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Approximately 10% of newborns with Down SKndrome develop transient abnormal
myelopoiesis (TAM). TAM has a high rate of early mortality and a high risk of progression to acute
megakaryoblastic leukemia (ML-DS). The purpose of this study is to elucidate the molecular
pathogenesis and the mechanism of cell proliferation of TAM.

In almost of all TAM and ML-DS, mutations of the GATAl gene, essential for megakaryocytic
differentiation are detected. These mutations lead to the expression of proteins lacking the
N-terminus (GATA1s). In this study, we investigated the expression regulation mechanism of the
receptor tyrosine kinase KIT gene that promotes cell proliferation of blast cells of TAM. We
rﬁve?:$d that GATAls-induced conformational changes in the genome lead to increased expression of
the gene.
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