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We performed comprehensive ?enetic analyses on five families in which at
least two children developed acute leukemia among all of their relatives. Exome sequencing
identified the same ETV6 germline mutations in the siblings with acute lymphoblastic leukemia in one
family. ETV6 is a transcriptional repressor. We analyzed the subcellular localization,
transcriptional activity, and colony formation assay using novel ETV6 mutation-transformed cells;
however, we failed to detect a significant difference compared with wild-type cells. In addition,
novel ETV6 mutation-transformed hematopoietic stem cells were transplanted to immunocompromised
mice; however, no significant differences in peripheral blood components, including white blood cell
differentiation, after engraftment were observed between wild-type and mutated-type cells. In
conclusion, the novel ETV6 mutation identified in our family did not have any effect on lymphoid

differentiation linked to leukomogenesis or thrombocytopenia.
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