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Estimation for severity and treatment efficacy of very-long-chain acyl-CoA
dehydrogenase deficiency via fatty acid loading test

Sugihara, Keiichi
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Clinical severity of VLCAD deficiency has been difficult to predict using
conventional diagnostic methods; a carbon-13-labeled fatty acid load test on peripheral blood
mononuclear cells from VLCAD deficiency patients and healthy subjects, respectively, showed a
significant decrease in carnitine ratio in the patient group. The value of each ratio was
significantly correlated with the clinical severity score (CSS), suggesting that it can predict
disease severity. Furthermore, patients with a 13C-C16/13C-C18 ratio higher than the 13C-C14/13C-C18

ratio gq the U-13C-stearate load test were presumed to have significantly higher CSS and more
severe disease.
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