FABRY DISEASE

DIAGNOSTIC TESTING

Fabry disease is a progressive and often life-threatening X-linked genetic disorder that affects men,
women, and children. Fabry disease is caused by complete or partial deficiency of the lysosomal
enzyme a-galactosidase A (a-GAL A), which leads to the accumulation of globotriaosylceramide
(GL-3) in cells in the kidney, heart, and skin.'?

Identification of one family member can enable earlier screening for others?
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If you suspect Fabry disease in a patient,
testing is a straightforward process.'2
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phenotype correlations.

Fabry disease
diagnosis confirmed

For every index patient diagnosed, an average of 5 affected family
members may be identified. It is important to conduct family testing.®

Physicians are directed to contact the individual testing programs For commercial lab testing, coding accurately and obtaining
and/or laboratories for information on obtaining test requisitions, reimbursement are the responsibility of the provider submitting a
sample requirements, turnaround time, and the specific details of claim for the item or service.

the services provided.
SEE LISTING OF LABS ON REVERSE SIDE
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