I11. 6. Probleme actuale in neurostiinte

GALACTOZEMIA: ASPECTE NEUROGENETICE
SI PROFILACTICE

Sorin Cenusa?, Mariana Sprincean'?, Stela Racovita?,
Viorica Galbur?, Ninel Revenco??, Svetlana Hadjiu??

Conducator stiintific: Mariana Sprincean'?

!Catedra de biologie moleculara si genetica umand, USMF ,Nicolae
Testemitanu”,

Institutul Mamei si Copilului,

3Departamentul de Pediatrie, USMF ,Nicolae Testemitanu”.

Introducere. Galactozemia este o tulburare rara, eredita-
ra a metabolismului carbohidratilor, care afecteaza capa-
citatea organismului de a transforma galactoza in glucoza.
Tulburarea este cauzata de o deficientd a unei enzime ga-
lactoza-1-fosfat uridilil transferaza (GALT), care este vitala
pentru acest proces. Scopul studiului: evaluarea manifes-
tarilor clinic-genetice prin estimarea unui caz clinic al galac-
tozemiei la un copil, cu scop de ameliorare a diagnosticului
precoce si initierea unui tratament eficient. Material si me-
tode. Studiul a fost realizat pe baza revizuirii literaturii si a
prezentarii unui caz clinic a unui baiat de 3 ani cu galactoze-
mie. Rezultate. Biiat de 3 ani, se afld la evidenta neuropedi-
atrului cu retard psiho-verbal sever, a fost examinat pe cale
neurogenetica, pentru abordare diagnostica. Examen clinic:
dismorfism craniofacial usor, cataractd, epicant, hipertelo-
rism, intarzieri in dezvoltare, probleme de vorbire (apraxie
avorbirii si disartrie) si anomalii ale functiei motorii cu mo-
dificari patologice la nivelul cortexului cerebral, semne de
atrofie corticala, in cadrul RMN. Teste molecular-genetice:
Diagnosticul de galactozemie clasica detectat prin concen-
tratia crescuta de galactoza-1-fosfat eritrocitar, a activitatii
reduse a enzimei eritrocitare galactoza-1-fosfat uridililtran-
serazei (GALT) si a variantelor patogene bialelice in GALT.
Teste citogenetice: cariotipul - 46,XY. Concluzii. Simptome-
le pozitive ale galactozemiei deseori necesita confirmare
printr-o perioada mai lunga de evaluare, iar testarile gene-
tice permit completarea recunossterii acestor patologii si
realizarea unui diagnostic precoce. Cuvinte-cheie: Galac-
tozemia, tulburari de psihoneurologice, mutatii, diagnostic.
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Introduction. Galactosemia is a rare, inherited carbohydra-
te metabolism disorder that affects the body’s ability to con-
vert galactose into glucose. The disorder is caused by a defi-
ciency of an enzyme called galactose-1-phosphate uridylyl-
transferase (GALT), which is vital for this process. Study
objective. to evaluate the clinical-genetic manifestations
by estimating a clinical case of galactosemia in a child, with
the aim of improving early diagnosis and initiating effective
treatment. Materials and methods. The study was conduc-
ted based on literature review and presentation of a clini-
cal case of a 3-year-old boy with galactosemia. Results. A
3-year-old boy is under the care of a pediatric neurologist
for severe psycho-verbal retardation and has undergone
neurogenetic examination for diagnostic purposes. Clini-
cal examination revealed mild craniofacial dysmorphism,
cataracts, epicantus, hypertelorism, developmental delays,
speech problems (speech apraxia and dysarthria), and mo-
tor function abnormalities, with pathological changes in the
cerebral cortex and signs of cortical atrophy seen on MRI.
Molecular-genetic testing confirmed the diagnosis of classic
galactosemia through elevated levels of erythrocyte galacto-
se-1-phosphate, reduced activity of the erythrocyte enzyme
galactose-1-phosphate uridylyltransferase (GALT), and the
presence of bi-allelic pathogenic variants in the GALT gene.
Cytogenetic testing revealed a normal karyotype of 46,XY.
Conclusions. The positive symptoms of galactosemia often
require confirmation through a longer period of evaluati-
on, and genetic testing allows for the recognition of these
pathologies and early diagnosis. Keywords: Galactosemia,
psychoneurological disorders, mutations, diagnosis.



