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Treatment for Fabry Disease

Ya-Hsun Chung, Yu-Shen Shu, Ya-Pin Tseng

Department of Pharmacy, Kaohsiung Medical University Hospital

Abstract

Fabry disease is a rare inherited disorder resulted from mutated X chromosome
genes that are responsible for producing a -galactosidase A, an enzyme metabolizing
globotriaosylcermide. The deficiency of a -galactosidase A causes the loss of lysosome
activity and impairs the degradation of globotriaosylcermide (GL-3). GL-3 accumulates
in lysosomes and the cytoplasm resulting to damages of kidneys, hearts and cerebral
vessels. Accumulated GL-3 also causes peripheral neuropathy, pain of limbs and, most
commonly, sudden death due to cardiopathy. The treatment of Fabry disease includes enzyme
replacement therapy (ERT) and symptomatic management. The purpose of this article is
to provide pharmacists further awareness regarding on this rare disease and its updated
treatment.
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