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Summary: Angiokeratoma corporis diffusum (Fabry disease) is an X-linked inherited disor-
der caused by a deficiency of the lysosomal enzyme alpha-galactosidase. This 
inborn error of metabolism results in unremitting deposition of neural gly-
cosphingolipids in the lysosomes of the vascular endothelium, in fibroblasts and 
in pericytes of the dermis, heart, kidneys, and autonomic nervous system. The 
Fabry disease gene is now known as the GLA gene, which stands for alpha-
galactosidase. The classic presentation of Fabry disease is a male with initial 
manifestations occurring in childhood or adolescence. The initial findings are 
intermittent or chronic paresthesias and episodes of severe acral and/or GI 
distress (Fabry crisis), heat intolerance, hypohidrosis or anhidrosis, and 
generalized angiokeratomas. 
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  : Angiokeratoma solitare 

Angiokeratoma circumscriptum, Angiokeratoma 
Mibelli, Angiokeratoma scrotalis (Fordyce), Angi-
okeratoma corporis diffusum (Fabry). 
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