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Establishment of a diagnostic method for fatty acid oxidation disorders by
analysis of metabolic profiles.

YUASA, MIORI

3,100,000

We performed the fatty acid oxidation test for the patients with fatty acid
oxidation disorders and carnitine cycle disorders, and identified diagnostic indices and f3
-oxidation ability for these disorders. For some diseases, this test proved to be a useful
definitive diagnostic method that favors genetic analysis results rather than enzyme activity. Our
test is presumed to reflect the clinical severity of these disorders, because it makes comprehensive

evaluation of fatty acid B -oxidation, while the enzyme activity measurement evaluates only
one-step in enzymatic reactions. However, further long-term prospective studies are required to
evaluate the predictivity of the acute metabolic failure.
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