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Elucidation of common mechanisms of MECP2 abnormal diseases
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MECP2 gene variations cause severe developmental disorders such as Rett
syndrome and MECP2 duplication syndrome. MECP2 mutations are also linked to a variety of brain
developmental disorders including autism spectrum disorder (ASD), intellectual disability and
seizure. Therefore, it is anticipated that elucidation of molecular pathogenesis of developmental
disorders caused by MECP2 variations leads to understanding of a broad range of developmental
diseases and development of novel diagnostic and therapeutic avenues. However, mechanisms of
molecular pathogenesis of developmental disorders caused by MECP2 variations are unclear. To
investigate common molecular mechanisms of the MECP2 abnormal diseases, we prepared and established
disease models of Rest syndrome and MECP2 duplication, respectively, in this study. These research
resources contribute to studies of pathophysiology of broad developmental disorders.
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