
Opis choroby *

Denicja

GM1 gangliosidosis is a rare lysosomal storage disorder characterized biochemically by decient
beta-galactosidase activity and clinically by a wide range of variable neurovisceral,
ophthalmological and dysmorphic features.

Dane

Klasykacja
Choroba

Synonimy
Beta-galactosidase-1 deciency
Choroba Landinga
Niedobór beta-galaktozydazy-1
Niedobór GLB1
GLB1 deciency
Landing disease

Kod ORPHA
354

Kod OMIM
230650

Kod ICD10
E75.1

Kod ICD11
5C56.00

*Źródło

http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=354

