Algorithm for the diagnosis and assessment of Fabry disease patients

Family member

with Fabry disease

Symptoms suggestive of Fabry disease
(e.g. angiokeratomas, acroparesthesiae) see Table 1

Biochemical/genetic analysis: males

= Measurement of plasma or urinary Gb; or lyso-Gb,
= Measurement of plasma a-galactosidase A activity
= Confirmation of Fabry disease by genetic analysis of
the GALA gene

Genetic/biochemical analysis: females
= Genetic analysis of the GALA gene
= Measurement of plasma or urinary Gb, or lyso-

Initial positive diagnosis of Fabry
disease — referral to tertiary centre
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= Ultrasound
(vascular lesions)
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Enzyme replacement therapy
Concomitant therapy
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Follow-up
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= Electromyography = Biopsy (only if
indicated)




