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Molecular mechanisms of development of Down syndrome-associated acute
lymphoblastic leukemia and novel therapeutic targets for this disease

Terui, Kiminori

3,900,000
DS-ALL
DS-ALL 40% RTK -RAS 20% CRLF2-JAK
RTK-RAS CRLF2-JAK
RTK-RAS CRLF2-JAK

We performed this study to clarify molecular mechanisms of development of

Down syndrome-associated acute lymphoblastic leukemia (DS-ALL)and to find novel therapeutic targets,
and obtained the following results.
1. Gene alterations in the receptor tyrosine kinase (RTK)-RAS and the CRLF2-JAK pathways were found
in about 40% and 20% of Japanese DS-ALL patients, respectively, and they were mutually exclusive. It
is suggested that these pathways are potential therapeutic targets.
2. Gene mutations in epigenetic regurators were found in about half of Japanese DS-ALL patients
lacking both RTK-RAS and CRLF2-JAK pathway mutations. Epigenetic agents may be useful for these
patients.
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