Zacma wrodzona - postepujaca hipotonia miesni -
utrata stuchu - opoznienie rozwoju
Kod Orpha: 330054 Kod OMIM: 613076

Opis choroby *

Definicja

Congenital cataract-progressive muscular hypotonia-hearing loss-developmental delay
syndrome is a rare, genetic, mitochondrial myopathy disorder characterized by congenital
cataract, progressive muscular hypotonia that particularly affects the lower limbs, reduced
deep tendon reflexes, sensorineural hearing loss, global development delay and lactic
acidosis. Muscle biopsy reveals reduced complex |, Il and IV respiratory chain activity.

Dane

Klasyfikacja Synonimy

Choroba Congenital cataract-progressive muscular
hypotonia-deafness-developmental delay
syndrome
Za¢ma wrodzona - postepujgca hipotonia
miesni - gtuchota - opdznienie rozwoju

Kod ORPHA Kod OMIM Kod ICD10

330054 613076 G713

Kod ICD11

*7rddio

orphanet

Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.



http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=330054
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