Q)]
2016 2020

Identification of diagnostic biomarker and novel fusion genes of bone and soft
tissue sarcoma

Matsuda, Koichi

35,700,000

28 14
20 (
) 400
CTDSP1/2-DNM30S fusion
CBL Desmoid

28 14
20 400

In this research project, we conduced genome analysis and functional
analysis of bone and soft tissue tumors to elucidate their molecular pathogenesis and developing new
therapeutics. Through a collaborative network of Japan sarcoma genome consortium consisting of 28

medical institutions and 14 research institutes, pairs of tumor and normal tissue of 20 target
diseases (dedifferentiated liposarcoma, giant synovial cell tumor, epithelial sarcoma, and
osteoblastoma etc) were collected and RNA sequence and whole exome sequence of more than 400 samples
was performed. As a result, CTDSP1 / 2-DNM30S fusion (dedifferentiated liposarcoma) was identified
as a disease-specific fusion gene. We also identified frequent CBL mutations in tenosynovial giant
cell tumors and useful prognostic markers for Desmoid tumors.
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1. Massively parallel sequencing of tenosynovial giant cell tumors reveals novel CSF1 fusion
transcripts and novel somatic CBL mutations. Tsuda Y, Hirata M,Matsuda K et al. Int J
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2. Integrated exome and RNA sequencing of dedifferentiated liposarcoma. Hirata M, Asano
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