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We performed this study to clarify effects of GATALl mutation types on
eosinophilia and liver dysfunction in infants with Down syndrome and TAM and obtained following
results.

1. We introduced various GATAL mutations into a human leukemia cell line and found that expression
levels of GATAls protein depended on GATALl mutation types. GATAls-low clones expressed GATA2 and KIT
mRNAs at higher levels than GATAls-high clones, suggesting that the former was more immature than
the latter.
2. We performed RNA-sequencing using samples of infants with TAM and analyzed gene expression
profiling. We found a patient population expressing megakaryocytic genes at higher levels and all
these patients had liver dysfunction. These megakaryocytic genes included several cytokines related
to pathogenesis of liver fibrosis suggesting association between high expression of these cytokines
and liver dysfunction.
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