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A Recent Insight into the Diagnosis and Screening
of Patients with Fabry Disease

Hye-Ran Yoon, Jihun Jo

Duksung Women's University, College of Pharmacy, Biochemical Disease Detection Laboratory

Fabry disease (FD) is an X-linked lysosomal storage disorder. It is caused by mutations in the
a-galactosidase A gene, which results in deficient or absent activity of a-galactosidase A (a-
Gal A). This leads to a progressive accumulation of globotriaosylceramide (Gb3) in various
tissues. Manifestations of Fabry disease include serious and progressive impairment of renal
and cardiac function. In addition, patients experience pain, gastrointestinal disturbance,
transient ischaemic attacks, and strokes. Additional effects on the skin, eyes, ears, lungs, and
bones are often seen. Reduced life expectancy and deadly consequences are being caused by
cardiac involvement. Chaperone therapy or enzyme replacement therapy (ERT) are two disease-
specific treatments for FD. Thus, early detection of FD is critical for decreasing morbidity and
mortality. Globotriaosysphingosine (lyso-Gb3) for identifying atypical FD variants and highly
sensitive troponin T (hsTNT) for detecting cardiac involvement are both significant diagnostic
indicators. This review aimed to offer a basic resource for the early diagnosis and update on
the diagnosis of having FD. We will also provide a general diagnostic algorithm and informa-
tion on ERT and its accompanying treatments.

Key words: Fabry disease, hypertrophic cardiomyopathy, proteinuria, heart failure, Gb3, Lyso

Gb3, a-galactosidase A
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Unexplained s

Suggestive physical examination (eg, angiokeratomas, cornea verticillata)
Suggestive history andfor family history (X-linked pattern of inheritance)

Unexplained hypertrophic cardiomyopathy (HCM) or unexplained LV hypertrophy (> 12 mm)

Unexplained renal failure, proteinuria or microalbuminuria

andlor
and/or
and/or

troke in young patients
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analysis Lyso-Gb3 (plasma, urinary)
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¥ and 4
Expert Consultation or referral to FD confirmed
FD confirmed (classical) a Reference Center

Fig. 1. Updated FD diagnostic algorithm. Systematic review of screening tests for Fabry disease™.
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