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o To elucidate the roles of GATA2, an indispensable transcription factor in
hematopoiesis, for regulation of immune cell differentiation and the pathogenesis of GATA2-related

diseases, we analyzed mouse model expressing GATA2R398W mutant found in disease patients and
characterized molecular function of this mutant. This mouse line exhibited decrease of peripheral
immune cells, containing B-cell, NK-cell, dendritic-cell and monocyte, and abnormal differentiation
of B-cell in bone marrow. DNA binding ability and trans activation activity of GATA2R398W were
impaired, Furthermore, dominant negative effects of GATA2R398W against co-existing intact GATA2 were
also observed on a specific Cis-element configuration. Above molecular character of GATA2R398W
enabled to elucidate a part of pathogenesis of diseases with heterozygous GATA2 mutation.
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