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FABRY’S DISEASE — OCULAR FINDINGS AND ENZYMATIC ASSAY IN
A FEMALE CARRIER

Chang-Wen Chen, John-Kuang Wu and Kwang-Jen Hsjao*

Department of Ophthalmology and Medical Research®
Veterans General Hospital, Taipei, Taiwan, R.O.C.

Fabry’s disease is an X-linked inborn error
of glucosphingolipid metabobic disorder. The
pathogenesis of the disease is due to deficient
activity of the ceramide trihexosidase, a specific
a-galactosidase A. The activity of a-galacto-
sidase A in plasma is absent in affected males
(hemizygotes) who clinically manifest multiple
organs involvement. And in female carriers

(heterzygotes) who only manifest characteristic -

corneal epitheliopathy are present at only 15%
to 40% of the normal level of enzymatic activity.

A patient (female, 35 years old) with
corneal vortex epitheliopathy and a family
history of cardiac and renal diseases was diag-
nosed as heaving heterzygote of Fabry’s disease
by an enzymaticA assay. Her a-galactosidase A
in plasma was 5.14 nmol/hr/ml, about 40% of
that of normal controls.

To the best of our knowledge, this is the
first case of Fabry’s disease diagnosed by the
enzymatic assay in Taiwan.





