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DISEASE:
Hypomyelination-congenital cataract syndrome

NAME: Hypomyelination-congenital cataract syndrome

DESCRIPTION:
A rare developmental defect characterized by the onset of cataract either at birth or in the first two months of 
life, delayed psychomotor development by the end of the first year of life and moderate intellectual deficit.

ORPHACODE: 85163

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): HYCC1
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RELATED CONTENT

Related Genetic Tests 

Cataract (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Gent

Related Analytes 

hyccin PI4KA lipid kinase complex subunit 1

Related Gene Panels 

Cataract - UGent
test
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