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The biokinetics of the enzyme by a novel alpha-galactosidase gene mutation in
Fabry disease
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In a case of Fabry disease with normal enzyme activity in plasma and
decreased enzyme activity in leukocytes, the a -gal A gene mutation was a missense mutation. This
mutation was overexpressed in HelLa cells using lentiviral vectors. a -gal A enzyme activity was
increased in the culture supernatant, but not in the leukocytes or intracellular enzyme activity,
reproducing the clinical event. In this mutation, the amino acid was substituted from neutral to
acidic amino acid. When this amino acid substitution was replaced with a basic amino acid, the same
event was not observed, but when the amino acid was replaced with an acidic amino acid, which is
different from this mutation, the same phenomenon was confirmed.
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