
Opis choroby *

Denicja

A rare pervasive developmental disorder characterized by microcephaly, profound developmental
delay, intellectual disability, bilateral cataracts, severe epilepsy including infantile spasms,
hypotonia, irritability, feeding diculties leading to failure to thrive, and stereotypic hand
movements. The disease manifests in infancy. Brain imaging reveals delay in myelination and
cerebral atrophy.

Dane

Klasykacja
Choroba

Kod ORPHA
500545

Kod OMIM
617393

Kod ICD10
F84.8

Kod ICD11
-

*Źródło

http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=500545

