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DISEASE:
Autosomal recessive bestrophinopathy

NAME: Autosomal recessive bestrophinopathy

DESCRIPTION:
A rare retinal dystrophy, characterized by central visual loss in the first 2 decades of life, associated with an 
absent electrooculogram (EOG) light rise and a reduced electroretinogram (ERG).

ORPHACODE: 139455

SYNONYMS: Retinopathy, Burgess-Black type

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): BEST1
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Cataract (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Gent

Related Analytes 

bestrophin 1
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