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Schaaf-Yang

The development of the molecular mechanism and treatment methods of Schaaf-Yang
syndrome focusing on protein transport disorders
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The purpose of this study is to establish the clinical feature of
Schaaf-Yang syndrome (SYS) by focusing on protein transport and to elucidate the molecular
mechanism. Regarding patient accumulation, we conducted a national survey of SYS in Japan and
created a patient registry.
Transgenic mice (Tg mice) and knockout (KO) mice has been created. Tg mice were embryonic lethal,
but the phenotype of KO mice remained minimal. Based on the hypothesis that the effect on MAGEL2
differs depending on the type of mutation, we are creating a cell line library in vitro in which
various mutations of MAGEL2 are introduced.
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