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Functional analeis of mutants of EVI1 identified in individuals with radioulnar
synostosis with amegakaryocytic thrombocytopenia
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We sequenced MECOM, HOXA1l, SMAD6, and NOG of DNA from patients with
radioulnar synostosis with or without thrombocytopenia and identified several rare variants. The
significance of these variants are needed to be determined. We observed phenotypic changes in the
mecom knockdown zebrafish by morpholino in a dose-dependent manner.The mecom knockout zebrafish were

also generated and analyzed.
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