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We performed this study to evaluate the effects of GATA1 mutation types on
megakaryocytic differentiation and development of leukemia in infants with Down syndrome and TAM and
obtained following results.
1. We found that overexpression of GATAls protein upregulated the expression of megakaryocytic genes
in an AML cell line of Down syndrome, CMK11-5, suggesting that the high expression of GATAls
protein may promote megakaryocytic differentiation.
2. We edited the GATAL mutation of CMK11-5 cell line from premature termination codon (PTC) type to
splicing error (SE) type and found that expression levels of megakaryocytic genes were higher in the
SE type, suggesting the SE type of the GATAL mutation may induce megakaryocytic differentiation
more efficiently than the PTC type. Expression level of GATAls protein was slightly higher in the SE
type than the PTC type.
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