Opis choroby *
Definicja

Joubert syndrome with hepatic defect is a very rare subtype of Joubert syndrome and related
disorders (JSRD, see this term) characterized by the neurological features of JS associated with
congenital hepatic fibrosis (CHF).

Dane

Klasyfikacja Synonimy

Choroba COACH syndrome
Hipoplazja robaka mozdzku - oligofrenia -
ataksja wrodzona - coloboma - zwtdknienie
watroby
JS-H
Zespot COACH
Zespot Gentile
Zespot Joubert z wrodzonym zwitéknieniem
watroby
Cerebellar vermis hypoplasia-oligophrenia-
congenital ataxia-coloboma-hepatic fibrosis
Gentile syndrome
JS-H
Joubert syndrome with congenital hepatic
fibrosis
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