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Introducere. Sindromul X fragil (SXF) sau Martin-Bell re-
prezinta o afectiune genetica cauzata de repetari trinucle-
otidice CGG 1n gena FMR1. SXF este cea mai raspandita ca-
uza de dizabilitate intelectuala mostenita cu variat grad de
severitate si cea mai frecventd cauza monogena a tulburarii
din spectrul autismului (TSA), cu o incidenta de 1 la 3.600-
4.000 baieti si 1 la 4.000-6.000 fete. Scopul studiului:
evaluarea manifestarilor clinice si genetice prin estimarea
unui caz clinic al sindromului X Fragil la un copil, cu scop
de ameliorare a diagnosticului precoce. Rezultate. Baiat de
6 ani, se afld la evidenta TSA, a fost examinat pe cale neuro-
geneticd, pentru abordare diagnosticd. Antecedentele peri-
natale neagravate. Frecvent - infectii de tip ORL, periodic
- reflux gastroesofagian. Examen clinic: urechi mari, fata
lung3, platfus, deficit de atentie, hiperactivtate, agresivita-
te, dereglari de vorbire si limbaj, la fel, modificari sugestive
pentru TSA (de socializare, comunicare si comportamenta-
le). Manifestari de acelasi tip, Insa sub o forma mai usoara
au fost depistate la fratele mai mic. A fost sugerat diagnos-
ticul de SXF. Imagistica prin RMN cerebrala: fara modificari
patologice. Teste molecular-genetice: mutatii in gena FMR1
(221 de repetari trinucleotidice CGG). Teste citogenetice:
cariotipul - 46,XY. Concluzii. Simptomele pozitive ale TSA
deseori pot pune in discutie prezenta unui sindrom genetic
asociat, care necesita confirmare printr-o o perioada mai
indelungata de evaluare. Testdrile genetice contribuie la
recunoasterea cazurilor de boli genetice la copiii cu TSA,
cel mai des intalnindu-se SXF. Consilierea genetica antena-
tala permite planificarea familiala si reducerea acestei boli.
Cuvinte-cheie: Sindromul X-fragil, tulburari de comporta-
ment, hiperactivitate, mutatii.
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Introduction. Fragile X syndrome (FXS) or Martin-Bell
syndrome is a genetic disorder caused by CGG trinucleo-
tide repeats in the FMR1 gene. FXS is the most prevalent
cause of inherited intellectual disability of varying severity
and the most common monogenic cause of autism spec-
trum disorder (ASD), with an incidence of 1 in 3,600-4,000
boys and 1 in 4,000-6,000 girls. Objective of the study. To
evaluate clinical and genetic manifestations by estimating
a clinical case of Fragile X syndrome in a child, with the aim
of improving early diagnosis. Results. A 6-year-old boy,
on ASD record, neurogenetically examined for diagnostic
approach. Perinatal history not recorded. Frequent - ENT
type infections, periodic - gastroesophageal reflux. Clinical
examination: large ears, long face, flatfoot, attention deficit,
hyperactivity, aggressiveness, speech and language disor-
ders, as well as changes suggestive of ASD (social, commu-
nication and behavioral). Manifestations of the same type,
but in a milder form were detected in the younger brother.
The diagnosis of FXS was suggested. Brain MRI imaging:
no pathological changes. Molecular genetic tests: muta-
tions in the FMR1 gene (221 CGG trinucleotide repeats).
Cytogenetic tests: karyotype - 46,XY. Conclusions. Positive
symptoms of ASD often call into question the presence of
an associated genetic syndrome, which needs to be confir-
med by a longer period of evaluation. Genetic testing con-
tributes to the recognition of genetic disorders in children
with ASD, most commonly FXS. Antenatal genetic counse-
lling enables family planning and reduction of this disor-
der. Keywords: fragile X syndrome, behavioral disorders,
hyperactivity, mutations.



