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Introducere. Sindromul Phelan-McDermid este o tulburare
de dezvoltare cu caracteristici variabile, care includ hipoto-
nia neonatald, Intarzierea globala de dezvoltare, cresterea
normala pana la acceleratd, vorbirea absenta pana la int-
arzierea severa a vorbirii, comportamentul autist si caracte-
ristici dismorfice minore. Scop. Evaluarea parametrilor
clinico-paraclinici a pacientului cu comportament autistic,
retard psiho-motor si convulsii, In scopul confirmarii unei
maladii rare (sindromului Phelan-McDermid). Material si
metode. Am analizat datele clinice (acuzele la internare,
istoricul bolii, anamneza familiald, evolutia manifestaril-
or clinice, dezvoltarii psiho-motorii) si paraclinice (datele
investigatiilor hematologice, instrumentale, molecular-ge-
netice) a unui copil spitalizat In sectia Neurologie (varsta
frageda) a IMC cu scopul precizarii diagnosticului. Rezulta-
te. La internare, la varsta de 4 ani, manifesta comportament
autistic: nu vorbeste, slab reactioneaza la excitanti auditi-
vi si vizuali, prezinta semne de autoagresiune si multiple
miscari posesive, nu se deplaseaza desinestatator, mersul
(cu suport) este leganat, instabil, se impieduca. Frecvent se
declanseaza convulsiile polimorfe, care sunt rezistente la
tratament neurologic. Investigatiile paraclinice. Investigatii
molecular-genetice. Identificata deletia heterozigota la ni-
velul cromozomului 22q13 implicand exonii 3-18 ai genei
SHANKS3. In baza datelor clinice si paraclinice a fost stabilit
diagnosticul: Sindromul Phelan-McDermid (OMIM:606232)
Concluzii. Sindromul Phelan-McDermid este o patologie
multisistemica, care dezvolta o dizabilitate neurologica se-
verd. Metodele molecular-genetice permit diagnosticul ma-
ladiilor rare la pacientii cu dereglari compartimentale de tip
autistic si sindrom convulsiv refractar la tratament. Cuvin-
te-cheie: sindromul Phelan-McDermid, autizm, convulsii,
maladii rare.
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Introduction. Phelan-McDermid syndrome is a develop-
mental disorder with variable characteristics, including
neonatal hypotonia, global developmental delay, normal to
accelerated growth, absent to severely delayed speech, au-
tistic behavior, and minor dysmorphic features. The cause of
the pathology is a 22q13.3 deletion. Objective. Evaluation
of clinical and laboratory parameters of a patient with au-
tistic behavior, psychomotor retardation and convulsions,
in order to confirm a rare disease (Phelan-McDermid syn-
drome). Material and methods. We analyzed the clinical
data (admission complaints, medical history, family history,
evolution of clinical manifestations, and psychomotor de-
velopment) and paraclinical data (hematological, instru-
mental, and molecular genetic investigations) of a child
hospitalized in the Neurology Department (young age) of
IMC to clarify the diagnosis. Results. At admission, at the
age of 4 years, the child manifested autistic behavior: no
speech, poor reaction to auditory and visual stimuli, signs
of self-aggression and multiple possessive movements, in-
ability to walk independently, gait (with support) was sway-
ing, unstable, stumbling. Polymorphic seizures, resistant to
neurological treatment, occurred frequently. Molecular-ge-
netic investigations: Heterozygous deletion on chromosome
22q13 involving exons 3-18 of the SHANK3 gene was iden-
tified. Based on the clinical and paraclinical data, the follow-
ing diagnosis was established: Phelan- McDermid syndrome
(OMIM:606232). Conclusion. Phelan-McDermid syndrome
is a multisystem pathology, which develops severe neuro-
logical disability. Molecular genetic methods allow for the
diagnosis of rare diseases in patients with compartmental
disorders of the autistic type and seizure syndrome refrac-
tory to treatment. Keywords: Phelan-McDermid syndrome,
autism, seizures, rare diseases.



