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WA R OMEE (33C) : Pallister-Hall syndrome (PHS) is a rare congenital disorder,
characterized by hypothalamic hamartome, and polydactyly. We performed molecular
genetics analysis and investigated clinical manifestations in Japanese patients with
PHS. In this study, we aimed to establish clinical presentation of PHS in Japan. GLI3
mutation-positive patients, including women without hypopituitarism had urogenital
abnormalities. These result suggested that urogenital abnormalities in PHS have little
association with hypopituitarism. The present study showed that clinical investigation
of urogenital abnormalities are considered in patients with PHS, even those without

hypopituitarism and GLI3 gene might be related to urogenital development.
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