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Approximately 10% of newborns with Down syndrome develop a transient
abnormal myelopoiesis (TAMg, a disease characterized by the transient proliferation of immature
megakaryocytes. Most TAMs go into remission, but a high percentage of patients develop
megakaryocytic leukemia (ML-DS). The purpose of this study is to elucidate the molecular mechanisms
of ML-DS development in order to prevent ML-DS transition and improve prognosis.

In our recent study, mutations in factors that function (or are thought to function) in cooperation
with GATAL, a transcription factor essential for megakaryocyte differentiation, were frequently
detected in ML-DS (unpublished). Based on the hypothesis that disregulation of gene expression
centered on GATAl is a common mechanism in the development of ML-DS, the regulatory mechanisms of
gene expression involved in the pathogenesis of leukemia were investigated.
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