
Ope n Pe e r Re v ie w on Qe ios      

GM2-Gangliosidosis, AB Variant

National Cancer Institute

Source
National Cancer Institute. GM2-Gangliosidosis, AB Variant. NCI T hesaurus. Code

C133084.

An autosomal recessive lysosomal storage disease caused by mutation(s) in the GM2A

gene, encoding ganglioside GM2 activator. It is characterized by GM2-ganglioside

accumulation in tissues resulting in hypotonia, cherry-red macular spots, and

neurocognitive dysfunction.
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