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Adult Phenylketonuria
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Abstract: Phenylketonuria is an autosomal recessive inherited metabolic disease with disorders of amino acid metabolism, which is caused by gene
mutations, phenylalanine hydroxylase or tetrahydrobiopterin deficiency ,more common in children.Blood phenylalanine concentrations are
increased,resulting in damage to the central nervous system. This brain dysfunction causes intellectual retardation. Early diagnosis is based on
newborn screening.Phe- restricted diet has been effective. Clinical characteristics with adult PKU are atypical, easy to be ignored ,less reported.
It is constantly improving that understanding of PKU among neurologists in recent years with the developments of mass spectrometry ,nuclear
magnetic resonance and genetic testing. In this article,we review the literatures and summarize current knowledge of PKU, especially adult PKU.
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