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We performed genetic analysis of two siblings showing persistent hyperleucinemia
since newborn period in spite of normal levels of branched-chain o—ketoacid
dehydrogenase (BCKD) activity, and detected a heterozygous missense basal
substitution in BCKD kinase (BCKDK) gene that derived from their father. As BCKDK
inactivates BCKD complex by phosphorylation of Ela subunit, this family suggests
a novel autosomal-dominant subtype of maple syrup urine disease caused by a
gain—of—function mutation of BCKDK.
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