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Molecular mechanisms of abnormal cell proliferation in acute lymphoblastic leukemia
of Down syndrome
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We performed this study to clarify molecular mechanisms of abnormal cell prolifera
tion in acute lymphoblastic leukemia of Down syndrome (DS-ALL) in Japan, and found the following results.
1. The frequencies of genetic alterations involving the CRLF2-JAK pathway in Japanese DS-ALL patients were

slightly lower than those in Western countries. There may be other important pathways involved in pathoge

nesis of DS-ALL in Japan.
2. EBF1 deletions were found at an unexpectedly high frequency, and associated with the P2RY8-CRLF2 fusion

. It is suggested that P2RY8-CRLF2 and EBF1 deletions may cooperate in leukemogenesis in a subset of Japan
ese DS-ALL patients.
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