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Establishment of comprehensive genetic analysis and proposal of novel disease
entities in inherited thrombocytopenias.
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Childhood thromboc¥topenias include inherited thrombocytoEenias caused by
mutations in responsible genes that control platelet production, besides immune thrombocytopenia. In
this research project, | performed four projects described below to promote basic research and
clinical applications on Wiskott-Aldrich syndrome and its related disorders.

(1) Establishment of comprehensive genetic analysis for inherited thrombocytopenias and its clinical
application. (2) Search for novel responsible genes for inherited thrombocytopenias in clinical
samples. (3) Establishment of novel disease entitiy of MECOM-associated syndrome and analysis of
mice model of the disease. (4) Establishment of novel disease entity of CDC42 C-term disease and
molecular and cellular analysis of the disease.
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