Opis choroby *
Definicja

Arare, genetic form of pontocerebellar hypoplasia (PCH) characterized by neocortical and
pontocerebellar hypoplasia with pons and cerebellum equally affected and that clinically
manifests with neonatal hypotonia and impaired swallowing followed by seizures, optic atrophy
and short stature from infancy onward. Movement disorders, as seen in other forms of PCH, are
absent.

Dane

Klasyfikacja Synonimy

Zespot wad wrodzonych Cerebellar atrophy with progressive
microcephaly
Hipoplazja mostowo-mozdzkowa bez dyskinez;ji
Zanik mo6zdzku z postepujgcym matogtowiem
Hipoplazja mostowo-mo6zdzkowa z zanikiem
nerwu wzrokowego
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