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Management and promotion of the project. Under the supervision of Prof. K. Matsuda in
Graduate School of Frontier Sciences, The University of Tokyo and Japan Sarcoma Genome
Consortium (JSGC) Secretariat, whole research project has been promoted through collaboration
of 20 medical and 8 research institutes. The study protocol for the project has been approved by
the research ethics committees at all cooperative institutes. A project meeting was held in
January 21st, 2017 to report clinical samples collection status and progress of each research
project and to discuss new research proposal.

Collection of clinical samples and integration of clinical information. We have targeted seven
histological types of tumor and collected clinical biospecimen, including normal and tumor tissue,
from newly diagnosed patients. In addition, we established clinical research forms for each
disease and collected and integrated clinical information. 386 samples (227 tumor and 159 normal
samples) were transferred to JSGC secretariat to generate histological sections and extract DNA
and RNA. Quantity and quality of DNA and RNA were examined by Nonodrop and Bioanalyzer.
Central pathological diagnosis of tumor samples : We performed hematoxylin and eosin staining
for cryo-sectioned samples and evaluated the rate of tumor cells in the tissue. Clinical histological
materials were also collected to confirm the pathological diagnosis and to select samples for
sequencing analysis. (Dr. T. Motoi in Tokyo Metropolitan Cancer and Infectious Diseases Center
Komagome Hospital and Dr. Y. Oda in Graduate School of Medical Sciences, Kyushu University
were in charge of this work.)

Genomic analysis. We performed whole exome sequencing and RNA sequencing for 54 and 63
patients, respectively, with clear cell sarcoma, alveolar soft part tissue sarcoma, secondary
chondrosarcoma, extraskeletal osteosarcoma, desmoid, or tenosynovial giant cell tumor. Dr. H.
Nakagawa in RIKEN Center for Integrative Medical Sciences and Dr. S. Kohsaka in Graduate
School of Medicine, the University of Tokyo, were in charge of the next-generation sequencing.
Primary analysis of sequencing data was conducted by Dr. R. Yamaguchi in Institute of Medical
Science, the University of Tokyo to identify disease-specific mutations. Until fiscal year of 2016,

DNA and RNA samples from more than 100 patients were used for the sequencing.
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Functional analysis of genomic mutations. Dr. S. Iwata in Chiba Cancer Center analyzed clear
cell sarcoma; Dr. T. Nakamura in Cancer Institute of JFCR, alveolar soft part tissue sarcoma; Dr.
H. Kobayashi in University of Tokyo Hospital, secondary chondrosarcoma; Dr. Y. Nishida in
Nagoya University Graduate School of Medicine and Dr. S Kohsaka in Graduate School of
Medicine, the University of Tokyo, Desmoid tumor; Dr. K. Matsuda in Graduate School of Frontier
Sciences, The University of Tokyo, extraskeletal osteosarcoma, tenosynovial giant cell tumor, and
de-differentiated liposarcoma. Meta-analysis of de-differentiated liposarcoma has been
performed by using sequencing data from national cancer institute, Japan and TCGA as well as
from our consortium. We identified recurrent copy number alterations on two chromosomal
regions as significant predictor of clinical outcome and also identified some genes, which would
be associated with the development of de-differentiated liposarcomas from low-grade well-
differentiated liposarcomas. For other six histological types, we also identified some recurrent
somatic mutations and conducted functional association analysis of the mutations with clinical
information.

Promotion of collaboration and information disclosure. We propagated the activity of JSGC at
orthopaedic- and cancer-related conferences in Japan and in the world to recruit other cooperative
medical or research institutes and educate young clinicians. We have prepared the datasets of

next-generation sequencing to submit the database to public database center.
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