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Subtheme (1) SCRUM-Japan clinical sequencing

Data Storage for somatic mutations in advanced lung and digestive cancers

2,190 cases of lung cancer and 2, 667 cases of gastrointestinal cancer have been enrolled into
the 1st stage SCRUM-Japan program. Genomic data (. vcf and .bam files) and clinical data which
were curated at the registration and follow—up were stored in the original database system.
All the clinical data were manually inspected by data managers. Both the genomic and clinical
data will be fixed in June 2017. RT-PCR analysis for detecting fusion genes in lung cancer
genomes is also performed. Electronic data capturing (EDC) and data base system was modified

for the upcoming 2nd stage SCRUM-Japan program planned to start in April 2017.

Subtheme (2) TOP-GEAR clinical sequencing

Data Storage for somatic mutations in advanced cancers of a variety of organs, including rare



and AYA cancers
By the end of March 2017, 164 patients have been analyzed by using quality assured in—house
clinical sequencing system since May 2016. Twenty eight of them are adolescents and young
adults (AYA, ages 15-39) and 59 of them are patients with rare cancers. To facilitate
registration of such young and rare cancer patients, we amended the eligibility criteria so
that patients over one-year—old are eligible. This clinical sequencing system is being
developed for the Pharmaceuticals and Medical Devices Agency (PMDA) approval and insurance
reimbursement in a SAKIGAKE program of Ministry of Health, Labor and Welfare.

In pediatric CS, whole exome sequencing and whole transcriptome sequencing have been
performed for 42 cases with cancer. Combined with diagnostic immunological/pathological
features and clinical information, we could obtain fundamental information to initiate

clinical sequencing for children with cancer.

Subtheme (3) Hereditary cancer clinical sequencing

Data Storage for germline mutations in hereditary cancers based on a multi—-institutional study
A multi-center collaborative research group has been organized by 19 institutions, who share
the ”“Universal Protocol” for any types of hereditary cancer syndromes and include consents
for whole genome sequencing and database registration. In FY 2016, total 360 clients have
been enrolled in the study, and certain molecular genetic tests and analyses were performed
on 298 clients, for whom the test reports were generated and returned to the physicians in
charge. A new multi—gene panel, NCC oncopanel FC v2.0, were designed and is now being used
for the regular analyses. A core “expert panel” has been formed to annotate the data of the
v2. 0 panel. As to the data transfer from the data storage to the variant database of medical
genomics in Japan (MGeND-Var), the data of the “Universal Protocol” would be temporarily
deposited to the Database of Pathogenic Variants (DPV) as the preliminary step to transfer
them to the MGeND-Var and an exploratory meeting was held by the participants to set up the

database configuration.

Construction of Integrated Database of Clinical and Genetic Information for Lynch syndrome
in Japan

To carry out the project “Construction of clinical and genetic integral information
database to help Lynch syndrome management” , the following three are required. 1) effective
screening for Lynch syndrome-suspected cases, 2) effective genetic testing to define Lynch
syndrome, 3) integration of detailed clinical data of Lynch syndrome, and 4) diagnosis
discriminating Lynch syndrome from Lynch-like syndrome (LLS) as well as elucidation of
genetic-background of LLS for clinical translation. Since Lynch syndrome does not have typical
clinical features, 1) is difficult. We have been developing sophisticated screening and
diagnosis methods by NGS analysis with DNA and RNA of the patients. We are ready to deposited
154 Lynch syndrome cases to the data storage, which have variants data and clinical data.
To retune our achievement to society, we contributed to the edition and publication of “JSCCR
Guidelines 2016 for the clinical practice of Hereditary Colorectal Cancer” and “JSMO Guidance

2106 for genetic related testing for Colorectal Cancer Medical Care” . We opened a homepage



of the information on Lynch syndrome

(https://www. pref. saitama. lg. jp/80a02/rinchisyoukougun/rinchitop. html).
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