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Symptoms and signs in children with Fabry disease
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Acroparesthesia
Neuropathic pain

Left ventricular =

hypertrophy
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Abdominal pain
Vomiting

Constipation Proteinuria
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Heat intolerance
Hyperhidrosis

vortex keratophathy

cornea vericillata
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challenging issues: newborn screening
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Aim

+ ldentify infants with serious but
treatable disorders

+ Decrease clinical consequences

Screening test: method, cut-off
Gender-related range

Ethical issue in late-onset form

Any available treatment in our country
Consensus or protocol for positive NBS
Maternal health detection
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