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Abstract To explore the characterization of mutation gene in atypical phenylketonuria, wo pa-
tientsw ith 6-pyruvoul-tetrahydropterin synthase(PTPS) deficiency and their fam iliesw ere studied using
HPLC technique, RT-PCR and DNA sequencing methods The presence of two novel mutations of
PTPS 15%A - G and 259C - T w ere identified in our group.
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