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Identification of disease gene and pathologic analysis of congental
thrombocytopenia
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We tried to identificate new candidate gene of thrombocytopenia, but we could not
identificate disease gene in our study cases. We also performed functional analysis of integrin
outside-in signal to elcidate the mechanism of thrombocytopenia and platelet dysfunction. As the
mechanism of them, the relevance of inactivation of RhoA signaling has been suggested, but the

involvement of other signaling pathways could not be proven. Further investigetions are necessary to
elcidate the mechanism and obtain the beneficial outcome in the treatment and management of patients.
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