYHA/Ross. Enterocolitd alergici.
Tratamentul medicamentos administrat a inclus:
inhibitori ai enzimei de conversie a angiotensinei
(IECA), diuretice.

Concluzie. Abordarea terapeutici a pacien-
tului cu heterotaxie este complexd si depinde de
gravitatea afectirii cardiace cit si a altor organe,
iar monitorizarea acesteia necesitd o conlucrare
in echipid a medicului de familie, pediatrului si a
cardiochirurgului.

Cuvinte cheie: heterotaxie, izomerie
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CARDIOLOGIE PEDIATRICA

ASPECTE ALE ACTIVITATII STRESULUI OXIDATIV
TN FUNCTIE DE INDICELE MASEI CORPORALE
LA COPIIlI HIPERTENSIVI $I ISTORIC FAMILIAL
AGRAVAT PRIN BOLI CARDIOVASCULARE

BICHIR-THOREAC LILIA*?, MATRAGUNA NELEA!?, COJOCARI SVETLANA®2

'IMSP Institutul de Cardiologie

’IMSP Spitalul Clinic Municipal de Copii ,,Valentin Ignatenco”,
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REZUMAT

Introducere. Istoricul familial agravat, re-
prezintd un factor de risc nemodificabil puternic
asociat cu hipertensiunea arteriald si joacd un rol
substantial in realizarea acesteia. Multiple studii au
constatat o asociere redutabild dintre stresul oxi-
dativ (SOX) hipertensiunea arteriali/obezitate, in-
terferenta acestora fiind incontestabild, totusi, sunt
necesare studii suplimentare care si evalueze aceas-
ta corelatie la populatia pediatrici.

Obiectivul cercetarii: evaluarea activititii stre-
sului oxidativ in functie de indicele masei corporale
(IMC) 1a copiii hipertensivi cu/fird istoric familial
agravat prin boli cardiovasculare.

Material si metode. Studiul a inclus 75 de pa-
cienti hipertensivi (HTA), cu vérsta medie de 14,6
ani, supraponderali (SP) si obezi (OB), divizat
in doud loturi de cercetare in functie de prezen-
ta istoricului familial agravat (IFA) prin patologie
cardiovasculari. Lotul de control constituit din 35
voluntari sindtosi, cu varsta similard, fete si biieti,
fard antecedente eredocolaterale agravate prin pa-
tologie cardiovasculari si obezitate. Prezenta exce-
sului ponderal a fost determinat utilizind IMC si
metoda percentilici (CDC). Diagnosticul si gradul
HTA a fost stabilit conform Ghidului Societitii

Europene de Cardiologie (ESC 2016). Protocolul
studiului a fost aprobat de citre Comisia de Etica
Medicald, cu obtinerea consimtiméntului a pi-
rintilor si copiilor pentru participarea in studiu.
Platforma de examinare a parametrilor SOX:
Superoxid dismutaza (SOD), Glutation pero-
xidaza (GPx), Glutation reductaza (GRx) au
fost determinate prin metoda imunoenzimati-
ci; Catalaza (CAT) si S-nitrosotiolii plasmatici,
Dialdehidamalonicid (DAM), Produsii proteici de
oxidare avansati (PPOA) au fost apreciati prin me-
toda spectrofotometricd; activitatea antioxidanti
totald (AAT)- prin metoda colorimetrici, iar pro-
dusii finali de glicare avansatid (PFGA) s-au efectu-
at conform metodologiei Makita Z, et al.
Rezultate. Pacientii din loturile de cercetare au
fost divizati in a cate doud subloturi in functie de
IMC. Astfel in lotul copiilor HTA, IFA- au fost
inrolati 8 copii supraponderali si 27 copii obezi, iar
in lotul copiilor HTA, IFA+ au fost 13 copii supra-
ponderali si 27 copii obezi. Analiza comparativi a
parametrilor SOX a evidentiat o majorare a PPOA
(87.890puM/1) si reducerea a activititii antioxidan-
te totale (AAT) la copiii HTA, SP, IFA+ (0.410
ABTS) s copii HTA, SP, IFA- (PPOA-78.044
pM/1; AAT-0.506 ABTS) (p<0.05). Produsii finali
de glicare avansati (PFGA) in calitate de indicatori
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ai sciderii rigidititii vasculare, au fost majorati la
copii SP, IFA+ (389.075 pM/1), comparativ cu cei
SP, IFA- (249.550 pM/1), (p<0.05). Examinarea
comparativi a acelorasi parametri la pacientii obezi
au semnalat nivele ridicate ale DAM (32,675 pM/1)
si PPOA (90.198 pM/1) 1a copii HTA, OB, IFA +
comparativ cu cei HTA,OB, IFA-(DAM-24,087
pM/1; PPOA-86.520 pM/1). Afectarea sistemului
glutationic a fost mai evidenti la copiii HTA, OB,
IFA + (GPx-6.572 nmol/s/L; GRx-1.519 ng/ml)
comparativ cu cei HTA, OB, IFA- (GPx-7.103
nmol/s/L; GRx-1.786 ng/ml).

Concluzii. Prezenta istoricului familial agra-
vat s-a manifestat prin valori mai mari ale DAM
si PPOA in asociere cu valori diminuate ale (AAT,
CAT, GR, GPx,) versus copiii fard IFA, diferentele
semnificative fiind relevate vizavi de AAT, GRx si
PFGA la compararea loturilor copiilor cu supra-
ponderabilitate. Astfel, AAT si GRx sunt reduse
in medie cu 20%, iar PFGA au un nivel excedent
de 57%.

Cuvinte cheie: hipertensiune, copii, obezitate,
stres oxidativ
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CARDIOLOGIE PEDIATRICA

APRECIEREA EFICACITATII TERAPIEI CU BOSENTAN S
SILDENAFIL DUPA COMPERA-4-STRATA RISK SCORE
LA UN COPIL CU HIPERTENSIUNE PULMONARA

PALII INA%2, PALEGA DANIELA?, PIRTU LUCIA®2

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova
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REZUMAT

Introducere. Povara malformatiilor cardiace
congenitale in toatd lumea, inclusiv, tirile in curs
de dezvoltare, dar si aparitia sindromului de HTAP
explicd incidenta de 25 cazuri de MCC complicate
cu HTP la 1mln de populatie globald. Doar instru-
mente clare si standardizate de evaluare pot asigura
monitorizarea si succesul tratamentului. Cercetarea
unor indicatori biochimii, clinici si imagistici in di-
namicd permit analiza prognosticului si riscului de
mortalitate, iar sciderea acestui risc de la o perioa-
da la alta, devine scopul de bazd in managementul
pacientului cu HTAP.

Obiectiv: evaluarea eficacititii terapiei combi-
nate Bosentan si Sildenafill conform 4 strata risk
score (ESC/ERS 2022) 1a un copil cu HTAP secun-
darda MCC cu sunt stinga-dreapta.

Material si metode. Copil de 5 ani, s-a adre-
sat primar cu acuze la oboseald, astenie, transpiratii
excesive si tuse uscatd. La examenul obiectiv: re-
tard in crestere si dezvoltare 16 kg (25P), 105 cm
(25P), 14.5 kg/m2, paloarea tegumentelor, cear-
cane peri-orbitale, cianoza periferica, degetele hi-
pocratice, SpO2- 95% membre superioare si 86%
cele inferioare. Copilul a fost investigat prin ECO-
CG si Angio-CT si s-a stabilit diagnosticul de:
MCC. Canal arterial premiabil cu debit mare (7mm,).

Hipertensiune pulmonara severa (70 mm/Hg), CF
III NYHA/OMS, secundard suntului stanga - dreap-
ta. 1C CF III NYHA, cu FEVS pdstratd, stadiul C
AHA/ACC. In urma cateterismului cardiac s-a ob-
tinut PVR/SVR- ratio- 1,03 — impediment pen-
tru interventie chirurgicali. Copilul a fost inclus
in Programul National al Bolilor Rare, beneficiind
de un tratament specific combinat cu Bosentan 16
mg-2 ori pe zi si Sildenafil 10 mg-3 ori/zi.

Rezultate. Inainte de terapie se atesti: CF
OMS- III-1V, eMWT -205 m, Nt-ProBNP- 987
pg/ml, la 6 luni: CF OMS -III, eMWT- 300 m,
Nt-ProBNP- 411 pg/ml, iar la 12 luni: CF OMS
-II, 6MWT - 500 m, Nt-ProBNP- 298 pg/ml. S-a
observat ameliorarea tuturor parametrilor in dina-
mici conform analizei riscului in 4 straturi si este
evidentd deplasarea de la risc mediu-inalt la risc
mic.

Concluzii. Terapia specifici combinatd cu
Bosentan si Sildenafil, este eficientd in diminuarea
nivelului riscului de mortalitate (4-strata risk score,
ESC/ERS 2022) in cazul HTP secundare MCC
cu sunt stinga-dreapta, imbunititind parametrii
CF NYHA/OMS, testul de efort si nivelul seric al
Nt-ProBNP.

Cuvinte cheie: hipertensiune pulmonary, tera-
pie specificd, aprecierea riscului
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OF BOSENTAN AND SILDENAFIL THERAPY
EFFICIENCY IN A PEDIATRIC PATIENT WITH PAH

PALII INA%2, PALEGA DANIELA?, PIRTU LUCIA®2

'Nicolae Testemitanu State University of Medicine and Pharmacy,

Chisinau, Republic of Moldova

Institute of Mother and Child, Chisinau, Republic of Moldova

ABSTRACT

heart diseases

(CDH) are a serious burden worldwide, especially

Introduction. Congenital

in developing countries, while secondary PAH in-
cidence is 25 to 1million CDH. There is no doubts
that standard assessment criteria are needed for
therapy success monitoring. The study of the dy-
namics of biochemical, clinical and instrumental
findings allows the analyses of the disease prog-
nosis and mortality risk, while decreasing the risk
from high to mild according to COMPERA be-
comes an excellent therapy objective.

Objective: the assessment of Bosentan and
Sildenafil therapy efficiency dynamics according to
4 strata risk score (ESC/ERS 2022) in a pediatric
patient with PAH secondary to a left to right shunt
CHD.

Material and methods. A 5-year-old boy came
to primary care unit with complaints of fatigue,
general weakness, excessive sweating and a dry
cough. The objective examination shows: retarda-
tion in growth and development, skin pallor, perior-
bital dark circles, peripheral cyanosis, Hippocratic
fingers, oxygen saturation - 95% upper limbs and
86% the lower ones. ECHO and CT investigation
showed: CHD, PAD (7 mm length and 9x7 mm in

diameter) and severe PAH (mPAP- 70 mm/Hg),
FC III-IV NYHA/WHO secondary to left-right
shunt, HF III-IV NYHA/WHO, stage C AHA/
ACC. According to cardiac catheterization data
PVR/SVR ratio - 1.03, the surgery is question-
able. The Child has been included in Nation Rare
Diseases Program and the therapy was initiated:
Sildenafil 10 mg 3 times/day and Bosentan 16 mg
2 times/day.

Results. Before therapy the following criteria
are measured: WHO FC- III-1V, 6MW'T -205 m,
Nt-ProBNP- 987 pg/ml; at 6 months: WHO FC
OMS -III, eMWT- 300 m, Nt-ProBNP- 411 pg/
ml; at 12 months: WHO FC-II, 6MW'T - 500 m,
Nt-ProBNP- 298 pg/ml. The improvement of all
three main criteria from 4-strata risk assessment
model is obtained, with transformation of ,high
risk” in "low risk”.

Conclusion. The combined specific therapy
with Bosentan and Sildenafil is efficient in low-
ering the mortality risk (according to 4- strata risk
score, ESC/ERS 2022) in case of CHD associated
with PAH, improving the HF FC NYHA/WHO,
6 minutes walk test and Nt-ProBNP levels.

Key words: pulmonary hypertension, specific
therapy, risk assessment
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DEPISTAREA TARDIVA A COARCTATIEI DE AORTA
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REZUMAT

Introducere. Aproximativ 5% din toate cazu-
rile de malformatii cardiace congenitale (MCC) si
7% din bolile critice neonatale sunt reprezentate de
coarctatia de aorti. Aceasti malformatie cardiaci
este prezentd de la nastere, dar in functie de gradul
de severitate, poate fi depistati mai tarziu, la ma-
turitate. Cu cdt artera este mai Ingustatd, cu atit
simptomatologia este mai severd si diagnosticul
mai precoce. Atunci cind afectiunea este depistati
tardiv, pacientii sunt deseori asimptomatici, iar di-
agnosticul este de cele mai multe ori confirmat de
prezenta unui suflu sau a hipertensiunii arteriale.

Caz clinic. Prezentim un caz clinic al unui
biiat cu varsta de 17 ani, diagnosticat tardiv cu
Malformatie congenitald de cord de tip Coarctatie
de aorta de tip postductal, asociat cu hipertensiune
arteriald evaluat primar la vérsta de 17 ani.

Rezultate. Motivul de internare a fost depista-
rea cifrelor inalte ale tensiunii arteriale (TA) la un
examen de rutini. La momentul internirii copilul
era asimptomatic. La examenul obiectiv s-a depis-
tat suflu sistolic la baza cordului cu propagare in

spate, lipsa pulsatiei pe artera femorald si dorsalis
pedis. Tensiunea arterialdi méina dreapta 180/100
mmKHg, piciorul drept 90/40 mmHg. ECG - sem-
ne de hipertrofie venticulara stingi. Examenul
ecocardiografic a confirmat prezenta valvei aortice
de tip bicuspidi, hipertrofie ventriculard stingi si
functie de contractie a ventricului sting pistrati,
fard semne de ingustare la nivelul aortei descen-
dente. Computer tomografie in regim angio - date
imagistice sugestive pentru coarctatie de aortd de
tip postductal cu multiple colaterale aortopulmo-
nare. A fost initiat tratamentul cu betablocante cu
sciderea cifrelor TA, ceea ce a permis posibilitatea
de corectie interventionald prin aplicarea de stent
personalizat. Perioada postinterventionali a fost
marcatd de persistenta cifrelor inalte ale TA ceea a
necesitat suport antihipertensiv de durata.

Concluzie. Cazul copilului prezentat cu MCC
Coarctatie de aorti de tip postductal scoate in evi-
dentd necesitate evaluidrii de rutind a tensiunii ar-
teriale pentru depistarea timpurie a acestui tip de
MCC si corectia in termeni oportuni.

Cuvinte cheie: coarctatie de aortd, hipertensiu-
ne arteriali, betablocante.
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CAZ CLINIC: SINDROMUL QT LUNG
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REZUMAT

Introducere. sindromul QT lung (SQTL) re-
prezintd o afectiune cardiaci ereditard rard ce se
caracterizeazi prin prelungirea intervalului QT la
electrocardiogramd (ECG), predispunénd indivizii
afectati la aritmii ventriculare potential mortale,
precum torsada de pointes si fibrilatia ventriculara.

Prezentare de caz. Un pacient de sex masculin
in varstd de 4 ani, cu un istoric familial necunos-
cut (adoptat), a fost remis la clinica de cardiologie
pediatricd din cauza episoadelor recurente de sin-
copd in ultimele luni. De remarcat este faptul ci
pacientul prezenta o istorie medicald de surditate
neurosenzoriald diagnosticatd la varsta de 1 an si
3 luni, cu implantare ulterioard a implanturilor co-
hleare bilaterale la varsta de 2 ani. LLa examinare,
starea pacientului a fost gravd, cu bradicardie severd
(frecventa cardiacd la 52/min, percentila 1 conform
virstei). ECG standart in 12 derivatii a relevat bra-
dicardie sinusald, un interval QT prelungit (QTc
= 580 ms) si unde T alternate. Pacientul a obtinut
6 puncte pe Scala Schwartz, ceea ce sugereazi o

probabilitate ridicatd de a avea SQTL. Terapia cu
beta-blocante a fost initiatd pentru a reduce riscul
de aritmii. Pacientului i s-a recomandat implan-
tarea unui defibrilator cardioverter implantabil
(ICD) (indicatie de clasid ITa) pentru a oferi protec-
tie impotriva mortii cardiace subite. In ciuda trata-
mentului medical, pacientul a suferit un stop cardi-
ac si a fost transportat la spital pentru gestionarea
ulterioard, la ECG prezentind torsada de pointes.
Dupi stabilizare, a fost supus cu succes implantrii
unui ICD pentru a oferi monitorizare si interven-
tie continue in caz de evenimente aritmice viitoare.

Concluzie. SQTL reprezinti o afectiune car-
diacd potential mortald, in special la copiii mici.
Diagnosticul precoce, testarea geneticd si interven-
tiile adecvate, inclusiv tratamentul medicamentos
si terapia cu dispozitive, sunt cruciale in gestiona-
rea acestei afectiuni, avind ca scop reducerea riscu-
lui de moartea cardiaci subita.

Cuvinte cheie: sindromul QT lung, aritmii
ventriculare, defibrilator cardioverter implantabil,
stop cardiac.
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PRACTICILE PARINTILOR REFERITOARE LA
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REZUMAT

Introducere. Alimentatia sinitoasd in rindul
copiilor de vérsta scolari este esentiald pentru cres-
terea si dezvoltarea lor adecvati.

Obiectiv: de a investiga practicile parintilor re-
teritoare la alimentatia copiilor lor si modul in care
aceste practici influenteazi alegerile alimentare si
sdnitatea generald a copiilor.

Material si metode. Datele au fost colectate
in februarie-martie 2023 prin intermediul chesti-
onarului, adaptat metodologiei CAP, distribuit 472
pirintilor copiilor de vérsta scolara.

Rezultate. Dupid raportarea pirintilor, ma-
joritatea copiilor iau micul dejun (80,5%), pran-
zul (93,2%), cina (95,8%) si gustiri (83,9%). Unii
parinti au notat ci copii nu au luat: micul dejun
(7,6%), pranzul (4,2%), cina (1,7%) si gustiri
(6,8%), sau nu stiu dacd copii au mancat deloc mi-
cul dejun (11,9%), pranzul (2,5%), cina (2,5%) si
gustiri (9,3%). Majoritatea copiilor iau micul dejun
intre orele 6:00-9:00 (89%); pranzul: 12:00-15:00
(72%); ora cina: 18:00-21:00 (77%). Mesele prin-

cipale sunt luate preponderent acasd - micul dejun

(90,2%), pranzul (75,9%), cina (94%). Gustirile
preferate ale copiilor sunt: biscuiti (57,1%), tartine
(39,7%), iaurt (26,4%), ciocolate (24,9%), chipsuri
(15,9%), si fructe (9,7%). Preferintele de achizitie
din banii de buzunar sunt: biscuiti (32,4%), tartine
(10,3%), iaurt (12,5%), ciocolate (17,6%), chipsuri
(7,0%), si fructe (9,7%). Pirintii incearcd si limite-
ze achizitia de alimente cu zahir addugat (78,2%),
sd discute cu copiii despre inlocuirea alimentelor
bogate in zahir cu optiuni sinitoase (83,3%), si si
ofere optiuni alimentare mai sinitoase (86,9%).
Majoritatea consulti etichetele nutritionale in tim-
pul cumpiririi - 68,4%.

Concluzii. Datele pirintilor arati ci majorita-
tea copiilor respectd un program regulat de mese.
Totusi, existd ingrijoriri legate de consumul de
zahir, reflectate in eforturile de limitare a acestu-
ia si promovarea alternativelor sinitoase de citre
pirinti. Promovarea unui stil de viatd sinitos si
educarea copiilor in privinta alegerilor alimentare
responsabile sunt priorititi evidente pentru parinti
si societate.

Cuvinte cheie: obiceiuri alimentare, copii, nu-
tritie, zahir, etichete nutritionale.
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REZUMAT

Introducere. Distrofia musculard Duchenne
(DMD) rezultd in dizabilitate, probleme respira-
torii si insuficientd cardiaci. Numeroase aspecte
ale fiziopatologiei legate de implicarea sistemului
cardiovascular rimin neclare.

Obiectivul: evaluarea modificirilor in puls si
tensiunea arteriald la baietii cu distrofinopatie.

Material si metode. Am examinat datele cli-
nice de la vizitele primare la medic cardiolog ale
50 de pacienti cu DMD confirmati genetic, cu
varste cuprinse intre 3,0 si 17,9 ani. De remarcat
este cd niciunul dintre acestia nu lua medicamen-
te cardiace, indiferent de vérsta si stadiul bolii. In
timpul vizitelor, frecventa contractiilor cardiace
(FCC) a fost evaluatd prin pulsoximetrie, iar ten-
siunea arteriald (TA) - prin metoda oscilometrici.
Normalizarea misuritorilor (z-scores) s-a efectuat
utilizand Z-score-ul Spitalului pentru Copii din
Boston.

Rezultate. FCC medie a fost de 107,92+14,89
(69,0 — 132,0) si z-score-ul calculat 2,07+1,03
(0,16 — 3,87). In 44 (88%) cazuri - tahicardie si-

nusali. Prevalenta tahicardiei a fost dependenti de

varstd (r = 0,752, p<0,01). Au fost gisite doar arit-
mii benigne. TAS a fost de 110+15 mmHg (per-
centil 73,7+23,88; z-score -0,69+1,0) si TAD 605
mmHg (percentil 68,8+13,2; z-score 0,49+0,42),
anormal in 10% si respectiv 4% din misuritori.
Valori crescute ale TAS au fost gisite la pacientii
sub terapie cu steroizi, si valorile TAS nu au indicat
valori scizute deloc. Analiza corelatiei relevi o re-
latie pozitivi modesti intre z-score-ul TAS si var-
std (r = 0,277, p = 0,051), iar, in contrast, z-score-ul
TAD demonstreazi o corelatie negativd statistic
non-semnificativi cu varsta (r = -0,082, p = 0,573).

Concluzii. Aceste constatiri oferd perspective
asupra dinamicii cardiovasculare in DMD, evi-
dentiind prevalenta tahicardiei sinusale si ridicand
intrebiri cu privire la etiologia sa — fie ci este un
mecanism compensatoriu pentru insuficienta car-
diaci, fie o disfunctie autonomi progresivi. In plus,
studiul relevi variatii ale presiunii arteriale legate
de virstd si tratament. Sunt necesare cercetiri su-
plimentare pentru a specifica aceste relatii si impli-
catiile lor clinice.

Cuvinte cheie: distrofia musculard Duchenne,
dereglare de ritm, tensiunea arteriald.
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ABSTRACT

Introduction. Cardiovascular diseases take the
lives of 17.7 million people every year, 31% of all
global deaths.

Objective of the research: analysis of cardio-
vascular risk factors in children from the literature
database.

Material and methods.

analysis from PubMed databases, expert consen-

Literature review

sus documents and original articles for the period
2021-2023 in children.

Results. Cardiovascular disease is generally
manifest in adulthood, the process of atheroscle-
rosis can begin early in childhood. The process
accelerated because of the presence of identifiable
risk factors: obesity and hypertension and specific
diseases that are associated with premature cardio-
vascular diseases. The global prevalence of over-
weight and obesity in children and adolescents has

increased substantially over the past several decades.
Childhood obesity impacts all the major organ sys-
tems of the body and is well known to result in
significant morbidity and mortality. The two pri-
mary goals of cardiovascular health promotion in
children are: prevention of the development of risk
factors associated with atherosclerosis, primordial
prevention based on general measures that focus
on adherence to a healthy lifestyle. Identification
and management of the child at risk for early ath-
erosclerosis based on the presence of established
risk factors including hypertension, obesity, dyslip-
idemia, physical inactivity, and smoke exposure.

Conclusions. Cardiovascular disease remains
a major cause of premature mortality and rising
health care costs. Cardiometabolic, behavioral, en-
vironmental and social risk factors are major driv-
ers of cardiovascular diseases.

Key words: cardiovascular diseases, risk factors,

children.
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ABSTRACT

Introduction. Mucopolysaccharidosis type I
(MPS 1) is a rare lysosomal storage disease caused
by the deficiency of alpha-L-iduronidase. The
clinical presentation is multiorgan involvement, in-
cluding heart valves. Of the three known variants,
Scheie'disease is more frequently associated with
valvulopathies.

Case report. We report on the only case of a
girl of 13 yrs old with MPS I from Moldova. She
was diagnosed at 5 yrs old, confirmed at molec-
ular level (c.[653T>C];[1688>C]), in IUDA gene,
manifested as Scheie syndrome. The enzyme re-
placement therapy (ERT) by Laronidase (weekly
infusion) was started at 8 yrs old, while the clin-
ical symptoms progressed from diagnosis by joint
stiffness, severe progressive hepatosplenomegaly,
short stature, hearing and vision loss, congestive
heart failure. Initial echocardiographic (Echo) ex-
amination demonstrated the dilatation of the left
heart (z score of LVIDd/LVIDs 3,5; LAD 2,2)
thickening of the aortic valve and deformed mi-
tral valve. Doppler scale confirmed large stenosis
and considerable mitral regurgitation. The ERT

was supplemented with combined anticongestive
medication.

Results. The following clinical evaluation and
investigation revealed on the reducing of hepato-
splenomegaly and decreasing signs of cardiovascu-
lar congestion. The initial Echo evaluation 2 years
after the start of the combined treatment demon-
strated increased dimensions of the left ventricle,
but with improvement in dynamics, the left atrium
within normal limits (z score: LVIDd 2.91;1VSd 2,
57; LAD 1.85), with normal-sized mitral and aor-
tic valve diameter’s annulus (area MV- 2m?) with
decreasing degree of mitral regurgitation. At the
same time, measurements of left parietal thickness
and interventricular septum did not change during
5 years of follow-up (LVPWdJd/LVPWs 10/6mm,
z score 1.32/2.92). Myocardial function remains
preserved during follow-up EF -71-74%; SF-38-
43%). The patients continue the same treatment.

Conclusion. The ERT combined with anti-
congestive treatment may help improve valvular
damage and avoid invasive treatment in children
with MPS type I.

Key words: mucopolysaccharidosis, Scheie syn-
drome, valvular damage, echocardiography
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REZUMAT

Introducere. Mucopolizaharidoza de tip I
(MPS 1) este o boali rari de stocare lizozoma-
13, cauzati de deficitul de alfa-L-iduronidazi.
Prezentarea clinici este caracterizati prin afectare
multiorganici, inclusiv leziunea valvelor cardiace.
Dintre cele trei variante cunoscute de MPS boala
Scheie este asociatd mai frecvent cu valvulopatii.

Prezentare de caz. Raportim singurul caz
al unei fetite de 13 ani cu MPS I, originari din
Republica Moldova. Diagnosticul stabilit la var-
sta de 5 ani, inclusiv confirmat la nivel molecular
mutatia (c.[653T>C];[1688>C]) in gena IUDA,
manifestatd ca sindrom Scheie. Terapia de substi-
tutie enzimatici (ERT) cu Laronidazid (perfuzie
siptimanald) a fost inceputd la 8 ani, in timp ce
simptomele clinice au progresat, manifestate prin
rigiditate articulard, hepatosplenomegalie progre-
sivd severd, staturd micd, pierderea auzului si ve-
derii, insuficientd cardiacd congestivd. Examinarea
ecocardiograficd initiali (EcoCg) a demonstrat
dilatatia inimii stangi (scor z LVIDd/LVIDs 3,5;
LAD 2,2) ingrosarea valvei aortice si a valvei mi-
trale deformate. Regimul Doppler a confirmat ste-
noza si insuficienta mitrald considerabili. ERT a

fost suplimentat cu medicamente anticongesive
combinate.

Rezultate. Urmitoarele evaluiri si investigatii
clinice au evidentiat reducerea hepatosplenomega-
liei si ameliorarea semnelor de congestie cardiovas-
culard. Evaluarea EcoCg dupi 2 ani de tratament
combinat a evidentiat dimensiuni crescute ale ven-
triculului stang (VS), concomitent cu reducerea
volumului atriului sting (AS) pani la valori nor-
male (scor zz DTDVS- 2,91; DTSVS- 2,57; DAS-
1,85), cu inelul valvei mitrale si aortice de dimen-
siuni normale (aria VM inel- 2 m?), cu descresterea
gradului de insuficientd mitrali. In acelasi timp,
misuritorile grosimii parietale stingi si ale septu-
lui interventricular nu s-au schimbat pe parcursul
a 5 ani de urmirire (LVP/LVPWs 10/6mm, scor z
1,32/2,92). Functia de contractie riméne pistrati
in timpul urmiririi (FEVS -71-74%; FSVS-38-
43%). Pacienul continui acelasi tratament medica-
mentos, fiind supravegheat si de cardiochirurg.

Concluzie. ERT combinat cu tratamentul an-
ticongestiv poate ajuta la imbunititirea leziunilor
valvulare si la aménarea tratamentului invaziv la
copiii cu MPS tip I.

Cuvinte cheie: mucopolizaharidozi, sindrom
Scheie, afectare valvulard, ecocardiografie
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REZUMAT

Introducere. Defectul septal ventricular (DSV)
este cea mai frecventi malformatie cardiacd conge-
nitali (MCC) necianogeni. Reprezinti circa 35%
dintre toate MCC la copii, dintre care 70% sunt
defecte perimembranoase. Prezentarea clinici, evo-
lutia si abordarea terapeutici depinde de volumul
suntului si rezistenta vasculard pulmonari, corelat
cu mirimea si localizarea defectului. DSV mici, de
reguld, se inchid spontan in 80-85% dintre cazuri
in primul an de viatd. Defectele largi, localizate pe-
rimembranos si/sau asociate cu alte anomalii car-
diovasculare necesitd inchidere chirurgicald pani la
vérsta de 2 ani.

Material si metode. Prezentim un caz clinic al
unui biiat cu vérsta de 16 luni, diagnosticat post-
natal cu DSV perimembranos larg, asociat cu canal
arterial permiabil mic (CAP), evaluat dupi corectie
paliativi (la varsta de 4 luni-danding-ul a.pulmona-
re si ligaturarea CAP), aflat pe suport medicamen-
tos anticongestiv.

Rezultate. Motivul de internare a fost evalu-
area clinico-paraclinicd in vederea elaboririi unui
algoritm de conduiti de pregitire pentru etapa
de chirurgie corectivd definitivi. La momentul

interndrii copilul s-a prezentat cu tablou clinic de
bronhopneumonie bilaterald complicati (pleurezie,
sindrom bronhoobstructiv, insuficientd respirato-
rie) si agravarea insuficientei cardiace preexistente.
Parametri hemodinamicii de bazi si de laborator
au confirmat inflamatia acutd si compromiterea
hemodinamici moderati, respectiv: SaO,-90%;
FR-42/min; FCC-132 b/min; TA-118/79mmHg;
PCR-24 mg/1; ALT 246-U/1; AST 174 U/]; po-
tasiu 5,8mmol/l. Examenul ecocardiografic (modul
M, 2D si regimul Doppler) a confirmat prezenta
DSV perimembranos larg (16 mm) cu sunt stin-
ga-dreapta, hipertrofie ventriculari dreapta, dila-
tarea cavititilor drepte ale cordului si functie de
contracte pistrati (FEVS 84%). A fost aplicat si
ajustat tratamentul anticongestiv combinat si an-
tibioticoterapia. Ameliorarea clinico-paraclinici a
pacientului a permis programarea pentru interven-
tie corectivd in termini optimi.

Concluzie. Cazul copilului prezentat cu DSV
perimembranos larg confirmi abordarea actualid a
acestui tip de anomalie, care necesitd suport medi-
camentos si necesitatea interventiei corective pand
la vérsta de 2 ani.

Cuvinte cheie: defect septal ventricular, insufi-
cientd cardiaci congestiva, copil mic
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ABSTRACT

Introduction. Ventricular septal defect (VSD)
is the most common non-cyanogenic congenital
heart defect (CHD). It represents about 35% of all
CHD in children, of which 70% are perimembra-
nous defects. The clinical presentation, evolution
and therapeutic approach depend on the volume
of the shunt and pulmonary vascular resistance,
correlated with the size and location of the defect.
Small VSDs, usually, close spontaneously in 80-
85% of cases in the first year of life. Large defects,
located perimembranously and/or associated with
other cardiovascular anomalies require surgical clo-
sure by the age of 2 years.

Material and methods. We present a clinical
case of a 16-month-old boy, after birth diagnosed
with large perimembranous VSD associated with
a small patent ductus arteriosus (PDA), evaluated
after palliative correction (at the age of 4 months-
the banding of a. pulmonary and PDA ligation), on
anticongestive drug support.

Results. The reason for hospitalization was the
clinical evaluation in order to develop a behavior
algorithm for preparation for the stage of defini-
tive corrective surgery. At the time of admission,

the child presented with a clinical picture of com-
plicated bilateral bronchopneumonia (pleurisy,
broncho-obstructive syndrome, respiratory failure)
and worsening of the pre-existing heart failure.
Baseline and laboratory hemodynamic parameters
confirmed acute inflammation and moderate he-
modynamic compromise, respectively: SaO2-90%;
BR-42/min; HR-132 b/min; AP-118/79mmHg;
PCR-24 mg/l; ALT 246-U/1; AST 174 U/I; potas-
sium 5.8 mmol/l. Echocardiographic examination
(M-mode, 2D and Doppler regime) confirmed the
presence of a wide (16 mm) perimembranous VSD
with left-right shunt, right ventricular hypertrophy,
dilation of the right heart chambers and preserved
contractile function (LVEF 84%). Combined an-
ticongestive treatment and antibiotic therapy was
applied and adjusted. The clinical-paraclinical im-
provement of the patient allowed scheduling for
corrective intervention in optimal terms.

Conclusion. The case of the child presented
with large perimembranous VSD confirms the
current approach to this type of anomaly, which re-
quires medical support and the need for corrective
intervention until the age of 2 years.

Key words: ventricular septal defect, congestive
heart failure, child
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REZUMAT

Introducere. Miocardita acuti este definitd
prin prezenta inflamatiei miocardului, declansata
preponderant de factori virali. Rapoartele statisti-
cele internationale au determinat o incidenti anu-
ald globald de circa 1,5 mln de cazuri pentru toate
grupele de varsta. Clinic este o boali polimorfi, atit
ca prezentare, ct si ca evolutie clinica. Publicatiile
recente sugereazi ci fondalul genetic particular, in-
teractionind cu factorii epigenetici, ar putea fi de-
terminante in scenariul clinic initial si evolutie spre
cardiomiopatie dilatativi (CMD).

Obiectivul acestei revizuiri este de a prezenta
dovezile stiintifice actuale in elucidarea rolului sub-
stratului genetic in declansarea si istoricul natural
al miocarditei acute.

Material si metode. Am utilizat baza de date
PubMed, ScienceDirect, cu selectarea de articole,
documente de consens si ghiduri internationale
publicate pe parcursul ultimilor 10 ani.

Rezultate. Studiile recente au postulat ipote-
za ci defectele genetice responsabile de structura
proteici a cardiomiocitului ar putea determina mi-
ocardul vulnerabil, predispus la inflamatia miocar-
dicid si, ulterior, la CMD sau cardiomiopatie arit-
mogeni. Dovezile disponibile cu privire la reactiile

imune si factorii gazda determinate genetic sunt
contradictorii. Un studiu recent al Belkaya si colab.
a reusit sa demonstreze interrelatia dintre mutatiile
in genele TLR3 si STAT1T si susceptibilitatea cres-
cutd la declansarea miocarditei virale. Mai multi
cercetdtori au raportat rezultatele studiilor clinice,
unde s-a confirmat prezenti mai multor variante
genetice patogene/probabil patogene la 30% din-
tre pacienti, dintre care mutatiile proteice ale titi-
nei, distrofinei si desmoplakinei s-au dovedit a fi
predominante. Alti autori considerd, ci procesul
complex viral-imun ar putea fi ca un trigger in de-
clansarea cardiomiopatiilor in cadrul altor afecti-
uni genetice. Suplinirea dovezilor in favoarea con-
ceptului de interactiune complexd dintre variante
genetice patogene, factorii cauzali virali si factorii
epigenetici ar putea schimba abordarea pacientilor
cu miocarditd acuti.

Concluzii. Actualmente sunt aduse tot mai
multe dovezi cu privire la rolul geneticii atat in sus-
ceptibilitatea, cat si in evolutia miocarditei. Aceste
dovezi explici variabilitatea clinico-evolutivd a mi-
ocarditelor si ar permite stratificarea riscului car-
diovascular personalizat al pacientilor.

Cuvinte cheie: miocardita, factori virali, po-
limorfism genetic, epigenetica
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ABSTRACT

Introduction. Acute myocarditis is defined by
the presence of inflammation of the myocardium,
triggered mainly by viral factors. International sta-
tistical reports determined a global annual inci-
dence of about 1.5 million cases for all age groups.
Clinically, it is a polymorphic disease, both in
presentation and clinical evolution. Recent pub-
lications suggest that the particular genetic back-
ground, interacting with epigenetic factors, could
be determinants in the initial clinical scenario and
evolution towards dilated cardiomyopathy (CMD).

The objective of this review is to present the
current scientific evidence in elucidating the role of
the genetic substrate in the initiation and natural
history of acute myocarditis.

Material and methods. We used the PubMed
and ScienceDirect databases, with a selection of
articles, consensus documents and international
guidelines published during the last 10 years.

Results. Recent studies have hypothesized that
genetic defects responsible for the protein structure
of the cardiomyocyte could result in a vulnerable
myocardium, prone to myocardial inflammation
and subsequently to CMD or arrhythmogenic
cardiomyopathy. The available evidence regarding

immune reactions and genetically determined host
factors is conflicting. A recent study by Belkaya et
al. was able to demonstrate the interrelationship
between mutations in the TLR3 and STAT1 genes
and increased susceptibility to the onset of viral
myocarditis. Several researchers have reported the
results of clinical trials, where multiple pathogen-
ic/probably pathogenic genetic variants were con-
firmed in 30% of patients, among which titin, dys-
trophin and desmoplakin protein mutations were
found to be predominant. Other authors believe
that the viral-immune complex process could be
like a trigger in the development of cardiomyop-
athies in other genetic conditions. Supplementing
the evidence in favor of the concept of a com-
plex interaction between pathogenic genetic vari-
ants, viral causative factors and epigenetic factors
could change the approach to patients with acute
myocarditis.

Conclusions. There is currently increasing ev-
idence regarding the role of genetics in both the
susceptibility and the development of myocarditis.
This evidence explains the clinical evolution vari-
ability of myocarditis and would allow personalized
cardiovascular risk stratification of patients.

Key words: myocarditis, viral factors, genetic
polymorphism, epigenetics
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REZUMAT

Introducere. Prevalenta sindromului metabolic
(SM) la copii este in crestere, in paralel cu tendin-
tele crescande ale ratelor de obezitate. Prin urma-
re, SM, numit si ,,ucigasul ticuf” impune ca fiecare
componentd a acestuia si fie identificatd cit mai
precoce, iar scopul tratamentului constd in reduce-
rea obezititii, gestionarea complicatiilor metaboli-
ce, a rezistentei la insulind si, de asemenea, mana-
gementul hipertensiunii arteriale (HTA).

Obiectivul studiului: estimarea dereglirilor
metabolice la copiii cu SM (IDF, 2007) si a evolu-
tiei acestora sub tratamentul cu inhibitorul lipazei
gastrointestinale (ILG).

Material si metode. Rezultatele sunt obtinute
din proiectul de cercetare cu titlul ,,Aspecte evolu-
tive ale sindromului metabolic la copii sub tratament
cu inhibitorii lipazei gastrointestinale", cu cifrul
20.80009.8007.33, din cadrul Programului de
Stat 2020-2023, realizat in laboratorului stiinti-
fic de cardiologie pediatricd a IMSP Institutul de
Cardiologie, Republica Moldova. Studiul a inclus
57 de copii cu SM (IDF, 2007). Toti copiii au urmat
tratament non-farmacologic, aditional lotul I de
copii (n=23) au primit Orlip (ILG), lotul IT (n=15)
au urmat IECA, lotul ITI (n=19 copii) au adminis-
trat atdt Orlip, cit si IECA. Lotul martor la con-
stituit 50 de copii normotensivi si normoponderali

de vérsta similard (raportul de gen: 1:1). S-a apre-
ciat indicele masei corporale (IMC), circumferin-
ta abdomenului (CA), valorile tensionale, profilul
lipidic: colesterolul total (CT), LDL — C, HDL
—C, trigliceride (TG); profilul glucidic (glicemia
bazali, insulina sericd) initial si la intervalul de 3
luni. Protocolul studiului a fost aprobat de citre
Comisia de Etici Medicali (proces verbal nr.2 din
20 februarie 2020).

Rezultate. Dintre componentele SM (IDF,
2007), asociate obezititii abdominale, la copiii din
cercetare a predominat: HTA la 38 (66,7%) copii,
hipertrigliceridemie — 32 (56,1%%) copii, majora-
rea glicemiei bazale (GB) — 17(29,8%) copii si hi-
po-HDL-C - 11 (19,3%) copii.

Valorile initiale ale IMC in functie de loturile de
cercetare au fost urmitoarele: lotul I — 31,46+0,932
kg/m?, lotul II — 31,68+0,746 kg/m?, lotul III —
36,54+1,723 kg/m?* IMC la intervalul de 3 luni de
la initierea medicatiei cel mai important a scizut
in lotul I (-4,025+1,267 kg/m?), urmat de lotul II
(-3,33+0,972 ke/m2) si I1I (-3,046+0,840 kg/m?).

Valorile initiale ale CA au fost urmitoarele: lo-
tul I =95,0+1,906 cm, lotul II —102,40+2,225 cm,
lotul IIT -107,63+3,207 cm. La intervalul de 3 luni
de la initierea medicatiei CA cel mai important a
scizut in lotul III (10,633,732 cm) vs lotul 1I
(-9,167+1,783 cm) vs lotul I (- 4,700£2,352 cm).

Tendinte similare s-au obtinut si pentru valorile
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tensionale: lotul IIT (-18.75+1,897) vs lotul II (-
12,167+1,359) vs lotul T (-3,900+4,613).

Valorile initiale ale HDL-C la copiii cu SM
au fost net inferioare fati de cele inregistrate la
lotul martor (0,911+0,30 vs 1,820+0,021 mmol/;
p<0,001). In schimb valorile LDL-C s-au con-
statat mai inalte la copii cu SM vs lotul martor
(2,910,109 vs 1,23+0,043 mmol/l; p<0,001).
Tendinte similare s-au obtinut si pentru TG
(1,80+0,102 vs 0,97+0,039 mmol/l; p<0,001).
La intervalul de 3 luni de medicatie valorile
HDL-C au crescut cu +0,60+0,274 in lotul I, cu
+0,15+0,066 in lotul II si cu +0,12+0,031 in lotul
III. Nivelul LDL-C a scidzut mai important in lotul
IT al cercetirii (-0,46+=0,211), iar al TG - in lotul
I1I (-0,77+0,325) si 11 (0,53+0,112).

Desi, valorile GB nu au depisit valorile de re-
ferintd in conformitate cu recomandirile IDE,
2007, totusi copiii cu SM au avut valoarea aceste-
ia mai inaltd, fatd de lotul martor (4,93+0,996 vs
3,900,040 mmol/l; p<0,001). Insulina sericd, de

asemenea, s-a inregistrat mai inaltd la copiii cu SM
fatd de lotul martor (19,60+1,242 vs 10,54+0,590
pU/ml; p<0,001). Valorile insulinei serice s-au co-
relat pozitiv cu IMC (r=+0,41; p<0,001). La ana-
liza parametrilor metabolismului glucidic in dina-
mici la intervalul de 3 luni de la initierea terapiei
medicamentoase am obtinut scideri neinsemnate
ale GB in lotul I1I (-1,24+0,322). Valorile insulinei
serice, de asemenea, s-au micsorat mai important
in lotul III al cercetdrii (-9,36+4,53), in lotul I si
IT - s-a micsorat cu cca o unitate.

Concluzie. In combinatie cu o dieti redusi in
calorii, exercitii fizice regulate si modificiri com-
portamentale, tratamentul cu inhibitorul lipazei
gastrointestinale (Orlip) si IECA la copiii cu sin-
drom metabolic poate contribui la sciderea gradu-
lui de obezitate, valorilor tensionale, si respectiv,
normalizarea profilului lipidic si glucidic

Cuvinte cheie: sindrom metabolic, copii, inhi-
bitori ai lipazei gastrointestinale.
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RESEARCH IN PEDIATRICS

EXPERIENCE OF ODESA DOCTORS IN USING AN
INSULIN PUMP IN CHILDREN AND ADOLESCENTS
WITH TYPE 1 DIABETES MELLITUS

VELYCHKO VALENTYNA, LAHODA DARIA

Odesa National Medical University, Ukraine

ABSTRACT

Children and adults living with type 1 diabe-
tes require daily multiple subcutaneous insulin
injections or continuous subcutaneous insulin in-
tusion, commonly referred to as pump insulin ther-
apy. Pump insulin therapy for type 1 diabetes in
children is known to be associated with improved
glycaemic control. In 2010, a Cochrane systematic
review of 23 randomised controlled trials compar-
ing the use of PIT with multiple daily injections
tound a significant difference in glycaemic control,
namely HbAlc levels, with pump insulin therapy.
In a recent meta-analysis, similar results were ob-
tained when comparing insulin pump therapy with
multiple daily injections using different types of
bolus and basal analogue insulin. Population-based
studies have also reported improved glycaemic
control for patients using pump insulin therapy.
The SEARCH for Diabetes in Youth study, a US
population-based study of newly diagnosed diabe-
tes in youth, found that participants with type 1
diabetes who used pump insulin therapy had lower
mean HbAlc levels than those on other treatment
regimens. In addition, pump insulin therapy was
associated with a lower risk of severe hypoglycae-
mia and diabetic ketoacidosis.

Although the use of insulin pumps has in-
creased over time, there has not been a dramat-
ic increase in the use of insulin pumps globally
or even in individual countries. In the SWEET

registry (Better control of diabetes in children and
adolescents: working towards the establishment
of reference centres) 49% of children aged 6 to 11
years and 42% of children aged 12 to 18 years used
insulin pumps in 2016, with rates ranging from 0
to 90% among 46 diabetes control centres world-
wide. In the US Type 1 Diabetes Clinic Registry,
insulin pump use between 2016 and 2018 was 68%
for patients aged 6-12 years and 62% for patients
aged 13-17 years.

Unfortunately, today we do not have clear
statistics on the prevalence of type 1 diabetes in
Ukraine. According to the Diabetes Atlas resource,
the last time we had an accurate figure was in 2017,
but we do have some statistics. So, as of today, 389
children in Odesa are living with type 1 diabetes.
However, the number of such patients is growing
every year.

The diagnosis of type 1 diabetes mellitus often
becomes a critical situation in the life of not only
the child, but the whole family. Therefore, it is the
long-term support of this family that is key to the
management of diabetes in children. By "support”
we mean teaching the child and his or her caregivers
how to control glycaemia, nutrition, therapies, tac-
tics in acute emergencies, etc. That is why the Type
1 Diabetes School was established and is actively
operating in Odesa on the basis of the municipal
non-profit enterprise "Children's Consultative and
Diagnostic Centre named after Academician B.Y.
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Reznik". In this publication, we would like to share
some of the successes of this project.

We have developed a specific algorithm for pro-
viding care, namely, transferring a child to pump
insulin therapy:

1. the day before the pump is installed, the child
is registered for hospitalisation in the day care
centre;

2. during the week before hospitalisation, a gly-
caemic profile is analysed (a written diary of the
child's blood sugar readings recorded by parents at
home) and insulin doses are calculated to be en-
tered into the pump parameters;

3. conducting group classes with parents and
children in the office of the School of Diabetes1:

First lesson - theory of pump insulin therapy
(3 hours),

Second lesson - practical work with the pump
(3 hours).

4. installation of the pump (up to 6 hours)

5. intensive supervision for 10-14 days (round-
the-clock contact with a doctor)

6. continuous follow-up with counselling in 1,
3, 6,9.12 months (more often if necessary)

7. monitoring the effectiveness of pump insu-
lin therapy by comparing the ADDQoL diabetes
quality of life questionnaire scores now and after
1 year.

The results we get from our patients inspire us
to continue our work. After all, glycaemic control
and, most importantly, the quality of life of the child
and his or her family improve almost immediately.

50 / © 2024 THE MOLDAVIAN SOCIETY OF PEDIATRICS



VOLUM DE REZUMATE. CONGRESUL INTERNATIONAL
AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
,PEDIATRIA - SPECIALITATE MULTIDISCIPLINARA”

CERCETARE N PEDIATRIE

TULBURARI ENDOCRINE LA COPII GASITE iN
PANDEMIA COVID 19 - EXPERIENTA CENTRULUI DE
ENDORINOLOGIE PEDIATRICA - TIMISOARA, ROMANIA

MARGINEAN OTILIA*?3, MUNTEANU ANDREI*23, MANG NICULINA*2, VASILESCU RALUCA?Z,

BRAD GIORGIANA®2, JUGANARU IULIUS®?3

"Universitatea de Medicini si Farmacie ,,Victor Babes”, Timisoara, Romania

?Spitalul de Urgenti pentru copii ,Louis Turcanu, Timisoara, Romania

3Centrul de Cercetare a Tulburirilor de Crestere si Dezvoltare la Copil ,CREDE”,

UMEF ,Victor Babes”, Timisoara, Romania

REZUMAT

Introducere. Infectia cu virusul Sars - Cov2 a
adus in atentia lumii medicale o entitate cu me-
canism patogenetic nou cu expresivitate clinicd
diferitd, legatd de varstd si bagaj imunologic. Desi
momentul infectant decurge cu simptomatologie
atenuatd in majoritatea copiilor, la o proportie rela-
tive mare intr-un interval variabil cuprins intre una
si trei luni apare un sindrom inflamator multisis-
temic (MIC-S/PIMS). In cadrul acestei afectirii
inflamatorii multisistemice, sistemul endocrin este
de asemenea implicat.

Obiectiv. Pacientii care au contactat infectia
covid 19 — sunt la risc de a dezvoltata in faza acuta
sau tardivid a infectiei - boli endorine? Boala en-
docrind preexistentd — reprezintd un risc pentru a
contacta infectia cu Covid 19?

Material si metode. Se prezintd cazurile a 82
pacienti examinati intre 01.01.2020 -31.12.2021,
cu vérsta 1 luna 17 ani. Acest lot a cuprins 10 pa-
cienti care prezentau anterior patologie tiroidia-
nd medicatd si 7 pacienti care nu erau cunoscuti
cu patologie tiroidiand, 30 pacienti cu deficit de
GH cu i fird tratament cu somatropinum, 18 cu
obezitate genetici si de aport, 3 cu insuficienta

corticosuprarenali, 10 cu ovar polichistic . Pacientii
au fost examinati clinic, auxologic ( am comparat
datele obtinute cu nomogramele corespunzitoare
pentru virstd si sex). Biologic au fost vizati : do-
vada infectiei ci SarsCov2, parametrii definitori
ai MIS-C /PIMS determiniri endocrine tintite.
Imagistic s-au realizat examiniri adaptate patolo-
giei regisite la fiecare caz (Echo- grafie abdomi-
nald, cardiac, a glandei tiroide (inclusiv Doppler),
elastografie in cazuri selectate, varstd osoasd sau
pulmonard, CT pulmonar la cazurile care au pre-
zentat simptomatologie respiratorie). Tratamentul
acordat s-a realizat in acord cu etapa de functionald
a anomaliilor regisite.

Rezultate si discutii. Ca si o caracteristici ge-
nerala 61 de pacienti, mai mult de jumitate din pa-
cientii din lot reprezentind 74,39% au prezentat
deficit de vitamina D; dintre acestia o treime, in
procent de 49,18% au asociat la momentul infec-
tarii hipocalcemie. Dintre pacientii analizati , 19
dintre acestia au fost cu patologie tiroidiand (11
in evidentd, diagnosticati si cu medicatia necesari
-aferentd etapei functionale si 8 cu patologie tiroi-
diani relevata de infectia COVID - 19) , 30 de
pacienti cu deficit de Gh aflati in tratament substi-
tutiv cu somatropinum, trei pacienti cu insuficienta
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adrenalid indusi de deficitul de 21 hidroxilaza, 18
pacienti cu obezitate de aport/ geneticid si 10 cu
ovar policistic (POS) in tratament pentru afectiu-
ne. Pacientii cu hipotiroidism — neechilibrat medi-
camentos (non compleanti) au avut un prognostic
prost post infectie covid. Pacientii cu hipertiroi-
dism medicat si echilibrat au inregistrat recidere
post infectie Covid. Modificirile hormonilor tiroi-
dieni (TH) apirute in timpul infectiei Covid unei
boli acute severe si sunt denumite in mod colectiv
9, a fost incadrat in sindromul bolii non-tiroidiene
(NTIS); definit ca orice rezultat anormal de FT in
prezenta unei boli critice si absenta unei anomalii
preexistente in axa hipotalamo-hipofizo-tiroida.
NTIS a fost, raportat la pacientii cu COVID-19
forma usoard pani la moderati. Putine studii asu-
pra NTIS au fost. Din cele 120 paciente efectuate
la varsta pediatricd ceea ce face dificili compararea

rezultatelor obtinute cu cele din alte centre. Dintre
cele 10 paciente cu POS 9 au contactat infectia
virali pandemicd. Se exemplifici si se discutd ca-
zurile din centru nostru cu cele din literatura de
specialitate.

Concluzii. COVID-19 poate poate modi-
fica practica clinicd a endocrinologiei pediatrice.
Afectarea endocrind preexistenti si terapia aferenti
pot si fie factori de risc pentru un risc mai mare de
a contracta infectia cu SARS-CoV-2 la pacientii
non complianti. Nu se sustine faptul ci bolile en-
docrine pot creste riscul de a contracta sau trans-
mite SARS-CoV-2, chiar daci in unele raporteazi
temei cu SOP a pirut mai susceptibil de a contrac-
ta infectia. Lotul de studiu este mic si nu permite
concluzii statistice.

Cuvinte cheie: tulburiri endocrine, copii, pan-

demia COVID 19
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CERCETARE N PEDIATRIE

POTENTIALUL ALGORITMULUI ,TWO-STEP CLUSTER
ANALYSIS” IN CERCETARE iN PEDIATRIE

NEGREA MIHAI OCTAVIAN*2, DUMITRICA LAURA?, NEAMTU MIHAI LEONIDA?,

NEAMTU BOGDAN*?3

"Universitatea ,Lucian Blaga”, Sibiu, Romania

?Spitalul Clinic Judetean de Urgenti Sibiu, Roménia

‘Departamentul de Cercetare Medicald, Spitalul Clinic de Pediatrie Sibiu, Romania

REZUMAT

Introducere. Metodele de invitare automatd
si inteligentd artificiald sunt folosite din ce in ce
mai frecvent in cercetare dar si in viata de zi cu zi.
Algoritmul de grupare ierarhizati , two-step cluster
analysis” este un exemplu in acest sens care este fa-
cil de implementat si care poate identifica conglo-
merarea anumitor trisdturi de interes in cercetare.

Obiectiv: a prezenta principiile de functionare
ale algoritmului de grupare ierarhizati ,two-step
cluster analysis” si citeva potentiale utiliziri in cer-
cetarea din domeniul pediatriei.

Material si metode. Au fost ciutate surse re-
levante din literaturd utilizind baze de date in-
ternationale (Pubmed/Medline, Embase, DOAJ,
Google Scholar) pentru a identifica surse consacra-
te in domeniu privind conceptele matematice din
spatele algoritmului de grupare ierarhizati ,two-
step cluster analysis”.

Rezultate. Se prezinti principalele fundamen-
te care definesc algoritmul de grupare ierarhiza-
td ,two-step cluster analysis” si se oferd exemple
practice de implementare ale acestui algoritm din
rezultatele obtinute de autori. Rezultatele se cen-
treaza in special pe cercetarea in pediatrie si pe di-
versitatea de aplicatii posibile — de la gruparea unor
proprietiti atribuibile institutiilor cu rol in educatia
si formarea copiilor de varsti scolard care pot avea
rol in determinismul echilibrului ponderal la acesti
copii, pani la conglomerarea unor caracteristici de
diverse naturi (clinic#, socio-economici, biochimi-
cd) cu potential impact asupra echilibrului glicemic
la copiii cu diabet zaharat de tip I.

Concluzii. Algoritmul de grupare ierarhizati
»2two-step cluster analysis” oferd noi perspective de
gestiune si interpretare a datelor cu potential inalt
de utilizare in cercetarea pediatricd si cu un dome-
niu larg de posibile aplicatii in acest sens.

Cuvinte cheie: algoritmi de invitare automati,
two-step cluster analisys, predictia riscului
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CERCETARE N PEDIATRIE

CALATORIILE S| BOLNAVUL CU FIBROZA CHISTICA

ANTON-PADURARU DANA-TEODORA, BOCEC ANA SIMONA

Departamentul Medicina Mamei si Copilului,

Universitatea de Medicini si Farmacie ,,Grigore T. Popa” Iasi, Romania

REZUMAT

Introducere. Informatiile cu privire la riscurile
si nevoile bolnavilor care cilitoresc cu avionul sunt
limitate. Avand in vedere ci presiunea atmosferi-
ci se reduce odati cu cresterea altitudinii, medicul
trebuie si puni in balantd dorinta pacientului si si-
guranta medicala.

Obiectiv: a prezenta date utile medicilor care
au in monitorizare bolnavi cu FC care doresc si
calatoreascd la indltime.

Rezultate. Pentru bolnavii cu FC, durata zbo-
rului si starea bolnavului sunt principalii predictori
ai sigurantei medicale in cursul zborului. Bolnavii
cu FC sunt supusi unei reduceri substantiale a pre-
siunii partiale a oxigenului (PaO2) in timpul zbo-
rului. La bolnavii cu boald pulmonari severi, cala-
toria cu avionul conduce la hipoxie cu PaO2 sub
6.6kPa (50 mmHg), dar s-a observat ci acesti bol-
navi pot tolera pentru citeva ore PaO2 sub 6.6kPa
fard a apdrea decompensarea cardiaci sau simpto-
me cerebrale. Ghidurile sugereazi utilizarea unor
variabile ca screening, cum ar fi saturatia oxigenu-
lui la nivelul mirii si valorile spirometriei. Daci un
bolnav cu FC necesitd oxigen in timpul zborului,
personalul companiei aeriene trebuie informat din

timp. Pentru prevenirea contactirii unor infectii,
misurile igienice de rutini trebuie respectate, iar
solutiile hidroalcoolice pentru dezinfectia mainilor
trebuie utilizate. De asemenea, fiecare bolnav tre-
buie si aibi efectuate vaccinirile previzute in sche-
ma nationald. Pentru a preveni problemele legate
de transportul medicatiei sau a unor echipamente,
bolnavii trebuie s detini o scrisoare medicali de la
medicul curant in care si se precizeze necesitatea
acestora. Adaptarea tratamentului in timpul cili-
toriei trebuie realizatd impreuni cu medical specia-
list, inclusiv adaptarea in functie de modificirile de
climat. Afectiunile medicale pre-existente sunt un
indicator al riscului crescut impunind tratament
medical, ceea ce implicd cresterea costului asigura-
rii pentru cilitorie.

Concluzii. In timpul cilitoriilor pot apare di-
ferite riscuri in special pentru cei cu boald avansati.
Dar, cu respectarea unor misuri, cilitoria poate fi
sigurd, cu mai putine riscuri in special pentru cei
cu boali stabili. Evaluarea riscurilor medicale, a
nevoilor de ingrijire in afara tirii si o asigurare de
calitorie premium stau la baza unui zbor sigur.

Cuvinte cheie: fibozi chistici, copil, cilitorii,
zbor.
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RESEARCH IN PEDIATRICS

INDOOR AIR QUALITY IN OUR SCHOOLS - WHY
ITIS SO IMPORTANT FOR CHILD HEALTH?
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ABSTRACT

Introduction. It has been reported that the
disease-initiated and disease-mediated effects of
aerosol pollutants can be related to concentration,
site of deposition, duration of exposure, as well as
the specific chemical composition of pollutants.

Objective: to monitor the indoor aerosol pollu-
tion in primary schools with subsequent analysis of
the concentration, size, and micro-elemental com-
position of pollutants and determine the indoor
aerosol pollutant-related respiratory morbidity in
younger school-age children.

Material and methods. 11 primary schools of
Vilnius were included, and indoor aerosol pollu-
tion was regularly measured in these schools from
2016 to 2020 [1]. The total number of children
participating in the study was 3638. Mean indoor
air pollution based on measurements in classrooms
during the lessons was calculated for each school.
The total aerosol particle number concentration
(PNC) in the size range of 0.01 to >1 pm was eval-
uated using a condensation particle counter (CPC,
TSI model 3007). Particle number (PN) and par-

ticle mass (PM) concentrations in the size range of

0.3-10 pm were measured using an Optical Particle
Sizer (OPS, T'SI Model 3330). A micro-elemental
analysis of aerosol pollutants was carried out us-
ing dust samples collected in places of natural dust
sedimentation behind central heating radiators and
from the surface of high cupboards. Samples were
analyzed using a Spektro Xepos (XEPOS HE)
and ED-XREF spectrometer. The concentrations of
heavy metals Pb, W, Sb, Sn, Zr, Zn, Cu, Ni, Mn,
Cr, V, and As were detected in dust samples. The
samples of the surface material of the facades of old
schools and other public buildings were analyzed
for 137Cs content using a CANBERRA gam-
ma-spectrometric system with the HPGe detector
(model GC2520, 26.2% relative efficiency, reso-
lution — 1.76 keV/1.33 MeV) according to the
gamma line at 661.62 keV of 137mBa (a daughter
product of 137Cs). Heavy metal concentrations
were measured using an X-ray fluorescence spec-
trometer Niton XL.2 Analyzer. The morbidity data
of children aged 6-11 years from the same Vilnius
schools were collected by the State Institute of
Hygiene. It included doctor-recorded cases only.
505 pupils additionally filled in the PedsQLTM

Multidimensional Fatigue Scale questionnaire
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containing three domains: General Fatigue, Sleep/
Rest Fatigue, and Cognitive Fatigue. Fatigue scores
ranged from 0 to 100, higher scores meant less fa-
tigue [4].

Results. It was found, that levels of PNC and
PMC in study schools ranged between 33.0 and
168.0 particles/cm® and 1.7-6.8 pg/m’, respective-
ly [1]. Looking at the possible sources of elevated
levels of air pollution in some schools, we found
that due to the sandblasting of old facades of the
buildings, the surface of the school sport yards was
covered with a thin layer of scraped particles trans-
ported by gusts of wind into the school premis-
es. Sandblasting of walls and facades can also be
a source of aerosols with 137Cs activity concen-
trations reaching 40 Bg/kg and Pb up to 98 ppm
[2]. It was found a statistically significant correla-
tion between the incidence of asthma and PNC
as well as asthma and PMC in the particle size
range of 0.3-1 pm (r=0.66, p=0.028) and (r=0.71,
p=0.017) respectively [1, 3]. The incidence of doc-
tor-diagnosed asthma per school ranged from 1.8
to 6.0%. No significant correlation was found be-
tween asthma incidence and indoor air pollution in
the particle size range of 0.3-2.5 and 0.3-10 pm.
During the micro-elemental analysis of dust sam-
ples (natural sedimentation of aerosol pollutants),
a correlation was found between vanadium con-
centration and acute infections of the upper respi-
ratory tract (JO0-J06), where the lowest correla-
tion coefficient was r=0.67 (p=0.024), the highest
r=0.82 (p=0.002). The concentration of vanadium
in the samples of dust aggregates varied from 12.7
to 52.1 parts per million (ppm) [5]. No significant
correlations between the other trace elements and
the incidence of upper respiratory infections were
tound, which could be caused by a small number
of study schools and relatively low concentrations
of other heavy metals found in the samples of nat-
ural dust aggregates. The total fatigue scale score
for all children was 67+3.4, with scale scores for
General Fatigue at 74.9+3.9, Sleep/Rest Fatigue at
60+3.5, and Cognitive Fatigue at 66.2+3.3 points.
A significant correlation was found between PM, .

concentration in the classroom and self-reported
fatigue within the category Sleep/Rest Fatigue in
response to the question “I feel tired” (r=-0.797;
p=0.031).

Conclusions. The indoor aerosol pollution in
the particle size range of 0.3-1.0 um, in contrast
to the particles of a larger size range, is associat-
ed with bronchial asthma morbidity in younger
school-age children. Increased fatigue and learning
retardation in younger school-age children are re-
lated to indoor concentration of particulate matter.
Heavy metals, first of all, vanadium, in the school
environment can be responsible for the increased
susceptibility to acute upper respiratory infections
in children. Monitoring the concentration of aero-
sol pollution in the indoor school environment
should be an important tool for the prevention and
control of respiratory morbidity in children.
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INTRACRANIAL ANEURYSMS IN CHILDREN. A PERSONAL
EXPERIENCE OF 47 CASES (MULTICENTER STUDY)
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ABSTRACT

Introduction. Intracranial aneurysms in chil-
dren are very rare pathologic entities. (1200 cases
presented in literature from 1939-2011).

Material and methods. The authors present
47 cases of children (aged: 0-16) operated between
January 1999 and December 2023 - 24 years in
three neurosurgical centers: “Bagdasar Arseni”
Emergency University Hospital (Bucharest),
Sanador Clinical Hospital (Bucharest) and Timis
County Emergency Hospital (Timisoara). We col-
lected data from many children’s intracranial aneu-
rysms cases because “Bagdasar-Arseni” Emergency
University Hospital has the most important pedi-
atric neurosurgical unit in the country. Regarding
our series, pediatric aneurysms represent 6.14 (47
cases) of all operated intracranial aneurysms (765).

Results. The mean age of the patients was
14.3 years. There were 27 boys (58.7%) and 19
girls (41.2%). The clinical features are dominated
by headache (45 cases — 95.7%), neck stiffness (43
cases — 91.4%), vomiting (42 cases — 89.3%), focal

neurological deficit (21 cases — 44.6%), an altered

level of consciousness (17 cases — 36.1%), seizures
(21 cases — 44.6%), fever (16 cases - 34%).

The majority of patients were Hunt & Hess 11
at admittance (25 cases, 53%). All neuroimagistic
investigations were done in the first 48 hours (CT,
DSA, MRI). Locations: anterior communicating
artery aneurysms (17 cases, 36.1%), followed by
middle cerebral artery aneurysms (12 cases, 25.5%)
and internal carotid artery bifurcation aneurysms
(9 cases, 19.1%) and so on. Many aneurysms were
large and giant (15 cases — 31.9%)

Microsurgery approach was performed in 46
cases (99.7%) and 1 case (4.4%) were endovas-
cular approached. The Glasgow Outcome Scale
(GOS) at six months postop. showed GR in 37
cases (78.5%), MDD in 8 cases (17.2%), SD in 1 pa-
tient (2.1%) and (preoperative) death in 1 patient
(2.1%).

Conclusions. Intracranial aneurysms in chil-
dren are a very rare pathologic entity. Early mi-
crosurgical or endovascular approach is mandatory
and has excellent results (good recovery).

Key words: intracranial aneurysms, children,
microsurgical approach, early therapy, DSA-
angiography, extended Glasgow Outcome Scale.

57 / © 2024 THE MOLDAVIAN SOCIETY OF PEDIATRICS



ABSTRACT BOOK. THE 8th INTERNATIONAL CONGRESS
OF THE MOLDAVIAN SOCIETY OF PEDIATRICS
"PEDIATRICS - A MULTIDISCIPLINARY SPECIALTY”

RESEARCH IN PEDIATRICS

CRANIOPHARYNGIOMA IN CHILDREN -
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ABSTRACT

(CPH)

are rare benign intracranial tumors, slow-growing,

Introduction. Craniopharyngiomas

occuring in the sellar and suprasellar regions, and
accounting for 1.2-4% of all intracranial tumors.
Generally considered a pediatric disease, but ap-
proximately half of them are usually identified in
adults population. CPH has a classical bimodal
age distribution, with and increased incidence in
5-14 years and 50-74 years patients. Unfortunately,
CPH has a high recurrence rate of around 50%,
therefore, a maximum tumor resection is the main
issue for the neurosurgeon.

Material and methods. The authors study a
total of 152 cases (children 0-17 years old) op-
erated, microsurgical approach, over a 27-year
period (1 January 1995 - 1 January 2023) in two
neurosurgical centers from Bucharest, Romania:
"Bagdasar-Arseni” Emergency University Hospital
and Sanador Clinical Hospital. Actually, in the last
6 years, we introduced usually neuronavigation in
all OP cases. CPH cases operated in other centers
were excluded. Visual and endocrine symptoms

were the main elements of onset. Generally, chil-
dren vary rare complain of headache and vomiting
at onset. The most affected age group was 7-10
years old, which means: 62 cases (41%). No spe-
cial gender distribution: 79 cases boys (52.2%), in
73 cases girls (47.7%). At admission: 101 (67%)
of cases had complete intracranial hypertension.
118 cases (78%) endocrine dysfunction, 104 cas-
es (69%) visual impairment, 19 cases (13%) ataxia,
24 cases (16%) intellectual performance decrease.
All cases were investigated according to a stan-
dard neurosurgical protocol: neurological exam-
ination, ophthalmological, EAT, CT-scan and
MRI (Native and Contrast, with sellar sequence).
Actually, MRI 3T (N, K, ANGIO) with all facili-
ties (Neuronavigation).

Results. In all cases (152) we are using tran-
scranial approach, but is necessary to analyze the
transsphenoidal approach for the future represents
an important option. In this long period of time
(27 years) multiple neurosurgical approaches were
tried: bilateral subfrontal, unilateral subfrontal,
pterional, interemispheric, transcallosal and com-

bined approaches. The approaches were adapted
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considering the size, location of the tumor and the
age of the patient. Actually, the authors advocate
for pterional approach 39 cases (25.6%). Total re-
moval of the tumor was achieved in only 83 cases
(54.4%) with immediate postoperative CT / MRI
control; in 13 cases (9%) we performed a near-to-
tal resection (residual tumor <5mm); in 51 cases
(33.3%) subtotal or partial resection (residual tu-
mor> 5mm) while 5 cases (3.2%) were biopsies.

Pathological findings were benign: preponderant
adamantinoma 138 cases (90.7%), papillary type
14 cases (9.2%). Gamma Knife Surgery (GKS)
recommended in the literature, was performed in
10 cases (6.5%), but the results remain disputable.
Total number of recurrences 17 cases (11.1%) (of
all cases with total removal); regrowth after resid-
ual tumor 41 cases (26.9%). The are many post-
operative complications: insipid diabetes 135 cases
(89.3%); hypopituitarism phenomena 101 cases
(66.4%); hypothalamic damage 36 cases (23.6%);
visual deterioration 28 cases (18.4%); other com-
plications: transient oculomotor nerve palsy 31 cas-
es (20%), seizures 37 cases (24.3%), and secondary
obstructive hydrocephalus 26 cases (17.1%). Cases
were followed-up between 12 months and 18 years
through a complete clinical, neurological, endo-

crinological, ophthalmological and psychological

protocol with a repeated MRI scan. Many cases
remain in endocrinological permanent monitoring.
At 6 months Glasgow Outcome Scale revealed:
Good Recovery 70 cases (46.2%), Moderate
Disability 62 cases (40.7%), Severe Disability 13
(8.5%), Deceased 5 cases (3.2%) and Vegetative
State 2 cases (1.3%).

Conclusions. Surgical treatment remains the
main option, but the important number of com-
plications in total removal proves the necessity of a
multidisciplinary approach. Total or partial remov-
al depends on the tumoral volume and hypotha-
lamic infiltration and age of the patient. Outcome
predicting factors (personal experience) are: age
(under 5 years), size of the tumor (intracranial
compartments involved), signs of hypothalamic
dysfunction, degree of hydrocephalus. MRI 3T is
gold standard in investigative imagistics, follow-up
and recurrences assessment. In all cases we are us-
ing transcranial approach, but is necessary to an-
alyze the transsphenoidal approach for the future
represents an important option.

Key words: craniopharyngioma (CPH), chil-
dren, MRI, adamantinoma, recurrences, regrowth,
Gamma Kinfe Surgery (GKS), Glasgow Outcome
Scale (GOS).
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GENETIC ANALYSIS: HOW USEFUL ARE FOR
ELUCIDATION OF PLURIMALFORMATIVE
SYNDROME IN PEDIATRIC PRACTICE

GORDUZA EUSEBIU VLAD

University of Medicine and Pharmacy ,Grigore T. Popa”, Iasi, Romania

ABSTRACT

Plurimalformative syndromes have an import-
ant impact on the pediatrics, because they gener-
ate a severe phenotype with a negative prognosis.
Identification of the cause in such severe diseases
is a challenge because knowing the etiology mod-
ulates the genetic advice, but also offers potential
therapy options. Medical genetics has progressed
enormously in the last decades, making the leap
from cytogenetic investigations to high-perfor-
mance genomic analyses, which allow the detailed
detection of small genetic changes. In the last three
decades, the evolution of genetic investigation
methods allowed the transition from classic meth-
ods to genomic analyzes (widely applied in the
evaluation of various human pathologies) such as
comparative genomic hybridization on arrays (ar-
ray-CGH) or genomic sequencing of next genera-
tion (NGS). Array-CGH allows the identification
of genomic imbalances at the infra-chromosomal
level, having applicability in prenatal or postnatal

malformation pathology, but also in the evaluation

of some syndromes that associate intellectual dis-
ability. NGS evaluates different genomic sequenc-
es in a single reaction, offering the possibility of
developing investigational kits with applicability in
genetic diseases that are generated by mutations of
various genes. In addition, NGS allows the identifi-
cation of different genomes, providing the premise
for the evaluation of fetal DNA fragments in the
tetal circulation or for the identification of tumor
DNA in the blood of patients with various forms
of cancer. Despite the performance and advantag-
es of state-of-the-art techniques, they cannot yet
completely replace chromosome analysis or classi-
cal gene sequencing. On the other hand, genomic
analyzes have a very high price, and data evaluation
requires a high-performance computer equipment.

In conclusion, the evaluation of plurimalfor-
mative syndromes requires the application of a
wide range of genetic laboratory investigations, but
their application is closely correlated with the di-
agnostic assumption.

Key words: plurimalformative syndromes,

karyotype, gene sequencing, array-CGH, NGS
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CAN WE CHANGE OUR PHENOTYPE?

HADDAD JOSEPH

Pediatrics and Neonatology Department,

Faculty of Medicine, University of Balamand, Lebanon

ABSTRACT

It is well known that we share almost the same
DNA, however we have a particular phenotype and
the latter is being influenced by genetics, environ-
ment and nutrition. Many epigenetic factors have
been highlighted being influenceable and chang-
ing our phenotype

During pregnancy, alcohol, tobacco, diabetes,
malnutrition and some nutrient deficiencies are to

be harmful to the fetus and may generate future
descendant anomalies

In the perinatal period, maternal obesity along
with ¢ section seems to induce phenotype changes.

After birth and during the first 1000 days, nu-
trition, excess of proteins and nutrient deficiencies
as iron deficiency are important factors that may
influence our phenotype.
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Chisinidu, Republica Moldova

REZUMAT

Introducere. In anul 2020 Fondatia Jeffrey
Modell (SUA) a extins un program de secventiere
geneticd “Jeffrey’s Insights” la nivel global, in ca-
drul ciruia a activat si echipa proiectului instituti-
onal al USMF “Nicolae Testemiteanu”. Programul
este o obtinute gratuitd pentru pacienti si medici
in diagnosticul imunodeficientelor primare (IDP),
in evaluarea valorii si eficientei clinic a secventierii
genetice de ultimi generatie (NGS), inclusive ca
examen de prestare asociatd. Prin extinderea globa-
14 a acestui program am anticipat ci rata diagnos-
ticului molecular s-ar incadra in intervalul de 15-
46%. Indicele inalt de suspiciune clinicd emisd de
un imunolog anunti o probabilitate ridicati inainte
de testare. Remanierile aduse diagnosticului si ma-
nagementului determini nu doar o evolutie favo-
rabild pentru pacient, dar pot oferi si economii de
cost pe perioadd lungi.

Material si metode. In acest studiu clinicienii
IMSP de asistentd medicald au oformat un ches-
tionar a pacientului cu elucidarea indicatiilor clinic
pentru NGS: diagnosticul clinic de IDP confirmat,
fard diagnostic genetic, screening-ul neonatal su-
gestiv pentru IDP, dar fird diagnostic stabilit ge-
netic, diagnosticul clinic de IDP suspectat in baza
celor 10 semne sugestive pentru IDP, elaborate de
JMEF. Mostrele sangvine a pacientilor au fost testa-
te prin utilizarea NGS in laboratorul de diagnos-
tic complet certificate “Invitae” (SUA), “Veritas”

(Italia) care efectueazd secventierea completi a
genelor si duplicarea deletiei intragenice utilizind
tehnologia NGS. Pentru acest program a fost uti-
lizat panoul de imunodeficientd primari care a in-
clus 574 de gene.

Rezultate. Au fost testate 16 mostre sangvine
a pacientilor din localititile Republicii Moldova
cu suspiciune la IDP, interpretarea variantelor ob-
tinute s-a efectuat in conformitate cu clasamentul
Ghidului Colegiului American de genetici medi-
cala: variante patogene sau probabil patogene, in-
serte si negative. Variantele patogene au fost descri-
se conform relevantei lor clinice (stare de purtitor,
diagnostic molecular). Studiile molecular genetice
obtinute pentru 16 pacienti au inclus panele multi-
genice si secventierea intregului exon. Mutatiile au
fost identificate in 69 de gene responsabile de pa-
tologia sistemului imunitar. Cercetarea molecular
geneticd a confirmat diagnosticul clinico-imunolo-
gic in 6 cazuri: Imunodeficienta combinati severd
- 2 variante patogene in gena PRKDC, febra me-
diteraniana familiald — 2 variante patogene in gena
MEFV;, Deficit de adeziune leucocitard de tip 1 -2
variante patogene in gena I7GB2; Imunodeficienta
combinati severi din cauza de deficit de ADN RKcs
— 2 variante patogene in gena PRKDC; Sindromul
Blau identificarea unei variante patogene in gena
NOD2; Sindromul DiGeorge cu identificarea unei
gene patogene in gena 7BX7.

Cuvinte cheie: testarea molecular-genetici
(NGS), imunodeficienta primari, gene patogene.
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STAREA DE SANATATE A COPIILOR SI
ADOLESCENTILOR DIN REPUBLICA MOLDOVA
INFLUENTATA DE CONTINUTUL DE

FLUOR IN APA POTABILA

BIVOL NATALIA

Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Pentru Republica Moldova, pro-
blema fluorului este de maximi actualitate, deoare-
ce pe teritoriul ei, dupi caracteristicile sale geogra-
fice, sunt prezente zone biogeochimice cu continut
sporit si altele cu continut redus de fluor. OMS
subliniazd importanta prevenirii aparitiei bolilor in
masi de naturd neinfectioasi si stabilirea unei le-
gaturi intre calitatea apei potabile si caracteristicile
manifestarilor lor clinice.

Obiectivul cercetarii: studierea corelirii nive-
lului de fluor din apa potabild consumati cu mor-
biditatea asociatd deficientei si surplusului de fluor
din apa potabili.

Material si metode. Extragerea datelor folo-
sind: Anuarul statistic al sistemului de sinitate din
Republica Moldova; Raportul statistic: "Privind
numirul maladiilor inregistrate la copiii si elevii
domiciliati in teritoriul de deservire a institutiei
curative". Studiu integral, perioada analizata 2015
-2022.

Rezultate. In cadrul cercetirilor actuale au fost
desemnate si cartografiate 12 unititi administrativ

teritoriale ale republicii, ce intrunesc criteriile de
zone endemice cu surplus accentuat al fluorului
in apele subterane. Populatia infantild din zonele
mentionate prezintd un risc sporit de afectare prin
fluorozi endemici. In teritoriile unde s-au inregis-
trat cele mai mari concentratii de fluor in apa din
sondele arteziene, prevalenta prin bolile sistemului
osteo-articular la copii a constituit 237,9 cazuri la
10000, acest indice fiind de circa 2 ori mai mare
decit media pe tard. Au fost identificate 6 unititi
administrative care intrunesc criteriile de zone en-
demice cu carentd accentuatd a fluorului in apele
subterane. Variabila incidentei cariilor dentare la
elevi se caracterizeazi prin tendinta de reducere de
la 665,3 cazuri la 10 mii elevi in anul 2015 pani la
324,2 cazuri la 10 mii elevi in anul 2022.

Concluzii. In zonele endemice cu surplus sau
carentd de fluor in apele subterane, sunt necesare
de implementat misuri specifice concrete de di-
minuare a impactului fluorului asupra sinitatii
populatiei.

Cuvinte cheie: fluor, api potabili, carie denta-
rd, fluorozi.
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REZUMAT

Introducere. Conform OMS, alimentatia este
vitald pentru sanitate si dezvoltare pe intreaga du-
ratd a vietii umane. Tinerii si studentii se afli in-
tr-un stadiu de tranzitie in care schimbdrile majore
pot influenta comportamentele lor legate de stilul
de viatd. Adoptarea unui nou stil de viatd incorect,
a unei alimentatii nesinitoase poate avea consecin-
te negative asupra stirii de sdnitate.

Obiectivul cercetarii: evaluarea particularititi-
lor comportamentului alimentar la medicinisti.

Material si metode. Folosind chestionarul
CORT-2004, a fost efectuat un studiu epidemilo-
gic transversal pe un grup de 183 de studenti de la
USMF ,Nicolae Testemitanu”, anul IV de studii.
Din chestionar au fost selectate 61 de intrebiri care
investigau comportamentul alimentar. Esantionul
a cuprins 64,6% femei, varsta medie a participan-
tilor a fost de 23,2+1,6 ani (cu o mediani de 23 de
ani si limitele cuprinse intre 19 si 29 de ani).

Rezultate. Rezultatele studiului aratd ci regi-
mul alimentar al studentilor este deficient, multi

dintre acestia servind rareori micul dejun. Doar
42,3% dintre respondenti au consumat fructe
proaspete zilnic, iar consumul de produse lactate a
fost scizut. Carnea si ouile au fost consumate cu
o frecventd de 1-3 ori pe siptimani, iar preferin-
ta pentru carne rosie (porc, vitd, oaie) a fost mai
mare decat pentru carne albi (pui, peste). In ceea ce
priveste carbohidratii, majoritatea respondentilor
(71,4%) au consumat paste fiinoase, orez si cerea-
le de 1-3 ori pe siptimani. Referitor la alimentele
nesinitoase, 42,9% au consumat cipsuri si bauturi
carbogazoase de 1-3 ori pe siptiménd, in timp ce
12% au biut cafea de doud sau mai multe ori pe
zi. Consumul de biuturi energizante a fost scizut
(0,6%), iar majoritatea medicinistilor (86,9%) nu
le-au consumat niciodata.

Concluzii. S-a evidentiat o lipsi de echilibru in
dieta medicinistilor, ceea ce subliniazid necesitatea
unor eforturi educationale si de promovare a unui
stil de viatd sindtos pentru a imbunititi calitatea
alimentatiei si, implicit, sinitatea.

Cuvinte cheie: comportament alimentar, ali-
mentatie, sindtate, medicinisti, Republica Moldova.
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Sun Wave Pharma este o companie specializatd in productia de suplimente naturale,
infiintatd in 2008, cu planuri ambitioase de crestere la nivel local, in Romdnia si extindere
in Europa de Sud-Est si Centrald.

Prin seriozitate, etica si conformitate este in acest moment compania de
suplimente alimentare no. 1 din Romania.
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CERCETARE N PEDIATRIE

INFECTIILE ASOCIATE ASISTENTEI MEDICALE LA
PACIENTII PEDIATRICI CU PROFIL ONCOHEMATOLOGIC

CARA OLGA'?, PARASCHIV ANGELA*

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

’IMSP Institutul Oncologic, Chisiniu, Republica Moldova

REZUMAT

Introducere. Infectiile asociate asistentei me-
dicale (IAAM) reprezintid o problemd majord de
sindtate publici. Pacientii pediatrici cu maladii on-
cohematologice suferd de imunosupresie prelungi-
td, ceea ce determind o susceptibilitate ridicatd la
IAAM si prin urmare, se mireste durata spitalizirii
si morbiditatea-mortalitatea.

Obiectiv: analiza sistematici a literaturii de
specialitate privind incidenta IAAM la pacientii
oncologici pediatrici.

Material si metode. S-a realizat un studiu bi-
bliografic analizind bazele de date internationale
PubMed, Hinari si Google Scholar, motorul de ca-
utare a inclus cuvintele-cheie: infectie nosocomial,
cancer, pediatrie. Au fost analizate peste 100 surse,
dintre care au corespuns tematicii de cercetare si
criteriilor de includere 27.

Rezultate. Potrivit unui studiu retrospec-
tiv realizat in perioada 2007-2008 la unitatea
de oncohematologie pediatrici a Universititii
Mansoura, Egipt, reiese ci rata globali de IAAM
la toti pacientii si la pacientii neutropenici a fost
de 8,6 si, respectiv, 25,3 la 1000 pacienti-zile.
Localizidrile frecvente au fost determinate la ni-
velul fluxului sanguin (42,7%), sistemul respirator
(25,3%), sistemul urinar (22,2%) si sistemul ner-
vos central (9,8%). Incidenta IAAM a fost semni-
ficativ mai mare in zilele neutropenice (p<0,001).
Microorganismele gram-pozitive au reprezentat
64,5% din agentii patogeni (Stafilococi 71,5%,
Streptococi 16% si pneumococi 7%), iar microor-
ganismele gram-negative au reprezentat 30% (E.

coli 48,6%, Klebsiella 15,7%, Pseudomonas 35,7%
si C. albicans 5,5%). Sensibilitatea microorganis-
melor izolate a fost relativ scizutd (cefoperazond/
sulbactam 49,9%, amikacini 35,9%, imipenem/ci-
lastina 34,4%, cefoperazoni 33,6% si vancomicina
36,5%). S. aureus rezistent la meticilini, betalacta-
maze cu spectru extins si enterococi rezistenti la
vancomicind au reprezentat 30%, 45% si 75% din
microorganismele izolate de S. aureus, gram-ne-
gative si, respectiv, enterococi. Potrivit altui studiu
prospectiv al lui Urrea si colab., pacientii pedia-
trici cu leucemie limfoblasticd acutd au avut cea
mai mare rati de IAAM (2,71 la 100 pacienti-zi-
le). Microorganismele izolate cel mai frecvent au
fost bacteriile gram-pozitive (78,6%). Stafilococii
coagulazo-negativi au fost cel mai frecvent izolate
in bacteriemii (70%). Factorii de risc extrinseci le-
gati cu cele mai mari rate de incidentd a IAAM la
100 pacienti-zile au fost cateterismul venos central
(1,7 infectii) si nutritia parenterald (3,2 infectii). In
Republica Moldova, actualmente, nu sunt date sta-
tistice privind rata IAAM la pacientii pediatrici cu
profil oncohematologic.

Concluzii. Cele mai frecvente IAAM la pa-
cientii pediatrici oncohematologici se determini
cu localizare la nivelul fluxului sanguin si cu risc
mai mare in zilele neutropenice. Microorganismele
izolate sunt patogeni multirezistenti, predominant
gram-pozitivi, cu o incidentd mare a S. aureus
MRSA+. Aceste constatdri sugereazi necesitatea
evaludrii misurilor de control al IAAM in scopul
reducerii morbidititii si mortalititii in sectiile pe-
diatrice oncohematologice.

Cuvinte cheie: infectii nosocomiale, pediatrie,
pacient, oncologic.
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RESEARCH IN PEDIATRICS

MEDICAL CARE ASSOCIATED INFECTIONS IN PEDIATRIC
PATIENTS WITH ONCOHEMATOLOGICAL PROFILE

CARA OLGA'?, PARASCHIV ANGELA*

' Nicolae Testemitanu State University of Medicine and Pharmacy,

Chisinau, Republic of Moldova

*Oncological Institute, Chisinau, Republic of Moldova

ABSTRACT

Introduction. Healthcare-associated infec-
tions (HAIs) are a major public health problem.
Pediatric patients with oncohematological dis-
eases suffer from prolonged immunosuppression,
which causes a high susceptibility to AIAM and,
therefore, increases the length of hospital stay and
morbidity-mortality.

Objective: systematic analysis of the special-
ized literature regarding the incidence of AIAM in
pediatric oncology patients.

Material and methods. A bibliographic study
was carried out analyzing the international data-
bases PubMed, Hinari and Google Scholar, the
search engine included the keywords: nosocomial
infection, cancer, pediatrics. Over 100 sources were
analyzed, of which 27 met the research themes and
inclusion criteria.

Results. According to a retrospective study
conducted in 2007-2008 at the pediatric oncohe-
matology unit of Mansoura University, Egypt, the
overall rate of MAI in all patients and in neutro-
penic patients was 8.6 and 25.3 per 1000 patients,
respectively. -days. Frequent locations were deter-
mined in the bloodstream (42.7%), respiratory sys-
tem (25.3%), urinary system (22.2%) and central
nervous system (9.8%). The incidence of MAI was
significantly higher on neutropenic days (P<0.001).
Gram-positive organisms represented 64.5% of
pathogens (Staphylococci 71.5%, Streptococci 16%
and pneumococci 7%), and Gram-negative organ-
isms represented 30% (E. coli 48.6%, Klebsiella 15,
7%, Pseudomonas 35.7%; and C.albicans 5.5%).

The sensitivity of the isolated organisms was rela-
tively low (cefoperazone/sulbactam 49.9%, amika-
cin 35.9%, imipenem/cilastine 34.4%, cefoperazone
33.6% and vancomycin 36.5%). Methicillin-
resistant S. aureus, extended-spectrum beta-lac-
tamases, and vancomycin-resistant enterococci
accounted for 30%, 45%, and 75% of gram-nega-
tive S. aureus and enterococci isolates, respectively.
According to another prospective study by Urrea
et al., pediatric patients with acute lymphoblastic
leukemia had the highest rate of AMI (2.71 per
100 patient-days). The most frequently isolat-
ed microorganisms were gram-positive bacteria
(78.6%). Coagulase-negative staphylococci were
the most frequently isolated in bacteremias (70%).
The extrinsic risk factors associated with the high-
est incidence rates of MAI per 100 patient-days
were central venous catheterization (1.7 infections)
and parenteral nutrition (3.2 infections). In the
Republic of Moldova, currently, there are no statis-
tical data on the rate of AMI in pediatric patients
with an oncohematological profile.

Conclusions. The most frequent AIAMs in
pediatric oncohematological patients are deter-
mined with localization at the blood flow level
and with a higher risk on neutropenic days. The
organisms isolated are multidrug-resistant, pre-
dominantly gram-positive pathogens, with a high
incidence of S. aureus MRSA+. These findings
suggest the need to evaluate measures to control
ATIAM in order to reduce morbidity and mortality
in pediatric oncology wards.

Key words: nosocomial infections, pediatrics,
patient, oncological.
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CERCETARE N PEDIATRIE

GLUOCCORTICOIZII $1 RETENTIA

DE CRESTERE LA COPII

CARACAS ANASTASIA, RAKOVSKAIA TATIANA, SPINOSU GALINA, BACINSCHI NICOLAE

Universitatea de Stat de Medicind si Farmacie “Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Copiii si adolescentii cu boli reu-
matice, frecvent necesitd tratament cu glucocorti-
coizi, uneori pentru o perioadi lungi de timp. La
copiii cu artritd idiopaticd juvenild (AlJ) s-a con-
statat o statura micd sau intdrzierea cresterii $i pu-
bertitii cu o incidentd de 10-41%. Retentia de cres-
tere s-a dovedit a fi mai severid la copiii cu terapie
glucocorticoidi intraarticulara.

Obiectivul a constat in elucidarea mecanisme-
lor influentei glucocorticoizilor asupra retentiei de
crestere si metodelor de corectie.

Material si metode. Au fost selectate si analiza-
te articole stiintifice publicate in ultimii 5 ani, din
baza de date Hinari, PubMed ce reflectau influenta
tratamentului cu glucocorticoizi asupra cresterii la
copii.

Rezultate. Studiile raporteazi, ci retentia in
crestere in urma tratamentului de duratid cu glu-
cocorticoizi poate fi determind de dereglarea axei

hipotalamus-hipofizi-corticosuprerenale prin

diferite mecanisme: inhibarea secretiei hipotala-
mice de GHRH; inhibarea secretiei hormonului
de crestere de adenohipofizi; micsorarea secretiei
la periferie a factorului 1 de crestere aseminitor
insulinei (IGF-1) si proteinei 3, care leagi facto-
rul de crestere aseminitoare insulinei (IGFBP-3).
Concomitent, glucocorticoizii au un impact direct
asupra plicilor de crestere, inhiband expresia recep-
torului hormonului de crestere, mitoza condrocite-
lor, sinteza colagenului si sulfatarea cartilajului.

Concluzii. Copiii si adolescentii cu boli reuma-
tice, tratati cu glucocorticoizi, trebuie monitorizati
periodic prin examiniri hormonale (foliculostimu-
lant, luteinizant, IGF-1, adrenocorticotrop, corti-
sol), precum si a vitaminei D, fosfatazei alcaline,
calciului, fosfatului, magneziului, glicemiei a jeun
si postprandiald, insulinei si peptidei C. Preparatele
antiinflamatoare cu actiune lenti de modelarea a
bolii si/sau medicamentele biologice se considerd o
alternativi a glucocorticoizilor.

Cuvinte cheie: glucocorticoizi, boli reumatice,
hormon de crestere, pubertate, IGF-1.
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CERCETARE N PEDIATRIE

OSTEOPOROZA INDUSA DE GLUCOCORTICOIZI LA COPII

CARACAS ANASTASIA, LATUS SVETLANA, BACINSCHI NICOLAE

Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Glucocorticoizii (GC) au uti-
lizare terapeuticd in patologiile respiratorii, reu-
matologice, neurologice, endocrine, hematologice,
dermatologice, inclusiv in populatia pediatrica.
Administrarea GC poate avea impact major in
dezvoltarea osteoporozei iatrogene determinate de
particularitatile fiziologice de crestere si dezvoltare
a sistemului musculo-scheletic la copii si ratei cres-
cute de remodelare osoasa.

Obiectivul a fost evaluarea factorilor de risc si
mecanismelor implicate in osteoporoza indusi de
GC si a strategiilor terapeutice de corectie.

Material si metode. Au fost selectate si analiza-
te articole stiintifice publicate in ultimii 5 ani, din
baza de date Hinari, PubMed referitor la osteopo-
roza indusi de GC.

Rezultate. S-au evidentiat efecte directe sau
indirecte ale GC asupra densititii minerale osoase
la copii prin: cresterea resorbtiei osoase si scide-
rea osteoblastogenezei; influenta asupra ciilor de

semnalizare intracelulari; modificarea metabo-
lismului calciului; dezvoltarea atrofiei musculare.
Managementul terapeutic presupune utilizarea
rationald a GC (dozd minimi terapeuticd/duratd
optimi/respectarea ritmului circadian), scheme de
administrare intermitentd, administrarea medica-
mentelor antiresorbtive (bisfosfonati, denosumab)
si osteoanabolice (romosuzumab), a suplimentelor
cu calciu si vitamina D.

Concluzii. Progresele recente in elucidarea
mecanismelor osteoporozei induse de GC la copii
au determinat elaborarea unor tinte terapeutice de
perspectivi (analogi recombinati ai hormonului de
crestere si IGF-1). La utilizarea de durati se re-
comandi monitorizareae nivelului hormonului de
crestere, IGF-1, peptidul natriuretic de tip C, gli-
cemiei, insulinei, calciului etc., precum si evalua-
rea la endocrinolog, suplimentarea vitaminei D si
calciului.

Cuvinte cheie: glucocorticoizi, copii, osteopo-
rozi, retard de crestere
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CERCETARE N PEDIATRIE

IMPACTUL PB ASUPRA TRACTULUI
GASTRO-INTESTINAL LA COPII $1 ADOLESCENTI

COBILEANSCHII EUGEN?, COBILEANSCAIA LIUBOV?

! Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

“IMSP Policlinica de Stat, Chisiniu, Republica Moldova

REZUMAT

Introducere. Prezenta plumbului in organism
poate cauza tulburiri psihice, fizice si organice gra-
ve. Plumbul este absorbit de citre organism atit
prin tractul respirator, cit si prin cel gastro-intes-
tinal. Intoxicatia cu plumb (saturismul) evolueazi
lent si apare, de reguld, dupd luni sau ani de expu-
nere la cantititi mici de plumb. Simptomele into-
xicatiei cu plumb apar, de obicei, dupi citeva sipti-
mani la adulti si dupi céteva zile la copii. Plumbul
ce se contine in vopsele constituie una dintre cele
mai importante cauze de intoxicatii la copii. Doza
limitd in aer — 0,003 mg/m?, in apd — 0,03 mg/l, in
sol — 20 mg/kg. Plumbul se absoarbe in tractul gas-
trointestinal in proportie de 5-10% (uneori 50%).

Obiectiv: evaluarea expunerii populatiei de vér-
std fragedd din Republica Moldova la compusii de
plumb.

Material si metode. Au fost supusi studiului 28
pacienti cu varsta medie 11,6+0,4 ani din serviciul

ambulator. Analiza continutului de plumb a fost
efectuatd in laboratorul Modus Vivendi prin me-
toda spectrometrici. Pentru aceasta, au fost colec-
tate si investigate la continutul de plumb probe de
sange.

Rezultate. Sciderea capacititii de concentrare
si afectarea memoriei de scurtd duratd a fost men-
tionatd practic la 100% din participantii in studiu;
comportament neadecvat sau hiperkinetic — au dat
dovadi 17 pacienti (47,6%). Senzatia de greatd s-a
manifestat la 26 pacienti (72,8%); disconfort si
dureri abdominale au invocat 23 pacienti (64,4%);
constipatia a fost prezentd la 11 pacienti (30,8%).

Concluzii. Actiunii nocive ale Pb sunt supuse
persoanele de diverse categorii varstnice, dar mai
ales riscului de expunere la intoxicatie saturnind
sunt predispusi copiii si adolescentii.
cheie: Pb, metoda

Cuvinte saturnism,

spectrometricd.
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CERCETARE N PEDIATRIE

MODIFICARILE HEMATOLOGICE MANIFESTATE
LA COPII S| ADOLESCENTI IN SATURNISM

COBILEANSCHII EUGEN?, COBILEANSCAIA LIUBOV?

! Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

“IMSP Policlinica de Stat, Chisiniu, Republica Moldova

REZUMAT

Introducere. Pb actionezi prin mecanisme en-
zimatice, preponderent prin inhibitia grupelor SH
ale componentei proteice ale enzimei. Circulatia
are loc sub formi coloidali de trifosfat bazic de Pb,
legat de eritrocite. Pb inhibi sinteza hemului, blo-
cand enzimele care catalizeazi trecerea de la copro-
porfirind la protoporfirind. Prin acest mecanism,
intoxicatia cu Pb realizeazd anemia hipocromi hi-
persideremici. Excesul de Pb in singe, determind
fenomene toxice prin urmitoarele mecanisme: 1)
agresiune directd pe tesutul hemopoietic urmati de
inhibitia hemoglobinosintezei; 2) actiune directd
asupra membranei eritrocitare urmati de fragili-
zarea hematiilor, reducerea duratei lor de viata si
hemoliza intravasculari precoce.

Obiectiv: evaluarea modificirilor hematologice
la persoanele de varstd fragedi cu risc de expunere
la compusii de plumb.

Material si metode. Au fost supusi studiului
28 pacienti din serviciul ambulator, varsta medie a
constituit 11,6+0,4 ani. Colectarea si investigarea
analizelor generale de sange de la pacientii studiati
au fost efectuate in laboratorul Modus Vivendi.

Rezultate. Sciderea nivelului Hb s-a identifi-
cat la 12 (33,6%) participanti in studiu; eritropenia
s-a manifestat la 17 (47,6%) din pacienti, hematiile
granular bazofile (HGB) au fost identificate la 16
(44,8%) pacienti, reticulocitoza a fost identificatd
la 23 (64,4%) pacienti studiati.

Concluzii. Modificirile hematologice carac-
teristice saturnismului ne dau posibilitatea de di-
agnostic precoce in evolutia patologiei; aceasta la
rindul siu va exclude factorii de risc care pe viitor
pot agrava dezvoltarea normali a organismului in
crestere.

Cuvinte cheie: Pb, saturnism, HGB.
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CERCETARE N PEDIATRIE

IMPACTUL SERVICIILOR DE INTERVENTIE
TIMPURIE IN COPILARIE (ITC)

BORDEIANU DANIELA

Institutul National Interventie Timpurie in Copilirie, Chisiniu, Republica Moldova

REZUMAT

Introducere. Domeniul de studiu al prezentei
lucriri trebuie privit sub aspect multidimensional:
in primul rand, al impactului serviciului de inter-
ventie timpurie asupra dezvoltirii copilului, cit si
asupra calititii vietii de familie, aceasta din urmi
fiind intrepitrunsd de caracteristici conexe - per-
sonale, interpersonale, culturale, financiare sau
sociale.

Acest deziderat a fost realizat printr-un sir de
obiective: 1) Pirintii care cresc un copil cu tulbu-
riri de dezvoltare prezintid particularitati psihoso-
ciale distincte, iar conditiile biosociale declanseaza,
deseori, situatii defavorizante exprimate printr-un
nivel inalt de anxietate; 2) Reducerea defavoriziri-
lor afective este posibild prin implementarea unui
model de suport parental axat pe dezvoltarea de
abilititi de stabilizare afectivd, prin facilitarea auto-
determindrii personale si a interactiunii pozitive cu
copilul mic; 3) Serviciile de ITC au un impact ma-
jor asupra calititii vietii membrilor familiei benefi-
ciare de servicii de ITC si a achizitiilor de abilititi
si competente parentale; 4) Sustinerea sistemului
national de I'T'C necesitd structurare si planificare
strategicd in vederea asigurdrii durabilititii si sus-
tenabilititii atit la nivel de sistem, cit si la nivel
individual.

Interventia timpurie a copiliriei presupune
servicii de inaltd calitate, centrate pe familie, cu
scopul de a transforma riscurile familiei si ale co-
pilului in oportunititi, tinind cont de priorititile,

preocupirile, resursele familiei, precum si de cultu-
ra sau religia familiei.

Material si metode. Lucrarea explici esenta si
preocupdrile serviciului ITC in pandemiile post
Covid-19, analizeazd calitatea vietii de familie
a beneficiarilor I'TC, evalueazi gradul de stres si
anxietate al ingrijitorilor aflati in crizd, precum si
integrarea unor concepte precum sustenabilitatea si
rezilienta in sectorul national I'TC.

Esantionul de cercetare reprezinti 43 de adulti,
pirinti ai copiilor cu tulburiri de dezvoltare sau di-
zabilititi, 36 de mame si 7 tati, beneficiari ai ser-
viciilor Centrului ITC ,Voinicel” si 6 specialisti de
talie nationald din domeniu. Instrumente de cer-
cetare utilizate: anchetd sociald, chestionar pentru
calitatea vietii in familie, inventarul de anxietate
Beck si interviuri in grup de focus.

Rezultate. Cercetare denotd faptul ci 70%
dintre beneficiarii serviciilor I'TC se confrunti cu
probleme financiare complexe, iar 28% dintre res-
pondenti raporteazd o bundstare financiard medie.
In plus, cele mai stringente probleme intdmpinate
de beneficiarii serviciilor I'TC sunt suprasolicitarea
fizicd si psihicd (30%), incapacitatea de a se angaja
in munci din cauza asistentei permanente a copi-
lului cu dizabilititi (30%), izolarea (10%) si lipsa de
comunicare ( 8%).

Doar 51% dintre respondenti percep climatul
familial ca fiind relativ stabil, 14% ocazional stabil,
cu diverse provociri, 4% - instabil. Interactiunea fa-
miliei este relativ scizutd: 64% dintre respondenti
atestd un nivel scizut de interactiune, 33% - in-
teractiune medie si 3% noteazd un nivel ridicat de
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interactiune familiald. Bunistarea emotionali a pi-
rintilor este de asemenea extrem de afectata: 36,5%
parinti au un nivel scizut de bunistare emotionald
si 49% atestd un nivel mediu de bunistare emotio-
nali. Frica de moarte si incertitudinea prevaleazi.

In plus, 51,5% noteazi ci nu primesc sprijin le-
gat de dizabilititile copilului. Familia aflati in risc,
cel mai adesea beneficiazi de sprijin doar din par-
tea familiei extinse.

Pandemia de Covid-19, intensificati de criza
de rizboi, a afectat foarte mult beneficiarii servi-
ciilor I'TC limitandu-i de la prestarea serviciilor si
crescand nivelul de stres si anxietate. Sunt necesare
actiuni urgente de reducere a stresului si extinderea
sprijinului parental, financiar si social, concentrat
pe o perspectivi pe termen lung.

Desi serviciul ITC ECI este recunoscut la nivel
global si incorporati in Agenda ODD 2030, cursul
acestui domeniu ar trebui si fie prioritizat si forti-
ficat la nivel national.

Noutatea stiintifica a rezultatelor obtinute re-
zidd in abordarea holisticd a aspectelor psihosocia-
le care asigurd un impact durabil asupra bunastirii
beneficiarilor de servicii, in conditii de stres si criza.

Semnificatia epistemologici a lucririi rezida in
cercetarea stiintifici a criteriilor de psihosociale, iar
cea praxiologicd in abordarea aspectelor practice
ale interactiunilor actorilor cheie, al impactului ser-
viciului asupra copilului si al familiei, in scopul re-
liefarii implicatiilor acestora de durati. Concluziile
pot fi de un real folos in procesul elaboririi actelor
normative, modificirii si amendairii legislatiei in vi-
goare in vederea fortificirii sistemului national de
Interventie Timpurie in Copilirie, cat si respecta-
rea unor prevederi educationale si de suport paren-
tal pentru a fortifica rezilienta personali si de grup.

Cuvinte cheie: interventie timpurie in copili-
rie, anxietate, factori psihosociali, anturaj dezvol-
tativ, calitatea vietii familiei, impact, inventarul an-
xietatii Beck, rezilientd, serviciu centrat pe familie,
sustenabilitate.
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LIPID PROFILE IN CHILDREN WITH INSULIN-
DEPENDENT DIABETES MELLITUS

ESANU VALERIU*2, VUDU LORINA?, COBET VALERIU?, GOLOVIN BORIS*, REVENCO NINEL?,

PALII INA*2

'Nicolae Testemitanu State University of Medicine and Pharmacy,

Chisinau, Republic of Moldova,

Institute of Mother and Child, Chisinau, Republic of Moldova

ABSTRACT

Introduction. Pediatric patients with type 1
diabetes (T1DM) have an increased prevalence of
dyslipidemia, which contributes to their high risk
of cardiovascular diseases (CVD).

This recherche objective: to study the lipid
profile changes in T1IDM in children aged 10 to
18 years.

Material and methods. Cases of type 1 diabe-
tes mellitus aged 10 - 18 years were enrolled in this
study and were 44 (duration of T1D 2 5 years; in-
sulin therapy). A group of control matched for age
and gender (n = 46) was selected by simple random
sampling. Demographic data were retrieved from
case files, and fasting lipid profile and HbA1c lev-
els were determined for all subjects. Lipid abnor-
malities were defined based on the Expert Panel on
Integrated Guidelines for Cardiovascular Health
Risk Reduction in Children and Adolescents.

Results. Ninety subjects aged 10-18 years were
studied (mean age:14.0 +4.0 years, for both re-
search groups). There were 20 (45.5%) girls, and

24 (54.5%) boys in the group with T1IDM, and 29
(63.0%) girls, and 17 (37.0%) boys in the group
with non-T1DM. The mean duration of diabe-
tes was 6.34 + 2.28 years. The mean+SD of total
cholesterol (TC), triglycerides (T'G), high-den-
sity lipoprotein (HDL-C), and low-density li-
poprotein (LDL-C) were: TC=5.6+0.3mmol/l,
tor TIDM vs. 4.7+0.4 mmol/l for non-T1DM
(p<0.001); LDL-C=1.6+0.4 mmol/], for T1DM
vs. 1.0+0.2 mmol/l for non-T1DM (p<0.001);
HDL-C = 0.8+0.2 mmol/l, for T1IDM vs. 0.7+0.2
mmol/l for non-T1DM (p=0.3); TG=2.03 + 0.2
mmol/l, for TIDM vs. 1.5 0.2 mmol/l for non-
T1DM (p<0.001).

Conclusion. It was concluded that the lipid ab-
normalities (total cholesterol, TG, LDL-C) were
significantly higher in diabetic patients than in the
control group. Early diagnosis of modification of
the lipid profile can be used as a preventive mea-
sure for the development of CVD in the pediatric
population with TIDM.

Key words: lipid profile, children, diabetes.
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GORBUNOV GALINA
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REZUMAT

Introducere. Conform datelor MSRM la finele
anului 2023, au fost inregistrati total 28570 de co-
pii din familii temporar dezintegrate din motivul
migratiei de munci a pirintilor. Calitatea vietii este
un indicator al sinititii, atit pentru populatie, cat
si pentru guverne ce impune realizarea de moduri
de viatd favorabile sinitatii.

Obiectiv: evaluarea sinititii fizice si psihoso-
ciale a copiilor din familii temporar dezintegrate
prin aprecierea calititii vietii lor.

Material si metode. In studiu au participat 140
de copii din Republica Moldova de diferite var-
ste (5-7,8-12, 13-18 ani), dintre ei 70 de copii au
tost din familii dezintegrate, iar 70 de copii au fost
din familii integre. Drept instrument de cerceta-
re a servit chestionarul Pediatric Quality of Life
Inventory (PedsQL™4.0). In cadrul cercetirilor
s-a evidentiat sinitatea fizicd/psihosociald, expri-
matd prin calitatea vietii copiilor: cu nivel inalt al
punctajului — de la 100 la 91, moderat — de la 90 la
81, mic — de 1a 80 la 71, foarte mic — mai putin de

70 puncte.

Rezultate. Datele obtinute in cadrul cercetirii
au demonstrat ci copiii din familiile dezintegra-
te, la toate categoriile de vérstd, in toate aspectele
studiate posedau un nivel foarte scizut al calititii
vietii (<70 puncte), deci si a sinititii. Copiii din
familiile dezintegrate, odati cu inaintarea in varsti,
prezintd o diminuare atit a sdndtitii fizice, cit si a
sandtatii psihosociale.

Concluzii. Rezultatele obtinute demonstrea-
zd convingitor ci copiii din familie dezintegrate,
comparativ cu semenii din familiile integre, pre-
zentd clar indici scazuti pe toate scorurile si pe ca-
racteristica integrald a calititii vietii. La aprecierea
sinatitii fizice si psihosociale s-a determinat ¢, in
toate categoriile de vérsti ale copiilor din famili-
ile dezintegrate, calitatea vietii este semnificativ
(p<0,001) mai joasi, comparativ cu cea a copiilor
lotului de control. Un nivel mai inalt al sinatitii
fizice si psihosociale il aveau copiii cu vérsta de 5-7
ani, iar un nivel mai diminuat - copiii din familiile
dezintegrate cu varsta de 13-18 ani.

Cuvinte cheie: sinitatea fizicd, sidnitatea
psihosociald, calitatea vietii, familii temporar
dezintegrate.
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Nicolae Testemitanu State University of Medicine and Pharmacy,
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ABSTRACT

Introduction. According to MHRM data at
the end of 2023, there was registered total number
of 28,570 children from temporarily disintegrated
families due to parents’ work migration. Quality of
life is an indicator of health, both for the popula-
tion and for governments that require the realiza-
tion of favorable to health life conditions.

Objective: to evaluate physical and psychoso-
cial health of children from temporarily disinte-
grated families by assessing quality of their life.

Material and methods. There were140 chil-
dren from the Republic of Moldova of different
ages (5-7, 8-12, 13-18 years) who participated
in the study, 70 of them were from disintegrated
families, and 70 were from integral families. The
Pediatric Quality of Life Inventory (PedsQL™4.0)
questionnaire served as a research tool. During
the research, the physical/psychosocial health was
highlighted, expressed by the quality of life of the
children: with a high level of the score - from 100
to 91, moderate - from 90 to 81, low - from 80 to
71, very low - less than 70 points.

Results. Data obtained during the research
showed that children from disintegrated families,
in all the age categories, in all studied aspects, had
a very low level of quality of life (<70 points), and
therefore low level of health. Children from dis-
integrated families, as they grow older, show a de-
cline in both physical and psychosocial health.

Conclusions. The obtained results convinc-
ingly demonstrate that children from disintegrat-
ed families, compared to their peers from integral
families, clearly present low indicator on all scores
and on the integral characteristic of quality of life.
When evaluating physical and psychosocial health,
it was determined that, in all age categories of chil-
dren from disintegrated families, the quality of life
is significantly (p<0.001) lower, compared to that
of the children of the control group. Children aged
5-7 had a higher level of physical and psychosocial
health, and children from disintegrated families
aged 13-18 had a lower level.

Key words: physical health, psychosocial health,
quality of life, temporarily disintegrated families.
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REZUMAT

Introducere. In literatura de specialitate nu au
fost descrise cazuri de TEP la copii. Prima referin-
ti despre TEP la copil a fost abia in anul 1960.1n
realitate multi copii au decedat de TEP firid ca sile
fie pus acest diagnostic.

Obiectiv: argumentarea existentei legiturii
dintre multipli factori de risc si TEP la copii si
adolescenti, incidenta in concordanti cu sexul, pe-
rioada copildriei,patologia care a dus la deces, daca
copiii au fost supusi interventiilor chirurgicale si
alti parametri semnificativi.

Material si metode. Am efectuat un studiu
prospectiv de cohortd, care a inclus evaluarea a 562
fise medicale, asistentd selectivd la 50 de autopsii
ale cadavrelor copiilor care au decedat cu suspec-
tie de TEP, evaluarea protocoalelor morfopatolo-
gice, pentru perioada de 12 ani(2010-2022) a co-

piilor internati in Centrul National de Chirurgie

Pediatrici ,Natalia Gheorghiu" a Institutului
Mamei si Copilului din or. Chisindu, care a inclus
pacienti cu varsta intre 0-18 ani.

Rezultate. Din totalul de cazuri analizate:82 %
sunt nou-ndscuti si sugari, 60% din copii cu TEP
sunt fetite, la 85 % li s-au depistat 2 sau mai multi
factori de risc simultan, septicemia si asfixia sunt
prezente in 58% din cazuri, viciile cardiace con-
genitale la 15%,iar in 80% de cazuri copiii sunt
prematuri.

Concluzii. In urma efectuirii acestui studiu,
am depistat prezenta TEP la copii prin implicarea
multor factori de risc. Deaceea este foarte impor-
tantd cunoasterea de citre fiecare medic a tuturor
factorilor de risc implicati in TEP si a metodelor
de profilaxie pentru a reduce morbiditatea si mor-
talitatea copiilor in Republica Moldova.

Cuvinte cheie: tromboembolism pulmonar, co-
pii, factori de risc, incidenti, epidemiologie.
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REZUMAT

Introducere. Ratele de morbiditate si mortali-
tate ale IAAM la copii, variazi de la o tari la alta,
cu rate de incidentd cuprinse intre 3,5% si 12% in
tarile dezvoltate si 5,7% péand la 19,1% in tirile cu
venituri medii si mici.

Obiectivul studiului este de a evalua datele
bibliografice privind situatia IJAAM la pacientii
pediatrici.

Material si metode. S-a efectuat o analizi sis-
tematicd a literaturii de specialitate cu trecerea in
revistd a unor aspecte epidemiologice ale IAAM la
copii ce tin de incidenta, formele nozologice, fac-
torii de risc, microorganismele determinante. Din
cele peste 100 de surse identificate, analizei de-
scriptive au fost supuse 31 de articole.

Rezultate. Copiii spitalizati sunt mai expusi
riscului de a dezvolta IAAM din cauza factorilor
intrinseci ca varsta fragedd, starea nutritionald,
imunosupresie; cit si a factorilor extrinseci precum
sunt prezenta microorganismelor multirezistente
in institutiile medicale, serviciul de spitalizare, dis-
pozitive invazive (cateterizarea venoasi si arteriald,
ventilatie mecanici, cateter urinar etc). IAAM pot

fi achizitionate in orice unitate de ingrijire a si-
nititii, in special in Unititile de Terapie Intensivi.
Ponderea majord in structura morbidititii prin
IAAM o detine infectiile fluxului sanguin (IFS),
iar povara acestora la pacientii pediatrici este cea
mai resimtitd in primul an de viati si constituie cir-
ca 50% din totalul IAAM, in timp ce, infectiile ci-
ilor respiratorii inferioare, infectiile pligii chirurgi-
cale si infectiile tractului urinar sunt raportate mai
des la copii cu vérstd mai mare. Stafilococii coa-
gulazo-negativi, Stafilococcus aureus, Escherichia
coli si Klebsiella pneumoniae, sunt agentii pato-
geni predominanti pentru toate grupele de vérsta.
Ratele rezistentei antimicrobiene in randul agenti-
lor patogeni care cauzeazi infectii asociate asisten-
tei medicale sunt in crestere, in principal in rindul
organismele Gram-negative.

Concluzie. In ciuda tuturor eforturilor de mo-
nitorizare si control al IAAM, péani in prezent in-
cidenta acestora este subestimati. Incidenta reald
este mult mai mare, continuind si rimani o pro-
vocare a medicinei contemporane la nivel global.

Cuvinte cheie: infectii asociate asistentei medi-
cale, pacienti pediatrici, infectiile fluxului sanguin,
rezistenta antimicrobiani.
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REZUMAT

Introducere. Displazia imuno-osoasi Schimke
este o afectiune autosomal-recesivd. Aceastd boald
multisistemicd include defecte ale imunitatii celu-
lare, displazie spondiloepifizari cu intirzierea cres-
terii, glomeruloscleroza.

Obiectivul lucrarii: studierea particulariti-
tilor clinico-paraclinice la bolnavul cu sindrom
Schimke.

Material si metode. S-a studiat istoricul vietii
si bolii copilului, datele de laborator si instrumen-
tale, testul genetic.

Rezultate. Copilul E.S., niscut de la IS, IN

la termen 37-38 s.g., prin operatie cezariand, cu

m-2160 gr 1-48 cm, hipotrofie, icter neonatal.
Dezvoltarea fizici pind la 3 ani a fost in limitele
normei, de la 3 ani s-a aflat la evidenta endocrino-
logului cu hipostaturd; din ianuarie 2023 la eviden-
ti cu sindrom nefrotic; aprilie 2023 in Federatia
Rusi prin testarea genetici s-a stabilit diagnosticul
de sindrom Schimke.

Concluzii. Displazia imuno-osoasi Schimke
este o patologie extrem de rari, acesta fiind primul
caz clinic descris in Republica Moldova. Prezenta
sindromului nefrotic cu intérziere severd a cresterii
la copil ar trebui si alerteze medicul cu privire la
diagnosticul sindromului Schimke.

Cuvinte cheie: displazia imuno osoasa, nefrotic
sindrom.
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REZUMAT

Introducere. Multimorbiditatea reprezintd co-
existenta a doud sau mai multe afectiuni cronice
la acelasi individ, care pot fi boli nontransmisibile,
tulburiri de sdndtate mintali sau o boali infectioa-
si de lungi durati. In literatura de specialitate mul-
timorbiditatea se considerd un fenomen asociat cu
varsta, iar datele despre prevalenta acestuia la copii
si adolescenti sunt controversate.

Obiectiv: analiza datelor despre prevalen-
ta fenomenului de multimorbiditate in populatia
pediatrici.

Material si metode. A fost realizat un studiu
bibliografic in baza de date PubMed, termenii de
ciutare au fost ,multimorbiditate/ multimorbidity”
SI ,prevalentd/prevalence”, SI ,copii/children”
SAU ,copilirie/ childhood” SAU ,pediatric”. Au
fost selectate articolele in limba englezi din peri-
oada 2014-2024. Initial au fost identificate 80 de
surse, dintre care au fost selectate 17 care au avut
ca scop determinarea prevalentei multimorbidita-
tii sau pattern-ului acestui fenomen in populatia
pediatrici.

Rezultate. Prevalenta fenomenului de mul-
timorbiditate variazd de la 13.1% la 71.8% in
dependentd de studiul realizat. Rezultatele unei

meta-analize prezintd ci multimorbiditate, in
populatia generald, este de circa 42.4% (IC 95%
38.9% pini la 46.0%). Cercetirile actuale sugerea-
zd ci prevalenta fenomenului de multimorbidita-
te este inaltd si in populatia pediatrici. In studiile
populationale aceasta este de circa 20%-30%, iar
in studiile clinice depiseste 50%. Copiii si adoles-
centii cu afectiuni fizice cronice se confruntd cu o
povard psihosociald si emotionald considerabila.
De notat, ci la circa 15% din populatia pediatrica
se atestd multimorbiditate fizico-mentali, defini-
td ca asocierea dintre cel putin o boali fizica si o
tulburare psihici. Un alt aspect controversat este
rispindirea acestui fenomen in dependenti de ca-
racteristicele socio-economice. Desi nu a existat o
diferentd semnificativd in prevalenta estimatd intre
tarile cu venituri mici sau medii (36,8%) si tirile
cu venituri mari (44,3%), unii autori sugereazi ci
tinerii care trdiesc in zonele cele mai defavorizate
au rate de multimorbiditate echivalente cu persoa-
nele din grupul de vérsta plus 10-15 ani, dar care
locuiesc in zonele cele mai bogate.

Concluzii. Multimorbiditate este un fenomen
care afecteazd si populatia pediatricd, dar in litera-
tura de specialitate riman multe lacune importante

Cuvinte cheie: multimorbiditate, prevalenti,
populatia pediatricd, copil, adolescent
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SINDROMUL MCCUNE-ALBRIGHT -
TULBURARE MULTISISTEMICA RARA
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"Universitatea de Stat de Medicind si Farmacie ,Nicolae

Testemitanu”, Chisinidu, Republica Moldova

’IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT
Introducere. Sindromul McCune-Albright
(MAS) este o boali multisistemicd foarte rari,
manifestatd prin displazie fibroasi osoasi, pete
“cafe-au-lait”, hiperfunctie a diferitelor glande en-
docrine, o serie de patologii ale altor sisteme ale
corpului care prezinti riscul sporit de malignizare.

Obiectiv: prezentarea cazului clinic a copilului
de 9 ani cu MAS.

Material si metode. Datele anamnestice, clini-
ce si paraclinice prelevate din formularul F003/e.
Pacientul a fost investigat prin ultrasonografie or-
ganelor interne, metode imagistice (radiografia nu-
cleelor de osificare palmari, radiografii ale mem-
brelor), metode paraclinice de laborator (profilul
hormonal), examen histopatologic a plicilor de os
tubular.

Rezultate. MAS

a fost stabilit la copil in vérsta de 3 ani, in baza

Diagnosticul  principal

triadei clasice: displazie fibroasi a oaselor, pete

pigmentate “cafe-au-lait” pe tegumente, prepon-
derent unilaterale si perturbiri endocrine (puber-
tate precoce, tireotoxicozi). Diagnosticul secundar:
Hipovitaminoza vitaminei D. Dereglarea dezvol-
tirii fizice (accelerarea vArstei osoase). In timpul
supravegherii in dinamici copilul a prezentat mul-
tiple fracturi patologice ale membrelor, scoliozi,
scurtarea asimetricd a femurului, cauzate de displa-
zia osoasd. Se interneazi la fiecare 6 luni in sectia
Endocrinologie IMC pentru monitorizare si ajus-
tarea tratamentului. Posterul prezintd algoritmul
de diagnostic a pacientului, medicatia administratd
si descrierea manifestirilor MAS la copil.

Concluzii. Este importanti stabilirea diagnos-
ticului precoce a MAS. Tratamentul medicamentos
si corectiile chirurgicale amelioreazi partial calita-
tea vietii pacientilor.

Cuvinte cheie: sindromul McCune-Albright,
pubertate precoce, displazie fibroasi osoasi, pete
“café-au-lait”.
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EFICACITATEA TRATAMENTULUI TOPIC CU UNG.
PROPRANOLOL 1% IN HEMANGIOAMELE INFANTILE

DOLMA NADEJDA*?, BETIU MIRCEA?, DARIE VALENTINA?
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REZUMAT

Introducere. Hemangioamele infantile(HI)
sunt cele mai frecvente tumori vasculare la copii
(Munden et.al., 2014;Puttgen,2014). Din litera-
tura occidentald afectind 5-10% dintre copii pini
la 1 an. Copii nou-niscuti 1,1-2,6%, mai frecvent
la sugari de sex feminin, caucazieni si sugari cu
greutate mai mici la nastere.(Puttgen2014;Wang
et al.2017;Price et al.2018)) In ultimul deceniu
Propranolul a fost folosit pe scari larga in tratamen-
tul HI, cu rezultate bune(Mannshreck DB,Huang
AH,Lie E,Psoter K.Ped.Dermat.2019;36/3). Prin
vasoconstrictie, inhibarea angiogenezei si induce-
rea apoptozei propranolonul actioneazid rapid si
reduce substantial leziunile avand reactii adverse
minimale (Storch C. H. et al., 2010; Ni N. et al.,
2011; Drolet B.A. et al., 2013).

Obiectivul studiului. Aprecierea eficacititii
ung.propranolol 1% in tratamentul topic al HI.

Material si metode. Studiul a inclus 31 paci-
enti cu HI (f/b13/18,virste 1-9luni). Diagnosticul
de HI a fost28 copii prezentau leziuni solitare, in
timp ce 3 pacienti prezentau 3 sau 2 leziuni, ast-
fel un total de 36 leziuni au fost incluse in stu-
diu. Localizare mai frecventi: cervicofaciala n=12,
trunchi n=18, extremititi n=6. Superficiale n=24,
mixte n=10, profunde n=2. Repartizarea dupa
diametrul HI, respectiv: 0-3cm2 au fost n=15,
3-6cm2 n=7, 6-9cm2 n=5, >9cm2 n=10. Evaluarea

hemangioamelor sa efectuat prin examen obiectiv(
misurare), fotografierea si USG la prima vizita,
peste 3luni, peste 6 luni, dupa inceputul tratamen-
tului. Tratamentul sa efectuat cu ung. Propranolol
1% forma oficinala, aplicat de 3 ori pe zi. Obiectiv
( consistenta si culoarea) a fost schimbati la toate
hemangiomele dupi 3 luni de tratament. Grosimea
Hemangioamelor (dupa datele USG) sa schimbat
in felul urmator: 100%-3, 50-90%-4, 25-50%-14,
<25%-12 ( 3pacinti nu au fost examinati USG) .
Rispuns la tratament cu propranolonul topic a fost
apreciat pe scard de 4 puncte, ludnd in consideratie
indicele clinice (aplatizarea, dimensiunea si culoa-
rea leziunilor), inclusiv: rispuns foarte bun (redu-
cerea leziunelor >90% si decolorarea complectd a
culorii), rispuns bun (reducerea leziunilor >50% si
decolorarea semnificativi a culorii)), rispuns mo-
derat (reducerea leziunilor >25%,decolorare mi-
nimi a culorii), rispuns slab (reducerea leziunilor
<20%).

Rezultate. Virsti medie a pacientilor cu HI a
constituit 3,9luni. Pe parcursul a 3 luni de la initie-
rea tratamentului topic cu ung.Propranolol 1% s-au
constatat modificdri considerabile privind micso-
rarea densititii, dimensiunilor si culorii tumorilor
la toti pacientii. Rispunsul curativ la tratament
final(6 luni de tratament) s-a evidentiat in felul
urmitor: raspuns foarte bun — 4 (11,11%) cazuri;
rispuns bun — 9 (25%) cazuri; rispuns moderat —

13 (36,11%) cazuri; rispuns slab — 10(27,8%). Pe
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parcursul tratamentului 2 pacienti au avut o usoard
dermatita de contact la administrarea preparatului,
care usor sa trata cu dermatocosmetice si pacientii
au continuat terapia. Alte reactii adverse nu au fost
semnalat.
Concluzii. Studiu nostru confirmi eficaci-

tatea curativd inaltd al propranolonului indicat la

pacientii cu HI superficiale si mixte pe parcursul a
6 luni, aplicat de 3 ori pe zi. De mentionat, schim-
biri semnificative ale tumorilor in primele 3 luni
de tratament. S-a constatat o tolerantd buni la pro-
pranololul topic sub forma de unguent 1%, lipsita
de reactii adverse semnificative.
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GASTROENTEROLOGIE, NUTRITIE

MANIFESTARI EXTRAINTESTINALE ALE INFECTIEI CU
HELICOBACTER PYLORI LA COPII - MIT SAU REALITATE

LUPU ANCUTA, JECHEL ELENA, ADAM RAILEANU ANCA, LAURA BUGA ANA-MARIA,

LUPU VASILE VALERIU

Universitatea de Medicini si Farmacie ,,Grigore T. Popa”, Iasi, Romania

REZUMAT

Este cunoscut faptul cd infectia cu Helicobacter
pylori (H. pylori) determind boli intestinale (gastri-
ta cronicd, ulcerul peptic, adenocarcinomul gastric
si limfomul tesutului limfoid asociat mucoasei gas-
trice). Mai multe publicatii au sustinut rolul infec-
tiei cu H. pylori in determinarea unei varietiti de
boli extraintestinale. In timp ce unele asocieri pot
fi simple coincidente (articole tip prezentare de caz
sau serie de cazuri), dovezi tot mai mari sustin in-
tectia cu H. pylori ca fiind cauzi de anemie sidero-
penici (deficit de fier refractar) sau a unor cazuri

de purpurd trombocitopenicd autoimuni datoritd
mimetismului molecular. Exista studii ce au le-
gat de infectia cu H. pylori de manifestiri precum
sciderea in greutate, deficitul de vitamina B12,
diabetul zaharat, bolile cardiovasculare, precum si
anumite afectiuni neurologice. Totusi, unele stu-
dii sunt contradictorii in ceea ce priveste rolul /.
pylori in dezvoltarea entititilor clinice mentionate,
subliniind necesitatea unor studii suplimentare pe
aceste subiecte. O certitudine riméne faptul ci dia-
gnosticarea si tratamentul precoce a infectiei cu H.
pyloriva preveni dezvoltarea manifestarilor atat in-
testinale, cit si extraintestinale.
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EXTRAINTESTINAL MANIFESTATIONS RELATED TO
HELICOBACTER PYLORI INFECTION IN CHILDREN -

MYTH OR REALITY

LUPU ANCUTA, JECHEL ELENA, ADAM RAILEANU ANCA, LAURA BUGA ANA-MARIA,

LUPU VASILE VALERIU

Grigore 1! Popa University of Medicine and Pharmacy, Iasi, Romania

ABSTRACT

It is known that Helicobacter pylori (H. py-
lori) infection causes intestinal diseases (chronic
gastritis, peptic ulcer, gastric adenocarcinoma and
lymphoma of the lymphoid tissue associated with
the gastric mucosa). Several publications have sup-
ported the role of H. pylori infection in causing a
variety of extraintestinal diseases. While some as-
sociations may be simple coincidences (case report
articles or case series), increasing evidence supports
H. pylori infection as a cause of sideropenic ane-
mia (refractory iron deficiency) or some cases of

immune thrombocytopenic purpura due to molec-
ular mimicry. There are studies that have linked H.
pylori infection to manifestations such as weight
loss, vitamin B12 deficiency, diabetes mellitus, car-
diovascular diseases, as well as certain neurological
conditions. However, some studies are contradic-
tory regarding the role of H. pylori in the develop-
ment of the mentioned clinical entities, underlin-
ing the need for further studies on these subjects.
One certainty remains that early diagnosis and
treatment of H. pylori infection will prevent the
development of both intestinal and extraintestinal
manifestations.
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SINDROMUL DE INTESTIN IRITABIL POST-COVID:
MICROBIOMUL S| PROVOCARILE

MEDICINEI PERSONALIZATE

LUPU VASILE VALERIU, ADAM RAILEANU ANCA, LAURA BUGA ANA MARIA,

JECHEL ELENA, LUPU ANCUTA

Universitatea de Medicini si Farmacie “Grigore T. Popa”, Iasi, Romania

REZUMAT

O noui problemi cu care se confruntd comu-
nititile stiintifice si medicale este generatd de per-
sistenta simptomelor COVID-19 pe termen lung,
ca si entitate cunoscutd sub numele de long-CO-
VID-19. Aparitia sindromului de intestin iritabil
post-infectios (SII-PI), una dintre cele mai frec-
vente patologii ale interactiunii creier-intestin, a
fost deja dezbitutd in literaturd. Studiile actuale
sugereazd o posibild asociere COVID-19 cu SII-
PI, avind microbiota intestinali drept numitor
comun. Sindromul de intestin iritabil (SII) postin-
tectios reprezinti o entitate clinicd asociatd disbi-
ozei intestinale. Cadrul conceptual actual referitor
la procesul patofiziologic al SII postinfectios suge-
reazd ci alterarea microbiotei intestinale datorati

expunerii Sars-CoV-2 in timpul episodului infec-
tios acut poate interfera cu rispunsul sistemului
imunitar al gazdei creand astfel premisele dezvol-
tarii bolii. Lucrarea actuald evidentiaza importanta
incorporirii microbiomului in practica clinici ca si
parte integrantd a abordirii medicinei personaliza-
te, deoarece nu numai ci acesta contribuie la varia-
bilitatea interidividuald in toate aspectele unei boli,
dar reprezintd si un factor potential modificabil,
tintd a unor posibile strategii terapeutice. In functie
de modificirile compozitiei microbiotei intestina-
le identificate, clinicianul s-ar putea orienta citre
alegerea unei terapii tintite de modulare a acesteia.
Optiunile terapeutice actuale in SII-PI sunt limi-
tate iar comunitatea medicald actuald are nevoie de
noi optiuni in managementul acestor pacienti.
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ABSTRACT

A new problem for the scientific and medi-
cal communities is the persistence of long-term
COVID-19 symptoms, entity known as long-term
COVID-19. The post-infection development of
Irritable Bowel Syndrome (IBS), one of the most
prevalent disorders of the gut-brain interaction,
has already been proven. Current literature offers
evidence of a possible association COVID-19-
Post-infectious irritable bowel syndrome (PI-IBS),
with intestinal microbiota as a common element.
PI-IBS represents a clinical entity associated with
intestinal dysbiosis. According to the current
conceptual framework for the pathophysiolog-
ical process of PI-IBS, changes in the intestinal

microbiota brought on by exposure to Sars-CoV-2
during an acute infectious episode may disrupt the
host’s immune system response, offering the prem-
ises of disease onset. The current work highlights
the importance of incorporating the microbiome
into clinical practice as an integral part of a per-
sonalized medicine approach because it not only
supports interindividual variability in every fac-
et of a disease but also serves as a potential tar-
get for future treatment strategies. Depending on
the specific alteration of the intestinal microbiota,
the clinician could choose a targeted microbiota
modulation therapy. Current therapeutic options
in PI-IBS are limited and the medical community
urges for new options in the management of these
patients.
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NAVIGAND PRIN COMPLEXITATEA MIS-C: PROVOCARILE
DE DIAGNOSTIC $S1 TRATAMENT ALE UNUI CAZ CLINIC

NAGALISOV TATIANA?, DAVID ALEXANDRU*, IANCU IONUT-DANIEL?,
NAMULEAC LOREDANA?, STREANGA VIOLETA?2, FRASINARIU OTILIA-ELENA*2

!Spitalul Clinic de Urgenta pentru Copii ,Sfanta Maria”, Iasi, Roménia

*Universitatea de Medicini si Farmacie ,,Grigore T. Popa”, Iasi, Roménia

REZUMAT

Introducere. Sindromul Inflamator
Multisistemic la Copii (MIS-C) asociat bolii
COVID-19 este o complicatie a unui rispuns in-
flamator excesiv ce apare la citeva siptimani dupi
expunerea la virusul SARS-CoV2. Reprezinti o
provocare diagnosticd, datoritd prezentirii clinice
variabile si necesititii unei interventii terapeutice
rapide.

Material si metode. Prezentim cazul unei ado-
lescente de 17 ani, ce s-a internat prin transfer din
alt centru, pentru febri inaltd persistentd, cefalee,
mioartralgii. Pacienta a fost evaluati clinic si inves-
tigatd prin teste de laborator, imagistic si serologic.

Rezultate. In contextul valorilor crescute ale
enzimelor cardiace (Troponina Ths, CK-MB) s-a
suspicionat afectarea miocardicd, care s-a infir-
mat la reevaluare. Avind in vedere tabloul clinic
initial, biologic (leucocitozd cu neutrofilie, im-
portant sindrom inflamator, procalcitonina— cu
valori crescute) si imagistic, se initiazd tratament
cu antibiotic, dexametazoni, dar firi ameliora-
re clinicd, motiv pentru care este reevaluat cazul.

Conform Ghidului CDC, pacienta intrunea toa-
te criteriile pentru MIS-C: varsta, clinic (sindrom
febril prelungit), markeri inflamatori (PCR, VSH,
Fibrinogen LDH, D-dimeri, Feritina cu valori
crescute, neutrofilie, hipoalbuminemie), serologie
pozitivi SARS-Cov2 si excluderea altor diagnos-
tice. Abordarea multidisciplinard a permis stabili-
rea diagnosticului si remanierea tratamentului cu
imunoglobuline intravenoase, metilprednisolon si
simptomatice, ceea ce a contribuit la imbunitatirea
clinici si la normalizarea markerilor de laborator
intr-un interval de timp scurt.

Concluzii. Cauzele infectioase, predominant de
origine bacteriani, sunt afectiunile cel mai frecvent
confundate cu MIS-C. Cazul nostru ilustreazi im-
portanta cooperirii multidisciplinare in stabilirea
diagnosticului si a unei adaptiri rapide a conduitei
terapeutice in gestionarea MIS-C. Rezultatele sub-
liniaza rolul esential al interventiei imediate pentru
a scurta durata spitalizdrii si pentru a imbunititi
evolutia si prognosticul pacientilor cu MIS-C.

Cuvinte cheie: MIS-C, abordare multidiscipli-

nard, diagnostic, tratament.
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REZUMAT

Introducere. Sindromul de hepatocitolizi re-
prezinti o manifestare biologici des intilnitd in
patologia pediatricd, etiologia acestuia fiind repre-
zentatd de la hepatite virale acute/cronice, cauze
metabolice, ischemice/hipoxice pani la intoxica-
tii cu diverse toxice sau medicamente. Evaluarea
exhaustivdi a cauzelor determinante ne permite
abordarea corectd a tratamentului si monitorizi-
rii ulterioare, evitind astfel aparitia insuficientei
hepatice.

Material si metode. Prezentim cazul unui co-
pil de sex feminin in varsta de 1 an si o luni ce
se adreseazd pentru investigatii suplimentare in
contextul unor valori crescute ale transaminazelor
(x30 V.N.), IgG (x2,5 V.N. pentru varsti), LDH
(x5 V.N.) si ale feritinei (x3 V.N.) descoperite cu
ocazia unor analize de rutind. Clinic, pacientul
prezintd malnutritie protein-calorici grad 2, te-
langiectazii la nivelul pometilor si splenomegalie.
Biologic, se exclud hepatitele virale, boala Wilson,
ciroza biliard primitivd, fibroza chistici, deficitul de

alfal-antitripsind. Ecografic s-a descris aspect de
steatozd hepatica. Se ridica suspiciunea de hepa-
titd autoimuni tip I, in contextul unui tablou bi-
ochimic si imunologic sugestiv: citolizd hepatici,
anticorpii ANA pozitivi, hiper-gamaglobulinemie.
Pentru confirmarea diagnosticului, se efectueazi
punctie-biopsie hepaticd si rezultatul anatomo-
patologic opiniazi insd pentru o boald de stocaj
(boala Niemann-Pick, glicogenozi tip III sau tip
VI), pentru care ar putea pleda si valoarea crescuti
a CPK (x2 V.N.), in defavoarea aspectului de he-
patiti panlobulari. In fata acestor 2 supozitii de
diagnostic, s-a decis efectuarea secventierii intre-
gului exom pentru evidentierea mutatiilor asociate
bolilor de stocaj.

Concluzii. Ne aflim in fata unei provociri
diagnostice a unei afectiuni hepatice, ce ar putea
asocia doud entitdti diferite cauzatoare de citolizd
hepatici.

Cuvinte cheie: sindrom de hepatocitolizi,
punctie-biopsie hepatici, boald de stocaj, hepatiti
autoimuna.
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REZUMAT

Legitura indisolubild intre aparatul digestiv,
singe si bolile maligne este exprimati la niveluri
de complexitate multipld: structurile digestive
sunt afectate in cadrul terapiilor pentru bolile on-
co-hematologice, in contextul sindroamelor para-
neoplazice, a infectiilor asociate sau in localizirile

neoplazice propriu- zise. De asemenea, existd o in-
terrelatie biunivoci, elaboratd, prin factori exogeni
si endogeni (genetici) intre microbiota intestinald
si geneza sau evolutia unor malignititi. Cercetiri
recente au descris aceste relatii de interdependenti,
deschizand unghiuri de abordare noi in diagnosti-
cul si terapia bolilor maligne.
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REZUMAT

Introducere. Insuficienta pancreatici exocri-
ni (IPE) este o afectiune gravi si rari, care apa-
re in boala celiaci la copii ca urmare a inflamatiei
cronice a mucoasei duodenale si implicarea zonei
papilare. Absenta totald sau secretia insuficientd a
enzimelor pancreatice in lumenul duodenului in
timpul digestiei conduce la o absorbtie inadecvata
a grasimilor, proteinelor si carbohidrati, cauzand
steatoreea $i creatoreea persistentd, care se mani-
festd cu disconfort si durere abdominali recurenti
la copii, pierderea in greutate si deficit nutritional.
Pe de altd parte malnutritia severd, la randul siu,
afecteazd secretia enzimaticd de pancreas si poate
induce in timp atrofia pancreatica secundara.

Obiectiv: a pune in discutie problema insufici-
entei exocrine pancreatice la copiii cu boali celiaci,
care respectd strict dieta fird gluten (DFG) si care
prezintd dureri abdominale recurente din motive
neexplicabile.

Material si metode. In studiu au fost incadrati
70 de pacienti cu virsta 9 luni - 19 ani cu boala ce-
liacd confirmati. Pacientii au fost recrutati in peri-
oada 2020-2022, in cadrul proiectului international
CD SKILLS realizat de Universitatea de Stat de
Medicini si Farmacie ,Nicolae Testemitanu”. Toti
copiii au fost examinati conform recomandarilor

aprobate de ESPGHAN, ghidurilor internationale

si nationale, inclusiv prin biopsie duodenali si cer-
cetare geneticd. Functia exocrind pancreatici a fost
efectuatd in baza prezentei steatoreei, creatoreei,
valorilor serice ale amilazei si lipazei, elastazei 1
pancreatice in materii fecale, criteriilor imagistice
de excludere a pancreatitei cornice la sonografia si
rezonanta magnetica nucleard abdominali.

Rezultate. Din numirul total de pacienti in-
clusi in studiu, in 5 cazuri au fost constatate sem-
ne clinice caracteristice pancreatitei cronice (5), cu
dureri abdominale recurente localizate in regiunea
proiectiei pancreasului (5), steatoree si creatoree
moderatid, dar absenta hiperglicemiei, hiperamila-
zemiei si hiperlipazemiei, cu elastaza 1 pancreatici
fecali normalid (4) si absenta criteriilor imagistice
pentru pancreatitd cronici (5). Doar la un pacient
elastaza 1 pancreaticd in materii fecale a fost usor
diminuati 184-180-184 pg/g. Pacientul a fost con-
firmat cu insuficientd pancreaticd exocrini si a ur-
mat suplimentar enzimoterapia, reiesind din doza
de 500 ui/I/kg/priza de lipazi la mesele de bazi si
Y2 din doza respectivi la gustiri.

Concluzii. Valorile usor diminuate ale elastazei
1 pancreatice in materii fecale confirmi prezenta la
pacientul cu boali celiaci a sindromului enteropan-
creatic cu insuficientd pancreaticd exocrind usoari,
in absenta criteriilor clasice de pancreatitd cronici.

Cuvinte cheie: pancreas, insuficientd exocrini,
pacient
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ABSTRACT

Introduction. Exocrine pancreatic insufficien-
cy (EPI) is a significant and infrequent compli-
cation occurring in pediatric celiac disease due to
chronic inflammation of the duodenal mucosa and
papillary area involvement. During digestion, the
complete absence or inadequate secretion of pan-
creatic enzymes into the duodenal lumen results in
deficient absorption of fats, proteins, and carbohy-
drates, leading to steatorrhea and persistent flat-
ulence. These symptoms manifest as discomfort
and recurrent abdominal pain in children, accom-
panied by weight loss and nutritional deficiencies.
Conversely, severe malnutrition can further com-
promise pancreatic enzyme secretion, potentially
inducing secondary pancreatic atrophy over time.

Objective: to investigate the potential occur-
rence of pancreatic exocrine insufficiency in pe-
diatric patients diagnosed with celiac disease who
strictly adhere to a gluten-free diet (GFD) and
manifest unexplained recurrent abdominal pain.

Material and methods. The study comprised
70 patients ranging in age from nine months to
19 years, all of whom had confirmed celiac disease.
Participants were recruited between 2020 and 2022
as part of the CD SKILLS international project
conducted by the “Nicolae Testemitanu” State
University of Medicine and Pharmacy. All pedi-
atric participants underwent thorough examina-

tion by ESPGHAN-approved recommendations,

international and national guidelines. This includ-
ed conducting a duodenal biopsy and genetic anal-
ysis. Assessment of pancreatic exocrine function
was estimated based on steatorrhea, creatorrhea,
serum amylase, and lipase levels, fecal pancreat-
ic elastasi 1, imaging criteria that exclude chronic
pancreatitis on sonography, and abdominal mag-
netic resonance imaging.

Results. Among the total number of patients
included in the study, clinical signs characteristic
of chronic pancreatitis were observed in five cas-
es, with recurrent abdominal pain localized in the
pancreatic region, moderate steatorrhea, and cre-
atorrhea, but the absence of hyperglycemia, hy-
peramylasemia, or hyperlipasemia, with pancreatic
elastase 1 normal stool (4); and absence of imaging
criteria for chronic pancreatitis (5). Only in one
patient pancreatic elastase 1 in faeces was slightly
decreased 184-180-184 pg/g. The patient was con-
firmed with exocrine pancreatic insufficiency and
additionally underwent enzyme therapy, resulting
from a dose of 500 iu/l/kg/ supplement of lipase at
main meals and % that dose at snacks.

Conclusions. The slightly decreased pancre-
atic elastasi 1 level in feces suggests the presence
of mild exocrine pancreatic insufficiency in the
patient with celiac disease, indicative of entero-
pancreatic syndrome, without meeting the classical
criteria for chronic pancreatitis.

Key words: pancreas, exocrine insufficiency,
patient.
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REZUMAT

Introducere. Sindromul GATAG6 este o tulbu-
rare geneticd rard, caracterizatd prin complicatii
ale sarcinii, MCC si disfunctie pancreatica severa.
Mutatia genei GATA6 cauzeazi 50 % din cazurile
de agenezie de pancreas si cel putin 3 % din cazuri
de diabet zaharat neonatal.

Obiectivul lucrarii: prezentarea cazului clinic
al copilului de sex feminin cu diagnosticul de dia-
bet zaharat neonatal ca rezultat al mutatiei GATA6
“de novo“.

Material si metode. Date clinice si paraclinice
prelevate din formularul F003/e, ultrasonografia
organelor interne, computer tomografie (CT) spi-
ralatd, secventierea ADN.

Caz clinic. Copil de 5 ani, niscut prematur, cu
hiperglicemii severe, persistente in perioada neo-
natald. Copilul periodic este internat in sectia de
Endocrinologie IMC pentru monitorizare si trata-
ment. In procesul de monitorizare, in cadrul clinicii
de Endocrinologie au fost inregistrate urmatoarele

modificiri ale valorilor: profilul glicemic (glicemie
cu maximd de 20.70 mMol/L, hemoglobina gli-
cozilati HbAlc 6.1-11.5 %), profilul lipidic (be-
ta-lipoproteide 69-75U, trigliceride 2,16mmol/1),
lipaza pancreatici 3.50U/1, glucozurie, corpi ce-
tonici +. In baza rezultatelor obtinute este stabilit
diagnosticul: Sindromul Gata6: Agenezia pan-
creasului. Agenezia vezicii biliare. MCC (CAP).
Polisplenism. Diagnosticul este confirmat prin tes-
tare geneticd, cu aprecierea mutatiei heterozigote
“de novo”la nivel de geni GATAG6 (deletie partiald
a exonilor 3-6).

Concluzii. Este important si distingem dia-
betul zaharat monogen neonatal de alte cauze de
hiperglicemie. Tratamentul de substitutie, aplicat
prompt - asigurd un prognostic mai favorabil in
insuficienta exocrini, cauzati de agenezia pancre-
aticd. Analiza molecular-genetici a pacientilor cu
anomalii congenitale a pancreasului faciliteazi de-
tectarea sindromului GATAS®.

Cuvinte cheie: GATAS6, agenezie de pancreas,
diabet zaharat neonatal
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REZUMAT

Introducere. Infectia perinatali cu VHB la
copii frecvent este asimptomaticd, dar are un risc
major de cronicizare. Un numir limitat de remedii
antivirale pot fi utilizate la gravide pentru preveni-
rea infectdrii cu VHB a copilului nou-niscut. Este
disponibild imunoprofilaxia eficienti cu vaccinul
HepB, insi copiii din grupul de risc sporit necesiti
o abordare individuala.

Obiectiv: prezentarea rezultatelor studiului
privind ponderea infectidrii perinatale cu VHB a
copiilor, niscuti de mamele lor gravide cu viremie
VHB, efectul terapiei antivirale administratd gra-
videlor cu viremie cu scop profilactic si efectul ei
asupra copiilor nou-niscuti.

Material si metode. Studiul a inclus 114 copii
cu hepatiti cronici virali B (HCVB), cu virsta in-
tre 1-18 ani. Diagnosticul a fost confirmat in baza
criteriilor ESPGHAN. La toti copiii a fost studiat
riscul maternal de infectare cu VHB a nou-nis-
cutului, existent in sarcind si efectul tratamentului
antiviral la gravide.

Rezulte. Varsta medie a copiilor a fost de
10,7+0,5ani, iar virsta medie la care a fost con-
firmat diagnosticul - de 6,3 ani (p<0,05). In 22
(19%) de cazuri mamele acestor copii au prezen-
tat AgHBs pozitiv diagnosticat in sarcini, iar 31

(27%) - HCVB cu viremie VHB (p<0,05).38%(43)
din nou-niscuti au fost vaccinati cu anti-HVB, in
primele 24 de ore, iar doar 7(13%) - in primele 12
ore, concomitent cu imunoglobulina anti-HVB
(IGHB) cu continuarea imunizirii (schema 0-2-
4-6 luni), (p<0,05). In 2 cazuri de HCVB viremici
diagnosticati la gravide, cu scop profilactic a infec-
tiei la nou-niscuti, a fost initiati terapia cu tenofo-
vir disoproxil din a 24-a siptiméni de sarcini, care
a continuat timp de 6 luni dupi nasterea copiilor,
pistrand aldptarea copiilor la san. La varsta de 1,5
si pand la 3 luni ambii copii au prezentat hepato-
imegalie, icter prelungit, bilirubini directd majo-
ratd <130 mcmol/l, anti-HBe pozitiv, anti-HBcor
sumar pozitiv in absenta citolizei si a ADN VHB
negativ, absenta modificirilor imagistice in ficat.

Concluzii. Copiii niscuti de mame infectate
cronic cu VHB au un risc sporit de infectare pe-
rinatald cu VHB in 46%, fiind demonstrati hepa-
tita acutd virald B in 2 cazuri. Estimarea eficientei
terapiei antivirale cu tenofovir disoproxil asupra
sindtitii copiilor necesitd studii extinse, iar imu-
noprofilaxia specifici anti-HVB la acesti copii ne-
cesitd utilizarea schemelor rapide si individualizate,
inclusiv a IGHB.

Cuvinte cheie: hepatita virali B, transmitere
perinatald, vaccin.
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REZUMAT

Introducere. Sindromul  Zollinger-Ellison
(ZES) este o tumord malignd rard la copii, cu o
prevalentd de 2% si caracterizati prin prezenta ul-
cerelor gastrice sau duodenale refractare la terapia
medicali standard. Tumora produce gastrind si
provoacd secretie acidd gastricd excesivd, favori-
zand ulcere gastro-duodenale refractare, durere ab-
dominali severi si diaree. Are localizare frecventi
in duoden sau pancreas, dar poate fi regisitd si in
triunghiul gastronomic Stabile-Passaro, avand pre-
dispozitia genetici MEN1 (neoplazie endocrini
multipla tip 1), cu risc de metastazare hepaticd in
50% din cazuri.

Obiectiv. Raportim un caz de sindrom
Zollinger-Ellison diagnosticat la un copil de sex
masculin cu virsta de 11 ani cu boald ulceroasi a
duodenului, H. pylori negativ, refracteri la terapia
hiposecretorie timp de 1 an, soldat cu deces.

Material si metode. Datele clinice, paraclinice,
imagistice, morfo-histologice si imunohistochimi-
ce au fost preluate din cele 9 fise medicale ale pa-
cientului spitalizat repetat in perioada 2021-2022.

Rezultate. Pacientul avea anamnestic agravat de
cancer cutanat pe linia maternd, cu sindrom dolor
abdominal, ulcer duodenal cronic cu H. pylori ne-
gativ, refractar la tratamentul standard si tulburiri

nutritionale cu pierderea a 2 kg si un IMC=13,9
(<p5). Examenul clinic si paraclinic complex, in-
clusiv sonografia si tomografia abdominald, au
constatat prezenta multiplelor formatiuni ale fica-
tului in segmentele II, V si VI cu semne de hiper-
vascularizare. A fost consultat de chirurg, cu mo-
nitorizarea in dinamicd a formatiunilor hepatice.
Deoarece starea generali a pacientului s-a agravat
cu aparitia semnelor clinice de perforare a ulcerului
duodenal, hemoragie digestivd superioari si diaree
sangvinolenti, pacientul a fost transferat la nivelul
tertiar pentru asistentd specializatd chirurgicald pe
indicatii vitale. Tratamentul a stabilizat temporar
starea generald, care mai tirziu s-a soldat cu deces.
Cercetarea morfopatologici si imunohistochimici
post-mortem au confirmat prezenta neoplaziei ne-
uroendocrine gastrointestinale de tip GI2-NET, cu
fibrozid periductali si perivasculari in parenchimul
pancreatic.

Concluzii. Pacientul a suferit de tumord pan-
creaticd rard neuroendocrind de tip MEN-1 (sin-
dromul Zollinger-Ellison), manifestatd prin ulcer
duodenal cronic refractar, H. pylori negativ, com-
plicat cu perforare a ulcerului, hemoragie digestiva
superioard, diaree si metastaze hepatice, diagnosti-
cul fiind confirmat post-mortem.

Cuvinte cheie: gastrinom, sindromul Zollinger-
Ellison pediatric, tumori
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ABSTRACT

Introduction. Zollinger-Ellison  syndrome
(ZES) is a rare malignant tumor in children with a
prevalence of 2% and characterized by the presence
of gastric or duodenal ulcers refractory to standard
medical therapy. The tumor produces gastrin caus-
ing excessive gastric acid secretion, favoring refrac-
tory gastro-duodenal ulcers, severe abdominal pain
and diarrhea. Frequently located in the duodenum
or pancreas, it can also be found in the Stabile-
Passaro gastronomic triangle (Fig.1), having the
genetic predisposition MEN1 (multiple endocrine
neoplasia type 1), with a risk of liver metastasis in
50% of cases.

Objective: to report a case of Zollinger-Ellison
syndrome diagnosed in an 11-year-old child, previ-
ously diagnosed with H. pylori-negative duodenal
ulcer disease, refractory to 1 year of hypo secretory
therapy, resulting in death.

Material and methods. The documented clini-
cal, paraclinical, imaging, morpho-histological and
immunohistochemical data were taken from the in
patient medical records between 2021-2022.

Results. The 11-year-old male patient, with a
history of cancer on the maternal grandmother’s
side, had 9 hospitalizations during the last year
of his life for the presence of abdominal pain
syndrome, H. pylori negative duodenal ulcer but

refractory to treatment. In the last months, he pre-
sented nutritional disorders with loss of 2 kg and
BMI=13.9 (<P5). Complex clinical and paraclin-
ical examination, including sonography and ab-
dominal tomography determined the presence of
multiple formations of the liver in segments II, V
and VI with sings of hyper vascularization. He was
consulted by a surgeon, with dynamic monitoring.
As the patient’s general condition worsened with
the appearance of clinical signs of duodenal ulcer
perforation and upper gastrointestinal bleeding
and bloody diarrhea, the patient was transferred
to the tertiary level for specialized surgical care.
The treatment was ineffective, resulting in death.
Post-mortem morpho-pathological and immuno-
histochemical research confirmed the presence of
gastrointestinal neuroendocrine neoplasia of the
GI 2-NET type, with periductal and perivascular
fibrosis in the pancreatic parenchyma.

Conclusions. The patient suffered from a rare
neuroendocrine pancreatic tumor of the MEN-1
type (Zollinger-Ellison syndrome), manifested by
chronic refractory duodenal ulcer, H. pylori nega-
tive, complicated with ulcer perforation, upper di-
gestive hemorrhage, diarrhea and liver metastases,
the diagnosis being confirmed post -death.

Key words: gastrinoma, pediatric Zollinger-
Ellison syndrome, tumor
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REZUMAT

Introducere. Gastroenterita virali acuti este
o cauzd importantd a morbiditatii si mortalitatii
la copii. Anual sunt inregistrate aproximativ 700
de milioane de episoade de diaree acutid la copiii
sub 5 ani, dintre care in 70% sunt de genezi virala.
Cei mai frecventi agenti cauzabili sunt: rotaviru-
sul (RV), norovirusul (NV), astrovirusul, adenovi-
rusul (AV) si o serie de virusuri mai rare, inclusiv
Covid-19.

Obiectiv: eficienta tratamentului antiviral in
infectia respiratorie acutd (IRA) asociatd cu gas-
troenterita virald acutd la copii.

Material si metode. Datele din fisele medica-
le din stationar si ambulatoriu ale pacientilor di-
agnosticati cu IRA si gastroenteritd virald acuti,
tratati cu anticorpi purificati prin afinitate la y-in-
terferonul uman (oral, sub formi de pastile), efec-
tuate intr-un studiu deschis pe un lot de 23 de copii
cu vérsta cuprinsi intre 1 an si 10 ani. Diagnosticul
a fost stabilit pe criterii clinice si paraclinice, cu
confirmarea genezei virale a IRA si a gastroente-
ritei acute.

Rezultate. Toti pacientii au fost spitalizati la a
2-a zi de boali, dintre care 19 pacienti au prezentat
sindrom de intoxicatie, 18 pacienti — vome >15 ori,
13 pacienti — diaree > 10 ori si dureri abdominale.

La toti copiii cirora li s-a administrat remediul cu
anticorpi purificati prin afinitate fatd de y-interfe-
ronul uman au demonstrat rezolutia rapida a simp-
tomelor clinice si normalizarea temperaturii cor-
pului la a 3-3,5 zile dupi initierea tratamentului.
Rezolvarea virsiturilor a fost obtinutd in primele
2 zile de terapie la majoritatea pacientilor. Durata
medie a diareei a fost de 3,5-4 zile, cu tendinti la
o perioadi de diaree putin mai lungi la pacientii cu
varsta cuprinsi intre 1-3 ani. Nici unul dintre paci-
enti nu a dezvoltat complicatii sau agraviri pani la
momentul externdrii din spital (ziua a 5-6 de tra-
tament). Toti copiii au fost vindecati. Terapia a fost
bine tolerati de citre pacienti, niciunul dintre ei nu
a raportat evenimente adverse. Observirile noastre
sugereazd cd medicamentele bazate pe anticorpi
purificati prin afinitate procesati tehnologic sunt
eficiente si pot fi utilizate in tratamentul complex
al gastroenteritei virale acute la copii pentru a asi-
gura protectia activd impotriva virusurilor.

Concluzii. Anticorpii purificati prin afinitate
fatd de y-interferonul uman au demonstrat eficien-
ta clinicd la pacientii cu gastroenteritd virald acuta
si contribuie la sustinerea sistemului imun al orga-
nismului, atenuand simptomele maladiei prin efec-
tul antiinflamator si imunostimulator.

Cuvinte cheie: gastroenteritd, copii, antiviral,
y-interferon
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ABSTRACT

Introduction. Acute viral gastroenteritis is
a significant cause of morbidity and mortality in
children. Annually, approximately 700 million epi-
sodes of acute diarrhea in children under 5 years of
age are recorded, of which 70% are of viral origin.
The most common causative agents are: rotavirus
(RV), norovirus (NV), astrovirus, adenovirus (AV)
and a number of rarer viruses, including Covid-19.

Objective: to question the effectiveness of
antiviral treatment in acute respiratory infection
(ARI) associated with acute viral gastroenteritis in
children.

Material and methods. Data from inpatient
and outpatient medical documentation of patients
that were diagnosed with acute viral gastroenteri-
tis, treated with affinity-purified antibodies to hu-
man y-interferon (oral or pastille form), performed
in an open study on a batch of 23 children aged
1-10 years. The diagnosis was established based on
classical criteria.

Results. All patients were hospitalized on the
2nd day of illness, of which 19 patients presented
intoxication syndrome, 18 - vomiting >15 times, 13
- diarrhea >10 times and abdominal pain. All chil-
dren who received the remedy with affinity-purified

antibodies to human y-interferon demonstrated
rapid resolution of clinical symptoms and recov-
ery of body temperature 3-3.5 days after initiation
of treatment. Resolution of vomiting was achieved
within the first 2 days of therapy in most patients.
The median duration of diarrhea was 3.5-4 days,
with a tendency toward a slightly longer duration
of diarrhea in patients aged 1-3 years. None of the
patients developed complications or exacerbations
by the time of discharge (day 5-6 of treatment). All
children were healed. The therapy was well tolerat-
ed by the patients; none of them reported adverse
events. Our findings suggest that drugs based on
technologically processed cognate purified anti-
bodies are effective and can be used in the complex
treatment of acute viral gastroenteritis in children,
to provide active protection against viruses.

Conclusions. Antibodies purified by affinity to
human y-interferon have demonstrated clinically
important efficacy in patients with acute viral gas-
troenteritis and contribute to supporting the body’s
immune system, alleviating the symptoms of the
disease through its anti-inflammatory and immu-
nostimulating effect.

Key words: gastroenteritis, children, antiviral,
y-interferon
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REZUMAT

Introducere. Boala Caroli (BC) este o afecti-
une congenitald benigni caracterizatd prin dilata-
rea chisticd segmentard a cidilor biliare intrahepa-
tice. Majoritatea pacientilor cu BC sau sindromul
Caroli (SC) sunt diagnosticati din copildrie sau
adolescentd (febrd, dureri abdominale recurente
sau crampe, icter tranzitoriu). Boala Caroli poate
fi difuza sau limitatd si se poate prezenta printr-un
sac care produce structuri chistice care comunici cu
arborele biliar. Boala Caroli clasici se caracterizea-
zd prin episoade recurente de colangiti si absenta
fibrozei periportale, fiind de obicei diagnosticati
in adolescenti. Boala Caroli se dezvoltd sporadic,
fard antecedente familiale ale afectiunii, desi au
fost raportate cazuri rare de mostenire autosomal
dominanti in asociere cu boala polichistica renald
autosomal dominanti [1, 2]. Boala Caroli clasici
implicd malformatia tractului biliar, in timp ce sin-
dromul Caroli se referd la prezenta fibrozei hepati-
ce congenitale asociate. Boala Caroli a fost descrisd
pentru prima datd in 1958 de dr. Jacques Caroli,
un gastroenterolog francez care a observat ,dila-
tarea segmentard multifocald neobstructivi saccu-
lard sau fusiformd a ciilor biliare intrahepatice”.
Actualmente este cunoscuti ca o tulburare genetici
care implicd gena PKHD (boald polichisticd renalid
si hepaticdl) , care afecteazd o proteind numiti fi-
brocistini. Aceastd proteind este localizatd in mai
multe sisteme de organe: celulele tubulare renale,

colangiocite si pancreas. Anomaliile genetice ale
acestei proteine implicd modificiri fibrochistice la
nivelul rinichilor si ficatului. Boala Caroli este frec-
vent asociatd cu boala polichistici renald autosomal
recesivi (ARPKD). [5, 6] Incidenta si prevalenta
BC nu sunt cunoscute, deoarece afectiunea este
rard, dar se estimeazi ci se dezvoltd la aproximativ
1 din 10.000 de nou niscuti. Barbatii si femele-
le sunt afectati in mod egal, fiind mai frecventi la
persoanele de origine asiatici. Incidenta maxima
este la debutul vietii adulte si la mai mult de 80%
dintre pacienti se prezinti inainte de varsta de 30
de ani. Conduita terapeutici include tratamentul
medical, drenarea percutanati, endoscopici sau
chirurgicald al ciilor biliare afectate, rezectia sau
transplantul hepatic (TH).

Obiectiv: analizarea rezultatelor clinice si ur-
mirirea pe termen lung a unui pacient, aflat pe lista
de asteptare pentru TH, care a suportat interventii
chirurgicale pentru BC.

Material si metode. A fost evaluat 1 pacient
din lista de asteptare pentru TH. Pentru confir-
marea diagnosticului s-au efectuat: an biochimi-
ce, markerii virali, tumorali, PCR, culturile (he-
mocultura, bilicultura, nasofaringe, urocultura),
ecografia abdominald, dopller sistemului portal,
tomografie computerizati (CT), colangiopancrea-
tografia endoscopici (CPRE), elastografia hepati-
cid. Efectuate proceduri de diagnostic: tratamente
chirurgicale, rezectie hepaticd, analiza histopato-
logicd. Ecografia abdominala este testul primar de
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diagnostic, ce prezintd dilatatii sacciforme ale ca-
nalelor intrahepatice. C'T abdominali confirmi un
ficat dismorfic cu dilatatii grosiere, uneori, dilatatie
chisticd in jurul unui tract portal (colangiopancre-
atografia retrogradi endoscopica), inclusiv MRCP
(RMN prin colangiopancreatografie retrogradi)
care atestd dilatatii chistice neobstructive care co-
municd cu arborele biliar.

Rezultate si discutii. Varsta medie a pacientu-
lui este de 38 ani. Colangita recurenti a fost princi-
pala manifestare clinicd. Urmirirea pe termen lung
a fost de 5 ani. Debutul bolii se atestd din 1992,
prin confirmarea cirozei hepatice (CH), si efectua-
rea rezectiei segmentare (S VI-VII) al LD hepatic,
cauza rezectiei find abcesul hepatic. Ulterior, pe
parcursul anilor, progreseazi HTP, cu dezvoltarea
a 3 episoade de hemoragii digestive superioare, ur-
mate de endoligaturiri repetate. In 2011, in baza
CT abdominale in regim de angiografie, confirma-
ti BC. Pe parcursul anilor administreazi tratament
antibacterian si simtomatic, fiind evaluat biochimic
si ecografic. Din 2018 inclus in lista de asteptare
pentru efectuarea TH, fiind evaluat biochimic,
instrumental, si monitorizat conform PCN TH.
Simptomele clinice ale BC au inclus dureri abdo-
minale in cadranul superior drept, febrd periodici,
icter, litiaza biliard si abcesul hepatic, urmate de o
pierdere progresivi a calitatii vietii din cauza sepsi-
sului necontrolat. Diagnosticul colangitei s-a bazat
prin: dureri intermitente in cadranul superior drept,
a febrei intermitente, icterului tranzitoriu si a mar-
kerilor biochimici crescuti. Examenul de laborator
pune in evidenta leucocitozi periodici, persistenta
sindromului colestatic (bilirubina, FA), cresteri al
markerilor de inflamatie (PCR). Fosfataza alcali-
nd, bilirubina crescutd, PCR au fost in concordanti
cu manifestirile colangitei. Functia de sintezi he-
paticd a fost de obicei pistratd. Monitorizate cul-
turile (urocultura, hemocultura, nasofaringe). Cel
mai frecvent, in culturile prelevate, depistata flora
gram- negativd, cu prezenta Klebsiela Pneumonie,
Pseudomonas  Aeruginosa, E.Coli. Pilonul tera-
piei a fost unul de mentinere si individualizat in
functie de caz. Colangita datoratd obstructiei bi-
liare a fost tratatd conform culturilor primite: cu
antibiotice care acoperi flora gram-negativd si
anaerobd. Cazurile BC cu evolutie in ciroza sunt

monitorizate prin evaludri periodice biochimice,
ecografice, markeri tumorali si inflamatori, CT
sau RMN abdominali prin colangiografie. Scopul
nostru constd in prevenirea ascitei recurente si he-
moragiei variceale. Medicul trebuie si evalueze
regulat functia hepatici, s controleze ascita prin
terapie diuretici. Acidul ursodeoxicolic este utili-
zat pentru tratamentul colestazei severe. Prezenta
fibrozei hepatice, implici hipertensiune portali,
iar complicatiile sale de hemoragie variceali si as-
citd recurenti, trebuie tratate conform indicatiilor
(beta-blocante neselective, ligaturare endoscopici).
Pilonul terapiei este terapia de mentinere si indivi-
dualizat in functie de caz. Unii autori recomandi
segmentectomia, lobectomia sau hepaticojejunos-
tomia in functie de intervalul de formare chisticd
pentru tratamentul bolii Caroli. [12] Complicatiile
bolii Caroli se dezvoltd ca consecintd a stagnarii
continutului bilar si au inclus: coledocolitiazi, co-
langitd, abcese hepatice, stricturi postinflamatorii
si colangitd biliard secundari. Concomitent, con-
firmatd micronefrolitiaza bilaterala, polichistoza
renal bilaterald. In cazul pacientului nostru, datele
MRCP au evidentiat colecistocoledocolitiazi, co-

lecist septat, colestaza. dilatiri ductale biliare sacci-
forme intrahepatice pana la 1.8 cm. Cu acest scop,
efectuatd sfincterotomia endoscopici cu extragerea
calcului din canalul biliar comun, papilosfinctero-
tomie, litextractie (3 calculi), cu lavajul ulterior al
continutului biliar stazat sub presiune.

De mentionat, ci SC imbini formarea chistica
in canalele mari cu fibroza hepatici congenitali. In
schimb, BC afecteazi doar ciile biliare segmentare,
fiind rezultatul unui factor ereditar care actioneazi
intr-un anumit punct al dezvoltirii arborelui biliar.
Dilatarea canalelor biliare predispun la dezvolta-
rea nimolului biliar, acceselor multiple de colan-
gitd, iar obstructia continud poate evalua la cirozi
biliard secundard, si dezvoltarea riscului crescut
de colangiocarcinom. Rezectia hepatici este opti-
unea terapeuticd preferati pentru BC unilaterald,
demonstrand rezultate bune in urmirirea pe ter-
men lung. In BC bilaterali, hepaticojejunostomia
poate fi consideratd o alternativd sau un pas ante-
rior transplantului hepatic, care riméine optiunea
de bazi. Colangiocarcinomul a fost raportat la 7%
dintre persoanele cu dilatare chisticd congenitald a
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cailor biliare intrahepatice, fiind de 100 de ori mai
mare versus populatia generald. Cauza transforma-
rii maligne este necunoscutd. Diagnosticul preco-
ce al transformirii maligne este dificil, deoarece
simptomele pot imita colangita. Urmirirea pos-
toperatorie constd in analize de laborator, niveluri
CA 19-9 si ecografie, efectuate la fiecare 3 luni in
primul an, ulterior la fiecare 6 luni. Poate fi nece-
sar un drenaj biliar sub formi de stent biliar, plasat
prin CPRE sau unui cateter trans-hepatic percutan
(PTC) ghidat de IR. PTC este de obicei mai efi-
cient la drenarea obstructiei intrahepatice, iar pa-
cientii necesitd uneori catetere reziduale cu spilare
periodicd si schimbarea cateterului. TH este sin-
gurul tratament definitiv disponibil in acest mo-
ment pentru sindromul Caroli. Existd 3 indicatii
pentru TH in sindromul Caroli: 1) decompensare
hepaticid, 2) colangitd recurentd care nu rispunde
la interventie, 3) dezvoltarea adenocarcinomului
focal [13]. Tratamentul chirurgical precoce este
de cea mai mare importantd, avand in vedere pro-
gnosticul grav al colangiocarcinomului. Studiile au
demonstrat rezultate excelente pe termen lung prin
rezectia hepaticd unilobari si transplantul de ficat
in boala Caroli difuzi, complicati cu colangita si/
sau hipertensiune portalid.[14, 15] Prognosticul bo-

lii Caroli variaza in functie de amploarea anomaliei
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genetice subiacente (deletia sau mutatia genei) i,
de numirul de organe implicate. Obstructia biliard
recurenti si fibroza provoaca morbiditate semnifi-
cativd, iar TH este singurul tratament definitiv in
acest moment. Pacientii cu boala Caroli sunt la un
nivel crescut pentru colangiocarcinom care are un
prognostic nefavorabil

Concluzii. Boala Caroli este o afectiune ge-
neticd rard care necesiti gestionati de o echipa
interdisciplinard care include un genetician, gas-
troenterolog, urolog, nefrolog, radiolog si chirurg
de transplant. Pilonul terapiei este unul de men-
tinere si necesitd individualizat in functie de caz.
Tratamentul BC depinde de localizarea si extinde-
rea bolii. La baza bolii este colangita recurenti, din
care cauzi sunt necesare interventii chirurgicale de
drenaj: endoscopic, percutan sau chirurgical al ci-
ilor biliare, rezectia hepaticd si TH. Diagnosticul
precoce al transformirii maligne la pacientii cu BC,
necesitd urmirire postoperatorie (analize biochimi-
ce, niveluri CA 19-9 si ecografie) la fiecare 3 luni
in primul an, apoi la fiecare 6 luni. Transplantul he-
patic ortotopic (THO) este o optiune pentru trata-
mentul pacientilor cu BC simptomatici

Cuvinte cheie: boala Caroli, sindromul Caroli,
colangita, transplant hepatic
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REZUMAT

Introducere. Colita ulcerativi (CU) asociati cu
colita eozinofilici (CE) la copii este rar intilnitd.
Aceste maladii fac parte din grupul de boli infla-
matorii intestinale, cu o etiopatogenezid multifac-
toriald si un management dificil.

Obiectiv: prezentarea unui caz clinic de CU
asociatd cu semne clinico-paraclinice caracteristice
CE la un copil de 8 ani.

Material si metode. Descrierea cazului dat este
bazatd pe datele fisei medicale de stationar si am-
bulator, rezultatele cercetirilor clinice, de laborator,
inclusiv imunoserologice, endoscopice si morfohis-
tologice. Diagnosticul a fost stabilit in baza crite-
riilor recomandate de ESPGHAN cu aprecierea
indicelui PUCALI si PCDAI, semnelor imunoseri-
logice si histologice specifice.

Rezultate. Dupi suportarea episodului de in-
fectie respiratorie acutd, pacientul prezintd acuze
la dureri abdominale cu localizare in fosa iliacd
stangd, scaune terciforme sangvinolente sau lichide
pani la 12 ori in 24 de ore, cu spitalizare in sec-
tia de profil. Paraclinic s-a constatat anemie de
gr. I, indice PUCAI = 21 puncte, leucocitozi cu
devierea formulei spre stingi, eozinofilie marcatd
7-14%, proteina C-reactivd majorati, calprotectini

tecald cu valori 300 — 900 pg/g, autoanticorpi an-
ti-pANCA IgA/G si anti-ASCA IgA/G slab
pozitivi. Colonoscopia diagnostici cu cercetarea
morfohistologici a tesutului intestinal a confirmat
prezenta microeroziilor, infiltratului limfo-plasmo-
citar cu prezenta celulelor eozinofilice in cantititi
moderate, conglomerate in cuiburi de neutrofile
intraepitelial. Cercetirile suplimentare au permis
excluderea la pacient a salmonelozei, dizenteri-
ei, intolerantei ereditare la lactozd,bolii celiace si
excluderea diagnosticului de boala Crohn. A fost
confirmat diagnostic de CU formi usoari, asociatd
cu colita eozinofilicd, cu initierea terapiei dietetici,
corticoterapia i.v., apoi per os, antiinflamatorii in-
testinale din grupa aminosalicilatelor, simptomati-
ce, probiotice, care au indus remisia bolii.

Concluzii. Diagnosticul CU asociati cu colitd
eozinofilici la copii este complicat si se bazeazi pe
prezenta tabloului clinic caracteristic pentru doui
entitdti asociate, inclusiv prin prezenta hipereo-
zinofiliei periferice, infiltrare limfo-plasmocitari
si hipereozinofilie in mucoasa colonului, asociatd
cu criterii clinice si histologice pentru CU si pre-
zenta autoanticorpilor anti-ASCA IgA/IgG slab
pozitivi.

Cuvinte-cheie: copil, colitd euzinofilici, colitd
ulcerativi
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ABSTRACT

Introduction. Ulcerative colitis (UC) associat-
ed with eosinophilic colitis (EC) in children is rare.
These diseases belong to the group of inflammato-
ry bowel diseases with a multifactorial etiopatho-
genesis and difficult management.

Objective: to present a clinical case of UC as-
sociated with characteristic clinical-paraclinical
signs of EC in an 8-year-old child.

Material and methods. The description of the
given case is based on inpatient and outpatient
medical record data, results of clinical, laborato-
ry, including immunoserological, endoscopic and
morphohistological investigations. Diagnosis was
based on the criteria recommended by ESPGHAN
with assessment of PUCAI and PCDAI, specific
immunoserilogical and histological signs.

Results. After enduring the episode of acute re-
spiratory infection, the patient presents with com-
plaints of abdominal pain with localization in the
left iliac fossa, bloody or fluid terciform stools up
to 12 times in 24 hours, with hospitalization in the
ward. Paraclinically it was found gr. I, PUCAI =
21 points, leukocytosis with leftward deviation of
the formula, marked eosinophilia 7-14%, increased
C-reactive protein, fecal calprotectin with val-
ues 300 - 900 pg/g, weakly positive anti-pANCA

102

IgA/G and anti-ASCA IgA/G autoantibodies.
Diagnostic colonoscopy with morphohistological
investigation of the intestinal tissue confirmed the
presence of microeroids, lymphoplasmacytic in-
filtrate with the presence of eosinophilic cells in
moderate quantities, conglomerated in intraepithe-
lial neutrophil nests.Further investigations allowed
to exclude salmonellosis, dysentery, hereditary
lactose intolerance, celiac disease and the diagno-
sis of Crohn’s disease. The diagnosis of mild UC
associated with eosinophilic colitis was confirmed,
with initiation of dietary therapy, i.v. corticosteroid
therapy, then per os, intestinal anti-inflammatory
drugs of the aminosalicylate group, symptomatic,
probiotics, which induced remission of the disease.

Conclusions. The diagnosis of UC associated
with eosinophilic colitis in children is complicated
and is based on the presence of the characteristic
clinical picture for two associated entities, includ-
ing the presence of peripheral hypereosinophil-
ia, lymphoplasmacytic infiltration and hypereo-
sinophilia in the colonic mucosa, associated with
clinical and histological criteria for UC and the
presence of weakly positive anti-ASCA IgA/IgG
autoantibodies.

Key words: child, euzinophilic colitis, ulcerative
colitis
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REZUMAT

Introducere. Progresele in managementul bolii
hepatice cronice inclusiv si transplantului hepatic
la copii le-au permis supravietuirea pani la vérsta
adultd, cu sau fird ficat nativ. Adultii tineri cu boalid
hepaticd pediatricd reprezinti o cohortd unici de
pacienti cu strategii diferite de evaluare si moni-
torizare, tratament, complicatii si comorbidititi.
Acest lucru creeazi o nevoie critici de tranzitie cu
succes a acestor pacienti in ingrijirea adultilor, cu
incorporarea unui model de tranzitie formal si a
unei echipe multidisciplinare.

Obiectiv. Ne-am propus si identificim barie-
rele unei tranzitii reusite de la ingrijirea pediatricd
la cea de adult la pacientii cu boli hepatice cronice.

Material si metode. Au fost evaluate si ana-
lizate surse de specialitate publicate (PubMed si
Google Scholar) intre anii 2013 si 2024.

Rezultate. Bariere pediatrice: adolescentul cu
boala hepatici autoimuni prezinti aderenti slabi la
medicamente, la respectarea agendei de evaluare de
laborator si au o capacitate limitatd de a-si gestio-
na singuri afectiunea, le lipsesc cunostintele despre
boali si depind de pirintii/tutorii lor pentru sprijin

si luarea deciziilor. In plus, specialistii pediatrici pot
fi prea adaptabili, iar ingrijirea pediatrica tinde sa
fie centrati pe familie, ceea ce poate interfera cu
dezvoltarea abilititilor de autogestionare adecvate
vérstei. Bariere la nivel de specialist pentru adulti:
hepatologii pentru adulti nu au adesea o pregitire
specificd in aceastd tranzitie, nu posedd cunostinte
suficiente despre bolile hepatice cu debut pediatric,
trebuie si echilibreze volumul de pacienti in cres-
tere si complexitatea pacientului si, adesea, nu au
aceleasi resurse orientate spre familie pe care le au
clinicile de specialitate pediatrie.

de adult este un proces coordonat si progresiv care
vizeazi transferul unui pacient tinir dintr-o ingri-
jire pediatricd in sistemul de sinitate pentru adulti.
In asigurarea unei tranzitii reusite se cere crearea
unui Grup de lucru de tranzitie care si dezvolte
recomandari si instrumente pentru a optimiza pro-
cesul de tranzitie si transferul tinerilor cu boald he-
paticd cronici de la servicii de sinitate centrate pe
copil la servicii de adulti.

debut pediatric
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REZUMAT

Introducere. Recurenta proceselor infectioase
in primele luni de viati ridicd suspiciunea de imu-
nodeficientd si necesitd investigatii complexe.

Obiectiv: expunerea unor aspecte privind stabi-
lirea diagnosticului si abordarea interdisciplinari in
cazul copiilor cu imunodeficienta.

Material si metode. Prezentim cazul sugaru-
Iui D. B, 4 luni, sex M, internat in clinica noas-
trd pentru febrd (39-40 °C), virsituri, tuse seaci.
Anamnestic, pacient provenit din cuplu legal con-
stituit, non consangvini, genitori tineri, GI, PI,
GN=2700 g, T=48 cm, IA=8 la 1 minut, alimen-
tat artificial de la nastere. La internare, parame-
trii auxologici au evidentiat G=6800 g (Gi=5700
g), T=60 cm (Tv=64,99+/-2), febril, stare generali
influentatd, hipertelorism, polipnee usoari, raluri
subcrepitante inconstante, tahicardic, splenomega-
lie, agitatie psihomotorie, FA=3/4 cm.

Antecedente heredo-colaterale — mama sugaru-
lui a prezentat infectie cu SARS Cov2 in lunile 4/5
de sarcind si I'TU cu Klebsiella in lunile 8/9. Din
istoricul bolii retinem 4 interniri anterioare pentru
episoade infectioase (doud dintre acestea complica-
te cu sepsi cu punct de plecare urinar si pulmonar),
anemie microcitard, patologie digestiva.

Investigatiile biologice au aritat constant, la
toate internirile, anemie microcitari, markeri infla-
matori si infectiosi pozitivi, IgG scizute, D-dimeri

crescuti, sideremie scizutd, functie hepatici si rena-
13 bune. Culturile efectuate pe parcursul internirii
nu au evidentiat infectie bacteriani.

Pe parcursul interndrii s-a instituit antibiote-
rapie cu spectru larg, tratament corticoterapic si
simptomatice, evolutia fiind lent favorabila.

Prezenta in antecedente a 4 episoade infectioa-
se severe cu tablou clinico-biologic ne-a orientat
spre imunodeficienta limfocitelor B. Ca atare, s-au
efectuat teste genetice care au evidentiat mutatii la
nivelul genei C7 respectiv la nivelul genei TRNTT.

Deficitul de C7 reprezinti o imunodeficientd a
complexului de atac al membranei (MAC) cu rol
in penetrarea peretelui bacterian, deficientd mani-
festatd clinic prin infectii recurente. Mutatia genei
TRNT1 are ca expresie clinici si biologicd anemia
sideroblasticd, deficitul de activitate a limfocitelor
B, retardul in achizitii si febra recurenta.

Concluzii. Infectiile recurente severe in pri-
mele luni de viati necesitd investigatii comple-
xe. Managementul cazurilor de imunodeficientd
primari la copil este extrem de dificil, abordarea
acestora trebuie realizatd in cadrul echipei multi-
disciplinare formatd din pediatru, neonatolog, ge-
netician, hematolog, neurolog. Prognosticul pe ter-
men mediu este relativ bun dar rezervat pe termen
lung din cauza recurentei infectiilor si a riscului
vital.

Cuvinte cheie: infectii, imunodeficientd, limfo-
cit B, complex
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REZUMAT

Introducere. Gripa, infectiile acute a ciilor res-
piratorii superioare (IACRS) si infectiile respira-
torii acute severe (SARI) sunt maladii cu impact
semnificativ asupra sinititii populatiei la nivel
global, inclusiv la copii. Sistemul de supraveghere
a gripei, IACRS si SARI in Moldova este conform
cerintelor stabilite de organizatiile internationale.

Material si metode. Datele epidemiologice
au fost colectate prin sistemul de supraveghere a
gripei, IACRS si SARI, perioada siptimanilor 40
- 20, sezoanele 2020-2023. Datele virusologice au
fost obtinute prin tehnici de biologie moleculara in
timp real (fRT-PCR).

Rezultate si discutii. In sezonul 2020/2021 nu
au fost inregistrate cazuri de gripa sezoniera. In se-
zonul, 2021/2022, 64,4% (CL, 59,6%-68,9%) din
totalul de cazuri inregistrate de gripd le-a revenit
categoriei de varstd 0-14 ani (incidenta 56%,_ ), iar
in ultimul sezon ponderea a scizut pana la 60,7%
(CI,, 58,5%-62,8%), iar incidenta a constituit
254%,_ . Ponderea cazurilor de IACRS la copii de
0-14 ani a variat intre 50,6% (CI,, 50,4%-50,9%)
in sezonul 2020/2021 si 60,9% (CI,, 60,7%-
61,0%) in sezonul 2022/2023. Incidenta cazurilor

de IACRS in rindul copiilor de 0-14 ani a variat
intre 14841%__ in sezonul 2020/2021 51 36992%,__
in sezonul 2022/2023. $i in cazul SARI, categoria
de vérsta 0-14 ani a avut o crestere a ponderii de la
14,4% (CI,, 13,9%-14,9%) in sezonul 2020/2021
(incidenta 561%,__ ) la 54,4% (CI,; 53,5%-55,2%)
in sezonul 2022/2023 (incidenta 1438%,__ ). In pe-
rioada acestor 3 sezoane au fost investigate la pre-
zenta virusurilor gripale in total 11989 probe de la
persoane cu diagnostic prezumtiv de gripa, IACRS
sau SARI, inclusiv 3006 (25%) probe de la copii de

0-14 ani. Ponderea pozitivititii generale a fost de
5,3% (CL, 4,9%-5,7%), iar in randul copiilor de
0-14 ani de 10,0% (CL, 8,9%-11,1%).

Concluzii. In randul copiilor de 0-14 ani, in
ultimul sezon a crescut morbiditatea prin gripd de
4.5 ori, IACRS de 2,5 ori si SARI de 2,6 ori com-
parativ cu primul sezon. Ponderea maladiilor inre-
gistrate la aceastd categorie de varstd s-a majorat in
cazul IACRS cu 10% si SARI cu 40%, exceptie fi-
ind in cazul gripei, inregistrand o micsorare cu 4%.
copiilor de 0-14 ani a fost de 2 ori mai mare in
comparatie cu populatia generala.

Cuvinte cheie: gripa, IACRS, SARI
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ABSTRACT

Introduction. Influenza-Like Illness (ILI),
acute respiratory infections (ARI) and severe acute
respiratory infections (SARI) are diseases with a
significant impact on the health of the global pop-
ulation, including children. The surveillance sys-
tem of influenza, ARI and SARI in Moldova is in
accordance with the requirements established by
international organizations.

Material and methods. Epidemiological data
were collected through the surveillance system of
influenza, ARI and SARI, period of weeks 40 -
20, seasons 2020-2023. Virological data were ob-
tained by real-time molecular biology techniques
(rRT-PCR).

Results and discussion. In the 2020/2021 sea-
son, no cases of seasonal flu were registered. In the
2021/2022 season, 64.4% (CI95 59.6%-68.9%)
of the total number of registered ILI cases be-
longed to the 0-14 age group (incidence 56%,__ ),
and in last season the percentage decreased to
60.7% (CI95 58.5%-62.8%), and the incidence was
254%,_ . The proportion of ARI cases in children
aged 0-14 years ranged from 50.6% (CI95 50.4%-
50.9%) in the 2020/2021 season to 60.9% (CI95
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60.7%-61.0%) in the 2022/2023 season. The in-
cidence of ARI among children aged 0-14 years
ranged from 14841%__ in the 2020/2021 season
to 36992%,__ in the 2022/2023 season. And in the
case of SARI, the 0-14 age group had an increase
in percentage from 14.4% (CI95 13.9%-14.9%)
in the 2020/2021 season (incidence 561%, ) to
54.4% (CI95 53.5%-55.2%) in the 2022/2023 sea-
son (incidence 1438%_ ). During these 3 seasons
a total of 11989 samples from people with a pre-
sumptive diagnosis of ILI, ARI or SARI, including
3006 (25%) samples from children aged 0-14 years,
were investigated for the presence of influenza vi-
ruses. The overall positivity rate was 5.3% (CI95
4.9%-5.7%) and 10.0% (CI95 8.9%-11.1%) among
children aged 0-14 years.

Conclusions. Among children aged 0-14 years,
ILI morbidity increased 4.5-fold, ARI 2.5-fold
and SARI 2.6-fold last season compared to the
first season. The proportion of illnesses registered
in this age group increased in ARI by 10% and
SARI by 40%, except for ILI, which decreased by
4%. The proportion of positives for influenza vi-
ruses among children aged 0-14 years was twice as
high as in the general population.

Key words: influenza, ARI, SARI
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ABSTRACT

Introduction. Haemophilus influenzae type b
(Hib) is responsible for causing many severe dis-
eases, including epiglottitis, pneumonia, sepsis, and
meningitis, particularly in young children. Hib vac-
cine is safe and protective at preventing Hib dis-
ease. Evidence of the protection afforded by Hib
vaccines in the context of real-world immunization
programs is essential for accelerating and sustain-
ing their uptake worldwide. Furthermore, no less
important is the evaluation of economic efficiency
of vaccination against Hib.

Objective: to evaluate the impact of Hib con-
jugate vaccine among children aged 2 to 59 months
in Republic of Moldova.

Methods. We designed and carried out a
matched case—control and a cost-effectiveness
evaluation. The endpoint for this case-control vac-
cine effectiveness study was non-specific, clinical
confirmed pneumonia, thus the cases were chil-
dren with established diagnosis of pneumonia,
according to WHO criteria. In order to evaluate
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cost-effectiveness, we used a decision analytic static
cohort model UNIVAC (version 1.7) parametrized
with Moldovan epidemiologic and economic data.
We modeled vaccine introduction over 15 birth co-
horts starting in 2008.

Results. Vaccine effectiveness (VE) of Hib vac-
cine was revealed to be about 53% (CI 95%: 0,306
- 0,750, z 3,216 and p=0,0013). From the govern-
mental health sector, the median Incremental Cost
Effectiveness Ratio was $844. According 1000
simulations varying all model parameters, Hib
conjugate vaccine was projected to prevent 1482
hospitalizations due to Hib disease, including 112
deaths.

Conclusion. Hib vaccination is associated with
the prevention of pneumonia in children under five
years in Republic of Moldova. This study extrap-
olates that Hib vaccination is a strong cost-effec-
tive intervention in Republic of Moldova. Future
efforts to further reduce the disease burden of Hib
infections remain a high priority.

Key words: vaccine effectiveness, economic,
haemophilus, pneumonia, children.
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REZUMAT

Introducere. Amigdalita cronici reprezintd
inflamatia cronicd a amigdalelor palatine caracte-
rizatd prin angini repetate. Aceastd afectiune este
una dintre cele mai frecvente patologii intélnite in
practica ORL. In cavitatea orofaringelui existi flo-
ra saprofitd proprie al organismului, dar in caz de
inflamatie acutd a mucoasei faringiene se activizea-
z4 agentii patogeni (exogeni, endogeni), care pro-
voacd angina recidivantd cu complicatiile ei locale
si la distanta.

Obiectiv: cercetarea florei microbiene in caz de
inflamatia cronici a amigdalelor palatine la copii si
rolul streptococului beta hemolitic grupa A in acest
proces inflamator.

Material si metode. In sectia ORL pediatrici
din cadrul IMSP Clinica ,Emilian Cotaga" s-a
cercetat flora microbiand de pe suprafata amigda-
lelor palatine la 94 copii pani la amigdalectomie.

Rezultate. Din totalul pacientilor cu amigdalitd
cronicd pre-operator in 38,2% cazuri in anamneza
copiii au avut complicatii locale (abces paratonsi-
lar) sau complicatii la distanti (febrd reumatismali,
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glomerulonefrite, etc). Pe suprafata amigdalelor
palatine a predominat stafilococul auriu -59,7 %
cazuri, urmat de streptococul B-hemolitic de grupa
A in 8,1 %, streptococul B-hemolitic de grup C —
6,5% , pneumococul — 4,8 %, enterococul — 3,2 %.
Acesti agenti microbieni in 40,7% au avut un grad
de activitate de 4+ din 5 maximal, in 35,1%-3+, 2+
si 1+ s-a depistat in 8,3%. Streptococul beta he-
molitic grup A a avut cea mai buni sensibilitate la
antibioticile din grupa cefalosporinelor si amoxici-
lind+acid clavulanic (98%), mai putin la eritromici-
na si penicilina, cate 76,9% la fiecare.

Concluzie. Unul din principalii factori pato-
geni care provoacd complicatii locale si la distanta
este streptococul pyogenes. Flora microbiand cer-
cetatd si testele imunologice (ASL-O, PCR, fe-
bra reumatismald, IgE, etc) impreuni cu evolutia
clinicd si consultul medicilor specialisti (pediatri,
medici de familie, cardioreumatologi) contribuie
la stabilirea diagnosticului corect si alegerea tacticii
de tratament.

Cuvinte cheie: amigdalita cronicd, angini, flora
patogena.
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REZUMAT

Introducere. Aspiratia unui corp striin repre-
zintd patrunderea accidentald prin faringe si larin-
ge a unui obiect sau a unui fragment/fragmente de
diferite structuri (organici sau neorganici) in ciile
respiratorii. Aceasta reprezinti o urgentd majord
pediatrici care poate evolua rapid de la o obstructie
usoard la una severd, chiar si pani la stop cardiores-
pirator. Aproximativ 80% din episoadele pediatrice
de ACSCR apar la copiii mai mici de trei ani, cu
incidenta maxima intre 1 si 2 ani.

Obiectiv. Prezentarea unui caz clinic al unui
corp striin bronsic pe stinga la un copil de 1 an si
6 luni.

Material si metode. Datele anamnestice, clini-
ce, paraclinice si radiografia pulmonari au fost pre-
luate din fisa medicald. Bolnavul a fost consultat si
tratat in conditiile spitalului pentru copii din orasul
Soldinesti.

Rezultate. Pacientul in vérstd de 1 an si 6 luni,
internat in sectia anestezie i terapie intensivi, ora-
sul Soldanesti, pe 10 ianuarie 2024 cu semne de
insuficientd respiratorie, dupd o presupusi inhala-
re accidentald a unui corp striin organic (arahidi).
Din anamneza colectatd de la mamd, copilul a stat
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la domiciliu timp de 3 zile prezentind tuse seaci si
dificultate de respiratie. Pe linia AVIASAN, medi-
cul ORL din Clinica ,,Emilian Cotaga” impreuni
cu medicul anesteziolog-reanimatolog s-au depla-
sat in teritoriu. Copilul a fost consultat in echipi
multidisciplinard  (pediatru, otorinolaringolog,
anesteziolog-reanimatolog). S-a evidentiat asime-
tria cutiei toracice in inspir si auscultativ respiratie
atenuatd pe stinga. La radiografia pulmonari s-a
depistat semnul de atelectazie pulmonard deter-
minati de obstructia totali a bronhiei stingi. In
conditii de anestezie generald s-a efectuat bronho-
scopia cu tub rigid din trusa "K. Storz" sub ghida-
jul telescopului optic, cu extragerea corpului strdin
(fragmente de arahidi). Pacientul a urmat trata-
mentul conform protocolului in vigoare. La radi-
ografia repetatd s-a determinat lipsa semnului de
atelectazie.

Concluzie. Acest caz clinic raportat ne permitd
sd evidentiem faptul ci aspiratia de corp stridin la
copii reprezintd o provocare majord de diagnostic
si tratament in practica medicald. Recunoasterea sa
nu este intotdeauna imediati, ceea ce poate duce la
un prognostic nefavorabil.

Cuvinte cheie: corp striin, bronhoscopie, copil.

/  © 2024 SOCIETATEA DE PEDIATRIE DIN REPUBLICA MOLDOVA



VOLUM DE REZUMATE. CONGRESUL INTERNATIONAL
AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
,PEDIATRIA - SPECIALITATE MULTIDISCIPLINARA”

MEDICINA RESPIRATORIE

FACTORII DE RISC ASOCIATI COLONIZARII
NAZOFARINGIENE CU PNEUMOCOC LA COPIII CU
INFECTII ACUTE ALE CAILOR RESPIRATORII

REVENCO NINEL*2, BUJOR DINA*?, BALANUTA ANA-MIHAELA*?,
HORODISTEANU-BANUH ADELA2, CIRSTEA OLGA'2, HOLBAN ALA'3, ROTARI ALIONA?

! Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

IMSP Institutul Mamei si Copilului, Chisiniu, Republica Moldova
SIMSP Spitalul Clinic Municipal de Copii Nr.1, Chisindu, Republica Moldova

REZUMAT

Introducere. Potrivit datelor Organizatiei
Mondiale a Sanititii (OMS), in pofida utilizirii pe
scard largid a vaccinurilor pneumococice conjugate
in programele de imunizare, Streptococcus pneumo-
niae continud si ucidd anual pani la 1 milion co-
pii cu varsta mai micd de 5 ani la nivel mondial.
Colonizarea nazofaringiani cu pneumococ prece-
de dezvoltarea bolii pneumococice invazive, iar cu-
noasterea factorilor de risc asociati acestei conditii
este esentiald in elaborarea misurilor de preventie.

Obiectiv: identificarea factorilor de risc asociati
colonizirii nazofaringiene cu pneumococ in randul
copiilor cu simptome de infectie respiratorie acutd
si virsta mai mici de 5 ani.

Material si metode. A fost realizat un studiu
transversal, prospectiv, descriptiv, care a inclus
copii cu varsta 2 - 59 luni cu manifestiri de in-
fectie respiratorie acuti. Probele biologice au fost
prelevate prin tehnica aspiratului nazofaringian.
Interpretarea sensibilititii la antimicrobiene a fost
realizatd in conformitate cu standardele EUCAST.
Identificarea potentialilor factori de risc au fost

realizatd in cadrul unui interviu confidential cu re-
prezentantul legal al copilului pe baza unui chesti-
onar recomandat de OMS.

Rezultate. Din totalul celor 163 probe prele-
vate, 76,1% au fost pozitive pentru diversi agenti
bacterieni, pneumococul fiind identificat in 8,6%
din cazuri, cu o pondere mai mare in randul copii-
lor nevaccinati (11,6%) comparativ cu cei vaccinati
(7,5%) cu cel putin o dozi de vaccin pnemococic
conjugat 13 valent (VPC13). Acesta a prezentat o
rezistentd sporitd fatd de majoritatea antibioticelor
testate. Ca factori de risc medico-sociali au fost
identificati: expunerea la fumatul pasiv (OR - 1.52,
p<0.21); greutatea micd la nastere (OR — 1.22,
p<0.44) si prematuritatea (OR — 1.16, p<0.55).

Concluzii. Rezultatele studiului demonstreazi
cd supravegherea continud a circulatiei pneumo-
cocului in populatie si identificarea factorilor de risc
asociati acestei infectii sprijind datele epidemiolo-
gice locale in luarea unor decizii privind prevenirea,
tratamentul si controlul infectiei pneumococice.

Cuvinte cheie: Streptococcus pneumoniae, factori
de risc, vaccin pneumococic conjugat, copii
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ABSTRACT

Introduction. According to data from the
World Health Organization (WHO), despite the
widespread use of pneumococcal conjugate vaccines
in immunization programs, Streptococcus pneumoni-
ae continues to kill up to 1 million children under
5 years of age worldwide annually. Nasopharyngeal
colonization with pneumococcus precedes the de-
velopment of invasive pneumococcal disease, and
knowledge of the risk factors associated with this
condition is essential in the development of pre-
ventive measures.

Objective: identification of risk factors associ-
ated with nasopharyngeal colonization with pneu-
mococcus among children with symptoms of acute
respiratory infection and age less than 5 years.

Material and methods.
al, prospective, descriptive study was conduct-
ed, which included children aged 2 - 59 months

with manifestations of acute respiratory infection.

A cross-section-

The biological samples were taken using the na-
sopharyngeal aspirate technique. Interpretation
of antimicrobial susceptibility was performed ac-

cording to EUCAST standards. The identification

of potential risk factors was carried out during a
confidential interview with the child’s legal repre-
sentative based on a questionnaire recommended
by the WHO.

Results. Of the total of 163 samples taken,
76.1% were positive for various bacterial agents,
the pneumococcus being identified in 8.6% of cas-
es, with a higher rate among unvaccinated children
(11.6%) compared to vaccinated ones ( 7.5%) with
at least one dose of 13-valent pneumococcal conju-
gate vaccine (PCV13). It showed an increased re-
sistance to most antibiotics tested. As medico-so-
cial risk factors were identified: exposure to passive
smoking (OR — 1.52, p<0.21); low birth weight
(OR - 1.22, p<0.44) and prematurity (OR - 1.16,
p<0.55).

Conclusions. The results of the study demon-
strate that the continuous surveillance of pneu-
mococcal circulation in the population and the
identification of risk factors associated with this
infection support local epidemiological data in
making decisions regarding the prevention, treat-
ment and control of pneumococcal infection.

Key words: Streptococcus pneumoniae, risk fac-
tors, pneumococcal conjugate vaccine, children
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REZUMAT

Introducere. Bolile infectioase reprezinta o
problem majori de sinitate publicd la nivel mon-
dial. Infectiile mixte se pot complica cu sepsis, ce se
caracterizeazi printr-un riaspuns exagerat al gazdei
organismului la o infectie, asociatd cu disfunctii de
organe. Sepsisul si socul septic reprezintid a doua
cauzd de mortalitate la nivel mondial,dupa bolile
cardiovasculare si principala cauzi de deces la co-
pii (OMS 2018). Diagnosticul de sepsis se bazeazi
pe depistrea precoce al unei infectii, identificarea
rispunsului inflamator al organismului cu apari-
tia complicatiilor poliorganice (Evans et al. 2021,
Weiss et al. 2020).

Obiectivul lucrarii: prezentarea de caz clinic
de sepsis pulmonar survenit pe fondalul pneumo-
niei comunitare complicatd cu detresd respiratorie
severd.

Material si metode. A fost studiati literatura
privind cazurile similare. Datele anamnestice, cli-
nice, paraclinice cu studiul evolutiei biomarkerilor
inflamatorii au fost prelevate din fisa medicala.
Pacientul a fost investigat prin radiografie pulmo-
nard, tomografie computerizati (CT) pulmonari,
ultrasonografia cardiaci.

Rezultate. Copil de 4 luni, niscut prematur cu
greutatea la nastere 1650 gr. Postnatal s-a depis-
tat displazia bronhopulmonari, a necesitat suport
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respirator asistat timp de 14 zile internat in sectia
de reanimare nou-niscuti, externat in stare satis-
ficitoare. Se interneazid repetat in sectia de re-
animare prin serviciul AVIASAN in stare extrem
de gravi conditionati de IR gr. II-III cu prezen-
ta dispneei pronuntate de tip mixt cu tirajul vadit
al cutiei toracice, wheezing in repaos, dependent
de O2, agitat, starea conditionati de pneumonia
polisegmentard pe dreapta cu pleurezie minori,
bronsiolitd acutd, IR. gr. II-III pe fon de displazie
bronhopulmonara severd, prematuritate. A doua zi
dupi internare dezvolti pneumotorax pe dreapta,
cu drenare si aspiratie activd, este trecut la suport
respirator asistat timp de 9 zile, hemodinamica
mentinutd cu vasopresore, cu dezvoltarea ulterioard
a complicatiilor septice. Au fost prelevate probe de
laborator pentru aprecierea dinamicii biomarkeri-
lor inflamatorii: PCR la internare: negativ, la 7 zile
24 ng/ml, la 14 zile 135.8 pg/ml, la 21 de zile-nega-
tiv. Procalcitonina (PC) la internare=0.70 mg/1,1a 7
zile=2.88 mg/l,1a 14 zile=1.23 mg/1,1a 21 zile=0.21
mg/l, Leucocitele la internare=10.0x10/L, la 7 zi-
le=16.7x10°/L, la 14 zile=21.0x10°/L, la 21 de zi-
le=7.8x10° /L, Lactatul la internare=4.2 mmol/l, la
7 7ile=2.10 mmol/l, la 14 zile=3.6 mmol/l, la 21
de zile=1.6 mmol/l. Feritina la 10 zile=249, la 20
zile=57. Biomarkerii de inflamatie crescuti la inter-
nare cu normalizare ulterioard. Pacientul a urmat
terapie intensivd conform protocolului national in
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vigoare. Dupi 9 zile de VAP, extubat fird complica-
tii, periodic la flux liber de O2 2 1 pe min pneumo-
toraxul rezolvat, sindromul de detresd respiratorie
in regresie. Alimentat artificial, tolereazi. Dupi 21
de zile de terapie intensivi transferat in sectie spe-
cializatd, in stare generald de gravitate medie pen-
tru continuarea tratamentului specializat. Datele
paraclinice cu indici relativ in limitele normei.
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Concluzii. Prin aprecierea dinamicii evolutive a
biomarkerilor inflamatori a ficut posibild alegerea
terapiei specifice si monitorizarea evolutie proce-
sului septic.

Cuvinte cheie: infectie respiratorie severd, bio-
markeri inflamatori, sepsis.
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ABSTRACT

Introduction. Infectious diseases represent a
major global public health issue. Mixed infections
can complicate into sepsis, characterized by an ex-
aggerated host response to an infection, associated
with organ dysfunction. Sepsis and septic shock are
the second leading cause of global mortality, after
cardiovascular diseases, and the primary cause of
death in children (WHO 2018). Sepsis diagnosis
relies on early detection of infection, identifying
the body’s inflammatory response with the onset of
multiorgan complications (Evans et al. 2021; Weiss
et al. 2020).

Objective. Presenting a clinical case of pul-
monary sepsis occurring against the backdrop of
complicated community-acquired pneumonia with
severe respiratory distress.

Material and methods. Literature on similar
cases was studied. Anamnestic, clinical, and par-
aclinical data, along with the study of inflamma-
tory biomarker evolution, were extracted from
the medical record. The patient underwent chest
X-ray, computed tomography (CT) of the lungs,
and cardiac ultrasound.

Results. A 4-month-old premature infant,
born with a weight of 1650 grams, diagnosed with
bronchopulmonary dysplasia postnatally, required
assisted respiratory support for 14 days in the

neonatal intensive care unit and was discharged in
satisfactory condition. Re-admitted in extremely
critical condition with respiratory distress, severe
IR grade II-III, pronounced mixed-type dyspnea,
obvious chest retractions, wheezing at rest, oxy-
gen-dependent, agitated, conditioned by right-sid-
ed polysubsegmental pneumonia with minor pleu-
risy, acute bronchiolitis, IR grade II-III due to
severe bronchopulmonary dysplasia, and prematu-
rity. Developed right-sided pneumothorax the day
after admission, underwent drainage and active
aspiration, placed on assisted respiratory support
for 9 days, hemodynamics maintained with vaso-
pressors, subsequently developing septic compli-
cations. Laboratory samples were taken to assess
the dynamics of inflammatory biomarkers: PCR at
admission - negative, at 7 days 24 pg/ml, at 14 days
135.8 pg/ml, at 21 days - negative. Procalcitonin
(PC) at admission = 0.70 mg/l, at 7 days = 2.88
mg/1, at 14 days = 1.23 mg/], at 21 days = 0.21 mg/],
Leukocytes at admission = 10.0 1079/L, at 7 days =
16.7 1009/L, at 14 days = 21.0 10"9/L, at 21 days
= 7.8 10N9/L., Lactate at admission = 4.2 mmol/],
at 7 days = 2.10 mmol/l, at 14 days = 3.6 mmol/l,
at 21 days = 1.6 mmol/l. Ferritin at 10 days = 249,
at 20 days = 57. Elevated inflammatory biomark-
ers at admission with subsequent normalization.
The patient followed intensive therapy according
to the current national protocol. After 9 days of
ventilator-associated pneumonia (VAP), extubated
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without complications, periodically on 2 I/min ox- Conclusions. Evaluating the dynamic evolu-
ygen, resolved pneumothorax, and regressing respi-  tion of inflammatory biomarkers enabled the se-
ratory distress syndrome. Artificially fed, tolerating  lection of specific therapy and monitoring the pro-
well. After 21 days of intensive therapy, transferred ~ gression of the septic process.

to a specialized ward in a moderately severe gen- Key words: severe respiratory infection, inflam-
eral condition for further specialized treatment. matory biomarkers, sepsis.

Paraclinical data within relative normal limits.
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MEDICINA RESPIRATORIE

ASPECTE BIOLOGICE $1 ANATOMICE LA COPII CU
OTITA MEDIE RECIDIVANTA S| PERSISTENTA

DIACOVA SVETLANA, ABABII ION

Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Otita medie recidivanti (OMR)
si otita medie exsudativi persistenti (OMEP), re-
prezintd o evolutie a OM, care se formeazi subcli-
nic, latent la 25-60% din copii mici, se diagnostici
in stadii avansate.

Obiectiv: evidentiere aspectelor biologice si
anatomice la copii cu OMR si OMEP.

Material si metode. Monitoringul optic-elec-
troacustic al copiilor, aflati in primul an de viati,
cu apreciere tendintelor evolutive (riscul relativ -
RR) ale OM si analiza particularititilor ingrijirii,
microflorei faringelui, statusului imun, indicilor
antropometrici cefalici si morfometrici cefalici.

Rezultate. Dezvoltare OM in primul an de
viatd in caz de pozitie orizontald a copilului la ali-
mentatie, refluxul GE, purtare Staph Aur sau Staph
Aur si GABHS in faringe, s-a inregistrat, respec-
tiv, cu RR 8,1; 5,1; 2,0 si 2,4. Pozitie orizontald a

relatat cu OM latentd: RR 8,8. La copiii cu OMEP,
Strep pneumoniae s-a depistat cu RR 2,1; la copii
cu OMR - Staph Aureus si GABHS cu RR - 6,0.
Statusul imun la copii de 3 ani cu OMR in remisie
st OMEP s-a caracterizat prin mirire Ig E si mic-
sorare limfocitelor T. La copiii cu vérstd de 3 ani cu
OMR s-a depistat un dezechilibru anatomic relativ
cu micsorare indiciilor antropometrici si morfome-
trici cefalici: circumferinta maxima si litimea ma-
ximd a capului, lungimea bazei craniene anterioare,
corpului mandibulei, maxilarului si indltimea ante-
rioard a maxilarului.

Concluzii. La copii cu OMR si OMEP parti-
s-a completat aspecte individuale de crestere anato-
mice cu formare bazei pentru infectare urechii me-
dii si persistenta procesului patologic indelungat.

Cuvinte cheie: otita medie recidivanti si per-
sistentd, ingrijire copilului, microbiologia faringe-
lui, indicii antropometrici si morfometrici cefalici
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MEDICINA RESPIRATORIE

EVOLUTIE OTITEI MEDII LA COPII: FACTORII DE RISC
AL RECIDIVARII, PERSISTENTEI S| CRONICIZARII

ABABII ION, DIACOVA SVETLANA

Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Otita medie (OM) este o afec-
tiune inflamatorie a urechii medii (UM), care se
dezvolta in copildria mici, recidiveazi sau persistd
in 25-60% din cazuri, provoaci sciderea progresivi
a auzului, conditioneazi retardul vorbirii si dez-
voltirii psihosociale, diminueazi calitatea vietii, se
cronicizeaza cu riscul complicatiilor intracraniene.

Obiectiv: determinarea factorilor de risc al re-
cidivirii, persistentei si cronicizirii ale OM in baza
monitoringului evolutiv-epidemiologic la copii in
Republica Moldova, in functie de starea premorbi-
di si vérsta copiilor.

Material si metode. Monitoringul evolutiv-epi-
demiologic a constat din screeninguri optic-elec-
troacustici repetate de 4 ori pe an, pe parcursul a
3 ani, ale 1092 de copii, repartizati in 3 loturi, in
functie de prezenta comorbidititilor recidivan-
te: lotul R — respiratorii (428), lotul D — digestive
(444), lotul S - sdndtosi (220). S-a evaluat riscul
relativ (RR) de aparitie (OM), recidivare (OMR),
persistenta (OMEP) si cronicizare (OMC) in
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tunctie de prezenta comorbidititilor si in functie
de virsta copiilor.

Rezultate. La copii din lotul R, RR de OM a
constituit 3,3; RR de OMR - 6,6; RR de OMEP -
3,0; RR de OMC - 3,7. La copii din lotul D, RR de
OM a fost 1,4; RR de OMR - 7,4; RR de OMEP
—3,0; RR de OMC - 4,0. Varsta copiilor de 0-1 an
si 1-5 ani s-a caracterizat cu RR de OM - 1,6-1,5,
RR de OMR - 2,2-2,0 si RR de OMC - 1,7-1,9,
respectiv, la virsta 0-1 an si cea de 1-5 ani. La copii
care au suportat OM pe parcursul de 1 an de via-
ta: RR de reaparitie OM - 3,4; RR de OMR sau
OMEP - 35,6; RR de formare OMC - 33,1.

Concluzii. Comorbidititile recidivante respi-
ratorii sau digestive la copiii cu varstd de pani la
5 ani prezintd factorii de risc major al recidivirii,
persistentei si cronicizirii OM. Dezvoltare OM
la copiii cu varstd de pand la 1 an provoci pericol
pentru crestere semnificativi a OMR sau OMEP
si formare OMC.

Cuvinte cheie: otita medie la copii, recidivare,
persistenta, cronicizare, factor de risc
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COMPLICATII ASOCIATE CU AMIGDALITA
CRONICA LA COPII: LOCALE SI LA DISTANTA

DANILOV LUCIAN, ABABII POLINA, LISEVICI ELENA

Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Amigdalita cronicd reprezinti o
inflamatie persistentd a amigdalelor palatine, ca-
racterizatd prin recurenta episoadelor de angini.
Cauza mai frecventi a complicatiilor este infecta-
rea amigdalelor cu ,,Streptococcus tip A”( abcesul
periamigdalian, artrita reactivd, febra reumatisma-
14, glomerulonefrita etc.).

Obiectiv: evidentierea frecventei celor mai co-
mune complicatii asociate cu amigdalita cronica.

Material si metode. Au fost analizate fisele me-
dicale ai pacientilor spitalizati in IP CMS$C, Clinic
a ,Emilian Cotaga”, sectia ORL, in perioada anilor
2021-2023 cu diagnosticul de amigdalitd cronici,
internati pentru amigdalectomie.

Rezultate. Au fost studiate 1160 de fise ale
copiilor cu amigdaliti cronici, dintre care 443
(38,2%) cu complicatii locale si la distantd, fetite

294 cazuri (66,3%) si la biieti 149 cazuri (33,7%).
Cele mai frecvente complicatii au fost: artrita re-
activd - 187 de cazuri (42,2%); febra reumatismali
- 123 de cazuri (27,8%); glomerulonefrita - 62 de
cazuri (13,9%). Ca complicatie locald a fost abcesul
periamigdalian cu 71 cazuri (16,1%) in anamneza.

Concluzie. Se observi un procent mare al pa-
cientilor cu amigdalitd cronici insotitd de compli-
catii locale si la distantd. Stabilirea unui diagnostic
timpuriu si tratamentul adecvat in caz de aceasti
patologie pot contribui semnificativ la reducerea
aparitiei complicatiilor si la imbunatitirea patoge-
nezei bolilor asociate. Aceasta se datoreazi exame-
nului clinic si obiectiv a copiilor, consultul medici-
lor specialisti si investigatiilor necesare.

Cuvinte cheie: amigdaliti cronicid, complicatii
locale, complicatii la distanta.
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IMPACTUL RINITEI CRONICE HIPERTROFICE ASUPRA
CALITATII VIETII ALE COPILULUI

FURCULITA DANIEL, MANIUC MIHAIL, ABABII POLINA, DANILOV LUCIAN, OBADA ELENA

Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Rinita cronici hipertroficd are un
impact considerabil negativ asupra stirii de sdnita-
te a copiilor diagnosticati cu aceastd patologie.

Obiectivul studiului consti in evaluarea caliti-
tii vietii la copiii cu rinitd cronicd hipertrofica.

Material si metode. Pentru determinarea cali-
titii vietii a copiilor cu rinitd cronici hipertrofici
s-a efectuat un studiu clinic controlat la 128 de pa-
cienti cu varsta cuprinsi intre 7 si 17 ani, in baza
chestionarului elaborat. Pacientii au fost repartizati
in doui loturi. Lotul de studiu a inclus 64 de co-
pii cu rinitd cronicd hipertrofic, iar lotul martor a
inclus 64 copii sinitosi. Diagnosticul a fost con-
firmat prin endoscopie opticd, rinomanometrie,
rinometrie acusticd, evaluarea activititii epiteliului
ciliar. Conform chestionarului, parintii copiilor au
evaluat urmitoarele criterii: modificirile la nivelul
cavititii nazale, simptomele ce se referi la afectarea
auriculard, si modalitatea in care patologia afec-
teazd direct calitatea vietii pacientului (afectarea
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somnului, productivitatea in activitatea zilnic,
emotiile cauzate de patologie).

Rezultate. Evaluarea statistici a indicatorilor
calitatii vietii la pacientii cu rinitd cronici hiper-
trofici demonstreazd ci acestia au fost semnifi-
cativ deteriorati in comparatie cu copii sinitosi.
Indeosebi, aceasta se referi la prezenta in lotul de
studiu a simptomelor de obstructie nazali (93,75%),
secretii nazale fluide (87,5%), plenitudinea urechii
si durere si presiune faciali (96,87%), sciderea ol-
factiei (85,93%), probleme ce afecteazd somnul si
calitatea acestuia (98,43%), activitate scolard redu-
s si concentrare redusi (81,25%). Scorul total per
lot, in baza punctajului oferit simptomelor a variat
intre 63 si 85 de puncte, ceea ce atestd o severitate
a simptomatologiei si respectiv o afectare conside-
rabild a calititii vietii pacientilor.

Concluzii. Calitatea vietii la copiii cu rinitd
cronicd hipertrofici este semnificativ afectatd in
comparatie cu copii sdndtosi.

Cuvinte cheie: riniti cronici hipertrofici, cali-
tatea vietii, obstructie nazali
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NIVELUL SERIC AL VITAMINEI D LA COPIII
CU VARSTA DE SUB 5 ANI, SPITALIZATI
CU PNEUMONIE COMUNITARA

ROTARI ALIONA?, VOLOC C.2, HOLBAN ALA?, VOLOC ALEXANDRU?, ZOTEA ANA*

'IMSP Spitalul Clinic Municipal de Copii nr.1, Chisiniu, Republica Moldova

*Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Pneumonia este principala cauzi
infectioasd de deces la copii cu varsta de sub 5 ani
din intreaga lume. Probabilitatea influentei vitami-
nei D asupra evolutiei infectiilor pulmonare acute
este conditionatd de actiunea sa asupra imuniti-
tii celulare si umorale wia receptorul vitaminei D
(VDR), prezent in toate tipurile de celule imune.

Obiectivul lucririi: a determina nivelul seric al
vitaminei D (25(OH)D) la copii cu varsta sub 5
ani cu pneumonie comunitara si infectii respiratorii
virale acute (IRVA).

Material si metode. A fost realizat un studiu
unicentric caz-control pe un esantion din 54 de co-
pii, cu varsta cuprinsa intre 10 luni si 5 ani, spitali-
zati in SCMC nr.1 cu afectiuni respiratorii acute,
impartit in 2 subloturi: I sublot - 23 de copii cu
pneumonie comunitard, al IT sublot - 31 de copii
cu IRVA, cirora le-a fost determinat nivelul seric
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total al 25(OH)D. Nivelul seric al 25(OH)D =30
ng/ml a fost apreciat ca suficient, 29-20 ng/ml - in-
suficient, sub 20 ng/ml - carential moderat, iar sub
10 ng/ml — carential sever.

Rezultate. In sublotul 1, nivel seric mai jos de
10 ng/ml s-a depistat in 12 (52,2%) cazuri vs 4
(12,9%) in sublotul 2 (p<0,001); nivelul 11-19,9
ng/ml s-a constatat in 6 (26,1%) cazuri primul sub-
lot vs 14 (45,2%) in sublotul 2 (p<0,005), iar nivelul
20-29,9 ng/ml - in 3 (13%) cazuri primul sublot vs
11 (35,5%) (p<0,001) sublotul 2. In 21 (91,3%) ca-
zuri de pneumonie cu evolutie severd s-a constatat
carentd/insuficientd a vitaminei D (p<0,001).

Concluzii. Majoritatea copiilor investigati cu
afectiuni respiratorii acute (49/90,7%) au avut ni-
vel seric scizut de vitamina D, carenta severi fiiind
caracteristicd copiilor cu pneumonie comunitari,
fiind constatati la jumitate din acestia (12/52,2%).

Cuvinte cheie:

vitamina D, pneumonie

comunitara.
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CARACTERISTICI IMAGISTICE
IN ASPERGILOZA PULMONARA LA COPII

BUGA NELEA'?, SELEVESTRU RODICA?, BALANETCHI LUDMILA?, TOMACINSCHII
CRISTINA*2, CRIVCEANSCAIA EUGENIA?, SCIUCA SVETLANA*?

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

’IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT

Introducere. Infectiile fungice cu Aspergilus
spp. sunt mentionate in structura etiologica a bo-
lilor cronice pulmonare, cum este fibroza chistici,
imunodeficiente, bronsiectazii, etc. Tomografia
computerizati (CT) are o sensibilitate inaltd com-
parativ cu radiografia cutiei toracice pentru di-
agnosticul infectiei fungice la copiii cu afectiuni
cronice bronhopulmonare.

Obiectivul: cercetarea modificirilor imagistice
CT in aspergiloza pulmonari la copii cu maladii
cronice bronhopulmonare.

Material si metode. In studiu au fost inclusi 15
copii cu maladii cronice bronhopulmonare: fibroza
chisticd — 7 pacienti, astm bronsic — 3 copii, emfi-
zem lobar unilateral si tuberculozi pulmonari cite
2 copii si bronsiolitd obliterantd - un copil, aflati
la tratament in stationar. Aprecierea cantitativi a
anticorpilor totali anti-Aspergillus fumigatus (IgM,
IgA, IgG) prin metode de hemaglutinare indirecta
(IHA). Rezultatele sunt exprimate sub forma de

titru (norma<1/80). Toti pacientii au fost examinati
imagistic prin CT pulmonari.

Rezultate. Virsta medie a copiilor din studiu a
fost 11,2+4,3 ani (varsta maxima — 16 ani, minima
— 5 ani, mediana — 13,5 ani si mode — 5 ani). Titrul
total de anticorpi anti-Aspergillus fumigatus (IgM,
IgA, IgG) evaluat in serul copiilor din acest studiu
cu maladii cronice bronhopulmonare a constituit
1:640+130,6. Exploririle imagistice prin CT pul-
monari a copiilor cu infectie fungica cu Aspergillus
au identificat mai multe modificiri in structura
plimanilor printre care: opacititi nodulare, opa-
citti de tip,,deget de minusa”, ,linii de tramvai”,
infiltrate perihilare, bronsiectazii cilindrice si afec-
tare pulmonari cu aspect de ,arborele in aspect de
mugure”.

Concluzii. Tomografia computerizatd pulmo-
nard oferd criterii imagistice sugestive pentru in-
fectia fungica cu Aspergillus.

Cuvinte cheie: Aspergillus, maladii bronhopul-
monare, tomografia computerizati, copii.
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CORPII STRAINI ENDOBRONSICI IN ACTIVITATEA
PEDIATRICA - ISTORIC $I SEMNE CLINICE
SUGESTIVE PENTRU DIAGNOSTIC

SCIUCA SVETLANA*2, RASCOV VICTOR?, ROTARU-COJOCARI DIANA*?, ADAM IANOS*,

SELEVESTRU RODICA?*, GUDUMAC EVA3

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

IMSP Institutul Mamei si Copilului, Chisiniu, Republica Moldova

’Centrul National Stiintifico-Practic de Chirurgie Pediatrici ,Natalia Gheorghiu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Aspiratia de corpuri striine (ACS)
este o cauzi frecventd de mortalitate si morbiditate
la copii, in special la cei cu varsta mai micd de 3 ani.
Corpurile striine ale arborelui traheobronsic sunt o
patologie frecventi de urgenti care ameninti viata
unui copil si necesitd asistentid medicald imediata.
Riscurile de complicatii severe si deces, dificultatile
de diagnostic cu un tablou clinic incert, precum si
posibilitatea de afectare cronici a sistemului bron-
hopulmonar fac problema corpilor stridini in ciile
respiratorii extrem de relevanti.

Obiectiv: evaluarea semnelor anamnestice si
clinice pentru diagnosticul precoce al aspiratiei
corpilor striini in arborele bronsic

Material si metode. Studiul a inclus 156 co-
pii internati in Clinica de Pneumologie IMSP
Institutul Mamei si Copilului, intr-o perioadi de
10 ani (2011-2020), care au fost diagnosticati cu
corpi strdini endobronsici. Bronhoscopia diagnos-
tico-curativi a fost efectuati cu fibrobronhoscopul
Olympus si bronhoscopul rigid pentru indepirta-
rea corpului striin.
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Rezultate. Sindromul de penetratie a fost re-
latat anamnestic in 103 cazuri (66,0%), insi doar
1/3 din acesti pacienti s-au prezentat la spital in
primele 3 zile de la incident. In aceste cazuri dia-
gnosticul a fost usor si rapid, practicindu-se pre-
coce extractia corpilor striini. Cele mai comune
simptome la copii cu ACS au fost tusea, prezen-
ta in 100% din cazuri, dispneea de diferit grad la
147 copii (94,2%) si wheezing-ul in 96 de cazuri
(61,5%), care s-au produs in context non-infectios.
Auscultativ pulmonar s-a constatat murmur vezi-
cular diminuat in 75 cazuri (48,07%), raluri umede
in 88 cazuri (56,41%), raluri sibilante in 111 cazuri
(71,15%), iar lipsa modificirilor stetoacustice in 4
cazuri (2,56%).

Concluzie. Aspiratia de corpi strdini in ciile
respiratorii este relativ frecventi la copii, in special
la varsta 1-3 ani. Prezenta sindromului de penetra-
tie, tusea, dispneea, wheezing-ul in context non-in-
tectios sunt sugestive pentru stabilirea diagnosticu-
lui precoce si efectuarea tratamentului specializat
pneumologic prin tehnici bronhoscopiece.

Cuvinte cheie: corp striin, arbore bronsic,
bronhoscopie, copil
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FACTORII DE RISC IN EVOLUTIA AFECTARII
PULMONARE POST-COVID19 LA COPII

CONICA CORINA*2, SELEVESTRU RODICA?, PALII INA*2, BUGA NELEA*?,

SCIUCA SVETLANA?*?

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

’IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

’Centru National Stiintifico-Practic de Chirurgie Pediatricid ,Natalia Gheorghiu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Consecintele infectiei SARS-
CoV-2 pe termen lung in populatia pediatrici se
afld la etapa cercetirii. Prognosticul evolutiv al in-
tectiei COVID-19 la copii de virstd frageda este
mai rezervat. In evaluarea complicatiilor bron-
hopulmonare din infectia COVID-19 metodele
imagistice sunt de electie, iar standardul de aur este
HRCT.

Obiectiv: aprecierea consecintelor afectirii pul-
monare post-COVID-19 in dependentid de varstd
si sex la copii care au suportat infectia cu virusul
SARS-CoV-2.

Material si metode. Studiul include 81 copii
care au suportat infectia COVID-19, cu varsta
0-17 ani, internati in Clinica Pneumologie, perioa-
da 2021-2023. Copiii au fost grupati conform vir-
stei, sexului si examinati prin CT toracici. Baza de
date a fost procesati statistic utilizaind IBM SPSS
22.

Rezultate. Conform datelor imagistice, la 53
copii (65,4%: 95%CI 55,6-74) s-au atestat schim-
biri patologice pulmonare, iar 28 copii (34,6%:

95%CI 26-44,34) au avut un aspect pulmonar
normal. Varsta medie a copiilor cu complicatii
pulmonare atestate a fost 3,49+0,69 ani. Cea mai
mare pondere a copiilor cu complicatii pulmonare
in structura de varstd au avut sugarii —24 de copii
(45,3%: 95%CI 35,9-55,05). S-a constatat o usoari
predominare a genului masculin asupra celui femi-
nin (59,3% si 40,7%) printre copii cu modificiri la
CT pulmonari. Paternul fibrotic de diferit grad, lo-
calizare preponderent bazal bilateral s-au atestat la
58,5% copii care au suportat infectia COVID-19.
Ariile de consolidiri a tesutului pulmonar au avut o
frecventd de 71,69%. Bulele aerice solitare si mul-
tiple de dimensiuni <lcm au fost in 7,54% cazuri.

Concluzii. Copiii realizeazi modificiri pul-
monare post-COVID-19 firi diferente de sex sau
varstd, dar se atestd o pondere mai mare a sugarilor
in rindul acestor copii. Genul masculin poate fi un
factor de risc in aparitia complicatiilor pulmonare.
Leziunile pulmonare au fost preponderent bazal
bilateral, iar paternul imagistic au fost dominat de
arii de consolidiri si fibrozi pulmonari.

Cuvinte cheie: COVID-19, copii, imagistici,
CT
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CRITERII DIAGNOSTICE RADIOIMAGISTICE LA
COPIII CU DISPLAZIE BRONHOPULMONARA

COTOMAN ALIONA*2, SELEVESTRU RODICA?, CURTEANU ALA?, GUDUMAC EVA?,

SCIUCA SVETLANA?*?

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,
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’IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT

Introducere. Existi tot mai multe dovezi care
demonstreazi, cd plimanul copiilor prematuri este
mai susceptibil la diferite boli, cum ar fi sindromul
de detresi respiratorie, displazia bronhopulmonari
(DBP), hipertensiunea pulmonari persistenti.

Obiectivul: evaluarea datelor imagistice pul-
monare la copii cu displazia bronhopulmonari.

Material si metode. Acest studiu reprezinti o
analizd a unei cohorte de 105 prematuri internati
la Clinica de Pneumologie a Institutului Mamei si
Copilului cu antecedente pozitive de nastere pre-
maturd si cu SDR sustinut in perioada neonatali.
Cercetarea a inclus lotul de studiu de 53 de copii
(33 biieti si 20 fete) din nasteri premature cu di-
agnosticul DBP si lotul de control de 52 de copii
prematuri (27 biieti si 25 fete), care nu au dezvol-
tat DBP. Examenul radiologic a fost efectuat tutu-
ror copiilor inclusi in studiu. Datele colectate din
sursele primare au fost introduse in baza de date
electronicd, in timp ce prelucrarea statisticd a fost
efectuatd cu ajutorul SPSS (Pachetul Statistic pen-
tru Stiinte Sociale) versiunea 20.
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Rezultate. Modificiri radiologice de tip ate-
lectazii discoidale la subiectii cu DBP au fost
depistate in 49,1% in lotul de bazd vs 13,5% in
lotul martor (y2=15,431; p<0,0001), cele subseg-
mentare 47,2% vs 25,0% (x2=5,586; p=0,018);
zone de emfizem pulmonar 62,3% vs 5,8%
(2=37,182; p<0,0001), sectoare opace de fibrozi
50,9% vs 11,5% (x2=18,911; p<0,0001); semne
de hipertransparentd pulmonari 47,2% vs 1,9%
(x2=28,843; p<0,0001); formatiunile microchisti-
ce 41,5% vs 5,8% (x2=18,482; p<0,0001). Au fost
depistate diferite modificiri imagistice pulmonare:
atelectazii discoidale, atelectazii subsegmentare,
atelectazii segmentare, zone de emfizem, sectoare
opace de fibrozi, hipertransparentd pulmonara. in
prezenta tulburirilor respiratorii, examenul cu raze
X toracice joacd un rol important pentru diagnos-
ticul neonatal, dar si ulterior la etapele evolutive ale
leziunilor bronhopulmonare din DBP.

Concluzie. Modificirile la examenul radiolo-
gic sugereazd informatii semnificative in favoarea
confirmirii diagnosticului de DBP la copiii niscuti
prematur.

Cuvinte cheie: displazie bronhopulmonari,
prematuritate, radiografie.
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VARIETATEA ANATOMICA A MALFORMATIILOR

BRONSICE LA COPII

DANILA ALINA?, SCIUCA SVETLANA®2, SELEVESTRU RODICA?, MINDRU ELENA*?,
DAVID ALA*, COROPCEANU IANA*2, GUDUMAC EVA*

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova,

’IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT

Introducere. Malformatiile bronsice se pre-
zintd prin perturbiri anatomice si morfologice ale
structurilor arborelui bronsic si realizate in perioada
intrauterind de dezvoltare a embrionului si fatului.
Studiile din domeniul malformatiilor congenitale
bronhopulmonare raporteazi o incidenti anualid de
30-42 de cazuri la 100.000 populatie.

Obiectiv: studierea formelor anatomice ale
malformatiilor bronsice in context clinico-imagis-
tic la copii.

Material si metode. Studiul include un lot de
18 copii cu malformatii congenitale bronsice, con-
firmate prin CT pulmonari, spitalizati in Clinica
Pneumologie, Institutul Mamei si Copilului. Varsta
copiilor a variat de la 2 luni pani la 11 ani, 8 biieti
(44.4%) si 10 fete (55.5%). CT pulmonari a fost
efectuatd la aparatul Toshiba Aguillion Prime 80
Slices de rezolutie inalti (HRCT).

Rezultate. Exploririle imagistice HRCT au
oferit detaliziri pentru diferite malformatii: bronh
traheal — 15 copii, stenoze bronsice din inele vascu-
lare — 2 cazuri, 1 copil cu bridging bronchus. La toti
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copiii bronhia traheald a fost emergenti din partea
dreapti a traheei. La 26,6 % copii bronhul pornea
din segmentul mediu al traheei, in 14,3%: 95%CI 1,
8-42,8 din segmentul inferior, iar la 64,3%: 95%CI
35,1-87,2 — langi bifurcatia traheei. La copiii cu
bronhie de punte se constata emergenta bronhi-
ei lobare medii si inferioare drepte prin bronhie
comuni de la bronhia principald stingd. Copiii
din studiu au prezentat infiltratie pneumonici in
22,2% cazuri, atelectazii segmentare — 33,3%, mo-
dificiri cu aspect de ,sticld matd” in 14,3%: 95%CI
1,8-42,8, fibroza pulmonari — 21,4%: 95%CI 4,7-
50,8. Copii cu malformatii bronsice prezinti simp-
tome grave cu insuficientd respiratorie progresivi,
infectii pulmonare recurente din primii ani de via-
ta, tolereazd dificil leziunile stenotice ale arborelui
bronsic si deseori necesiti corectii chirurgicale.

Concluzii. Malformatiile bronsice congenitale
se caracterizeazd anatomic prin varietatea anoma-
liilor de bronh, localizarea stenozei bronsice si ris-
curi majore de complicatiile pulmonare.

Cuvinte cheie: malformatii bronsice, copii
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ROLUL VACCINARII IN STRUCTURA ETIOLOGICA
A PNEUMONIEI COMUNITARE LA COPII

SELEVESTRU RODICAY, LICIU RADU?Y, CEBAN ANA?, MARINA ALA?, CONICA CORINA*2,

SCIUCA SVETLANA*2

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

’IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT

Introducere. Tendintele actuale in etiologia
pneumoniei comunitare la copii trebuie si asigu-
re diagnosticul si tratamentul adecvat. Etiologia
pneumoniei comunitare la copii poate varia in
functie de mai multi factori. In ultimele dous dece-
nii, s-a inregistrat o reducere a numirului de cazuri
de pneumonie la copii, ca rezultat al introducerii
noilor vaccinuri impotriva Haemaophilus influenzae
si Streptococcus pneumoniae.

Obiectivul lucririi: cercetarea etiologiei prin
Haemaophilus influenzae $i Streptococcus pneumoniae
in pneumonii comunitare la copiii spitalizati cu di-
agnosticul de pneumonie.

Material si metode. In cercetare au fost evalu-
ati 862 copii cu pneumonie comunitard internati in
Clinica de Pneumologie IMC pe parcursul anului
2021, dominat de pandemia COVID-19. Copiii
aveau o varsta medie 3,15+0,29 ani cu intervalul
de la 2 luni — pani 1a18 ani. Pentru determinarea
factorului etiologic al pneumoniei comunitare a
fost cercetat expectoratiile bronsice sau aspiratul
faringian colectate matinal, pand la dejun si ante-
rior initierii tratamentului antibacterian (titru >210*
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mk/ml a fost considerat concentratia diagnostica
pentru determinarea etiologiei pneumoniei).

Materialele au fost analizate statistic cu progra-
me Microsoft Excel, Epi Info -3,5.

Rezultate. Au fost cercetati 862 copii cu pneu-
monie comunitari dintre care erau 43,9%: 95CI
40,6-47,3 (378 copii) sugari, 11,5%: 95CI 9,5-13,9
(99 copii) anteprescolari, 37,4%: 95CI 34,2-40,7
(322 copii) prescolari si 7,2%: 95CI 5,6-9,2 (62
copii) scolari. Conform relatirilor de la pirinti din
ei au fost vaccinati 56% sugari, 67% anteprescolari,
72% prescolari si 89% scolari.

Din examenul bacteriologic al expectoratiilor
bronsice sau aspiratului faringian colectate matinal
la nimeni nu a fost constatat Streprococcus pneumo-
niae $i doar in 0,3%: 95CI 0,1-1,1 cazuri la 3 copii
Haemaophylus influenzae,

Concluzie. Conform rezultatelor cercetirii ro-
lul pneumococului si bacilului hemofilus s-a redus
considerabil in etiologia pneumoniilor comunitare,
posibil, ca rezultat al implementirii in perioada ul-
timului deceniu a vaccinurilor antipneumococic si
anti-HiB in calendarul de imunoprofilaxie.

Cuvinte cheie: vaccin, pneumonie, copii
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MORBIDITATEA RESPIRATORIE IN WHEEZING
RECURENT LA COPILUL SUGAR

SELEVESTRU RODICA?, COTOMAN ALIONA*2, CEAHLAU MARIANA?, CONICA CORINA?2,
BUGA NELEA'?, TOMACINSCHI CRISTINA*2, SCIUCA SVETLANA*2
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REZUMAT

Introducere. Sindromul bronhoobstructiv
(wheezing) recurent este o manifestare clinici mul-
tifactoriald, prezenti intr-o serie de maladii ale sis-
temului respirator — asociat suportirii COVID-19,
pe fon de displazie bronhopulmonard (DBP), in
infectii atipice si fungice, in dischinezii ciliare, etc.
Obiectivul: evaluarea sindromului bronhoob-
structiv recurent la copiii cu DBP si la copiii care
au suportat COVID-19 in perioada de sugar.
Material si metode. In cercetare au fost evalu-
ati copiii internati in Clinica de Pneumologie IMC
in perioada 2021-2023. Intru realizarea scopului
studiului urmdrirea a cuprins 22 copii cu DBP cu
vérsta medie 2,05+0,29 ani (lot de bazd) si 16 co-
pii cu sindrom bronhoobstructiv cu véirsta medie
1,9+0,37 ani care au suportat COVID-19 in pri-
oada sugarului (lot control). Diagnosticul si ma-
nagementul sindromului bronhoobstructiv a fost
bazat pe identificarea datelor furnizate de anam-
nezi (inclusiv rezultatele din cartele de ambulator),
examenul clinic (SpO,), paraclinic (hemoleucogra-
ma, IgE totald). Pulsoximetria este metoda simpli
si neinvaziva de determinare a saturatiei arteriale
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cu oxigen (SpO,). Unul din cele mai uzuale teste
in determinarea stirilor de sensibilizare a organis-
mului este aprecierea nivelului seric IgE apreciatd
imunoenzimatic (valorile inregistrate in Ul/ml).
Materialele au fost analizate statistic cu programe
Microsoft Excel, Epi Info —3,5.

Rezultate. Valorile SpO, la copiii din lotul
de bazi au fost 93,5+0,34% la confirmarea DBP
si 94,9+0,24% la etape evolutive de monitorizare
a DBP cind s-a asociat si sindromul bronhoob-
structiv. Nivelul SpO, la copiii din lotul control
constituie 94,5+0,34% la internarea cu infectia
SARS-CoV-2 si 95,8+0,24% la etape evolutive de
monitorizare a wheezing-ului. Concentratia seri-
ci IgE totald este de 11,3+54 Ul/ml la copiii cu
DBP si 21,7£34,0 Ul/ml la copiii care au suportat
COVID-19 in vérsta de sugar.

Concluzie. Conform rezultatelor cercetirii
evaluarea sindromului bronhoobstructiv la copiii
cu DBP si la copiii care au suportat COVID-19 in
perioada de sugar are evolutie recurenti si se poate
prezenta prin diferite grade de severitate a simp-
tomelor initiale necesitind tratament si recuperare

Cuvinte cheie: wheezing, copii, SpO,, IgE tota-
14, displazie bronhopulmonari, COVID-19.
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BRONSIECTAZIILE $I INFECTIILE PULMONARE
LA PACIENTII CU FIBROZA CHISTICA

BALANETCHII LUDMILA?, SELEVESTRU RODICA*, TOMACINSCHII CRISTINA*2,

GUDUMAC EVA?, SCIUCA SVETLANA*?
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REZUMAT

Introducere. Fibroza chistici (FC) este cea mai
frecventd boali cu determinism ereditar, autoso-
mal-recesivi, care se manifesti prin pneumopatii
cronice obstructive asociate cu tulburiri de nutritie,
cu evolutie cronicd progresivi. Registrul mondial al
FC nominalizeazi peste 2000 de mutatii CFTR,
printre care mutatia F508del fiind responsabild
pentru 2/3 de cazuri — majoritatea prezentind for-
me clinice severe cu risc de complicatii pulmonare
si evolutii nefavorabile.

Obiectiv: cercetiri ale complicatiilor brohopul-
monare asociate infectiilor cronice la pacientii cu
FC.

Material si metode. Studiul de chhorti a in-
clus 80 pacienti cu FC evaluati clinic si paraclinic
in Clinica de Pneumologie si Centrul de Fibroza
Chisticid, Clinica de Chirurgie Pediatrici pe o peri-
oadi de 20 de ani. FC a fost confirmati prin testul
sudorii, cercetiri molecular-genetice ale mutatiilo-
or CFTR. Exploririle imagistice — Ro pulmonari
si CT toracici si cercetirile bacteriologice ale spu-
tei si secretiilor bronsice s-au efectuat sistematic
conform prevederilor PCN si indicatiilor clinice.
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Rezultate. Virsta medie a pacientilor din stu-
diu este 9,6+1,5 ani (1 luni—42 ani), virsta me-
die al diagnosticului FC — 3,2+0,9 ani (variatii o
lund — 34 de ani). Infectiile pulmonare identifica-
te la acesti pacienti au fost dominate de S.aureus,
Ps.aeruginosa, cazuri rare — St.maltophilia, B.cepacia,
Acinetobacter. Infectiile cronice pulmonare cu ger-
menii mentionati au determinat formarea bron-
siectaziilor in 62,5% pacienti cu CF. Localizarea
predominantd a bronsiectaziilor in lobii superiori
(50%), caracterul sacciform (47,5%), acamuliri de
secretii (18,7%) indici leziuni avansate ale afectirii
bronhopulmonare in FC cu instalarea fenomene-
lor cronice ireversibile. La 27,5% pacienti cu FC
au fost diagnosticate distructii pulmonare, iar in %
cazuri — complicatii pleurale cauzate de exacerbari
ale infectiilor pulmonare cu Ps.aeruginosa, MRSA,
B.cepacia.

Concluzii. Afectarea pulmonari in fibro-
za chistica este cauzatd de coloniziri cu germeni
agresivi, care determini instalarea proceselor cro-
nice cu formarea bronsiectaziilor si complicatiilor
pleuro-pulmonare.

Cuvunte cheie: fibroza chisticd, bronsiectazii,
infectii pulmonare
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FACTORII DE RISC $I PARTICULARITATI CLINICE
N BOALA CRONICA DE RINICHI LA COPII

BALUTEL Tatiana, CIOLPAN Doina, BOCEAROVA Ludmila, BENIS Svetlana,

CIUNTU Angela

Universitatea de Stat de Medicind si Farmacie ,Nicolae Testemitanu”,
Departamentul Pediatrie, IMSP Institutul Mamei si Copilului

REZUMAT

Introducere. Boala cronici renali (BCR) se
defineste prin prezenta unor leziuni structurale sau
functionale a rinichilor timp de cel putin trei luni.
Indiferent de etiologie, se caracterizeazd printr-o
pierdere treptatd ireversibild a functiei renale, care
poate progresa pand la boala renald in stadiu ter-
minal. BCR este o problemd majord de asistentd
medicali la nivel mondial, cu o prevalenti globald
pediatricd de 15-74,7 cazuri la un milion de copii.

Obiectiv: determinarea factorilor de risc, si par-
ticularititilor clinice la copii cu BCR.

Material si metode. Studiul a inclus 56 de paci-
enti, cu varsta cuprinsa intre 1 an si 17 ani, inclusiv
36 biieti (64%) si 20 fete (35,7%) internati in sectia
de Nefrologie a IM si C. BCR a fost definita con-
form ghidului KDIGO (Kidney Disease: Improving
Global Outcomes) ca anomalii structurale sau func-
tionale renale (in prezenta semnelor de deteriora-
re) timp de >3 luni, cu repercusiuni asupra stirii de
sindtate sau sciderea ratei de filtrare glomerulard
(RFG) < 60 ml/min/1.73m2 pentru mai mult de 3
luni, cu sau fird markeri de deteriorare. RFG a fost
estimatd prin formula Schwartz.
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Rezultate. Rezultatele studiului au raportat ci
BCR stadiul I a constituit 4 (7,14% cazuri), BCR
stadiul I1-11 (19,64% cazuri), BCR stadiul I1I-16
(28,57% cazuri), BRC stadiul IV-11 (19,64% ca-
zuri), si BCR stadiul V-14 (25% cazuri). Principalii
factori etiologici la copii au fost determinati de
malformatii congenitale reno-urinare, sindromul
nefrotic steroid-rezistent si glomerulonefrita cro-
nici. Factorii de risc pentru progresia BCR au fost
factorii genetici, varsta, greutatea mici la nastere,
proteinuria, hipertensiunea arteriald. Manifestarile
clinice au inclus poliuria, polidipsia, enurezisul,
esecul cresterii, hipertensiunea arteriald, anemia
cronicd, vome neexplicate recidivante, lipsa per-
formantelor scolare. Terapie de substitutie au fost
aplicati la 14 (25%) pacienti.

Concluzii. Asocierea factorilor de risc in BCR
la copii, creste rata de progresie si accelereazi in-
stalarea stadiilor terminale. Cu o frecventa sporitd
au fost asociati factorii genetici, greutatea micd la
nastere, proteinuria, varsta si hipertensiunea arteri-
ald. La copii BCR evolueazi preponderent silentios
si nespecific, cu aparitia semnelor clinice odatd cu
reducerea drastici a functiilor renale.

Cuvinte cheie: boali cronici renali, rata de fil-
trare glomerulard, factori de risc, copii.
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RISK FACTORS AND CLINICAL FEATURES IN
CHRONIC KIDNEY DISEASE IN CHILDREN

BALUTEL Tatiana, CIOLPAN Doina, BOCEAROVA Ludmila, BENIS Svetlana,

CIUNTU Angela

Nicolae Testemitanu State University of Medicine and Pharmacy,
Department of Pediatrics, IMSP Institute of Mother and Child

ABSTRACT

Introduction. Chronic kidney disease (CKD)
is defined by the presence of structural or function-
al damage to the kidneys for at least three months.
Regardless of etiology, it is characterized by a grad-
ual irreversible loss of renal function, which may
progress to end-stage renal disease. CKD is a major
global healthcare problem with a global pediatric
prevalence of 15-74.7 cases per million children.

Objective: determination of risk factors and
clinical features in children with CKD.

Material and methods. The study included
56 patients, aged 1 year to 17 years, including 36
boys (64%) and 20 girls (35.7%) interned in the
Nephrology department of IM and C. CKD was
defined according to the KDIGO (Kidney Disease:
Improving Global Outcomes) guideline as renal struc-
tural or functional abnormalities (in the presence
of signs of deterioration) for more than 3 months,
with impairment of health or decreased glomerular
filtration rate (GFR) <60 ml/min/1.73m2 for more
than 3 months, with or without markers of deteri-
oration. RFG has been estimated by the Schwartz
formula.
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Results. The results of the study reported that
CKD stage I constituted 4 (7.14% cases), CKD
stage II-11 (19.64% cases), CKD stage III-16
(28.57% cases), CKD stage IV-11 (19.64% cases),
and CKD stage V-14 (25% cases). The main etio-
logical factors in children were determined by con-
genital anomalies of the kidney and urinary tract,
steroid-resistant nephrotic syndrome, and chronic
glomerulonephritis. Risk factors for CKD progres-
sion were genetic factors, age, low birth weight,
proteinuria, and hypertension. Clinical manifesta-
tions included polyuria, polydipsia, enuresis, failure
of growth, hypertension, chronic anemia, relapsed
unexplained vomiting, and lack of school perfor-
mance. Replacement therapy was applied to 14
(25%) patients.

Conclusions. The association of risk factors in
CKD in children increases the rate of progression
and accelerates the onset of terminal stages. With
increased frequency, genetic factors, low birth
weight, proteinuria, age and hypertension were as-
sociated. In children, CKD evolves mainly silent-
ly and nonspecific, with the appearance of clinical
signs with the drastic reduction of renal functions.

Key words: chronic kidney disease, glomerular
filtration rate, risk factors, children.
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REZUMAT

Introducere. Leziunea renali acuti (LRA)
afecteazd panid la 35% din totalul copiilor in stare
criticd. Un studiu de meta-analiza care cuprinde
94 de studii (cu 202.694 de participanti) a rapor-
tat incidenta generald a LRA de 26%, cu incidenta
formei moderate pani la severd de 14%. LRA com-
portd un risc substantial de morbiditate si morta-
litate pe termen scurt, si cresterea riscurilor pe ter-
men lung, de boali cronici renald, boali renalid in
stadiu terminal si hipertensiune arteriali.

Obiectiv: analizarea particularititilor clini-
co-paraclinice si evolutive la copii cu LRA.

Material si metode. Studiul a inclus 56 de pa-
cienti, inclusiv 39 biieti (69%) si 17 fete (31%) cu
vérsta cuprinsd intre 1 si 17 ani spitalizati in sectia
Nefrologie IMSP IM si C. LRA a fost definiti in
conformitate cu ghidul KDIGO (Kidney Disease:
Improving Global Outcomes) ca o crestere a creatini-
nei serice (CrS) cu 26,5 pmol/l in 48 de ore sau o
crestere a CrS de pand la 1,5 ori din valoarea initi-
ald sau mai mult, cunoscuti sau presupusi a fi avut
loc in ultimele 7 zile pentru pacientii internati sau
cresterea CrS in 7 zile de la internare.

Rezultate. Conform rezultatelor studiului
LRA stadiul I a fost stabilit in -66% cazuri, LRA
stadiul II -32% cazuri si LRA stadiul I1I11-2% ca-
zuri. Cauzele LRA pediatrice sunt cel mai frecvent
clasificate ca prerenale, renale si postrenale. Tabloul
clinic prezintd semne si simptome caracteristice
afectirii functiei renale, cum ar fi: edeme, oligoa-
nuria, hematurie macro si microscopici si hiperten-
siune arteriald. Examindrile paraclinice au relevat
modificiri ale functiei renale, precum cresterea CrS
si/sau a ureei in singe, reducerea RFG, modificiri
in sumarul de urini, hiperkaliemie, hiponatremie si
acidoza metabolici.

Concluzii. LRA la copii frecvent se manifestd
ca o complicatie a altor patologii grave, cu asoci-
erea aspectelor clinico-paraclinice a bolii de baza.
Supraincircarea de volum cu oligoanurie, este cea
mai frecventd manifestare care influenteazi in mod
direct dezvoltarea complicatiilor si cresc gradul de
vulnerabilitate a pacientilor la un risc semnificativ
de morbiditate si mortalitate.

Cuvinte cheie: leziune renald acuti, copii, rata
de filtratie glomerulari.
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ABSTRACT

Introduction. Acute kidney injury (AKI) af-
tects up to 35% of all children in critical condition.
A meta-analysis study involving 94 studies (with
202,694 participants) reported an overall incidence
of AKI of 26%, with an incidence of moderate to
severe forms of 14%. AKI carries a substantial risk
of short-term morbidity and mortality and increas-
es the long-term risks of chronic kidney disease,
end-stage renal disease, and hypertension.

Objective: analyzing paraclinical and evolu-
tionary clinical features in children with AKI.

Material and methods. The study included
56 patients, of which 39 boys (69%) and 17 girls
(31%) aged between 1 and 17 years hospitalized
in the IMSP IM and C Nephrology depart-
ment. AKI was defined according to the KDIGO
(Kidney Disease: Improving Global Outcomes)
guideline as an increase in serum creatinine (sCr)
of 26.5 pmol/l in 48 hours or an increase in sCr
of up to 1.5 times from baseline or greater, known
or assumed to have occurred in the last 7 days for
hospitalized patients, or increase in sCr within 7
days of admission.
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Results. According to the results of the study
AKI stage I was established in -66% of cases, AKI
stage II - 32% of cases, and AKI stage II1-2% of
cases. Causes of pediatric AKI are most common-
ly classified as prerenal, renal, and postrenal. The
clinical picture shows signs and symptoms char-
acteristic of renal function impairment, such as
edema, oliguria, brut hematuria/ microscopic he-
maturia, and arterial hypertension. Paraclinical ex-
aminations revealed changes in renal function such
as increased sCr and/or blood urea, reduced GFR,
changes in urine summary, hyperkalemia, hypona-
tremia, and metabolic acidosis.

Conclusions. AKI in children often manifests
itself as a complication of other serious pathologies,
with the association of clinical-paraclinical aspects
of the basic disease. Volume overload with oligoa-
nuria is the most frequent manifestation that di-
rectly influences the development of complications
and increases the degree of vulnerability of patients
to a significant risk of morbidity and mortality.

Key words: acute kidney injury, children, glo-

merular filtration rate.
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REZUMAT

Introducere. Refluxul vezico-ureteral (RVU)
reprezinti fluxul retrograd de urini din vezica uri-
nari spre calicele renale sau citre rinichi. Studii re-
cente raporteazd ci RVU apare in 36-56% cazuri
in infectii ale tractului urinar (ITU), in 46% ca o
complicatie a ureterului dublu, in 16,1% cazuri de
obstructie a jonctiunii pielo-ureterale si in 24% de
agenezie renald unilaterala.

Obiectiv: identificarea factorilor predispozanti,
a comorbidititilor congenitale si dobandite si par-
ticularititile clinico-evolutive la copii cu RVU.

Material si metode. Studiul a inclus 131 copii
cu RVU internati in sectia Nefrologie IMSP IM si
C, cu varsta cuprinsi intre 3 luni §i18 ani.

Rezultate. Rezultatele studiului au raportat
prezenta RVU primar izolat in 26% cazuri, RVU
primar asociat cu alte malformatii- 27% cazuri si
RVU secundar asociat cu cresterea presiunii in-
travezicale, In caz de stenoza uretrei si colului
vezicii urinare- 2% sau vezicd neurogend -45%.
Ureterocistografia a relevat prezenta: RVU gradul

I-24%, RVU gradul 1I-36%, RVU gradul I1I-40%.
Afectarea bilaterald a fost prezentd in 37% cazuri,
iar unilaterald in 63%. I'TU a fost asociati cu RVU
la toti pacientii. Manifestdrile clinice au inclus
semne de ITU joasd (mictiuni frecvente, disurie,
polakiurie), enurezis nocturn sau pierderi urina-
re involuntare diurne. Alte manifestiri clinice au
inclus tulburidri gastro-intestinale, hipertensiune
arteriald (HTA) si retard in crestere. Evolutia spre
boali cronici renali (BCR) a fost stabilitd in 4 %
cazuri.

Concluzii. Factorii de risc pentru aparitia lezi-
unilor renale la copii cu RVU sunt: gradul avansat
de RVU, ITU recurente si asocierea cu alte mal-
formatii congenitale renale. Monitorizarea perma-
nentd a evolutiei bolii si a indicilor functiei renale
cu aplicarea tratamentului antibacterian precoce,
va asigura prevenirea complicatiilor si reducerea
riscului de dezvoltare a cicatricelor renale si BCR
terminale.

Cuvinte cheie: reflux vezico-ureteral, malfor-
matie, infectia tractului urinar, copii.
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ABSTRACT

Introduction. Vesicoureteral reflux (VUR) is
the retrograde flow of urine from the bladder to
the renal calyces or kidneys. Recent studies report
that VUR occurs in 36-56% of cases of urinary tract
infections (UT1Is), in 46% as a complication of the
double ureter, in 16.1% of ureteropelvic junction
obstruction, and 24% of agenesis unilateral renal.

Objective: identification of predisposing fac-
tors, congenital and acquired comorbidities, and
clinical-evolutionary particularities in children
with VUR.

Material and methods. The study included
131 children with VUR admitted to the IMSP IM
and C Nephrology department, aged between 3
months and 18 years.

Results. The results of the study reported the
presence of isolated primary VUR in 26% of cases,
primary VUR associated with other malformations
- in 27% of cases, and secondary VUR associat-
ed with increased intravesical pressure, in case of
urethral and bladder neck stenosis - in 2% or neu-

rogenic bladder -45%. Ureterocystography revealed

the presence: of VUR degree 1-24%, VUR degree
I1-36%, VUR degree I1I1-40%. Bilateral damage
was present in 37% of cases and unilateral in 63%.
UTIs have been associated with VUR in all pa-
tients. Clinical manifestations included signs of
low UTTs (frequent urination, dysuria, pollakiuria),
nocturnal enuresis, or involuntary diurnal urinary
loss. Other clinical manifestations included gas-
trointestinal disorders, high blood pressure (HBP)
and increasing retardation. Evolution towards
chronic renal disease (CKD) was established in 4%
of cases.

Conclusions. Risk factors for developing kid-
ney damage in children with VUR are advanced
degree of VUR, recurrent UTIs, and associa-
tion with other congenital kidney malformations.
Permanent monitoring of the disease evolution
and renal function indices with the administration
of early antibacterial treatment will ensure the pre-
vention of complications and the reduction of the
risk of developing renal scars and terminal CKD.

Key words: vesicoureteral reflux, malformation,
urinary tract infection, children.
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REZUMAT

Introducere. Sindromul nefrotic (SN) este cea
mai frecventd maladie glomerulard la copii, si o
cauzid majord a bolii renale cronice (BRC). Studii
recente raporteazi ci incidenta anuali la nivel glo-
bal a SN la copii constituie 1.15 - 16.9 cazuri la
100.000 de copii.

Obiectiv: descrierea aspectelor clinice si para-
clinice caracteristice copiilor cu SN.

Material si metode. Studiul a inclus 80 copii,
dintre care 27 fete (33,7%) si 53 biieti (66,3%) cu
varsta: < 5 ani — 45 (56,3%) cazuri, 6-10 ani - 20
(25,0%), > 11 ani - 15 (18,7%). Varsta medie a fost
6,52+0,66 ani. Diagnosticul de SN s-a stabilit in
baza testelor: raportul proteinid/creatinini (Pr/Cr)
> 2 mg/mg sau 200 mg/mmol sau proteina +++ la
testul urinar “dipstick” sau proteinurie > 40 mg/
m2/h sau > 1000 mg/m2/ in 24h.

Rezultate. Pacientii cu SN steroid-sensi-
bil (SNSS) au constituit 61,25% cazuri, SN ste-
roid-dependent (SNSD) 18,75%, iar cei cu SN
steroid-rezistent (SNSR) — 20,0%. SNSS s-a ates-

tat mai frecvent in grupa de varsta de 2-5 ani in
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57,1% cazuri, SNSD - 60,0% in grupa 2-5 ani,
iar SNSR s-a atestat in 31,3% la pacientii de 6-9
ani si cei 214 ani. Tabloul clinic de debut a inclus
edeme generalizate, pand la anasarci, oligoanurie,
sindrom algic abdominal si dureri in regiunea lom-
bari. Sedimentul urinar a evidentiat proteinurie
pani la 4,65+0,6 g/l in SNSS, pani la 6,10+2,09
g/l in SNSD si pani la 7,15+0,09 g/l in SNSR.
Examinirile paraclinice: hipoproteinemie, in
SNSS pani la 53,3+1,27 g/l cu corelatii indirec-
te intre nivelul proteinei totale (Pt) si proteina in
urind in 24 h (rxy= - 0,373, p<0,05). In lotul pa-
cientilor cu SNSR sa determinat hipoproteinemie
- 51,13+1,49 ¢/, atestandu-se corelatii indirecte
intre nivelul Pt si colesterol (rxy= - 0,550, p<0,001);
intre nivelul Pt si trigliceride (r =-0,635, p<0,001).

Concluzii. Edemul, proteinuria si hipoa-
SN.

Prognosticul pe termen lung este dependent direct

Ibuminemia sunt caracteristici clasice ale

de rispunsul la corticoterapie, cu un rezultat foarte
bun in caz de SNSS si cu risc inalt de BCR, in caz
de SNSR.

Cuvinte cheie: sindrom nefrotic, afectare glo-
merulard, proteinurie, BCR.

/  © 2024 SOCIETATEA DE PEDIATRIE DIN REPUBLICA MOLDOVA



ABSTRACT BOOK. THE 8th INTERNATIONAL CONGRESS
OF THE MOLDAVIAN SOCIETY OF PEDIATRICS
"PEDIATRICS - A MULTIDISCIPLINARY SPECIALTY”

NEPHROLOGY

NEPHROTIC SYNDROME IN CHILDREN: CLINICAL
AND PARACLINICAL PARTICULARITIES

CIUNTU ANGELA?*, BERNIC JANA*2, REVENCO NINEL*?

'Nicolae Testemitanu State University of Medicine and Pharmacy,

Chisinau, Republic of Moldova

Institute of Mather and Child, Chisinau, Republic of Moldova

ABSTRACT

Introduction. Nephrotic syndrome (NS) is the
most common glomerular disease in children and
a major cause of chronic kidney disease (CKD).
Studies report that the global annual incidence
of NS in children is 1.15 - 16.9 cases per 100,000
children.

Objective: description of clinical and paraclini-
cal characteristics of children with NS.

Material and methods. The study included
80 children, 27 girls (33.7%) and 53 boys (66.3%)
with age: < 5 years — 45 (56.3%) cases, 6-10 years
- 20 (25,0%), > 11 years — 15 (18,7%). The average
age was 6,52+0,66 years. The diagnosis of NS was
established based on the tests: protein/creatinine
ratio (Pr/Cr) 2 2 mg/mg or 200 mg/mmol or pro-
tein +++ to the urinary test “dipstick” or proteinuria
> 40 mg/m2/h or > 1000 mg/m2/ in 24h.

Results. Patients with steroid-sensitive NS
(SNSS) constituted 61.25% of cases, steroid-de-
pendent (SNSD) 18.75%, and with steroid-resis-
tant (SNSR) — 20.0%. SNSS was more frequently
attested in the age group of 2-5 years in 57.1% of
cases, SNSD - 60.0% in the group 2-5 years, and
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SNSR was attested in 31.3% in patients aged 6-9
years and those 214 years. The onset clinical pic-
ture included generalized edema up to anasarca, ol-
iguria, abdominal algal syndrome, and pain in the
lumbar region. Urinary sediment showed protein-
uria up to 4,65+0,6 g/l in SNSS, up to 6,10+2,09
g/l in SNSD, and up to 7,15+0,09 g/l in SNSR.
Paraclinical examinations: hypoproteinaemia, in
SNSS up to 53,3+1,27 g/l with indirect correla-
tions between the level of total protein (Pt) and
the protein in urine in 24 h (rxy= - 0,373, p<0,05).
In the group of patients with SNSR hypoprotein-
aemia was determined - 51,13+1,49 g/l, attesting
indirect correlations between Pt and cholesterol
level (rxy= - 0,550, p<0,001); between Pt level and
triglycerides (rxy=-0,635, p<0,001).

Conclusions. Edema, proteinuria, and hypoal-
buminemia are classic characteristics of SN. The
long-term prognosis is directly dependent on the
response to corticotherapy, with a very good out-
come in the case of SNSS and a high risk of CKD
in the case of SNSR.

Key words: nephrotic syndrome, glomerular

damage, proteinuria, CKD.
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REZUMAT

Introducere. Boala polichisticd renald autozo-
mal recesivi (ARPKD) este o conditie clinici ere-
ditard rard, determinatd de mutatii la nivel PKHD1
(6p12.2-3) care codifici fibrocistina proteinei cili-
are. ARPKD este manifestatd clinic si paraclinic
prin afectarea chisticd renalid si hepaticd. Incidenta
ARPKD constituie cca 1: 20 000 de nasteri vii.
ARPKD este cea mai comuni formi de boali chis-
ticd renald intalnitd incd de la varsta de nou niscut
sau de copil mic.

Obiectivul lucririi: prezentarea unui caz clinic
cu boala polichistici renali la copii.

Material si metode. Datele anamnestice clinice
si paraclinice au fost preluate din fisa de observatie
a pacientului care a fost spitalizat in sectia reani-
matia chirurgicald din cadrul IMSP IM si C.

Rezultate. Copil se consideri bolnav de prima
zi de viatd, cind apar semne de insuficientd rena-
14 congenitald si respiratorie. Este transferat de la
SCM ,,Gh.Paladi”la 1 zi de viati. Copil niscut de
la SII, NI, la termen 37s.g, prin operatie cezaria-
nd urgentd, cu masa 3400 g, Scor Apgar 7/8p, din
prezentatie pelvind. Sarcina a decurs fird particu-
larititi patologice. Starea generald a copilului in
dinamicd cu agravare pe contul progresirii clini-
ce si paraclinice a insuficientei renale, insuficien-
tei respiratori si cardiace, progresia semnelor de
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endotoxicoza, tulburirilor metabolice necorijabile.
In cadrul investigatiilor paraclinice hemoleucogra-
ma: Hb -178¢/1, Eritrocite-4.7x10%ul, Ht 47,6%,
leucocite 45,50x10%1, trombocite 422x10%/1, neseg-
mentate 34%, segmentate 39%, I/T - 0,46. Datele
biochimice: ureea 9,30 mmol/l, creatinina 259.00
mmol/l., ALT 6,9U/L, AST 60,2U/L, Proteina
totald 50,3g/l, Calciu 2,64 mmo/l, Potasiu 5,80
mmol/l, Sodiu 188 mmo/l, RFG 13 ml/min/1,73
m2, Alfa-fetoproteina peste 800. USG renali:
Rinichiul drept lungimea 99x48 mm, contur regu-
lat, parenchimul 18 mm; rinichiul sting lungimea
93x50 mm, contur regulat, parenchimul 21 mm.
EcoDoppler cardiac: Defect de sept atrial, Defect de
sept ventricular, Insuficienta valvei tricuspide gr.II,
Insuficienta valvei pulmonare gr I. Hipertensiunea
pulmonari severd. Tomografia computerizati: mo-
dificdri renale patologice in cadrul polichistozei
renale autosomal-recesive. Hipoplazie pulmonara
bilateral asociati cu bule emfizematoase bilate-
ral si la nivelul mediastinului anterior pe dreapta.
Diagnosticul clinic: Boalid polichistica renald for-
ma autosomal recisivd. Hipoplazie pulmonara bi-
laterali. Pneumopatie congenitala. Malformatie
congenitald cardiacd combinatd: Defect de sept
atrial, Defect de sept ventricular, Insuficienta valvei
tricuspide gr.Il, Insuficienta valvei pulmonare gr
I. Hipertensiunea pulmonari severd. Insuficienta
renala subcompensati. Hipertensiune arteriald
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maligni. Insuficienta poliorganica. Tratamentul
ARPKD vizeazi manifestirile complicatiile bolii,
fiind realizate de o echipd multidisciplinard. Astfel
tratamentul include terapia sindromald, mentine-
rea perfuziei renale adecvate, corijarea tulburirilor
hidro-electrolitice, balantid azotatd bine echilibrati,
adaptarea dozelor de medicamente cu excretie re-
nali conform filtratiei glomerulare.

Concluzie. ARPKD este o boali ereditard cu
transmitere autosomal recisivd, in special, in asocie-
rea comorbidititilor si a complicatiilor cu dezvolta-
rea BCR. Diagnosticul de ARPKD este sugerat de
ecografia prenatald ce releva rinichi mari, cu ecoge-
nitate crescutd in corticald si medulara.

Cuvinte cheie: boala polichisticd renald, boald
cronici renald, malformatii congenitale
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ABSTRACT

Introduction. Autosomal recessive polycys-
tic kidney disease (ARPKD) is a rare hereditary
clinical condition caused by mutations in PKHD1
(6p12.2-3) that encodes ciliary protein fibrocystin.
ARPKD is clinically and paraclinically manifested
by renal and hepatic cystic damage. The incidence
of ARPKD is about 1:20,000 live births. ARPKD
is the most common form of kidney cystic disease
encountered since the age of the newborn or young
child.

Objective of the work: presentation of a clini-
cal case with polycystic kidney disease in children.

Material and methods. Clinical and paraclin-
ical anamnestic data were taken from the patient
observation sheet that was hospitalized in the
surgical intensive care unit of Mother and Child
Institute.

Results. Child is considered sick from the first
day of life, when signs of congenital and respiratory
renal failure appear. The girl was transferred from
”Gh.Paladi”Hospital on the first day of life. Child
was born from IIP, IB, at 37 g.w, by urgent cesar-
ean section, with mass 3400g, Apgar Score 7/8p,
from pelvic presentation. Pregnancy went without
pathological peculiarities. The general condition of
the child was worsening in the dynamics because
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of clinical and paraclinical progression of renal fail-
ure, respiratory and cardiac insufficiency, progres-
sion of signs of endotoxicosis, and non-corigible
metabolic disorders. In paraclinical investigations:
Blood count: Hemoglobin - 178g/1, Erythrocytes-
4.7x106/ul, Hematocrit  47.6%, leukocytes
45.50x109/1, platelets 422x109/1, unsegmented
34%, segmented 39%, I/T - 0.46. Biochemical
data: urea 9,30mmol/l, creatinine 259.00 mmol/I.,
ALT 6,9U/L, AST 60,2U/L, Total protein 50,3g/1,
Calcium 2,64mmo/l, Potassium 5,80mmol/l,
Sodium 188mmo/l, GFR 13 ml/min/1.73 m2,
Alpha-fetoprotein over 800. Renal USG: Right
kidney length 99x48mm, regular contour, paren-
chyma 18mm; left kidney length 93x50mm, reg-
ular contour, parenchyma 21mm. Cardiac Eco
Doppler: Atrial septal defect, Ventricular septal de-
fect, Tricuspid valve insufficiency gr.II, Pulmonary
valve insufficiency gr.l. Severe pulmonary hyper-
tension. Computed tomography: pathological
renal changes in autosomal-recessive renal poly-
cystosis. Bilateral pulmonary hypoplasia associ-
ated with emphysematous bubbles bilaterally and
at the level of the anterior mediastinum on the
right. Clinical diagnosis: Polycystic renal disease,
autosomal recursive form. Bilateral pulmonary
hypoplasia. Congenital pneumopathy. Congenital

combined heart malformation: Atrial septal defect,
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Ventricular septal defect, Tricuspid valve insuffi-
ciency II degree, Pulmonary valve insufficiency gr.1.
Severe pulmonary hypertension. Sub-compensated
kidney failure. Malignant arterial hypertension.
Poly-organic insufficiency. Treatment ARPKD
targets the manifestations of complications of the
disease, being carried out by a multidisciplinary
team. The treatment includes syndromal therapy,
maintenance of adequate renal infusion, correc-
tion of hydro-electrolyte disorders, well-balanced

nitrogen balance, adaptation of drugs doses with
renal excretion according to glomerular filtration.

Conclusion. ARPKD is an autosomal reces-
sive hereditary disease, especially in the association
of comorbidities and complications with the de-
velopment of CKD. The diagnosis of ARPKD is
suggested by prenatal ultrasound that reveals large
kidneys, especially, with increased ecogenicity in
cortical and medullary.

Key words: renal polycystic disease, chronic
kidney disease, congenital malformations.
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VARIABILITATEA FENOTIPULUI: UN CAZ RAR DE
ACONDROPLAZIE ASOCIAT CU EPILEPSIE

PINTILIE IUSTINA2, VLADACENCO OANA AURELIA*2, ROZA EUGENIA?2,

TELEANU RALUCA IOANA*2

"Universitatea de Medicind si Farmacie ,,Carol Davila” Bucuresti, Romania

?Spitalul Clinic de Copii ,,Dr. Victor Gomoiu” Bucuresti, Roménia

REZUMAT

Introducere. Acondroplazia este o boald gene-
ticd rard autozomal dominantd cu penetranti com-
pletd, fiind cea mai frecventd displazie scheletald
umani. Prevalenta crizelor epileptice in cazul paci-
entilor afectati este mai mare comparativ cu cea a
populatiei generale, insd, la acest moment, nu exista
o relatie certd de asociere intre cele doud patologii.

Material si metode. Prezentim cazul unui co-
pil de sex masculin, evaluat in sectia Neurologie
Pediatrici a Spitalului Clinic pentru Copii Dr.
Victor Gomoiu. Debutul simptomatologiei a fost
la varsta de 4 luni cu crize de tip apnee, iar ulte-
rior crize epileptice focale. Clinic, la acel moment
prezenta : macrocefalie, intirziere in dezvoltarea
neuromotorie, hipotonie axiald si hiperlaxitate li-
gamentari. La momentul prezentirii, pe curbele

de crestere pacientul se incadra ca fiind macrosom.
In evolutie s-au decelat caracteristici fenotipice
evidente pentru acondroplazie. Testarea geneticd a
confirmat suspiciunea, identificind o variantd pa-
togenid a genei FGFR3.

Concluzii. Diagnosticul de acondroplazie poa-
te fi suspicionat chiar din perioada antenatald, fiind
ulterior confirmat prin testare genetice. In cazul
nostru, provocarea echipei medicale a constat in
debutul atipic, cu crize epileptice, in absenta unui
fenotip particular al pacientului in primele luni de
viatd, ceea ce a dus la intirzierea in stabilirea dia-
gnosticului de acondroplazie. Se impune adoptarea
unei abordiri sistematice care si faciliteze diagnos-
ticul precoce, aviand in vedere importanta acestuia
pentru orientarea terapeuticd si prognosticul paci-
entilor afectati.

Cuvinte cheie: acondroplazie, epilepsie, copil
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DECODING CHIARI MALFORMATION AND
SYRINGOMYELIA: FROM EPIDEMIOLOGY
AND GENETICS TO ADVANCED DIAGNOSIS
AND MANAGEMENT STRATEGIES

PLES HORIA*2, COVACHE-BUSUIOC RAZVAN-ADRIAN?, GLAVAN LUCA-ANDREF,

CIUREA ALEXANDRU VLADIMIR #*

Centre for Cognitive Research in Neuropsychiatric Pathology, Timisoara, Romania

*Victor Babes University of Medicine and Pharmacy, Timisoara, Romania

3Carol Davila University of Medicine and Pharmacy, Bucharest, Romania

*Romanian Academy, Medical Science Section, Romania

> Sanador Medical Center”, Bucharest, Romania

ABSTRACT

Chiari  Malformation

Syringomyelia are neurosurgical entities that have

Introduction. and
been a subject of extensive research and clinical
interest. Globally prevalent, these disorders vary
demographically and have witnessed evolving
temporal trends. Chiari Malformation impacts
the normal cerebro-spinal fluid flow, consequent-
ly affecting overall health. Key observations from
canine studies offer pivotal insights into the patho-
genesis of Syringomyelia and its extrapolation to
human manifestations. Genetics play a pivotal
role; contemporary knowledge identifies specific
genes, illuminating avenues for future exploration.
Clinically, these disorders present distinct pheno-
types. Diagnostically, while traditional methods
have stood the test of time, innovative neuro-
physiological techniques are revolutionizing ear-
ly detection and management. Neuroradiology, a
cornerstone in diagnosis, follows defined criteria.
Advanced imaging techniques are amplifying di-
agnostic precision. In therapeutic realms, surgery
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remains primary. For Chiari 1 Malformation,
surgical outcomes vary based on the presence of
Syringomyelia. Isolated Syringomyelia demands
a unique surgical approach, the -effectiveness
of which is continually being optimized. Post-
operative long-term prognosis and quality of life
measures are crucial in assessing intervention
success. In conclusion, this amalgamates existing
knowledge, paving the way for future research and
enhanced clinical strategies in the management of
Chiari Malformation and Syringomyelia.

Global Prevalence and Demographic Trends.
The global prevalence of Chiari Malformation and
Syringomyelia indicates that these are not isolated
phenomena but rather issues of broader clinical in-
terest. Varying demographics and temporal trends
offer essential perspectives on how these disorders
manifest across different populations and over
time.

Studies
Syringomyelia. Studies in canines have of-

from Canine on

Insights

tered critical knowledge into the pathogenesis of
Syringomyelia, providing a unique vantage point
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for understanding how this condition might mani-
fest in humans. The extrapolation of findings from
animal models to human physiology can enrich our
understanding of disease mechanisms.

Role of Genetics. Emerging research has pin-
pointed specific genes associated with these dis-
orders. This genomic focus shines a spotlight on
potential hereditary predispositions and creates
pathways for targeted therapies or even preventa-
tive measures in the future.

Clinical Manifestations. Clinically, Chiari
Malformation and Syringomyelia present distinct
phenotypes or sets of observable characteristics.
The various ways these conditions manifest in pa-
tients are essential to understanding the full spec-
trum of these disorders.

Diagnostic Evolution. While traditional di-
agnostic methods have proved enduringly use-
ful,

are opening up new vistas in early detection and

innovative neurophysiological techniques
management. Neuroradiology, an established cor-
nerstone in diagnosis, adheres to rigorous, defined
criteria but is being enhanced by advanced imaging
techniques, thus sharpening diagnostic precision.

and  Surgical

intervention

Therapeutic  Approaches

Outcomes.  Surgical remains

the primary treatment option. For Chiari 1
Malformation, the success of surgical approaches

143

often hinges on the co-presence of Syringomyelia.
Isolated Syringomyelia, on the other hand, requires
a unique set of surgical techniques, the efficacy of
which are continuously refined through research
and practice.

Post-Operative Prognosis and Quality of
Life. Beyond immediate surgical outcomes, long-
term prognosis and quality of life assessments are
instrumental in evaluating the success of interven-
tions. These factors provide both clinicians and pa-
tients with a fuller understanding of the potential
benefits and drawbacks of surgical treatments.

Conclusion. This serves as an integrative plat-
form for the current body of knowledge on Chiari
Malformation and Syringomyelia. It not only syn-
thesizes existing data but also points towards un-
explored or underexplored avenues for research and
clinical application. As these disorders continue to
be subjects of intensive study and evolving clini-
cal strategies, this comprehensive overview aims to
serve as a roadmap for future research endeavors
and improvements in patient management.

Disclaimer: The authors declare no conflict of
interest

Key words: Chiari 1; Chiari 2; Cerebral
Malformation;

Syringomyelia;  Neurosurgery;

Syrinx Pathologies; Genetic Implications
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ABORDAREA MULTIDISCIPLINARA A
ANOREXIEI NERVOASE LA ADOLESCENTE

COJOCARU ADRIANA?2, JOSAN JENNIFER?, BIRAU ROXANA2, SIRBU ALEXANDRA?,
MITRULESCU PAISEANU AMALIA?, BUGI MEDA?, MARGINEAN OTILIA*2,

NUSSBAUM LAURA*2
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REZUMAT

Introducere. Anorexia nervoasi reprezinti o
tulburare mentala gravi, cu un risc ridicat de mor-
talitate, care implicd dificultiti specifice legate de
sindtatea fizici si mentald, necesitind o atentie
specializatd din partea profesionistilor din dome-
niul sinititii si o abordare complexi si variatd. O
interventie rapidd si adecvati in gestionarea ano-
rexiei nervoase, prin diagnosticare prompti si ini-
tierea unui tratament precoce, desfdsurat in cadrul
unei echipe multidisciplinare, poate contribui la re-
ducerea riscului de deces. Echipa multidisciplinard
este formatd din medicul psihiatru, medicii pedia-
trii de diferite specialititi, medicul nutritionist, psi-
holog, medicul de familie si suportul familiei.

Obiectiv. Aceasti lucrare isi propune si exami-
neze doud cazuri de anorexie la adolescente ce au
prezentat o scidere semnificativi in greutate, com-
portamente de restrictie alimentari si purgare, care

au condus la complicatii grave de sinitate fizic,
alituri de un grad sever de subponderalitate si di-
verse simptome psihice asociate cu punerea vietii in
pericol. Anorexia nervoasi este considerati o afec-
tiune psihosomatici, deoarece simptomele psihice
si cele somatice coexisti, iar factorii psihologici in-
tretin manifestarea simptomelor fizice.

In cele doui cazuri prezentate, din cauza com-
plicatiilor somatice severe, s-a impus o abordare
terapeuticd integratd, multidisciplinara.

Concluzii. Anorexia nervoasi este o tulburare
medicald gravi, cu un risc crescut de mortalitate,
necesitind o abordare terapeuticd specializatd, cu
implicarea unei echipe multidisciplinare care si
trateze atit aspectele psihiatrice, cit si cele somati-
ce. Tranzitia pacientilor la serviciile pentru adulti ar
trebui pregititd impreuni cu membrii familiilor lor.

Cuvinte cheie: anorexie nervoasi, adolescente,
diagnostic, tratament, complicatii, abordare terape-
uticd, echipa multidisciplinari.

144 / © 2024 SOCIETATEA DE PEDIATRIE DIN REPUBLICA MOLDOVA



ABSTRACT BOOK. THE 8th INTERNATIONAL CONGRESS
OF THE MOLDAVIAN SOCIETY OF PEDIATRICS
"PEDIATRICS - A MULTIDISCIPLINARY SPECIALTY”

NEUROLOGY AND PSYCHIATRY

MULTIDISCIPLINARY APPROACH TO
ANOREXIA NERVOSA IN ADOLESCENTS

COJOCARU ADRIANA?2, JOSAN JENNIFER?, BIRAU ROXANA2, SIRBU ALEXANDRA?,
MITRULESCU PAISEANU AMALIA?, BUGI MEDA?, MARGINEAN OTILIA*2,

NUSSBAUM LAURA*2

YWictor Babes University of Medicine and Pharmacy, Timisoara, Romania
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ABSTRACT

Introduction. Anorexia nervosa is a severe
mental disorder, with a high risk of mortality, in-
volving specific challenges related to both physical
and mental health, requiring specialized attention
from healthcare professionals and a comprehensive
and varied approach. Rapid and appropriate in-
tervention in managing anorexia nervosa, through
prompt diagnosis and initiation of early treatment
within a multidisciplinary team, can contribute to
reducing the risk of death. The multidisciplinary
team consists of a psychiatrist, pediatricians spe-
cializing in various fields, a nutritionist, psycholo-
gist, family physician, and family support.

This paper aims to examine two cases of an-
orexia in adolescent girls who have exhibited sig-
nificant weight loss, restrictive eating behaviors,
and purging, leading to serious physical health
complications, along with severe underweight and

various associated psychiatric symptoms posing a
life-threatening risk. Anorexia nervosa is consid-
ered a psychosomatic condition, as both psycho-
logical and somatic symptoms coexist, with psy-
chological factors maintaining the manifestation
of physical symptoms.

In the two cases presented, due to severe somat-
ic complications, an integrated, multidisciplinary
therapeutic approach was necessary.

Conclusions. Anorexia nervosa is a serious
medical disorder, with a high risk of mortality, re-
quiring specialized therapeutic approaches, involv-
ing a multidisciplinary team to address both psy-
chiatric and somatic aspects. Transitioning patients
to adult services should be prepared together with
their families.

Keywords: anorexia nervosa, adolescents, di-
agnosis, treatment, complications, therapeutic ap-
proach, multidisciplinary team.
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ABORDAREA MULTIDISCIPLINARA MODERNA A
AMIOTROFIEI SPINALE LA COPIL - ASPECTE PRACTICE
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REZUMAT

Introducere. Amiotrofia spinali (AMS) este o
boald genetici neuromusculard rard provocati de
deletia genei SMN1 de la nivelul cromozomului 5
care provoacd un tablou clinic tipic, cu sldbiciune
musculard importanti, deformiri scheletale, insufi-
cientd respiratorie. Cea mai severd formi a bolii este
AMS tip I care pand in momentul in care primul
tratament a fost disponibil pe piatd era una dintre
cele mai frecvente cauze de mortalitate infantila.
La acest moment, testele genetice sunt mai usor de
accesat, iar recunoasterea bolii a luat amploare, fapt
ce ne permite si diagnosticim precoce si sd tratim
acestd patologie incd din etape paucisimptomatice.

Material si metode. Prezentim o serie de ca-
zuri diagnosticate in clinica noastrd, cu diferite
forme de AMS, insistind pe aspectele practice si
misurile terapeutice multidisciplinare abordate.

Concluzii. Desi la acest moment existd trei
tipuri de tratament disponibile, odatd instituitd
terapia farmacologici, este crucial aplicarea stan-
dardelor de ingrijire statuate la nivel international
pentru a evita aparitia insuficientei respiratorii cro-
nice, a deformirilor scheletale si a péstririi unui
status nutritional adecvat. Calitatea vietii acestor
copii depinde de felul in care sunt respectate si
aplicate aceste standarde. Important de evidentiat
este, de asemenea, cd odatd cu implementarea tra-
tamentului, pradigma bolii este in continui schim-
bare, in principal datoriti modului in care fenoti-
purile clasice se modificd, vechile clasificirii fiind
depaisite la acest moment.

Subliniem importanta formirii unei echipe
multidisciplinare in managementul copiilor dia-
gnosticati cu AMS pentru ca acestia si isi poatid
atinge potentialul maximal.

Cuvinte cheie: amiotrofia spinali, standarde de
ingrijire, echipd multidisciplinara, copil
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EPILEPSIE S| DIETA KETOGENICA: UN BILANT
AL BENEFICIILOR S| PROVOCARILOR

PERJOC RADU-STEFAN*2, ROZA EUGENIA*2, VLADACENCO OANA-AURELIA*?,
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REZUMAT

Introducere. Epilepsia reprezinti o problemi
frecvent intilnitd in practica neurologului pedi-
atriu. Prevalenta estimatd in populatia pediatricd
este de 0,5 — 1%. Aproximativ 20-30% din pacienti
prezinti o formi de epilepsie farmacorezistenta.
Dieta ketogenicd reprezinti o terapie non-far-
macologici, eficientd in cazul pacientilor cu epilep-
sie farmacorezistenti. Aceasta se bazeazi pe o dieta
bogatd in lipide, cu aport moderat de proteine si
scizut de carbohidrati.

Scopul acestei prezentiri este de a evidentia
principalele beneficii si provociri in introducerea si
mentinerea dietei ketogenice la pacienti cu epilep-
sie farmacorezistenti.

Material si metode. Am analizat datele medi-
cale ale pacientilor cu epilepsie farmacorezistentd
care au primit dietd ketogenica in cadrul sectiei de
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Neurologie Pediatrici a Spitalului de Copii “Dr.
Victor Gomoiu”, Centru de Expertizi in boli ne-
urologice rare. De asemenea, am evaluat perspecti-
vele parintilor cu privire la beneficiile si dificultitile
aderirii la dieta.

Concluzii. Initierea si mentinerea dietei keto-
genice necesitd o echipa multidisciplinard alcituitd
din neurolog pediatru, endocrinolog, dietician si
medic pediatru. Existd multiple dificultiti cu care
se confruntd personalul medical, pacientii si fa-
miliile acestora precum: pregitirea meselor cu un
raport adecvat, costul echipamentului de monitori-
zare a cetonelor si monitorizarea nivelurilor de cor-
pi cetonici. Cu toate acestea, dieta ketogenici este
un tratament sigur si eficient, care ar trebui si fie
luat in considerare pentru toti pacientii cu epilepsie
farmacorezistenti.

Cuvinte cheie: dietd ketogenicd; epilepsie far-
macorezistentd; copil
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BOLILE NEUROLOGICE INFLAMATORII - CUM
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SUNT PROVOCARILE TERAPEUTICE?
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REZUMAT

Introducere. Categorie semnificativi de afecti-
uni in crestere in domeniul neurologiei pediatrice,
bolile neurologice inflamatorii pediatrice devin tot
mai frecvente in practica medicald a specialistului
in neurologie pediatricd. Acestea pot fi impirtite in
sindroame care conduc la leziuni focale ale siste-
mului nervos central, cauzate de procese de demie-
linizare si inflamatie. Patologiile neuroinflamatorii
pot evolua monofazic sau pot fi recurente. Printre
patologiile monofazice amintim sindroamele cli-
nic izolate cu manifestiri atit monofocale, cat si
polifocale, si encefalomieliti acuti diseminati,
caracterizatd prin deficite multifocale si encefalo-
patie. Entititile reprezentative pentru tulburirile
recurente se numird : scleroza multipld pediatri-
ca, diverse tulburiri ale spectrului neuromielitei
optice si sindroamele asociate cu anticorpi impo-
triva glicoproteinei oligodendrocitei, insotite de
demielinizare.

Material si metode. Prezentim o serie de ca-
zuri investigate si diagnosticate in cadrul sectiei de
neurologie pediatrici Centru de expertizd in boli
neurologice rare a Spitalului Clinic de Copii Dr.
Victor Gomoiu din Bucuresti, precum si o atentd
revizuire a literaturii.

Concluzii. Bolile neuroinflamatorii mediate
imun reprezintd o provocare in practica clinicd din
cauza protocolului complex de diagnostic. Este ne-
cesard administrarea tratamentelor tintite aprobate
pentru copii si gestionarea potentialelor reactii ad-
verse. Impactul emotional al dizabilititii si al ris-
cului de recurentd asupra copilului si familiei sale
este important. Acest aspect, impreund cu natura
leziunilor cerebrale, poate conduce la comorbidititi
psihiatrice, necesitind o evaluare atenti si monito-
rizare periodici.

Cuvinte-cheie:  afectiuni  neuroinflamato-
rii, demielinizare, dizabilitate, copil, neurologie
pediatricd
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NEVRITA OPTICA AUTOIMUNA. CONSIDERATII
PE MARGINEA DE CAZ CLINIC
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REZUMAT

Introducere. Cea mai frecventi cauzi a nevri-
tei optice este reprezentatd de citre demielinizarea
inflamatorie a nervului optic, distructia mielinei
(compus care se infisoard in jurul axonilor si ac-
celereazi transmiterea impulsurilor nervoase) fiind
datoratd unui proces autoimun (care distruge te-
suturile proprii), de tip infectios (encefalita virala,
meningita, sinuzita, tuberculoza, alte infectii vira-
le specificate) sau tumoral (tumori metastatice ale
nervului optic).

Obiectivul: a prezenta aspectul neurologic a
problemelor actuale de diagnostic si tratament cu
evaluarea criteriilor clinice si imagistice a nevritei
optice autoimune pornind de la un caz clinic.

Material si metode. Datele anamnestice, clini-
ce si paraclinice au fost colectate din bazele de date
medicale spitalicesti. A fost revizuitd literatura de
specialitate despre cazuri similare.

Rezultate. Este prezentat cazul pacientei M.D.,
in varsta de 17 ani, care a fost internati in sectie
neurologie cu istoricul medical al pacientei accen-
tuat la diminuarea lent progresive a vederii bilate-
rale, initial la ochiul drept, ulterior, peste 2 sipti-
mani, la ambii, asociate cu dureri oculare, agravate
la miscarea ochiului, anomalii ale testarii cimpului
vizual, vederii culorilor si testirii acuititii vizuale,
concomitent cu pareze periferice de nervi cranieni
faciali si hipoglos, ataxie locomotorie, deficit mo-
tor la membrele inferioare si superioare, insotite
de hiperreflexie osteotendinoase si semne patolo-
gice piramidale bilaterale, tulburiri de sensibilita-
te si sfincteriene, periodice, manifestiri debutate

de aproximativ o luni, cu evolutie lent progresivi.
Examenul neurologic si oftalmologic a evidentiat
diminuarea lent progresivd a vederii, concomitent
cu vizualizarea pirtii anterioard a nervului optic
inflamat si prezintd un aspect edematous moderat,
dar si ingustarea cimpului de vedere, determina-
rea acuititii vizuale, dar si tetraparezd cu manifes-
tari piramidale bilaterale, tulburiri de sensibilitate.
Aceste examindri au stat la baza administririi unui
set completat cu investigatii imagistice ce au inclus:
RMN (a creierului 3 Tesla si a orbitelor) cu con-
trast, punctie lombari cu examenul lichidului rahi-
dian, necesara pentru a exclude scleroza multipli,
teste serologice la infectii virale. Examenul MRI a
evidentiat leziuni demielinizante difuze, in raport
cu grosimea stratului de fibre nervoase retiniene al
ochiului, care la bolnavi erau bilateral mai subti-
re. Acest aspect, coordonat si cu rezultatele datelor
clinice si paraclinice, obtinute anterior, in special
rezultatele testului de reactie la lumina pupilari,
a testului de cAmp vizual si a ridspunsului evocat
vizual a permis stabilirea diagnosticului de nevri-
td opticd autoimund, excluzdndu-se alte afectiuni
(cum ar fi scleroza multipli). Sub tratamentul cu
imunoglobuline umane (Human Immunoglobulin
(pH4) sol. perfuzabild, 50 mg/ml, 50 ml cate 2 g
la kg/corp/24 ore, evolutia clinici a fost favorabila.

Concluzii. Nevrita opticd autoimuni poate fi
confuzatd cel mai frecvent cu scleroza multipla.
Diagnosticarea la timp si aplicarea tratamentului
corespunzitor previne recdderile si minimalizeaza
consecintele.

Cuvinte cheie: nevritd opticd autoimuni,
sclerozd multipld, maladii demielinizante.
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REZUMAT

Introducere. Scleroza tuberoasi este o patolo-
gie cu transmitere autosomal dominanti cu pene-
trantd inaltd, dar incompleti. Se caracterizeaza prin
triada clasici: epilepsie, retard mintal si adenoame
sebacee, care, de fapt, se intalneste doar in 1/3 ca-
zuri. Incidenta este de aproximativ 1/6.000 de
nasteri, o treime din cazuri fiind mostenite, restul
survenind prin mutatii genetice spontane. Nu s-a
observat predominanti legatd de sex si rasi.

Obiectivul lucrarii: elucidarea particulariti-
tilor evolutive ale sclerozei tuberoase, asociate cu
status epilepticus la copii prin descrierea unui caz
clinic.

Material si metode. Un copil (18 luni), spitali-
zat in sectia de Neurologie a Institutului Mamei si
Copilului de repetate ori pe parcursul anilor 2022-
2023, care manifesta clinic episoade repetate de
status convulsivant in contextul sclerozei tuberoase,
care a fost evaluat prin examiniri clinice, paraclini-
ce, genetice $i neuroimagistice.

Rezultate. Diagnosticul de sclerozi tuberoasi
la acest copil a fost stabilitd pe baza criteriilor cli-
nice: manifestirilor cutanate (pete hipopigmenta-
te), manifestirilor neurologice (epilepsie farmaco-
rezistentd, episoade frecvente de status epilepticus,
retard global in dezvoltare), manifestirilor cardiace
(prezenta in cavitatea ventricolului sting a unei

formatiuni 4x5 mm si in cavitatea ventricolului
drept a unei formatiuni 2x2 mm (rabdomioame) si
a criteriilor imagistice (RIMIN) care au evidentiat
prezenta multiplelor focare (infra-supracentrime-
trice) localizate in ambele emisfere cerebrale, su-
pratentorial, difuz in substanta alba periventricular,
juxtasubcortical - hamartoame si tuberi subcorticali
si multipli noduli subependimali subcentimetrici.
Astfel, am determinat prezenta a 4 criterii majo-
re pentru confirmarea diagnosticului. Diagnosticul
final a fost confirmat si prin testarea geneticd unde
s-a identificat mutatia la nivelul genei TSC1 - mo-
dificare ce se incadreazi in scleroza tuberoasi.

Concluzii. Scleroza tuberoasi este o patologie
rard, cauzatd de mutatii genetice specifice spontane
sau mostenite. Simptomele sunt variate, fiind date
de prezenta tumorilor benigne ce apar in multi-
ple regiuni ale corpului, fiind asociata frecvent cu
status epilepticus, de cele mai multe ori tip focal.
In copilirie prima manifestare clinici a bolii con-
stituie sindromul convulsiv, care de cele mai multe
ori evoluiazi spre status epilepticus. Recunoasterea
timpurie a bolii este importantd pentru corectitu-
dinea tratamentului la etapa initiald si prognosticul
ulterior al acesteia.

Cuvinte cheie: scleroza tuberoasi, hamartoa-
me, epilepsie, pete hipopigmentate, rabdomiom
cardiac, retard mintal.
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REZUMAT

Introducere. Sindromul Doose (SD) se carac-
terizeazd prin accese convulsive mioclonico-atoni-
ce cu debut intre 6 luni si 6 ani (incidenta maximi
intre 2 si 4 ani), in cadrul dezvoltirii normale in
doui treimi din cazuri. Afectiunea este insotitd de
stagnarea sau regresia in dezvoltare, la fel pot fi pre-
zente aspecte autistice si miscdri atactice.

Obiectivul lucrarii: abordarea clinico-paracli-
nici a epilepsiei prin prisma unui caz clinic.

Material si metode. A fost examinat cazul unui
copil de 4 ani suspect pentru SD prin evaluare cli-
nicd, examinare prin metoda electroencefalografica
(EEG), examen imagistic prin RIVIN cerebrali si
testare molecular-genetici.

Rezultate. Copilul cu dezvoltarea normald pani
la varsta de 2 ani manifestd un regres in dezvoltarea
psiho-verbald, iar de la 3 ani prezinti atacuri de ci-
deri ale capului, plafonarea privirii, periodic caderi,

nu vorbeste, nu indeplineste comenzile, prezintd
stereotipii. La EEG: descirciri cu unde varf-po-
livarf, generalizate la 2-6 Hz fird descirciri focale
persistente. RIVIN cerebrald sugestivd pentru pre-
zenta unei atrofii hipocampale incipiente. Examen
molecular genetic: mutatie identificatd la nivelul
genei KCNA2. Tratamentul administrat Depakine,
Lamotrigina, Clonazepam.

Concluzii. Sindromul Doose este o formi rarid
de epilepsie, rezistentd la tratament. Asocierea ac-
ceselor convulsive cu pierderea tonusului muscular
are ca rezultat o cidere brusci (accese mioclo-
nic-atonice), acestea pot duce la leziuni grave ale
copilului. Crizele rezistente la tratament necesitd o
abordare diagnostici si terapeuticd corectd, deoare-
ce controlul acestora poate imbunititi dezvoltarea
copilului.

Cuvinte cheie: accese convulsive, electroence-
talografie, dezvoltare.
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ABSTRACT

Introduction. Doose syndrome (DS) is char-
acterized by myoclonic-astatic seizures with onset
between 6 months and 6 years (peak incidence
between 2 and 4 years), occurring within normal
development in two-thirds of cases. The condition
is accompanied by developmental stagnation or
regression, as well as autistic features and atactic
movements.

Objective of the paper is to present clinical and
paraclinical particularities of epilepsy starting from
the description of a clinical case.

Material and methods. The case of a 4-year-
old child suspected of DS was examined through
evaluation,  electroencephalographic
(EEG) examination, brain MRI imaging, and mo-
lecular-genetic testing.

Results. The child with normal development
up to the age of 2 years experienced regression in

clinical

psycho-verbal development, and from the age of

152

3 years presented with head drops, gaze fixation,
periodic falls, absence of speech, failure to follow
commands, and stereotypies. EEG findings in-
cluded spike-wave and polyspike-wave discharges,
generalized at 2-6 Hz without persistent focal dis-
charges. Brain MRI was suggestive of early hippo-
campal atrophy. Molecular genetic testing revealed
a mutation in the KCNA2 gene. Treatment ad-
ministered included Depakine, Lamotrigine, and
Clonazepam.

Conclusions. Doose syndrome is a rare form of
epilepsy resistant to treatment. The combination of
convulsive seizures with loss of muscle tone results
in sudden falls (myoclonic-astatic seizures), which
can lead to serious injury to the child. Treatment-
resistant seizures require a correct diagnostic and
therapeutic approach, as controlling them can im-
prove the child’s development.

Key words: seizures, electroencephalography,
development.
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REZUMAT

Introducere. Convulsiile neonatale (CN) au o
etiologie variati si un spectru multiplu de manifes-
tari clinice.

Obiectivul lucrarii: studierea etiologiei, ca-
racteristicilor clinice, tipurilor de crize convulsive
neonatale si manifestirilor electroencefalografice
(EEG) pentru ajustare la clasificarea ILAE 2017.

Material si metode. Au fost colectate datele re-
trospective (din fisele de observatie) a 32 de copii
cu CN spitalizati in cadrul Institutului Mamei si
Copilului in perioada 2021-2023. A fost studiatd
etiologia, tipul de crize si manifestirile EEG in
CN. Studiul de analizi statistici a fost realizat prin
metoda variationali.

Rezultate. Din totalul de 32 nou-niscuti, etio-
logia CN a fost encefalopatia hipoxico-ischemica
(EHI) la 21 (65,6%) cazuri, infectie (meningoen-
cefaliti) — 3 (9,4%), hemoragie intracerebrald — 2
(6,2%), cauze metabolice — 2 (6,2%), traumatism
craniocerebral — 2 (6,2%) cazuri si 2 (6,2%) cazuri
— de cauzi necunoscuti. Au fost depistate: crize
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clonice — 7 (21,8%) cazuri, tonice — 7 (21,8%), au-
tomatisme — 5 (15,6%), crize subtile (vizibile doar
la EEG) si mioclonice cite 3 (9,4%), autonome si
behavioral arrest cite 2 (6,2%), spasme epileptice
— 1 (3,1%) si crize necunoscute — 2 (6,2%) cazuri.
Pe traseul EEG s-a inregistrat hipovoltaj in 14
(43,7%) cazuri, activitate epileptoidd — 12 (37,5%),
burst-suppression — 2 cazuri, activitate epileptica
asimetricd — 1, la 1 copil EEG nu a fost efectuat,
iar 2 copii au prezentat un traseu EEG normal.

Concluzii. Tabloul clinic variat si frecvent sub-
til aratd necesitatea supravegherii atente a com-
portamentului nou-niscutului, cu mare acuratete
la cei care au suportat o afectiune perinatali. Este
necesard inregistrarea EEG in toate cazurile sus-
pecte de CN, indeosebi la nou-niscutii cu EHI
care ar putea avea un caracter doar electrografic.
Continuarea studiilor exigente in acest domeniu va
imbunititi cunostintele teoretice si abilitatile prac-
tice in managementul acestei afectiuni.

Cuvinte nou-niscut,

cheie:  convulsii,

electroencefalografic.
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ABSTRACT

Introduction. Neonatal seizures (NS) have a
varied etiology and a multiple spectrum of clinical
manifestations.

Objective of the study: studying the etiology,
clinical characteristics, types of neonatal seizures,
and EEG manifestations for adjustment to the
ILAE 2017 classification.

Material and methods. Retrospective data
(from observation records) of 32 children with NS
hospitalized at the Mother and Child Institute
during the period 2021-2023 were collected. The
etiology, type of seizures, and EEG manifestations
in NS were studied. Statistical analysis was per-
formed using the variational method.

Results. Out of the total of 32 newborns, the
etiology of NS was hypoxic-ischemic encephalopa-
thy (HIE) in 21 (65.6%) cases, infection (meningo-
encephalitis) - 3 (9.4%), intracerebral hemorrhage
- 2 (6.2%), metabolic causes - 2 (6.2%), cranio-ce-
rebral trauma - 2 (6.2%) cases, and 2 (6.2%) cases

of unknown cause. Clonic seizures were detected in

7 (21.8%) cases, tonic seizures in 7 (21.8%), autom-
atisms in 5 (15.6%), subtle seizures (visible only on
EEG) and myoclonic seizures in 3 (9.4%) each,
autonomic and behavioral arrest in 2 (6.2%) each,
epileptic spasms - 1 (3.1%), and unknown seizures
- 2 (6.2%) cases. EEG showed hypovoltage in 14
(43.7%) cases, epileptiform activity in 12 (37.5%),
burst-suppression in 2 cases, asymmetric epileptic
activity in 1, EEG was not performed in 1 child,
and 2 children had a normal EEG recording.

Conclusions. The varied and often subtle clin-
ical picture shows the necessity of careful moni-
toring of the newborns behavior, with great ac-
curacy in those who have experienced a perinatal
condition. It is necessary to perform an EEG in
all suspected cases of NS, especially in those with
HIE who may have an electrographic-only char-
acter. Continuing rigorous studies in this field will
improve theoretical knowledge and practical skills
in managing this condition.

Key
electroencephalographic.

words: seizures, newborn,
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REZUMAT

Introducere. Epilepsia genetici (EG) apare ca
rezultat al unui defect genetic cunoscut sau presu-
pus, in care convulsiile sunt simptomul de bazi al
tulburirii. Defectul genetic poate apidrea la nivel
cromozomial sau molecular.

Obiectivul: evaluarea profilului clinic si mole-
cular-genetic prin prisma unui caz clinic.

Material si metode. La un copil de 5 ani, s-au
colectat datele anamnestice, clinice, paraclinice si
particularititile de tratament. Examiniri: EEG,
imagistica prin RMN cerebrali, testarea genetici
(panelul de gene pentru epilepsie).

Rezultate. Descrierea cazului: accese convul-
sive febrile (unice) pani la varsta de 1 an, de la 3
ani dezvoltd accese de tip absentd si atonice aso-
ciate cu mioclonii. In evolutie: crize epileptice po-
limorfe pe fundal de tratament cu Acid valproic,
Levetiracetam, Clonazepam si Phenobarbital. Date
EEG: activitate epileptoidd specifici sugestivd

pentru accese polimorfe cu debut primar, genera-
lizate. Rezultate molecular-genetice: varianta he-
terozigotd ¢777A>T in exonul 7 al genei PSAT1
cu transmitere autosomal-dominanti (AD) aso-
ciatd cu deficitul Fosfoserinei aminotransferaza
tip 1 (OMIM 610992); varianta homozigota c.
2071G>A in exonul 11 al genei RET, cu transmite-
re autosomal-recesivi (AR). RMN cerebrali: date
sugestive pentru atrofie corticali.

Concluzii. In ultimii ani, gratie tehnologiilor
moderne in domeniul geneticii medicale, este po-
sibild depistarea unor gene implicate in etiologia
epilepsiei. In cazul discutat, epilepsia a fost cauzati
de unele anomalii poligenice cu transmitere AD si
AR, cu predominanti in gena responsabilid de nive-
luri plasmatice scizute de L-Serind, determinand
crize polimorfe si farmacorezistentd. Tratamentul
cu L-serind ar duce la ameliorarea crizelor.

Cuvinte cheie: epilepsia geneticd, crize po-
limorfe, profil molecular-genetic.
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ABSTRACT

Introduction. Genetic epilepsy (EG) occurs as
a result of a known or presumed genetic defect, in
which seizures are the core symptom of the disor-
der. The genetic defect may arise at a chromosomal
or molecular level.

The objective: evaluation of the clinical and
molecular-genetic profile from the perspective of
a clinical case.

Material and methods. In a 5-year-old child,
the anamnestic, clinical, and paraclinical data, and
the particularities of the treatment were collected
- tests: EEG, brain MRI, genetic testing (epilepsy
gene panels).

Results. Case Description: febrile seizures
(single) up to 1 year of age, from 3 years develop
absence and atonic seizures associated with my-
oclonus. In evolution: polymorphic seizures on
the background of treatment with Valproic Acid,
Levetiracetam, Clonazepam, and Phenobarbital.

EEG: specific epileptoid activity suggestive of

polymorphic primary-onset generalized seizures.
Molecular-genetic results: heterozygous variant
c777A>5T in exon 7 of the PSAT1 gene with au-
tosomal-dominant transmission (AD) associat-
ed with Phosphoserine aminotransferase 1 defi-
ciency (OMIM 610992); Homozygous variant
¢.2071G>A in exon 11 of the RET gene, with au-
tosomal recessive (AR) transmission. Brain MRI:
data suggestive of cortical atrophy.

Conclusions. Of late years, thanks to modern
technologies in the field of medical genetics, it is
possible to detect some genes involved in the etiol-
ogy of epilepsy. In the discussed case, the epilepsy
was caused by some polygenic abnormalities with
AD and AR transmission, with predominance in
the gene responsible for low plasma L-Serine lev-
els, causing polymorphic seizures and pharmacore-
sistance. Treatment with L-serine would lead to
improvement of seizures.

Key words: genetic epilepsy, polymorphic sei-

zures, molecular-genetic profile.
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REZUMAT

Introducere. Furtuna de citokine (FC) joaci un
rol crucial in afectarea sistemului nervos asociat cu
infectia SARS-CoV-2.

Obiectivul: studierea relatiei dintre complicati-
ile neurologice si nivelurile serice ale IL-1f la copii
cu infectia SARS-CoV-2.

Material si metode. Au fost analizate manifes-
tarile neurologice asociate infectiei SARS-CoV-2
forma moderati si severi la 88 copii (varsta 29 zile
- 7 ani), divizati in doud grupuri: cu FC si non-
FC (nivelurile markerilor inflamatori si interleuki-
ni-1p (IL-1B)). Metode statistice utilizate: t-stu-
dent test si coeficientul de incredere 95CI.

Rezultate obtinute. In grupul cu FC au fost
inregistrate 16 (18,2%; 95CI 14,09-22,31) cazuri
si non-FC — 72 (81,8%; 95CI 77,69-85,91). In
grupul cu FC a dominat encefalopatia si accese-
le convulsive (81,3%; 95CI 71,54-91,06) compa-
rativ cu cel non-FC (8,3%;95CI 5,04-11,56) (p:
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0,001), unde cefaleea a predominat (94,4%; 95CI
91,7-97,1), (p: 0,186). Numirul de pacienti care
au necesitat internare in sectia de terapie intensiva
si tratament cu corticosteroizi a prevalat in grupul
cu FC (68,8%; 95CI 57,21-80,39) (p: 0,005 si p:
0,001), cu o durati a spitalizirii mai mare (81,25%)
decit in grupul non-FC (9,7%), (p: 0.001). Valorile
proteinei C reactivd, feritina, raportul neutro-
fil-limfocite, procalcitonina, D-dimeri si IL-1p au
fost crescuti semnificativ in grupul FC, cu un nu-
mir de limfocite scizut.

Concluzii. In studiul realizat, una dintre cele
mai frecvente complicatii neurologice la pacientii
cu FC este encefalopatia. Complicatiile neurologi-
ce la copiii cu forme moderate si severe ale SARS-
CoV-2 (FC) se asociazi cu valori serice crescute
semnificativ ale IL-1p si altor markeri inflamatori,
comparativ cu pacientii non-FC, ceea ce determini
felul in care evolueazi boala.

Cuvinte cheie: SARS-CoV-2, encefalopatie,

accese convulsive, cefalee, citokine
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ABSTRACT

Introduction. The cytokine storm (CS) plays
a crucial role in developing neurological complica-
tions associated with SARS-CoV-2 infection.

Objective: to study the relationship between
neurological man and IL-6 levels in children with
SARS-CoV-2 infection.

Material and methods. The neurological symp-
toms associated with moderate and severe SARS-
CoV-2 infection were analyzed in 88 children (age
29 days - 7 years), divided into two groups: with
CS and non-CS (the levels of inflammatory mark-
ers and interleukin-6/IL-6). Statistical methods
used: t-student test and 95CI confidence interval.

Results. In the group with CS, 16 (18.2%; 95CI
14.09-22.31) cases were registered, and non-CS —
72 (81.8%; 95CI 77.69-85.91). Encephalopathy
and seizures predominated in the CS group
(81.3%; 95CI 71.54-91.06) compared to the non-
CS group (8.3%; 95CI 5.04-11.56) (p: 0.001),

where headache predominated (94.4%; 95CI 91.7-
97.1), (p: 0.186). The number of patients requiring
intensive care unit admission and corticosteroid
treatment prevailed in the CS group (68.8%; 95CI
57.21-80.39) (p: 0.005 and p: 0.001), with a du-
ration of hospitalization higher (81.25%) than in
the non-CS group (9.7%), (p: 0.001). The values of
C-reactive protein, ferritin, neutrophil-to-lympho-
cyte ratio, procalcitonin, D-dimers, and IL-6 were
significantly increased in the CS group with a low
lymphocyte count.

Conclusions. In the study conducted, one of
the most common neurological presentations in
CS patients is encephalopathy. Neurological man-
ifestations in children with moderate and severe
forms of SARS-CoV-2 (CS) are associated with
significantly increased serum levels of IL-6 and
other inflammatory markers compared to non-CS
patients and have more rapid progression.

Key words. SARS-CoV-2, encephalopathy, cy-
tokine storm, IL.-6
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REZUMAT

Introducere. Amiotrofia Spinali (SMA), o
boald neuromusculari ereditari, progresivi, cu un
impact semnificativ asupra morbidititii si morta-
litatii infantile. Aparitia terapiilor si diagnosticul
rapid prin aplicarea tehnicilor molecular-geneti-
ce sustine neconditionat identificarea precoce a
maladiei.

Obiectivul lucrarii: evaluarea eficacititii si
tezabilititii implementirii unui program-pilot de
screening neonatal molecular-genetic pentru SMA.

Material si metode. Laboratorul de Genetici
Moleculard Umani din cadrul Institutului Mamei
si Copilului (IMC) a initiat un studiu pilot de scre-
ening genetic pentru nou-niscuti, adoptand un al-
goritm specific proiectat pentru detectarea mutati-
ei asociate SMA. Recoltarea probelor de singe s-a
realizat prin utilizarea cardurilor de filtru pentru
screening, dupd semnarea consimtimantului infor-
mat. Aceste esantioane au fost ulterior supuse ana-
lizelor molecular-genetice prin gPCR si MLPA

pentru identificarea mutatiilor genetice cauzative.
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Rezultate. Protocolul studiului a primit apro-
barea etici al Comitetul de Etici in Cercetare,
implicaind metode precise de geneticd moleculari,
inclusiv PCR in timp real si MLPA, pentru analiza
genelor SMIN1 si SMIN2. Validarea s-a bazat pe un
kit comercial. Din 300 de nou-niscuti consimtiti,
265 de probe au fost analizate, identificindu-se 2
cazuri potential pozitive pentru mutatia vizata.

Concluzii. In urma studiului-pilot desfisurat,
s-a obtinut validarea si aplicarea cu succes a me-
todelor avansate de genetici moleculari, gPCR si
MLPA, pentru screening-ul neonatal al atrofiei
musculare spinale (SMA). Rezultatele indici o im-
plementare eficientd, cu 2 cazuri potential pozitive
identificate din 265 de probe analizate, demon-
strand capacitatea acestui screening de a identifica
precoce pacientii eligibili pentru interventii tera-
peutice timpurii, subliniind importanta sa in im-
bunititirea tratamentelor precoce si in structurarea
programelor nationale de sidnitate publici.

Cuvinte cheie: atrofie musculari spinali,
nou-niscut, screening, algoritm, DBS, qPCR,
MLPA, fezabilitate, implementare.
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ABSTRACT

Spinal  Muscular  Atrophy

(SMA), an inherited progressive neuromuscular

Introduction.

disease, poses a significant impact on infant mor-
bidity and mortality. The advent of therapies and
rapid diagnosis through molecular-genetic tech-
niques strongly supports the unconditional early
identification of the disease.

Study objective: to evaluate the effectiveness
and feasibility of implementing a pilot program for
molecular-genetic neonatal screening for SMA.

Material and methods. The Human Molecular
Genetics Laboratory at the Institute of Mother
and Child initiated a pilot genetic screening study
for newborns, adopting a specifically designed al-
gorithm for detecting the SMA-associated muta-
tions. Blood sample collection was carried out us-
ing screening filter cards after obtaining informed
consent. These samples were subsequently subject-
ed to molecular-genetic analyses through qPCR
and MLPA to identify causative genetic mutations.
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Results. The study protocol received ethical
approval from the Research Ethics Committee,
involving precise methods of molecular genetics,
including real-time PCR and MLPA, for the anal-
ysis of the SMN1 and SMN2 genes. Validation
was based on a commercial kit. From those 300
consented newborns, 265 samples were analyzed,
identifying 2 potentially positive cases for the tar-
geted mutation.

Conclusions. Following the conducted pi-
lot-study, successful validation and application
of advanced molecular genetics methods, gPCR
and MLPA, for neonatal screening of SMA were
achieved. The results indicate efficient implemen-
tation, with 2 potentially positive cases identified
out of 265 samples analyzed, demonstrating the
screening’s capability to early identify eligible pa-
tients for early therapeutic interventions, empha-
sizing its importance in improving early treatments
and structuring national public health programs.

Key words: spinal muscular atrophy, newborn,
screening, algorithm, DBS, qPCR, MLPA, feasi-

bility, implementation.
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REZUMAT

Introducere. Amiotrofia spinali (AMS) -o
boala geneticd rard care afecteazd progresiv neu-
ronii motori spinali, actual reprezentind cea mai
frecventd cauzi de deces infantil fiind o afectiune
neurodegenerativi congenitali.

Obiectiv: analiza unui lot de copii diagnosticati
cu AMS cu privire la tipul bolii si metoda trata-
mentului administrat in Republica Moldova (RM).

Material si metode. Am efectuat analiza pa-
cientilor din RM diagnosticati cu AMS (2018-
2023), varsta stabilirii diagnosticului, tipul bolii
si al tratamentului administrat. Au fost examinati
44 pacienti care au prezentat hipotonie musculard
difuzd, semne sugestive pentru AMS, diagnosticul
confirmat prin metode molecular-genetice. Date
statistice utilizate: t-student test.

Rezultate. Din pacientii evaluati, la 31 din ei
a fost confirmat defectul la nivelul genei SMIN1
(deletie homozigoti). Din cei 31 copii, 29 (94.1%,
95.,-0.7-3.5) din cazuri au prezentat tipul I de

boali (boala Werdnig-Hoffmann), iar 2 (6.9%,
95.,5.7-9.22) — tipul II (forma intermediara).
Diagnosticul a fost confirmat intre varsta de 3-24
luni. Tratament: 14 (48,5%) sunt incadrati in pro-
gramele de tratament din Roménia cu preparatul
Nusinersen (Spinraza®); 1 copil (2.1%) a decedat;
3 (8,6%) revin periodic in sectia de terapie inten-
sivi pentru tratamentul complicatiilor; 3 (8,6%)
sunt la ingrijiri paliative si doar 1 (2.1%) a aplicat
tratamentul cu AVXS-101 (Zolgensma®). Noud
(19.6%) copii sunt la tratament simptomatic si de
recuperare.

Concluzii. Diagnosticul atrofiei musculare spi-
nale (AMS) implici o evaluare clinici ampli, teste
genetice si investigatii imagistice. Recunoasterea
precoce a semnelor sugestive pentru AMS este
esentiald pentru testarea geneticd si ulterior ini-
tierea terapiei specifice pentru o calitate mai
buni a vietii si imbunititirea sperantei la viatd a
pacientilor.

Cuvinte cheie: gena SMN1, hipotonie muscu-
lard, miopatie, amiotrofie spinal (AMS)
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ABSTRACT

Introduction. Spinal amyotrophy (SMA) - a
rare genetic disease that progressively affects spi-
nal motor neurons, currently representing the most
frequent cause of infant death being a congenital
neurodegenerative condition.

Objective: analysis of a group of children di-
agnosed with SMA regarding the type of disease
and the method of treatment administered in the
Republic of Moldova (RM).

Material and methods. We performed the
analysis of patients from RM diagnosed with SMA
(2018-2023), age of diagnosis, type of disease and
treatment administered. 44 patients were examined
who presented diffuse muscle hypotonia, sugges-
tive signs for SMA, the diagnosis confirmed by
molecular-genetic methods. Statistical data used:
t-student test.

Results. Of the evaluated patients, 31 of them
had the defect at the level of the SMN1 gene (ho-
mozygous deletion). Of the 31 children, 29 (94.1%,
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95CI-0.7-3.5) of the cases presented type I disease
(Werdnig-Hoffmann disease), and 2 (6.9%, 95CI-
5.7-9.22) — type II (intermediate form) . The di-
agnosis was confirmed between the ages of 3-24
months. Treatment: 14 (48.5%) are included in the
treatment programs in Romania with the prepara-
tion Nusinersen (Spinraza®); 1 child (2.1%) died; 3
(8.6%) periodically return to the intensive care unit
for the treatment of complications; 3 (8.6%) are in
palliative care and only 1 (2.1%) applied treatment
with AVXS-101 (Zolgensma®). Nine (19.6%)
children are undergoing symptomatic and recovery
treatment.

Conclusions. The diagnosis of spinal muscular
atrophy (SMA) involves an extensive clinical eval-
uation, genetic testing, and imaging investigations.
Early recognition of signs suggestive of AMS is
essential for genetic testing and subsequent initia-
tion of specific therapy for better quality of life and
improved life expectancy of patients.

Key words: SVMNI gene, muscle hypotonia,
myopathy, Spinal Amyotrophy (SMA)
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REZUMAT

Introducere. Amiotrofia spinali (AMS) - cea
mai frecventi cauzi de deces infantil, este o afec-
tiune neurodegenerativa congenitald caracterizatd
prin degenerescenta progresivi a neuronilor motori.

Obiectiv: analiza unui lot de copii diagnosticati
cu AMS cu privire la tipul bolii si metoda trata-
mentului administrat in Republica Moldova (RM).

Material si metode. Am efectuat analiza pa-
cientilor din RM diagnosticati cu AMS (2018-
2023), varsta stabilirii diagnosticului, tipul bolii si
al tratamentului administrat.

Rezultate. Au fost examinati 44 pacienti care
au prezentat hipotonie musculard difuzd, sem-
ne sugestive pentru AMS. La 31 dintre ei a fost
confirmat defectul la nivelul genei SMIN1 (deletie
homozigoti). Din cei 31 copii, 29 copii (94.1%,
95.,-0.7-3.5) au prezentat tipul I de boali (boala
Werdnig-Hoffmann), iar 2 copii (6.9%, 95.,-5.7-
9.22) — tipul II (forma intermediari). Diagnosticul

a fost confirmat intre vérsta de 3-24 luni. Din co-
piii aflati la evidenti: 14 (48,5%) sunt incadrati
in programele de tratament din Romania cu pre-
paratul Nusinersen (Spinraza®), 1 copil (2.1%) a
decedat; 3 copii (8,6%) revin periodic in sectia de
terapie intensivd pentru tratamentul complicatiilor,
3 copii (8,6%) sunt la ingrijiri paliative si doar 1
copil (2.1%) a aplicat tratamentul cu AVXS-101
(Zolgensma®). Restul 9 copii (19.6%) sunt la tra-
tament simptomatic si de recuperare.

Concluzii. Recunoasterea precoce a semnelor
sugestive pentru AMS este esentiald pentru tes-
tarea geneticd si ulterior initierea terapiei specifice
pentru o calitate mai buni a vietii si imbunitati-
rea sperantei la viatd a pacientilor cu AMS. Actual
FDA a aprobat 3 medicamente pentru tratamentul
AMS, in RM inci nu a fost aprobat nici un prepa-
rat specific in AMS.

Cuvinte cheie: gena SMN1, hipotonie muscu-

lari, amiotrofie spinali (AMS)
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ABSTRACT

Introduction. Spinal amyotrophy (SMA) - the
most common cause of infant death, is a congenital
neurodegenerative condition characterized by pro-
gressive degeneration of motor neurons.

Objective: analysis of a group of children di-
agnosed with SMA on the type of disease and the
method of treatment administered in the Republic
of Moldova (RM).

Material and methods. We performed the
analysis of patients from RM diagnosed with SMA
(2018-2023), age of diagnosis, type of disease and
treatment administered.

Results. 44 patients with diffuse muscular hy-
potonia, signs suggestive of SMA were examined.
And SMN1 gene defect (homozygous deletion)
has been confirmed in 31 children. Of these, 29
(94.1%, 95.,-0.7-3.5) cases presented I type of the
disease (Werdnig-Hoffmann disease), and 2 (6.9%,

95,5.7-9.22) - type II (intermediate form).
The diagnosis was confirmed in the net age 3-24
months. Supervised children: 14 (48.5%) are en-
rolled in the therapeutic program in Romania with
Nusinersen preparation (Spinraza). 1 child (2.1%)
died; 3 (8.6%) periodically return to the intensive
care unit for treatment of complications; 3 (8.6%)
are on palliative care and only 1 (2.1%) received
treatment with AVXS-101 (Zolgensma). The rest
of patients 9 (19.6%) receive symptomatic and re-
covery treatment.

Conclusions. Early recognition of signs sug-
gestive of SMA is essential for genetic testing
and subsequent initiation of targeted therapy for a
better quality of life and improved life expectancy
of SMA patients. Currently FDA has approved 3
drugs for the treatment of SMA, in the RM no
specific drug for SMA has been approached yet.

Key words: SMN1 gene, muscle hypotonia,
spinal amyotrophy (SMA)

164 / © 2024 THE MOLDAVIAN SOCIETY OF PEDIATRICS



VOLUM DE REZUMATE. CONGRESUL INTERNATIONAL
AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
,PEDIATRIA - SPECIALITATE MULTIDISCIPLINARA”

NEUROLOGIE S| PSIHIATRIE

FUNCTIILE PSIHOEMOTIONALE $I1 COGNITIVE LA
COPIII CU TULBURARI DE VORBIRE SI LIMBAJ

ELADI VERONICA?', HADJIU SVETLANA?*2

'Nicolae Testemitanu State University of Medicine and Pharmacy,

Chisinau, Republic of Moldova

Institute of Mather and Child, Chisinau, Republic of Moldova

REZUMAT

Introducere. Tulburarea de dezvoltare a limba-
jului este o conditie de neurodezvoltare care afec-
teazd invitarea, exprimarea si intelegerea limbaju-
lui vorbit si scris incd din frageda copilirie.

Obiectivul lucrarii: aprecierea legiturii intre
afectarea functiilor psihoemotionale si cognitive cu
tulburarea de vorbire si limbaj la copii.

Material si metode. A fost analizati literatu-
ra stiintifici in bazele de date PubMed, Science
Direct, Wiley Online Library, Google Scholar, pu-
blicatd in ultimii ani, cu preponderentd in ultimii
5 ani.

Rezultate. Unele studii, indici o legituri puter-
nicd intre abilititile cognitive non-verbale si verba-
le la copiii diagnosticati cu tulburare de dezvoltare
a limbajului, si cu cit nivelul cognitiv non-verbal
este mai slab, cu atit abilititile verbale sunt mai
scizute. Intr-un review sistematic s-a stabilit ci in
29% de cazuri abilitatile sociale la varsta de 8 ani,
au fost influentate de citre abilitatile lingvistice
ale prescolarilor cu risc. Plym si colab. (2021), au
concluzionat ci structura functiilor cognitive poa-
te fi diferitd intre copiii de varstd prescolard cu si

tara tulburare de vorbire si limbaj, astfel indicand
posibile diferente in rata de maturizare a acestor
abilititi. Griffiths si colab. (2021), au stabilit ci co-
piii cu tulburare de vorbire si limbaj nu reusesc si
dezvolte abilititile de limbaj oral necesare pentru o
ajustare pozitivd la neadaptare sociald, emotionald
si comportamentald. Conform altor autori, dificul-
tatile de reglare a emotiilor la prescolari si la scolari
prezic problemele de vorbire in copildria mijlocie si
adolescenta.

Concluzii. Tulburirile de vorbire si limbaj ale
copiilor, limiteazi capacitatea acestora de a comu-
nica si de a interactiona cu alte persoane, la fel si
participarea lor la viata de zi cu zi. Desi, variatiile in
rezultatele participarii la comunicare intre indivizii
cu tulburare de vorbire si limbaj sunt bine cunos-
cute in domeniul clinic, ele sunt slab intelese si nu
sunt bine descrise in literaturi. Existd tot mai mul-
te dovezi cd doar competenta lingvisticd nu poate
explica de ce unii indivizi cu tulburiri de dezvoltare
a vorbirii obtin rezultate mai bune de participare la
comunicare decat altii.

Cuvinte cheie: tulburare de vorbire, tulburare

de limbaj, copil.
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ABSTRACT

Introduction. Developmental language disor-
der is a neurodevelopmental condition that affects
learning, expression and understanding of spoken
and written language from early childhood.

Objective of the study: appreciation of the link
between the impairment of psychoemotional and
cognitive functions with speech and language dis-
order in children.

Material and methods. Was reviewed scien-
tific literature in PubMed, Science Direct, Wiley
Online Library, Google Scholar, published in re-
cent years, predominantly in the last 5 years.

Results. Some studies indicate a strong con-
nection between non-verbal and verbal cognitive
abilities in children diagnosed with language de-
velopment disorder, and the weaker the non-verbal
cognitive level, the lower the verbal abilities. In a
systematic review it was determined that in 29%
of cases social skills at the age of 8 were influenced
by the language skills of at-risk preschoolers. Plym
et al. (2021), they concluded that the structure
of cognitive functions may be different between
preschool children with and without speech and
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language disorder, thus indicating possible dif-
ferences in the rate of maturation of these skills.
Griffiths et al. (2021), they determined that chil-
dren with speech and language disorder fail to
develop oral language skills necessary for positive
adjustment to social, emotional, and behavioral
maladjustment. According to other authors, diffi-
culties in regulating emotions in preschoolers and
schoolchildren predict speech problems in middle
childhood and adolescence.

Conclusions. Children’s speech and language
disorders limit their ability to communicate and
interact with other people, and limit their partic-
ipation in everyday life. Although, variations in
communication participation outcomes among in-
dividuals with speech and language disorders are
well known in the clinical field, they are poorly un-
derstood and not well described in the literature.
There is growing evidence that language compe-
tence alone cannot explain why some individuals
with developmental speech disorders achieve bet-
ter communicative participation outcomes than
others.

Key words: speech disorder, language disorder,
child.
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REZUMAT

Introducere. Malformatiile craniocerebrale
(MCC) sunt de importantd deosebitd pentru re-
tardul psihomotor si convulsiile la copil. Acestea
se prezintd cu manifestdri clinice polimorfe, de la
usoare padni la severe, uneori incompatibile cu via-
ta. Mortalitatea crescutd, se estimeazi la 40% din
decesele in primul an de viati.

Obiectivul studiului: caracteristica manifesti-
rilor clinice si imagistice ale MCC la copii pentru
abordarea unui diagnostic precoce si recomandarea
metodelor de profilaxie.

Material si metode. Au fost evaluati 18 copii,
cu vérsta cuprinsd intre 1 lund si 3 ani, depistati
cu diverse tipuri de MCC. Examinarea neurologi-
ci: metoda Amiel-Tison, cea imagisticd prin CT
si/sau RMN cerebrald. Metode statistice utilizate:
t-student test si coeficientul de incredere 95CI.

Rezultate. Din cei 18 copii cu MCC - 12
(66,7%; 95., 55,59-77,81) au fost depistati in
primul an de viatd, ceilalti dupi vérsta de 1 an.
Manifestiri clinice sugestive MCC: retard in
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neuro-dezvoltare, hipotonie axiald si a membrelor,
hemi/tetraplegie spastici, crize epileptice, microce-
talie, hemianopsie, ataxie. Date imagistice si tipuri
de MCC: tulburiri de neurolatie si formare a tubu-
lui neural (5,6%), anomalii ale trunchiului cerebral
(5,6%), anomalii de inductie ventrald (5,6%), mal-
formatii ale cerebelului (11,1%), anomalia Dandy
Walker (11,1%), hidrocefalie congenitald (16,7%),
anomalii asociate cu tulburiri ale dezvoltirii corti-
cale (22,2%), agenezie de corp calos (22,2).

Concluzii. MCC se caracterizeazi prin mani-
tesati clinice si imgistice diverse si pot influenta di-
rect calitatea vietii copilului. Diagnosticarea tipului
MCC se face prin examindrile imagistice. Cele mai
frecvente MCC depistate sunt: agenezia de corp
calos, tulburirile dezvoltirii corticale si anomalia
Dandy Walker. Posibilititile de prevenire primara
a malformatiilor SNC sunt limitate, dar ar putea fi
imbunititite printr-o mai buni asistentd medicald
pentru toate femeile de varsti fertild si pentru fe-
meile insircinate.

Cuvinte cheie: malformatii craniocerebrale, co-
pii, manifestiri clinice, imagistic
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ABSTRACT

Introduction. Craniocerebral malformations
(CCMs) are of particular importance for psycho-
motor retardation and seizures in children. They
present with polymorphic clinical manifestations,
ranging from mild to severe, sometimes incompat-
ible with life. Mortality is high, estimated at 40%
of deaths in the first year of life.

Objective of the study: to characterize the
clinical and imaging manifestations of MCC in
children in order to approach an early diagnosis
and recommend prophylactic methods.

Material and methods. Eighteen children,
aged 1 month to 3 years, detected with various
types of MCC were evaluated. Neurological ex-
amination: Amiel-Tison method, brain CT and/or
MRI imaging. Statistical methods used: t-student
test and 95CI confidence coefficient.

Results. Of the 18 children with MCC - 12
(66.7%; 95CI 55.59-77.81) were detected in the
first year of life, the others after 1 year of age.
Clinical manifestations suggestive of MCC: neu-
rodevelopmental delay, axial and limb hypoto-
nia, spastic hemi/tetraplegia, epileptic seizures,
microcephaly, hemianopsia, ataxia. Imaging data
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and types of MCC: neurolational and neural tube
formation disorders (5.6%), brainstem anomalies
(5.6%), ventral induction anomalies (5.6%), cer-
ebellar malformations (11.1%), Dandy Walker
(11.1%),

(16.7%), anomalies associated with developmental

anomaly congenital

hydrocephalus

disorders (16.7%), neurodevelopmental anomalies
(5.6%), cerebellar malformations (11.1%), Dandy
Walker anomaly (11.1%), congenital hydroceph-
alus (16.7%), anomalies associated with cortical
developmental disorders (22.2%), corpus callosum
agenesis (22.2).

Conclusions. MCC is characterized by di-
verse clinical and immagistic manifestations and
can directly influence the child’s quality of life.
Diagnosis of the MCC type is made by imaging
examinations. The most common MCCs detect-
ed are: corpus callosum agenesis, cortical develop-
mental disorders and Dandy Walker anomaly. The
possibilities for primary prevention of CNS mal-
formations are limited, but could be improved by
better care for all women of childbearing age and
for pregnant women.

Key words: craniocerebral malformations, chil-
dren, clinical manifestations, imaging
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REZUMAT

Introducere. Tulburirile neurologice ereditare
(TNE) se intalnesc relativ frecvent la copii. Pentru
selectia testelor genetice este important si se recu-
noasci timpuriu manifestirile clinice ale TNE. In
plus, este necesar interpretarea rezultatelor testelor
genetice si consultarea genetici.

Obiectivul studiului: caracterizarea manifes-
tarilor clinice si diagnosticelor moleculare la paci-
entii cu unele tulburiri neurologice progresive cu
debut in copilirie cu etiologie geneticd suspectata.

Metode. Am studiat 12 de copii (cu varsta de
la nou-nidscut panid la 5 ani) cu diverse tulburiri
neurologice progresive de etiologie necunoscutd
cu adresarea la Clinica de neurologie pediatrici de
la Departamentul Pediatrie. Toti pacientii au fost
supusi examindrii molecular-genetice (secventierea
intregului exom). Descrierea geneticd prin analiza
genelor a fost efectuati in clinicele de peste hotare.
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Rezultate. Manifestirile clinice au inclus fe-
notipuri caracteristice: encefalopatie de dezvoltare
(66.7%), tulburiri epileptice (41.7%), tulburiri mo-
torii (33.3%) si tulburiri de miscare (25%). Dintre
copiii examinati la 3 (25%) au fost raportate vari-
ante patologice cunoscute anterior, in timp ce la 5
copii (41,7%) a fost gisitd o variantd de novo a unei
gene care cauzeazi boli: CDKLS5, CHD2, BRPF1,
TRIT1, PSATI. Analiza genetici ne-a permis si
definim prezentirile clinice suspectate.

Concluzii. Progresele in tehnologiile genetice
au permis in mod semnificativ descoperirea ca-
uzelor TNE, fiind o provocare pentru pediatri si
neurologi pediatri in examinarea pacientilor. Cea
mai frecventi cauzi a encefalopatiilor din copilirie,
prin secventierea intregului exom, sunt variantele
descoperite de novo.

Cuvinte cheie: tulburiri neurologice ereditare
(TNE), manifestiri clinice, analizi geneticd
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ABSTRACT

Introduction. Hereditary neurological disor-
ders (NEDs) are relatively common in children.
Early recognition of the clinical manifestations of
NET is important for the selection of genetic tests.
In addition, interpretation of genetic test results
and genetic counseling is necessary.

Objective of the study was to characterize
clinical manifestations and molecular diagnoses in
patients with some progressive neurological disor-
ders with childhood onset and suspected genetic
etiology.

Methods. We studied 12 children (aged from
newborn to 5 years) with various progressive neu-
rological disorders of unknown etiology referred to
the pediatric Neurology clinic at the Department
of Pediatrics. All patients underwent molecular ge-
netic screening (whole exome sequencing). Genetic
description by gene analysis was carried out in clin-
ics abroad.

Results. Clinical manifestations included char-
acteristic phenotypes: developmental encephalopa-
thy (66.7%), epileptic disorders (41.7%), motor dis-
orders (33.3%), and movement disorders (25%). Of
the examined children, previously known patho-
logical variants were reported in 3 (25%), while in
5 (41.7%) a de novo variant of a disease-causing
gene was found: CDKLS5, CHD2, BRPF1, TRIT1,
PSAT1. Genetic analysis allowed us to define sus-
pected clinical presentations.

Conclusions. Advances in genetic technol-
ogies have significantly enabled the discovery of
the causes of NEDs, posing a challenge to pedi-
atricians and pediatric neurologists in examining
patients. The most common cause of childhood
encephalopathies, by whole exome sequencing, are
variants discovered de novo.

Key words: hereditary neurological disorders
(TNE), clinical manifestations, genetic analysis
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REZUMAT

Introducere. Epilepsiile sunt frecvente la co-
pilul de virsti micd, adesea asociate cu comorbi-
ditati cognitive si comportamentale si rezistentd la
terapie.

Obiectivul studiului: estimarea datelor etiolo-
gice, socio-demografice si clinice la copiii de varstd
mica cu epilepsie pentru ameliorarea diagnosticu-
lui acestei boli.

Material si metode. Studiu de cohortd pros-
pectiv pe 43 de copii cu epilepsie (varsta pani la
3 ani), efectuat la IMSP IMC. Examene: clinic,
de imagisticd cerebralid si inregistririle EEG. Am
studiat cauzele epilepsiei timp de 12 luni de la pre-
zentare. Examenul molecular-genetic a fost oferit
pacientilor cu epilepsie rezistentd la medicamen-
te pentru care nu a putut fi identificatd etiologia.
Metode statistice utilizate: t-student test.

Rezultate. Cele mai multe cazuri de epilep-
sie au fost inregistrate la copii pani la virsta de
1 an (66.7%) si la cei din zonele urbane (60.5%).
Etiologia structurald a epilepsiei a fost determinati

la 44.2% dintre copii, iar cauzele modificirilor
structurale ale creierului au fost clasificate in func-
tie de factorul etiologic din perioada intrauterini si
perinatali. Din pacientii recrutati 12 (27.9%) copii
au fost rezistenti la terapia antiepilepticd. O cauzi
geneticd identificatd pentru epilepsie a fost confir-
matd in 28% cazuri. La 27.8% cazuri cauza n-a fost
stabilitd. Tulburirile de dezvoltare au fost inregis-
trate la 76.7% copii, dintre care 55% — intirziere
globali a dezvoltirii.

Concluzii. In studiul nostru, etiologia epilep-
siei a fost confirmatid la 72,2% dintre copii. 1/3
din cazuri au o cauzi genetica identificatd, iar 33
copii — intirziere a dezvoltirii. Cauzele incerte,
rezistenta la terapii si intirzierea neurodezvoltirii
sugereazd necesitatea examindrilor ulterioare ale
epilepsiei prin tehnici moderne de diagnosticare,
inclusiv secventierea intregului genom. La copiii
mici cu epilepsie, testarea geneticd ar trebui si fie
prioritard, prezentind cel mai mare randament de
diagnostic.

Cuvinte cheie: epilepsie, copil, varstd mica, tes-
tare geneticd
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ABSTRACT

Introduction. Epilepsies are common in young
children, often associated with cognitive and be-
havioral comorbidities and resistance to therapy.

Objective of the study: estimation of etiologi-
cal, socio-demographic and clinical data in young
children with epilepsy to improve the diagnosis of
this disease.

Material and methods. Prospective cohort
study of 43 children with epilepsy (age up to 3
years), performed at IMSP IMC. Examinations:
clinical, brain imaging and EEG recordings. We
studied the causes of epilepsy for 12 months af-
ter presentation. Molecular-genetic testing was
offered to patients with drug-resistant epilep-
sy for which the etiology could not be identified.
Statistical methods used: t-student test.

Results. Most cases of epilepsy were recorded
in children up to 1 year of age (66.7%) and those
in urban areas (60.5%). The structural etiology
of epilepsy was determined in 44.2% of children,

172

and the causes of structural changes in the brain
were classified according to the etiological factor
in the intrauterine and perinatal period. Of the
recruited patients, 12 (27.9%) children were resis-
tant to antiepileptic therapy. An identified genetic
cause for epilepsy was confirmed in 28% of cases.
In 27.8% of cases, the cause was not established.
Developmental disorders were registered in 76.7%
of children, of which 55% — global developmental
delay.

Conclusions. In our study, the etiology of ep-
ilepsy was confirmed in 72.2% of children. 1/3 of
the cases have an identified genetic cause, and 33
children — developmental delay. Uncertain causes,
resistance to therapies, and neurodevelopmental
delay suggest the need for further examinations of
epilepsy by modern diagnostic techniques, includ-
ing whole-genome sequencing. In young children
with epilepsy, genetic testing should be a priority,
showing the highest diagnostic yield.

Key words: epilepsy, child, young age, genetic
testing
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REZUMAT

Introducere. In ultimii ani in Republica
Moldova se nasc tot mai multi copii prematuri, cu
diverse micro- sau macroanomalii de dezvoltare,
cu diferite forme de encefalopatii perinatale etc.,
care stau la baza mortalititii infantile si invalidi-
zdrii inalte. La multi copii care fac accese convulsi-
ve, hipertermie, edem cerebral in anamnezi pot fi
detectati diferiti factori exogeni sau endogeni, care
contribuie in perioada intrauterini la "frinarea ma-
turatiei” sistemului nervos la fit.

Material si metode. Au fost studiati peste 2200
pacienti.
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Am ajuns la concluzia ci fontanelomegalia este
direct proportionald cu ventriculomegalia creieru-
lui si invers proportionald cu maturatia intrauterind
a sistemului nervos la fit; toatd patologia sistemu-
lui nervos la copii (in afard de patologia acciden-
tard si infectii contagioase), dar si o buni parte la
adulti apare ca urmare a imaturatiei intrauterine a
lui, iar accelerarea maturatiei intrauterine a fitului
cu complexe metabolice, ar fi un nou concept de
profilaxie precoce si tratament preventiv a diverse-
lor patolocii la copii si adulti,dar si de perfectare a
functiilor neuropsihice ale creierului.

Cuvinte cheie: factori de risc, sistem nervos
central, imaturatie intrauterini, profilaxie precoce,
amestec metabolic, sinitatea umani.
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REZUMAT

Introducere. AVC in asociere cu AVS este
o patologie extrem de rar intilnitd la copii, fiind
complicate cu sechele neurologice pe termen lung
si cu nevoia de ingrijiri continui.

Obiectivul lucririi: elucidarea etiologiei si par-
ticularititilor evolutive ale AV pediatrice, prin de-
scrierea unui caz clinic.

Material si metode. Un copil care s-a prezentat
initial cu AVS, spitalizat in sectia de Neurologie a
IMSP IMC, care a fost evaluat prin examenul ne-
urologic si imagistic.

Rezultate. Acuze: lipsa miscirilor in membrele
inferioare; anamneza copilului: a fost niscut pre-
matur cu malformatie cardiacd congenitali - coarc-
tatia de aortd. In luna aprilie 2022 a fost efectuati
interventia chirurgicali: rezectia extinsd a arcului
aortei. Postoperator s-a constatat paraplegia inferi-
oard flasci si incontinenta vezicii urinare si a tonu-
sului sfincterului anal. La RIMN spinald se consta-

ta date sugestive pentru ischemie acuti-subacuti
la conul medular (TH12 — L1). In 2023 apare

spasticitate in membrele superioare, cu hiperrefle-
xie. La CT cerebral: duplicatura segmentului V4 a
arterei vertebrale pe dreapta. Prezenta ariilor de en-
cefalomalacie chisticd periventriculari si la nivelul
puntii lui Varolio pe dreapta - modificiri post-is-
chemice. Diagnostic: AVC si AVS ischemice se-
cundare malformatiilor vasculare.

Concluzii. Accidentul cerebral ischemic asoci-
at cu malformatia arteriovenoasi cerebrald este un
fenomen rar intdlnit prin mecanismul siu de furt
vascular. AVS este cea mai rard complicatie care
apare in urma corectiei coarctatiei de aorti. Aceste
doui entititi sunt rar intilnite la adulti, iar la po-
pulatia pediatrici sunt cazuri unicale. Asocierea
acestor douid patologii la un pacient fac cazul unul
rarisim. Identificarea malformatiilor vasculare si
recunoasterea timpurie a accidentelor vasculare re-
prezintd un lucru important pentru corectitudinea
tratamentului la etapa initiald a bolii si prognosti-
cul acesteia.

Cuvinte cheie: accident vascular cerebral
(AVC), accident vascular spinal (AVS), malforma-

tii vasculare.
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ABSTRACT

Introduction. Stroke in association with spinal
stroke is an extremely rare condition in children,
often complicated by long-term neurological se-
quelae and the need for continuous care.

Objective of this study is to elucidate the eti-
ology and evolutionary features of pediatric stroke,
through the description of a case report.

Material and methods. A child initially pre-
senting with spinal stroke, was admitted in the
neurology department of the PHMI Mother and
Child Institute, who was examined neurological
and neuroimaging.

Results. Complaints - absence of movements
in the lower limbs; from the medical history, the
child was born prematurely with a congenital heart
malformation - aortic coarctation. In April 2022,
surgical intervention was performed: extended re-
section of the aortic arch. Postoperatively, flaccid
lower limb paraplegia, urinary incontinence, and
anal sphincter tone were observed. Spinal MRI
revealed findings suggestive of acute-subacute

ischemia at the spinal cord conus (TH12 - L1).In

2023, spasticity appeared in the upper limbs, with
hyperreflexia. Cerebral CT scan revealed duplica-
tion of the V4 segment of the right vertebral artery.
Presence of areas of periventricular cystic enceph-
alomalacia and at the level of the pons on the right
side - post-ischemic changes. Diagnosis: Ischemic
stroke and spinal stroke secondary to vascular
malformations.

Conclusions. Ischemic cerebral stroke associ-
ated with cerebral arteriovenous malformation is a
rare phenomenon due to its vascular theft mecha-
nism. Spinal cord stroke is the rarest complication
that occurs following aortic coarctation correction.
These two entities are rarely encountered in adults,
and in the pediatric population, they represent
unique cases. The association of these two pathol-
ogies in a patient makes the case extremely rare.
Identifying vascular malformations and early rec-
ognition of the stroke are important for the accu-
racy of treatment at the initial stage of the disease
and its prognosis.

Key words: stroke, spinal stroke, vascular
malformations.
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REZUMAT

Introducere. Crizele febrile (CF) reprezinti
cea mai frecventd manifestare neurologici la sugari
si copiii mici. Acestea apar la vérsta cuprinsid intre
3 luni si 5 ani, fiind asociate cu febrd (>38°C) si
uneori sunt responsabile de dezvoltarea epilepsiei.

Obiectivul lucrarii: estimarea riscului aparitiei
unei posibile epilepsii ulterioare convulsiilor febrile.

Material si metode. A fost efectuati o anali-
zd a 73 pacienti, cu varsta intre 3 luni pani la 5
ani, care au fost spitalizati la Institutul Mamei si
Copilului pe parcursul anului 2023 cu diagnosticul
de convulsii febrile (CF). Dintre toti pacientii, 55
au prezentat CF simple si 18 — CF complexe. Au
fost utilizate metode statistice de apreciere a riscu-
lui dezvoltirii epilepsiei la acesti copii (prin deter-
minarea corelatiei medii).

Rezultate. Din cei 73 pacienti, in 52 (71,2%,
ES 5,30) cazuri a fost depistat un epizod primar de
CF, 21 (28,8%, ES 5,30) pacienti au avut antece-
dente de CF. Din cei 18 (24,7%, ES 5,04) pacienti
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cu CF complexe, 4 (5,5%, ES 2,66) au prezentat
ulterior crize convulsive in afebrilitate. Varsta de
debut a CF primare a prevalat la copii mai muci
de 3 ani — 61 (83,6%, ES 4,34) pacienti. Epilepsia
s-a constatat la 5,4% dintre copiii cu CF, in special
la cei cu convulsii febrile complexe. Factorii care
au fost asociati cu aparitia epilepsiei ulterioare CF
au fost: accesele convulsive repetate in timpul unui
acces convulsiv — 8 copii (0,5), status epileptic febril
— 5 copii (0,3), antecedente eredocolaterale pozitive
pentru epilepsie sau CF — 6 copii (0,4) cazuri, des-
circiri epileptiforme la electroencefalografie — 2
(0,18), retard in dezvoltare — 3 copii (0,18), nastere
patologicd — 16 copii (0,6) si prematuritate 2 cazuri
(0,18).

Concluzii. CF reprezinti o cauzi majord a ac-
ceselor epileptice la copii de varsta fragedi. Luarea
in consideratie a factorilor de risc pentru dezvolta-
rea epilepsiei in urma CF reprezinti o modalitate
de apreciere a predictiei in aparitia acestei boli.

Cuvinte cheie: convulsii febrile, epilepsie, copii.
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ABSTRACT

Introduction. Febrile seizures (FS) represent
the most common neurological manifestation in
infants and young children. They occur between
the ages of 3 months and 5 years, are associated
with fever (>38°C), and sometimes are responsible
tor the development of epilepsy.

Objective of the study: to estimate the risk of
subsequent epilepsy following febrile seizures.

Material and methods. An analysis was con-
ducted on 73 patients, aged 3 months to 5 years,
who were admitted at the Mother and Child
Institute throughout the year 2023 with a diagno-
sis of febrile seizures (FS). Of all patients, 55 pre-
sented with simple FS and 18 with complex FS.
Statistical methods were used to assess the risk of
epilepsy development in these children (by deter-
mining the mean correlation).

Results. Of the 73 patients, in 52 (71.2%, ES
5.30) cases, a primary episode of FS was detected,
and 21 (28.8%, ES 5.30) patients had a history of
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FS. Of the 18 (24.7%, ES 5.04) patients with com-
plex FS, 4 (5.5%, ES 2.66) subsequently present-
ed convulsive seizures in afebrile states. The onset
age of primary FS prevailed in children under 3
years old — 61 (83.6%, ES 4.34) patients. Epilepsy
was found in 5.4% of children with FS, especially
those with complex febrile seizures. Factors associ-
ated with subsequent epilepsy following FS were:
repeated convulsive seizures during one convulsive
episode — 8 children (0.5), febrile status epilepticus
— 5 children (0.3), positive heredocolateral history
for epilepsy or FS — 6 children (0.4) cases, epilep-
tiform discharges on electroencephalography — 2
(0.18), developmental delay — 3 children (0.18),
pathological birth — 16 children (0.6), and prema-
turity 2 cases (0.18).

Conclusions. FS represents a major cause of
epileptic seizures in young children. Considering
the risk factors for epilepsy development following
FS is a way to assess the prediction in the occur-
rence of this disease.

Key words: febrile seizures, epilepsy, children.
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REZUMAT

Introducere. Tulburirile mitocondriale prima-
re (TMP) reprezintd un grup mare de boli genetice
rare, cu o variabilitate fenotipicd inaltd, variind de
la afectare izolatd a unui organ la adulti pani la im-
plicare multisistemici la copii.

Obiectivul studiului: intelegerea neuropatoge-
nezei si recunoasterea simptomelor timpurii pentru
facilitarea diagnosticirii pacientilor cu TMP, prin
prisma unui caz clinic.

Metode. A fost evaluati o fetitd de 4 ani prin in-
termediul cercetirii clinice si genetice la Institutul
Mamei si Copilului.

Rezultate. Acuze la adresare: lipsa miscirilor in
membrul superior si inferior pe dreapta, tulburiri
de echilibru, afazie, tulburiri de memorie. Istoricul
bolii: la un an si 8 luni pe fondalul unei pneumonii,
copilul dezvoltd primd crizd convulsivi generali-
zatd, ulterior crizele s-au repetat de mai multe ori
pentru ce s-a initiat un tratament cu medicamente
anticonvulsivante. Manifestiri clinice: hemiparezi
pe dreapta si disfazie motorie, regres cognitiv in
evolutue. Examen imagistic prin RMN cerebrala si
Angio-CT: focar ischemic cu localizare fronto-pa-
rieto-temporal sugestiv pentru un accident vascu-
lar cerebral ischemic (AVCI) si encefalomalacie

postischemicd cortico-subcorticald, malformatii
arterio-venoase cerebral pe stinga. In evolutie,
pe baza rezultatelor obtinute prin examen gene-
tic-molecular — secventiere de generatie urmitoare
(NGS) cu paneluri tintd s-au constatat anomalii
in gena MT-TL1, variante patogene m.3243A>G,
m.3271T>C si gena MT-ND5, m.13513G>A),
totodati si pe baza implicirii multisistemice, a fost
confirmat diagnosticul: Encefalopatie mitocondri-
ali, sindromul MELAS cu afectare multisistemici,
confirmati genetic (m.3243A>G). In procesul de
urmirire a pacientei, au fost evaluate si excluse alte
diagnostice.

Concluzii. Recunoasterea cauzelor care pro-
voacd aparitia AVC la copii este un lucru impor-
tant. Desi foarte rar, AVC se poate dezvolta in ca-
drul TMP. In cazul discutat, deoarece cauza AVCI
n-a fost gasitd, iar deficitul cognitiv era in progres,
s-a decis examenul molecular-genetic. In rezulta-
tul examindrilor s-a confirmat diagnosticul final,
sindromul MELAS, care poate fi responsabil de
aceasti tulburare. Astfel, evaluarea cauzelor neu-
rogenetice este rezonabild in cazurile cu etiologie
necunoscutd a AVCI.

Cuvinte cheie: aspecte neurogenetice, sindro-
mul MELAS, tulburiri mitocondriale, primare
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ABSTRACT

Introduction. Primary mitochondrial disor-
ders (PMD) represent a large group of rare genetic
diseases with high phenotypic variability, ranging
from isolated organ involvement in adults to mul-
tisystem involvement in children.

Objective of the study: To understand neuro-
pathogenesis and recognize early symptoms to fa-
cilitate diagnosis of patients with PMD through
the lens of a clinical case.

Methods. A 4-year-old girl was evaluat-
ed through clinical and genetic research at the
Institute of Mother and Child.

Results. Allegations at referral: lack of move-
ment in the upper and lower limb on the right, bal-
ance disorders, aphasia, memory disorders. History
of the disease: at one year and 8 months on the
background of pneumonia, the child develops the
first generalized convulsive seizure, subsequent-
ly the seizures repeated several times for which a
treatment with anticonvulsant drugs was initiat-
ed. Clinical manifestations: right hemiparesis and
motor dysphasia, evolving cognitive regression.
Imaging examination by brain MRI and Angio-
CT: ischemic focus with fronto-parieto-temporal
localization suggestive of an ischemic stroke (IS)
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and cortico-subcortical postischemic encephalo-
malacia, cerebral arterio-venous malformations on
the left. In evolution, based on the results obtained
by molecular genetic examination - next genera-
tion sequencing (NGS) with target panels abnor-
malities in MT-TL1 gene, pathogenic variants
m.3243A>G, m.3271T>C and MT-ND5 gene,
m.13513G>A) were found, at the same time and
based on multisystem involvement, the diagnosis
was confirmed: Mitochondrial encephalopathy,
MELAS syndrome with multisystem involvement,
genetically confirmed (m.3243A>G). In the fol-
low-up process of the patient, other diagnoses were
evaluated and excluded.

Conclusions. Recognition of the causes of
stroke in children is important. Although very rare,
stroke can develop in the setting of PMD. In the
case discussed, as the cause of the stroke was not
found and the cognitive deficit was progressing,
was decided molecular-genetic examination. The
final diagnosis, MELAS syndrome, was confirmed
in the result of the examinations, which may be
responsible for this disorder. Thus, evaluation of
neurogenetic causes is reasonable in cases with un-
known etiology of IS.

Key words: neurogenetic aspects, MELAS syn-

drome, primary mitochondrial disorders
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REZUMAT

Introducere. Mozaicismul 45,X/46,XY este o
aneuploidie rard a cromozomilor sexuali cu o pre-
valentd de aproximativ 1 din 15.000 de nou-nis-
cuti. In cazurile cu 45,X/46,XY, existi doud linii
celulare distribuite diferit, dintre care una prezin-
td un cariotip 45,X (monosomie X) si cealaltd un
cariotip masculin normal 46,XY. Astfel, indivizii
care suferd de aceastd afectiune prezintd fenotipuri
foarte variate si se poate identifica la femei cu dis-
genezie gonadali, la birbati cu disgenezie gonadald
mixtd, in cazurile cu pseudohermafroditism mas-
culin si la barbati aparent normali.

Obiectivul: evaluarea clinico - geneticd a bir-
batilor cu spermograma sever afectati pentru di-
agnosticul etiologic al cazurilor de infertilitate in
baza unui caz clinic.

Material si metode. A fost evaluat un birbat de
45 de ani, cu o istorie de 11 ani de infertilitate in
cadrul consultului medico-genetic. In urma evalu-
drii materialului seminal, repetat, s-a diagnosticat
azoospermia. Au fost evaluati markerii endocrini:
nivelurile de Testosteron; Hormonul Luteinizant
[LH]J; [FSH].

Examenul citogenetic a fost efectuat conform me-

Hormonul Foliculostimulant

todei standard G pe limfocite din singele perife-
ric. Interpretarea rezultatelor s-a realizat conform
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nomenclaturii, International System for Human
Cytogenetic Nomenclature din anul 2016.

Rezultate. Examenul fizic al pacientului a scos
in evidentd fenotipul pacientului normal masculin,
o staturd de 157 cm, prezenta testiculelor bilate-
rale, hipogonadism. Rezultatele analizei markerilor
endocrini au aritat o scidere a FSH, LH, in timp
ce concentratia testosteronului seric s-au inscris in
limitele normale. Conform examindrii citogeneti-
ce, a fost identificat un cariotip 45,X/46,XY (mo-
zaicism cromozomial), avind 2 linii celulare dis-
tincte: celule cu 45 de cromozomi, avand un singur
cromozom X in perechea de cromozomi sexuali
(monosomie X - 45,X), in 3 celule analizate (20%);
celule cu 46 de cromozomi (46,XY), in 12 celule
analizate (80%).

Concluzii. Cazurile de mozaicism 45,X/46,XY
ce prezintd un fenotip aparent normal masculin
reprezintd un subgrup rar al acestor anomalii cro-
mozomiale. In majoritatea cazurilor acesti pacienti
riman nediagnosticati sau sunt diagnosticati tar-
div in timpul examenului citogenetic la birbatii cu
spermograma sever afectatd, datoritd infertilitatii.
Consultarea medico-genetici este importanti pen-
tru diagnosticul etiologic al cazurilor rare de ano-
malii cromozomiale.

Cuvinte cheie: 45,X/46,XY; birbat; infertilita-

te; cariotip; mozaic
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ABSTRACT

Introduction. 45,X/46,XY mosaicism is a
rare sex chromosome aneuploidy with a preva-
lence of approximately 1 in 15,000 newborns. In
45,X/46,XY cases, there are two differently distrib-
uted cell lines, one with a 45,X karyotype (mono-
somy X) and the other with a normal male 46,XY
karyotype. Thus, individuals suffering from this
condition show very varied phenotypes and it can
be identified in women with gonadal dysgenesis, in
men with mixed gonadal dysgenesis, in cases with
male pseudohermaphroditism and in apparently
normal men.

Objective: clinical-genetic evaluation of men
with severely affected spermogram for the etiolog-
ical diagnosis of infertility cases based on a clinical
case.

Material and methods. A 45-year-old man
with an 11-year history of infertility was evaluat-
ed during the medico-genetic consultation. After
repeated semen evaluation, azoospermia was di-
agnosed. Endocrine markers were evaluated:
Testosterone levels; Luteinizing Hormone [LH];
Follicle Stimulating Hormone [FSH]. Cytogenetic
examination was performed according to stan-
dard method G on peripheral blood lymphocytes.
The results were interpreted according to the

nomenclature, International System for Human
Cytogenetic Nomenclature from 2016.

Results. The physical examination of the pa-
tient revealed the phenotype of the normal male
patient, a height of 157 cm, the presence of bi-
lateral testicles, hypogonadism. The results of the
analysis of endocrine markers showed a decrease in
FSH, LH, while the concentration of serum testos-
terone was within normal limits. According to the
cytogenetic examination, a 45,X/46,XY karyotype
(chromosomal mosaicism) was identified, having
2 distinct cell lines: cells with 45 chromosomes,
having only one X chromosome in the pair of sex
chromosomes (monosomy X - 45,X), in 3 analyzed
cells (20%); cells with 46 chromosomes (46,XY),in
12 cells analyzed (80%).

Conclusions. Cases of 45,X/46,XY mosaicism
presenting an apparently normal male phenotype
represent a rare subgroup of these chromosomal
abnormalities. In most cases, these patients remain
undiagnosed or are diagnosed late during the cyto-
genetic examination in men with a severely affected
spermogram, due to infertility. The medico-genetic
consultation is important for the etiological diag-
nosis of rare cases of chromosomal abnormalities.

Key words: 45X/46,XY; man; infertility;
karyotype; mosaic
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ABSTRACT

Introduction. Neural tube defects (NTD) are
a heterogeneous group of congenital malforma-
tions of the nervous system that arise as a result of
stagnation of neural tube closure at early stages of
embryogenesis. The incidence of folate-dependent
NTD in different countries during the last three
years varies between 1 and 7 per 1000 births.

Objective of the study: to investigate the ae-
tiopathological aspects in the medico-genetic con-
sultation of children with NTD through a clinical
case.

Material and methods. A 1-month-old child
hospitalized in the Institute of Mother and Child
was examined. The diagnosis of NTD was estab-
lished on the basis of anamnestic data, fetal ultra-
sound, brain MRI and cytogenetic examination
results. The genetic variant was identified based
on the assessment of genetic polymorphism of
MTHER folate cycle genes by Polymerase Chain
Reaction (PCR) method with assessment of ho-
mozygous/heterozygous status in the mother of
the child.

Results. Anamnestic data: folic acid prophy-
laxis was initiated at 12 weeks gestation. The fe-
tus was suspected for NTD at routine ultrasound
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examination. Brain and spinal column MRI imag-
ing in the infant showed encephaloceles and spi-
na bifidaspina bifida occult. On molecular-genetic
examination of folate cycle genes (MTHFR677;
MTHFR1298; MTR2756; MTRR66), by PCR
method, maternal DNA, a mutation in the
MTHFR677 gene was found (heterozygous after
C/T mutant allele); MTHFR1298 (heterozygous
after the A/C mutant allele); MTR2756 (heterozy-
gous after the A/G mutant allele); MTRR66 (het-
erozygous after the A/G mutant allele). The deter-
mined genotype is considered to be pathological.

Conclusions. Imaging and molecular-genetic
evaluation of multiple malformations of the nervous
system is of great significance for the assessment of
etiopathogenetic factors. Molecular-genetic exam-
ination of folate-dependent gene cycle genes (ma-
ternal folate status) should be performed in time to
develop a primary NTD prophylaxis plan, which
should include the following actions: assessment
and correction of the health status of mothers in
the risk group, genetic counseling, nutritional sup-
port, assessment of maternal folate status, folic acid
administration.

Key words: neural tube, children, malforma-
tions, genes, folate-dependent
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REZUMAT

Introducere. Defectele tubului neural (DTN)
reprezintd un grup eterogen de malformatii conge-
nitale ale sistemului nervos care apar in urma stag-
narii inchiderii tubului neural in stadiile precoce
ale embriogenezei. Incidenta in diferite tiri pe par-
cursul ultimilor trei ani a DTN folat-dependente
variazd intre 1 i 7 la 1.000 de nasteri.

Obiectivul studiului: cercetarea aspectelor eti-
opatologice in cadrul consultului medico-genetic a
copiilor cu DTN, prin prisma unui caz clinic.

Material si metode. A fost examinat un copil
cu varsta de 1 lund spitalizat in cadrul Institutului
Mamei si Copilului. Diagnosticul de DTN a fost
stabilit in baza datelor anamnestice, a rezultatelor
ecografiei fetale, RIMIN cerebrali si examenului ci-
togenetic. Varianta geneticd a fost identificatd pe
baza aprecierii polimorfismului genetic al genelor
ciclului folat MTHFR prin metoda Polimerase
Chain Reaction (PCR) cu aprecierea statutului
homozigot/heterozigot la mama copilului.

Rezultate. Date anamnestice: profilaxia cu
acidul folic a fost initiatd de la 12 sdptimani de
gestatie. Fitul a fost suspectat pentru DTN in
cadrul examenului ecografic de rutini. La exame-
nul imagistic al copilului prin RMN cerebrali si a

colonei vertebrale s-a depistat prezenta encefalo-
celului si spina bifida oculti. La examenul molecu-
lar-genetic al genelor ciclului folat (MTHFR677,
MTHFR1298; MTR2756; MTRR66), prin me-
toda PCR, ADN matern, s-a constatat o mutatie
in gena MTHFR677 (atitudine heterozigotd dupi
alela mutanti C/T); MTHFR1298 (atitudine he-
terozigotd dupid alela mutantd A/C); MTR2756
(atitudine heterozigotd dupi alela mutanti A/G);
MTRRG66 (atitudine heterozigoti dupi alela mu-
tantd A/G). Genotipul determinat este considerat
ca flind patologic.

Concluzii. Evaluarea imagistici si molecu-
lar-genetici a malformatiilor multiple ale sis-
temului nervos are o semnificatie mare pentru
aprecierea factorilor etiopatogenetici. Examenul
molecular-genetic al genelor ciclului genelor fo-
lat-dependente (statutul folat matern) trebuie
efectuat in timp util pentru a elabora un plan de
profilaxie primard a DTN, care trebuie si includi
urmitoarele actiuni: evaluarea si corectarea starii de
sindtate a mamelor din grupul de risc, consilierea
geneticid, sprijinul nutritional, aprecierea statutului
folat matern, administrarea acidului folic.

Cuvinte cheie: tubul neural, copii, malformatii,
gene, folat-dependente
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NEONATOLOGY

UPDATES ON PERINATAL MEDICINE

HADDAD JOSEPH

Pediatrics and Neonatology, Faculty of Medicine, University of Balamand, Lebanon

ABSTRACT

The use of antenatal Sildenafil and steroids are
discussed thoroughly in this presentation. New
guidelines of WHO for the use Antenatal CS have
been released on 2022. Safety and efficacy are at-
tested for preterm labor before 34 WGA and 1 or

max 2 doses are administered.

Breast milk in preterm infants is highly associ-
ated with cortical maturation according to recent
publications

Perinatal strategies to prevent anoxic events in
preterm infants include melatonin, epo, stem cells,
caffeine and hypothermia

The use of perinatal antibiotics is associated
with the occurrence of long-term effects as asthma,
eczema obesity and asthma.
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VOLUM DE REZUMATE. CONGRESUL INTERNATIONAL
AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
,PEDIATRIA - SPECIALITATE MULTIDISCIPLINARA”

NEONATOLOGIE

LACERATIA SUPERFICIALA A VULVEI LA COPIL
DUPA NASTERE NATURALA PRIN PREZENTATIE
PELVIANA - PREZENTARE DE CAZ CLINIC

SPINU TATIANAZ, COJOCARI DIANAZ, GROSU VICTORIA*, MAGULCIAC ALEXANDRU?

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

“IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT

Introducere. Laceratia superficiali a vulvei la
nou-niscut este o complicatie rar intilnitd care
pune viata in pericol in cazul prezentatiei pelviene
a fatului.

Obiectiv: analiza unui caz clinic a unui copil
nou-niscut cu laceratie superficiali a vulvei, niscu-
ta in IMSP IMC.

Material si metode. Este prezentat cazul unui
nou-niscut de sex feminin, prin nastere naturald,
prezentatie pelviand cu leziunea organelor geni-
tale externe si afectarea plantei piciorului sting.
Metodologia prezentirii acestui caz a preconizat
aprecierea semnificatiei examenului obiectiv al
nou-niscutului dupi nastere.

Rezultate. Fetitd niscuti la 39 siptiméni de
gestatie, cu masa 3475 gr., T - 52 cm, PC - 34 cm,
PT -33 cm, FA - 1,5x 15 cm, FP - 0,2 x 0,2
cm, scor Apgar 8/8. Anamneza obstetricala: SI, NI,
sarcind monofetald, prezentatie podalicd a fitului,
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anemie grad I, edeme gestationale, apele feta-
le meconiale, ndscut per vias naturalis. Examenul
obiectiv a relevat laceratie superficiald a vulvei cu
edem si echimoze, hemoragie vaginali, planta pi-
ciorului sting edematiati, cu echimoze din cauza
pozitiei fatului, circulard de cordon dubli in jurul
gatului, vernix caseos abundent. Pentru profilaxia
durerii s-a administrat supp. Paracetamol 15 mg/
kg per rectum.

Concluzii. Leziunile genitale neonatale sunt
recunoscute ca complicatii relativ rar intalnite ale
prezentatiei podalice, fiind mai frecvente la primi-
pare. Fetitele nou-niscute cu astfel de leziuni ale
organelor genitale pot prezenta agitatie din ca-
uza durerii, dar majoritatea sunt asimptomatice.
Laceratia superficiald a vulvei la nou-niscut nu ne-
cesitd tratament specific, doar supraveghere in di-
namici, in anumite cazuri se aplica terapia durerii.

Cuvinte cheie: laceratia vulvei, prezentatie po-
dalici, fetite nou-niscute.
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VOLUM DE REZUMATE. CONGRESUL INTERNATIONAL
AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
,PEDIATRIA - SPECIALITATE MULTIDISCIPLINARA”

NEONATOLOGIE

FIBROZA CHISTICA FORMA MIXTA LA
SUGAR: ASPECTE CLINICE SI DIAGNOSTICE
- PREZENTARE DE CAZ CLINIC

CIOCHINA MARIANA?, PRUTEAN VALERIA?, GROSU VICTORIA?, BRANISTE NINA2

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

“IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT

Introducere. Fibroza chistici este o afectiune
monogenicd autozomal recesivi, caracterizatd prin
dereglarea transportului clorurilor la nivelul celule-
lor epiteliale cu producerea unor secretii viscoase
de citre glandele exocrine, manifestatd prin afec-
tare poliorganici cu evolutie cronicid progresivi.
In RM mutatia cea mai frecventi este F508del
care se intilneste in 58,84%, mutatia 2789+5G>A,
G542X,N1303-1,36%.

Obiectiv: analiza unui caz clinic a unui sugar cu
fibrozi chisticd forma mixtd, evolutie grava.

Material si metode. Evaluarea fisei de observa-
tie a unei fetite varsta 40 zile, internati in patologie
nou-niscuti al IMC.

Rezultate. Copil niscut de la nasterea II, la 36
siptimani cu M- 2550 gr., T- 46 cm. Internat in
stare gravd cu sindrom de deshidratare, diaree- 13
pusee, alimentat prin sonda nasogastrici, malnu-
tritie protein-calorici gr.I, pneumonie bilatera-
13 segmentard (KI. pneumoniae, St. aureus, Esch.
coli, C. albicans). IR gr.l, insuficientd pancreaticd
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exocrind severd. Paraclinic: bact. materiilor fecale-
Kl. Pneum. 10°, St. aureus 10*, C. albicans 10°, bact.
sputei - Esch. coli 10¢, Ent. Cloacae 10°, Str. viridi-
ans 10% biochimia sangelui: ALAT-31,0mcmol/l,
ASAT-37,8mcmol/l, bil. directi- 0,30mcmol/l, bil.
tot. — 6,90 mcmol/l, Ca- 2,27 mmol/l, creat.- 21,0
mcmol/l], glu.- 5,40 mmol/l, K- 5,36 mmol/l, prot.
Tot.-38,90, Na- 139,0 mmol/l, ureea-2,4mcmol/l;
Hb-68g/1, erit.- 2,20 x10", Ht-20,50, leuc.-9,90
x10%, N.-21,80%, eoz.-7,0%, bazofile-0,20%, limf.-
56,20%, monocite-14,80%, tromb.- 471,0; VSH 10
mm/h; testul sudorii -70mmol/l. TC: Pneumonie
bilaterald polisegmentari, lipodistrofia pancreasu-
lui. Tratament: dieta hipercalorici, concentrat eri-
trocitar, Budesonid, Creon, Eubiotic, FerumlL.ek,
Vit. D3, A E.

Concluzii. Tratamentul sindromal al fibrozei
chistice este important in depistarea precoce a in-
suficientei poliorganice, cit si pentru evaluarea cli-
nici dinamici.

Cuvinte cheie: fibrozi chisticd, pneumonie,
malnutritie protein-calorica.
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VOLUM DE REZUMATE. CONGRESUL INTERNATIONAL
AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
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NEONATOLOGIE

MALFORMATIA ADENOMATOIDA
CHISTICA CONGENITALA PULMONARA
LA NOU-NASCUT - PREZENTARE DE CAZ CLINIC

CEBAN ZINAIDA®*, BALAN ANGELINA?, GROSU VICTORIA?, CRIVCEANSCAIA LARISA?

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

“IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

REZUMAT

Introducere. Malformatia adenomatoidi chis-
tici (CCAM) a pliménului este o afectiune con-
genitald rar intalnita, caracterizati prin anomalii
apirute in timpul dezvoltirii arborelui bronsic si
reprezintd 25% din malformatiile pulmonare con-
genitale. Datele din intreaga populatie raporteazi o
incidenti a CCAM de 1 la 35.000 de nou-niscuti.

Obiectiv:
nou-niscut cu CCAM pulmonari gradul II, hiper-

analiza unui caz clinic a unui

tensiune pulmonari severa.

Material si metode. Analiza clinico-paraclinicd
a datelor fisei de observatie a unui copil internat in
RTT nou-niscuti al IMC.

Rezultate. Fetitd niscutid de la nasterea I, la 40
siptimani cu M-3124 gr., T-50 cm, scorul Apgar
7/8 puncte, SpO2 -82-83%, internati in stare gravi
cu semne de insuficientd respiratorie gr.Il. La exa-
menul fizic a nou-niscutului se vizualizeazi tegu-
mente cianotice, auscultativ in plamini- respiratie
diminuati bilateral, raluri absente. Copilul este pla-
sat la suport respirator sub cubolti cu flux 2 I/min.,
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respectiv SpO2 in crestere pind la 95-98%, perio-
dic manifestd desaturiri pind la 91%. Tomografia
computerizatd pulmonard descrie date imagistice
sugestive pentru prezenta multiplelor cavititi ae-
rice, localizate in grup, cu prezenta continutului
lichidian in proiectia lobului inferior al plimanu-
lui sting, caracteristic pentru malformatie adeno-
matoidi chisticd de tip II. La Echo-CG Doppler:
prezenta hipertensiunii pulmonare severe, PSAP
-75 mmHg, CAP - 5 mm, FOP, FEVS 85%. EAB:
pH-ul 7,33, PCO2-46,10mmHg, BE(B)-2,80
mmol/l, HCO3-23,5 mmol/l. Copilul este evaluat
in dinamicd de citre medicii chirurgi pediatri pen-
tru interventie chirurgicald dupi necesitati vitale.

Concluzie. Malformatia adenomatoidi chisticd
a plimanilor la nou-niscut se manifestd in primele
zile de viatd cu sindromul insuficientei respirato-
rii avansate si necesitd un diagnostic cit mai rapid
pentru un tratament complex si prevenirea compli-
catiilor vitale.

Cuvinte cheie: malformatie adenomatoidi
chistici congenitald, nou-niscut, hipertensiune
pulmonari.
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AL SOCIETATII DE PEDIATRIE DIN REPUBLICA MOLDOVA
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REZULTATUL CLINIC AL INFECTIEI COVID-19 ASUPRA

NOU-NASCUTILOR

ROTARI OLGA'?, CRIVCEANSCAIA LARISA*?, ANTON-PADURARU DANA-TEODORA?

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

“IMSP Institutul Mamei si Copilului, Chisindu, Republica Moldova

SUniversitatea de Medicini si Farmacie ,,Grigore T. Popa” Iasi, Romania

REZUMAT

Obiective: analiza grupului de nou-niscuti di-
agnosticati cu infectia COVID-19, care au fost in-
ternati in sectia specializati COVID-19, in cadrul
IMSP Institutul Mamei si Copilului, in perioada
lunii januarie 2024.

Material si metode. Studiul a fost realizat
printr-o analizd retrospectivi a 14 fise medicale
ale nou-niscutilor internati la unitate specializa-
ti COVID-19. A fost luat in considerare varsta
la internare, complicatiile clinice si perioada de
spitalizare.

Rezultate. Pacientii au fost repartizati in 3 gru-
pe de severitate a complicatiilor. Din esantionul
studiat 1 n-n (7,1%) a fost apreciat cu starea gene-
rald —severd, 3 n-n (21,4%) — gravi, 10 n-n (71,4%)
— moderati. Toti nou-niscutii au manifestat bron-
hopneumonie, bronsitd obstructivi si sindrom
toxic- febril. 7 n-n (50%) au avut diagnosticul de
anemie gradul I, 9 n-n (64,3%) timomegalie gradul

I. 2 n-n (14,3%) insuficientd respiratorie gradul II,
10 n-n (71,4%) gradul I. Un n-n a fost diagnosticat
cu tuse convulsivd. Un n-n a manifestat convulsii
febrile. Internarea in medie a fost de 7,5 zile.

Concluzii. Rezultatele demonstreazi ci se-
veritatea simptomelor la nou-niscutii infectati cu
COVID-19 din esantionul studiat a fost prepon-
derent moderatd. Este important si se implemen-
teze practici neonatale avansate pentru depistarea
precoce, care va permite ulterior interventia pre-
coce si va reduce morbiditatea neonatali. Infectia
COVID-19 poate exacerba complicatiile anterioa-
re la nou-niscuti si, avind in vedere ci se cunosc
putine informatii cu privire la impactul asupra si-
nititii neonatale, urmirirea pe termen lung pentru
a evalua complicatiile viitoare si cooperarea multi-
discipliniard dintre medici este imperativi pentru a
asigura o calitate adecvati a vietii.

Cuvinte cheie: COVID-19, nou-niscut (n-n),
complicatii.
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TRANSPOZITIA VASELOR MAGISTRALE CU DEBUT

N PERIOADA NEONATALA

SOITU MARCELA, PINTEA VERA

"Universitatea de Stat de Medicini si Farmacie ,Nicolae Testemitanu”,

Chisinidu, Republica Moldova

REZUMAT

Introducere. Transpozitia vaselor magistrale
(TVM) reprezinti malformatia cardiaci congeni-
tali (MCC) cianotici la nou-niscuti rar intilniti,
in cadrul cireia circulatia pulmonari si sistemici
sunt situate in paralel, si nu in serie. Se claseazi
pe locul 6 cu incidenta de 3,8% si prevalenta de
0,3 raportatd la 1000 cazuri de MCC, si prezinti
un raport baieti: fete de 1,5-3,2:1. Supravietuirea
nou-niscutilor cu acest viciu cardiac este strans le-
gatid de nivelul de amestecare a singelui prin fora-
menul oval permeabil si ductul arterial.

Material si metode. A fost realizati o analizi
retrospectiva a 52 cazuri de nou-niscuti diagnos-
ticati cu TVM atit antenatal, cit si postnatal din
perioada 1 ianuarie 2018 — 31 decembrie 2023, si
elaborati statistica dupd metoda coeficientului de
corelatie liniara.

Rezultate si discutii. Datele studiului relevi cid
la mai putin de jumitate de cazuri (46% nou-nis-
cuti) diagnosticul antenatal a fost pozitiv si con-
firmat postnatal, iar la 54 % cazuri diagnosticul
antenatal a fost fals-negativ, stabilindu-se post-
natal. Cazuri fals-pozitive de diagnostic antenatal
si excluse postnatal nu s-au depistat. Au fost evi-
dentiati factorii de risc cel mai frecvent implicati
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in etiologia TVM: cauze materne precum infectii
genito-urinare (30,76%) - colpiti — 5 cazuri, pielo-
nefriti-7 cazuri, colecistitd acutd — 1 caz, vulvova-
ginitd — 3 cazuri; anemie (17,3%); tabagism cronic
si infectii ale aparatului respirator (cite 7,69%);
varsta mamei > 40 ani (5,76%); alcoolism cronic si
obezitate ( cite 3,84%); infectia COVID-19 supor-
tatd in timpul sarcinii 1 caz (1,92%), si factori fetali
( sindrom Edwards 1 caz (1,92%)). Cea mai frec-
ventd combinatie a TVM cu alte MCC in studiul
dat este TVM+insuficienta valvei tricuspide (IV'T)
(32%), urmatd de TVM+defect de sept ventricular
(DSV) (36%), TVM+DSV+DSA (13%), TVM+
defect de sept atrial (DSA)(11 %), TVM+stenoza
de arterd pulmonari (10%) si cea mai mici valoare
o are TVM tip Taussing-Bing (8%).

Concluzii. Datoriti perfectiondrii si aplicirii
continue a metodelor noi de screening si diagnostic
antenatal, din sdptimana 22 a sarcinii, depistarea
cazurilor noi de MCC a cipitat caracter masiv, ceea
ce a dus la cresterea incidentei bolii. Tratamentul
chirurgical este recomandat sd survinid pe parcursul
primelor 24-48 ore de viati, dar cel mai favorabil in
primele 12 ore de la nastere.

Cuvinte cheie: transpozitia vaselor magistrale,
nou-ndscuti
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ABSTRACT

Introduction. Systemic lupus erythematosus
(SLE) is chronic autoimmune inflammatory dis-
ease distinguished with various clinical manifes-
tations and by presence of antibodies to nuclear
(ANA) and cytoplasmic antigens. This disease can
affect almost any organ system, but most frequently
it affects skin, joints, kidneys, and nervous system.
Diagnosis of SLE is set based on clinical and lab-
oratory findings. Positive ANA and anti-dsDNA
antibodies laboratory findings are often crucial in
establishing SLE, however in very few cases these
laboratory findings are negative.

Casereport. We are presenting a case of 14-years
old girl with ANA negative SLE, primarily man-
ifested with unusual neurological symptoms. She
had wisdom tooth surgery and after that involun-
tary bizarre hand movements appeared. Extensive
clinical, laboratory and radiological diagnostics
were performed. Based on obtained findings and

very high level of anti-cardiolipin antibodies, a
diagnosis of anti-phospholipid syndrome is deter-
mined. Levels of C3 and C4 components of com-
plement were normal. ANA and anti-dsDNA were
repeated negative. The girl had normal value of
urea and creatinine in serum with mild proteinuria
and normal urine sediment. Corticosteroid thera-
py was started. After several months of analyzing
proteinuria level, kidney biopsy was performed and
was consistent with lupus nephritis class IV. A very
good response and control of disease was achieved
with combined corticosteroid and mycophenolate
mofetil therapy.

Conclusion. Having in mind very unusual
clinical manifestation, as well as laboratory find-
ings, we wanted to emphasize importance of hav-
ing multi-disciplinary team while diagnosing and
treating patients with SLE.

Key words: systemic lupus erythematosus, pe-
diatrics, lupus nephritis, ANA negative test
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REZUMAT

Introducere. Osteomielita multifocalid cronici
recurentd (CRMO) este o afectiune osoasi rari,
ficand parte din spectrul bolilor reumatologice
autoinflamatorii impreund cu sindromul Majeed,
DIRA si DITRA. Distributia pe sex este in favoa-
rea copiilor de sex feminin, cu o véarstd medie de 10
ani la debut. Cu toate acestea, date recente indici
taptul ca mai mult de 50% dintre pacienti au o boa-
13 cronicd persistentd si aproximativ 20% un curs
recurent al acestei afectiuni. De asemenea, existd
mai multe cazuri raportate cu boli autoinflamatorii
si autoimune asociate.

Obiective. Aceastd prezentare are ca menire
aducerea in discutie a unei patologii rare, autoin-
flamatorii cu implicatii autoimune si atrage aten-
tia asupra implicatiilor datorate imunodereglarii.
Dorim sa aducem in atentie un caz rar de boala
autoinflamatorie osoasa asociat cu o patologie au-
toimuna dermatologica.

Rezumat caz. Pacientd in vérsti de 9 ani se
adreseaza Spitalului de Copii "Louis Turcanu" la
inceputul lunii Decembrie acuzind dureri la nive-
lul claviculei stingi cu debut de aproximativ 2 luni.
Pacienta este evaluatd clinic decelandu-se leziuni
de psoriazis retoaricular, toracic si la nivelul fetei
dorsale a mainilor. Local la nivelul claviculei sting
durere intensd la palpare, tumefactie importanti

insotiti de impotenta functionald a intregului
membrului superior sting. Probele biologice recol-
tate relevd un sindrom inflamator minim. Se ridica
suspiciunea de formatiune tumorald motiv pentru
care se efectueazd o radiografie claviculari unde se
evidentiazd modificiri de forma si structurd, for-
matiunea respectind extremitatea externd si cu
exuberanta reactiei periostale a claviculei. In urma
investigatiilor efectuate s-a suspicionat diagnosti-
cul de osteomielita cu proces de hiperostoza motiv
pentru care se suplimenteazi investigatiile biologic
si imagistice. Coreland istoricul personal cu istori-
cul bolii, investigatiile clinice, paraclinice si imagis-
tice stabilim diagnosticul de Osteomielitd cronica
non-bacteriani (CNO)/ osteomielitd cronici recu-
rentd multifocali (CRMO)

Concluzii. Cazul prezinti o tulburare complexi
de imunoreglare cu implicatii autoinflamatorii cat
si autoimune. Suspicionam ci in cazul prezentat
tratamentul cu scop reglator/ curativ pentru pato-
logia dermatologica sta la baza leziunilor autoinfla-
matorii, distructive osoase. Din picate la ora actuald
nu existd biomarkeri specifici pentru CRMO fiind
necesare mai multe studii ample pentru a identifica
tiparele caracteristice ale CRMO si pentru a moni-
toriza mai bine progresia bolii si tratamentul.
CNO/CRMO,

Corynebacterium Parvum, Reumatologie pedia-

Cuvinte cheie:

trie, autoimunitate, autoinflamatie.
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REZUMAT

Introducere. Dislipidemia este unul dintre
factorii de risc cardiovascular studiati la copiii cu
Artritd juvenild idiopaticd (AJI). Dozele terapeu-
tice de glucocorticosteroizi (Gecs) sunt asociate cu
cresterea riscului de aparitie a bolii cardiovasculare
(BCV) prin modificarea profilului lipidic. Avand
in vedere corelatia dintre dozele cumulate mai mari
si modificirile colesterolului total (CT) observate
in unele studii, utilizarea Gces prezintd un rol im-
portant in patogenia dislipidemiei la copiii cu AJI.

Obiectiv: analiza indicilor lipidogramei in
functie de tratamentul cu glucocorticosteroizi la
copiii cu AJI.

Material si metode. In studiu au fost inclusi 90
de copii cu diagnosticul de AJI. In functie de tra-
tamentul cu Ges au fost divizate doud loturi: lotul
I (33 copii), copii care au primit Ges si lotul I (57

copii), copii care nu au primit Ges.
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Rezultate. Valorile medii ale CT la pacien-
tii din lotul I au fost de 5,89+1,10 mmol/l si de
5,03+1,0 mmol/lla pacientii din lotul IT (F=14,158,
p < 0,001). Valoarea medie a T'G la pacientii din
lotul I a fost de 1,45+0,49 mmol/1 si de 1,35+0,54
mmol/l la pacientii din lotul IT (p>0.05). In lotul
copiilor care au administrat Ges s-a notat cresterea
CT la 28 de copii (84,8%) si la 30 de copii (52,6%)
care nu se aflau la tratament cu Ges (x*=9,467,gl=1,
p<0,001). Nu s-au notat diferente statistic semnifi-
cative pentru valorile TG. Astfel, valori crescute ale
TG s-au notat la 6 copii (18,2%) care primeau Ges
sila 7 copii (12,3%) care nu primeau Ges.

Concluzii. In urma acestei analize, putem con-
cluziona ci pacientii cu AJI, care se afli la trata-
ment cu Ges prezintd valori crescute ale CT mai
frecvent decit pacientii care nu se afli la tratament
cu Ges, explicindu-se astfel efectul proaterogen al
Ges asupra peretelui vascular.

Cuvinte cheie: artritd juvenild idiopatici, glu-
cocorticosteroizi, colesterol total, trigliceride.
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ABSTRACT

Introduction. Dyslipidemia is one of the car-
diovascular risk factors studied in children with ju-
venile idiopathic arthritis (JIA). Therapeutic doses
of glucocorticosteroids (Gces) are associated with
increased risk of cardiovascular disease (CVD) by
altering the lipid profile. Given the correlation be-
tween higher cumulative doses and changes in total
cholesterol (T'C) observed in some studies, the use
of Ges presents an important role in the pathogen-
esis of dyslipidemia in children with JIA.

Objective: to analyze lipidogram indices in re-
lation to glucocorticosteroid treatment in children
with JIA.

Material and methods. Ninety children diag-
nosed with JIA were included in the study. Two
groups were divided according to Ges treatment:
group I (33 children), children who received Ges
and group II (57 children), children who didn't re-

ceive Gecs.
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Results. The mean values of TC in patients
in group I were 5.89+1.10 mmol/l and 5.03+1.0
mmol/lin patients in group I (F=14.158, p<0.001).
The mean value of TG in patients of group I was
1.45+0.49 mmol/l and 1.35+0.54 mmol/l in pa-
tients of group II (p>0.05). In the group of children
who received Ges there was an increase of TC noted
in 28 children (84.8%) and in 30 children (52.6%)
who were not on Ges treatment (y2=9.467,gl=1,
p<0.001). No statistically significant differences
were noted for T'G values. Thus, increased TG val-
ues were noted in 6 children (18.2%) receiving Ges
and in 7 children (12.3%) not receiving Ges.

Conclusions. From this analysis, we can con-
clude that patients with JIA who are on Ges treat-
ment present increased TG values more frequently
than patients who are not on Ges treatment, thus
explaining the proatherogenic effect of Ges on the
vascular wall.

Key words: juvenile idiopathic arthritis, gluco-
corticosteroids, total cholesterol, triglycerides.
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ABSTRACT

Introduction. Comorbid conditions in patients
with pediatric disorders, including coexisting auto-
immune diseases, negatively impact quality of life,
disability, and mortality. Overt polyautoimmuni-
ty corresponds to the presence of more than one
well-defined autoimmune disease manifested clin-
ically in a single patient.

Objective of the study is to provide a compre-
hensive overview of the occurrence of and factors
associated with autoimmune disorders in children
and/or their parents, based on literature synthesis.

Material and methods. We searched current
databases (Pubmed, Cochrane, Web of Science,
ScELO) for clinical case presentations, case series,
studies and metaanalysis for the period of 2013-
2023.The following terms were used to generate a
search: autoimmune disorders, polyautoimmunity,
pediatric rheumatology, JIA, SLE, DM], psoriasis,
antinucleary antibodies, children. The inclusion
criteria were studies investigating autoimmune co-
morbidities in children with known pediatric rheu-
matic disorder.

Results. The literature search yielded 870 arti-
cles, of which 145 met the inclusion criteria. Most

were published after 1990, and only 33 in the last

5 years. There are differences in the epidemiology
and clinical course of ADs among pediatric, adult,
and senile groups. According to some authors, it is
likely that the absolute prevalence of familial au-
toimmunity in JIA is underestimated by our data
since these were gathered using self-reporting by
the patients and their parents, as described previ-
ously. In pediatric populations, the most frequent
ADs are juvenile idiopathic arthritis, SLE, auto-
immune myopathies, and scleroderma. It remains
a challenging area because, autoimmune diseases
develop over a long time, which at least spans over
several years. The co-existence of multiple autoim-
mune diseases in patients with rheumatic disorders
may be explained by the involvement of common
genes. Additional work in this area is warranted
given the opportunity to start detailed genomic
studies which will elucidate pathogenic mecha-
nisms in autoimmunity.

Conclusions. Familial autoimmune disorders
prove to be a risk factor for pediatric rheumat-
ic conditions development and certain diseases
should therefore not be overlooked during family
health history at the diagnosis stage.

Key words: polyautoimmunity, autoimmune
diseases, pediatric rheumatic diseases, antinucleary
antibodies.
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REZUMAT

Introducere. Indicele de masa corporald (IMC)
este in prezent cel mai utilizat indicator care apre-
ciazd statutul nutritional al copiilor si adultilor,
dar nu poate reflecta in totalitate diferenta dintre
excesul de tesut adipos si cel al masei musculare.
Indicele triponderal (ITP) este utilizat ca o alter-
nativd de calcul a greutitii corporale in ultima pe-
rioadi, fiind utilizat cu succes pentru determinarea
obezititii. Misurile antropometrice sunt simple de
efectuat, neinvazive si pot fi calculate fird echipa-
ment tehnologic sofisticat.

Obiectivul studiului: a analiza eficacitatea uti-
lizarii ITP fatd de IMC in scopul testirii valorii
de predictor al dereglirilor cronice de nutritie in
patologia reumatologici la copii.

Material si metode. Studiul nostru a inclus 880
de copii, internati primar in sectia Reumatologie
a IMSP Institutul Mamei si Copilului, in perioa-
da 1 decembrie 2021 pani la 30 noiembrie 2023.
Valoarea indicatorilor antropometrici a fost calcu-
latd pe grupuri de varstd a copiilor, cit si evaluata
in functie de diagnosticul stabilit. La copiii mai
mari de 10 ani, am comparat incidenta dereglari-
lor cronice de nutritie prin utilizarea metodei de
percentile.

Rezultate. Dintre cei 880 de copii inclusi in
studiu, 393 (44.65%) erau biieti si 487 (55.35%)

erau fete. Virsta medie a copiilor inclusi in studiu

a fost de 10,73+4,54 ani (95%:10,43; 11,03), cu
un raport de fete/biieti 1,93:1,0. Valorile medii a
indicatorilor antropometrici evaluati in cadrul stu-
diului au fost pentru IMC de 18,38 +3,92 (95%:
18,12; 18,64), iar pentru I'TP a fost de 12,96+ 2,90
(95%:12,76;13;15). In functie de varstd, cel mai
trecvent dereglirile cronice de nutritie de tipul obe-
zitdtii au fost identificate in grupul de vérstd 6-9
ani atat prin IMC, cit si prin ITP. Diferente sta-
tistice ale valorilor medii pentru I'TP si IMC s-au
inregistrat in toate grupele de varsti (»<0,0001) cu
exceptia copiilor intre 3 si 5 ani (p=0,06). In functie
de diagnostic, cel mai frecvent dereglirile cronice
de nutritie s-au constatat in artritele reactive atat
prin IMC, cit si prin ITP. Diferente statistice in
functie de diagnostic au fost identificate la aplica-
rea I'TP (p<0,05), iar nesemnificativ statistic prin
IMC (p=0,16). In scopul identificirii dereglirilor
cronice de nutritie, comparativ prin cei 2 indici, am
constatat diferente semnificative statistic la aplica-
rea tabelelor de contingenti (p<0,0001)

Concluzii. I'TP reprezinti un element predictiv
al obezititii si al sindromului metabolic, cat si al
factorilor asociati acestuia. ITP estimeazi procen-
tul de adipozitate corporald mai precis decat IMC
la copii inclusi in studiu, si necesitd doar o singuri
valoare pentru fiecare gen.

Cuvinte cheie: indicele de masi corporali, in-
dicele de masi triponderal, reumatologie pediatri-
cd, copii.
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REZUMAT

Introducere. 25-OH-vitamina D este consi-
deratd un hormon steroid pleiotropic cu multiple
efecte biologice cu rol major in reglarea homeosta-
ziei de calciu si a turnoverului osos, cu proprietiti
antiproliferative, de diferentiere, antibacteriene,
imunomodulatoare si antiinflamatorii in organism.

Obiectivul studiului: analiza statutului me-
tabolismului osos prin prisma aprecierii nivelului
seric al 25-OH-vitaminei D totale la copiii cu ar-
tritd juvenild idiopaticd (AJI).

Metode. 25-OH-vit. D totali a fost apreciatd in
serul sangvin, test cantitativ, matinal, a-jeun, fiind
analizate prin metoda imunoenzimatici, folosind
echipamentul 56 Abbott Architect c8000, unitatea
de misuri fiind ng/mL. In studiu au fost vizati 30
de copii cu AJI, care au primit tratament cu GCS
in dependentd de sex, forma clinicd a maladiei si
durata bolii.

Rezultate. Grupul de fete a prezentat valori ale
25-OH-vitaminei D totale egale cu 14,53+5,87
ng/ml si in cel de biieti — 14,62+5,61 ng/ml, cu
intervale variationale 1,03-28,50. In functie de for-
ma clinici a maladiei, valorile medii au variat intre
12,44 si 17,45 ng/ml, cifre ce denoti o deficientd
a vitaminei D in organism. Copiii cu forma po-
liarticulard a AJI au prezentat valori mai scizute

ale titrului 25-OH-vit. D totale — 13,47+4,51 ng/

ml, comparativ cu cei cu AJI forma oligoarticula-
ri — 15,34+6,31 ng/ml, un titru mai inalt prezen-
tand copiii cu AJI forma sistemicd — 17,45+6,52
ng/ml, p>0,05. 25% din copii cu AJI poliarticulard
si 12,5% din copii cu AJI sistemici au avut valori
ale vit. D totale sugestive pentru un deficit sever.
Totodatd, 55% din copiii lotului general de studiu
(n=30) au prezentat valori ale vitaminei D totale
sugestive pentru un deficit moderat: 75% copii cu
AJI poliarticulari, 80% copii cu AJI oligoarticulara
s 37,5% cu AJI sistemici (p>0,05). Un nivel optim
de vitamind D totald au prezentat doar 20,7% din
copiii lotului general de studiu (n=30), dintre care
50% copii cu forma sistemicd si 20% din copii cu
tforma oligoarticulari a bolii.

Concluzii. Analiza multilaterald a materialului
obtinut a determinat valori scazute ale 25-OH-
vitaminei D la copiii cu AJ], indiferent de forma
clinici si a tratamentului cortizonic, fapt ce impune
necesitatea aprecierii nivelului seric al vitaminei D
totale de la debutul bolii, cu evaluarea dinamici, si
suplimentarea cu vitamina D3 corespunzitor defi-
citului, in vederea obtinerii unui efect imunomo-
dulator si beneficiu epigenetic, minimizand fragi-
litatea osoasi si atenuénd procesul de hiperactivare
imuni.

Cuvinte cheie: vitamina D, mineralizare osoa-
si, copil, artritd juvenild idiopaticd
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REZUMAT

Introducere. Fenomenul Raynaud reprezinti o
hiperreactivitate vasculard perficerici, care apare la
expunere la frig sau emotii. In mare parte, prezin-
ti un fenomen izolat. Insi, la o parte din pacienti,
acesta poate fi un semn precoce de debut al unei
colagenoze, precum ar fi scleroza sistemici, boala
nediferentiatd de tesut conjunctiv, etc.

Obiectivul studiului: aprecierea afectirii gas-
trointestinale la pacientii cu fenomen Raynaud

Material si metode. In cadrul studiului a fost
inclusd o cohortd formati din 70 de copii dia-
gnosticati cu FR. Au fost analizate datele clinice,
durata bolii, sexul, prezenta unei maladii de fond,
iar la pacientii cu o afectare mai severd s-a efectuat
fibrogastroesofagoscopia.
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Rezultate. Varsta medie la momentul inclu-
derii in studiu a fost de 15,03+6,23 ani. Fetele au
reprezentat 71,4% din cohortd, iar biietii 28.6%.
Fenomen Raynaud primar au avut 50% de pacienti.
Din lotul general, 42% de pacienti au avut acuze
din partea tractului gastrointestinal, iar 17% din
lotul total au efectuat EGDS. Date de esofagiti au
fost depistate la 60% de pacienti, iar gastropatie la
100% copii.

Concluzii. Conform rezultatelor obtinute,
afectarea gasterointestinald este o afectare frec-
ventd la pacientii cu fenomen Raynaud secundar.
Identificarea in termeni oportuni este esentia-
14 atat pentru stabilirea diagnosticului clinic, atat
si pentru asigurarea unei conduite terapeutice
corespunzitoare.

Cuvinte cheie: fenomen Raynaud, afectarea
tractului gastrointestinal, colagenoze, copii
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REZUMAT

Introducere. Estimarea eficacititii la terapia
cu metotrexat (MTX) este cercetatd prin multiple
modele de predictie. Unul din acestea reprezinti
aprecierea polimorfismelor patologice ale genei
MTHEFR.

Obiectiv: elucidarea prezentei mutatiilor in
gena MTHEFR la copiii cu AJI care urmeazi MTX;
aprecierea scorului DAS 28 si JADAS 71 si relatiei
cu polimorfismele cercetate.

Metode. In cadrul studiului analitic, tip
caz-martor, cu evaluarea a 68 de pacienti cu AJl,
polimorfizmul genetic a fost testat prin tehnica
Real Time PCR. Prin analiza ROC, a fost stabiliti
relatia dintre scorurile DAS 28 si JADAS 71 cu
MTHFR.

Rezultate. S-au examinat 68 de copii la care

s-au inregistrat mutatii pentru MTHFR la 33,8%

(23 de cazuri). S-a stabilit ci valoarea JADAS71
> 11 este o valoare de prag care poate fi utilizatd
pentru identificarea cazurilor potential cu muta-
tie MTHFR. Se evidentiazi sensibilitatea testirii
la nivelul de 95,7%, specificitatea fiind de 95,3%
(> = 53,62; p<0,001). La fel s-a stabilit cd valoarea
DAS28 > 3,245 este o valoare de prag care poate
fi folosita pentru identificarea cazurilor potential
cu mutatie. Se evidentiazi sensibilitatea testdrii la
nivelul de 87,0%, specificitatea fiind de 93,3% (x> =
43,83; p<0,001).

Concluzii. Analiza ROC, in baza relatiei sen-
sibilitate—specificitate, cu valori relevante pentru
AUC, confirmd recomandarea testirii polimor-
fismului genetic al genei MTHFR in cazul trata-
mentului cu MTX si persistentei gradului inalt al
activititii bolii la pacientii cu AJI.

Cuvinte cheie: gena MTHFR, artrita juvenild
idiopaticd, indicatii clinice
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ABSTRACT

Introduction. Estimation of efficacy in metho-
trexate (M'TX) therapy is investigated by multiple
prediction models. One of them is the assessment
of pathological polymorphisms of the MTHFR
gene.

Objective: elucidation of the presence of mu-
tations in the MTHFR gene in children with JIA
tollowing MTX; assessment of the DAS 28 and
JADAS 71 score and the relationship with the in-
vestigated polymorphisms.

Methods. In the analytical, case-control study,
with the evaluation of 68 patients with JIA, the
genetic polymorphism was tested using the Real
Time PCR technique. By ROC analysis, the rela-
tionship between DAS 28 and JADAS 71 scores
with MTHFR was established.

Results. The sample included 68 children in
which MTHFR mutations were recorded in 33.8%

199

(23 cases). JADAS 71 value > 11 has been deter-
mined to be a threshold value that can be used to
identify potential cases with MTHFR mutation.
The sensitivity of the test is highlighted at the
level of 95.7%, the specificity being 95.3% (y* =
53.62; p<0.001). Likewise, DAS28 value = 3.245
was determined to be a threshold value that can be
used to identify potential cases with the mutation.
The sensitivity of the test is highlighted at the level
of 87.0%, the specificity being 93.3% (y* = 43.83;
p<0.001).

Conclusions. The ROC analysis, based on the
sensitivity-specificity relationship, with relevant
values for AUC, confirms the recommendation of
testing the genetic polymorphism of the MTHFR
gene in the case of MTX treatment and the per-
sistence of a high degree of disease activity in pa-
tients with JTA.

Key words: MTHEFR gene, juvenile idiopathic

arthritis, clinical indications
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REZUMAT

Introducere. Artrita juvenild idiopatici (AJI)
reprezinti o afectiune imunomediatd care afectea-
z4 copiii cu varsta sub 16 ani, persistind timp de
cel putin sase siptimani. Printre implicatiile sem-
nificative ale AJI, au fost notate, uveita, inflamatia
intraoculard, care afecteazd sever functia vizuali.
Identificarea timpurie a factorilor predictivi pen-
tru uveitd poate contribui la diagnostic complex si
implementarea eficienti a strategiilor de preventie.

Obiectivul studiului: identificarea factorilor
predictivi asociati cu uveita in randul pacientilor cu
AJL

Material si metode. In cadrul studiului a fost
inclusd o cohorti formati din 62 de copii diagnos-
ticati cu AJI. Au fost analizate datele clinice, du-
rata bolii, sexul, varianta AJI conform criteriilor
ILAR, precum si prezenta anticorpilor antinucleari

(ANA) si a proteinei S100.

Rezultate. Virsta medie la momentul includerii
in studiu a fost de 10,38+4,6 ani, cu o durati medie
a bolii de 3,4+2,9 ani. Varsta medie la debutul AJI a
tost de 7,25+4,21 ani. Fetele au reprezentat 69,3%
din cohortd. Uveita a fost prezenti la 15 (24,2%)
dintre pacienti, cu o prevalenti mai mare la fete
(73,3%). Varianta oligoarticulard a AJI a fost cea
mai frecventd la pacientii cu uveitd (60%), urmati
de varianta poliarticulard cu factor reumatoid ne-
gativ (20%) si AJI asociatd cu entezite (13,33%).
ANA au fost pozitivi la 80% dintre copiii cu uveiti,
iar proteina S100 a fost crescuti la 20%.

Concluzii. Conform rezultatelor obtinute, vér-
sta mici la debutul AJI, sexul feminin, varianta oli-
goarticulard, ANA pozitivi si nivelurile crescute ale
proteinei S100 pot fi considerati factori predictivi
pentru dezvoltarea uveitei in randul pacientilor cu
AJL

Cuvinte cheie: artritd juvenild idiopaticd, uvei-
ta, factori predictivi, anticorpi antinucleari, protei-

ni S100
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