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Identification of causative genes in familial acute lymphoblastic leukemia

Moritake, Hiroshi

3,400,000

5 1 ETV6
ETV6 ALL ETV6-RUNX1
2015 ALL 1% ETV6
ETV6
ALL ETV6

We performed comprehensive genetic analyses on 5 families in which at least two
children developed acute leukemia in their relatives. Exome sequencing identified same ETV6 germline
mutations in the siblings with acute lymphoblastic leukemia (ALL) in one family. ETV6 is a
transcriptional repressor and its somatic mutations are reported to be associated with certain
malignancies. In childhood ALL, the ETV6-RUNX1 fusion is the most common somatic ?enetic aberration. On
the other hand, germline ETV6 has not been previously reported; however, a recently published paper in
2015 described that the germline ETV6 mutations occur at 1% of frequency among childhood ALL. These
results suggest that it may be necessary to develop the recommendations for clinical interventions and
surveillance system for individuals who harbor germline ETV6 mutations.
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