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This project aims to develop a database system for integrating clinical and genomic information, and
a support system for curating/annotating disease-related genetic variants in collaboration with
Graduate School of Medicine, Kyoto University, Kyoto University Hospital, Fujitsu Limited and
Mitsubishi Space Software Co., Ltd.

In FY 2016, we carried out 1) construction of a prototype of the database system, 2) survey of clinical
and genomic data structure being suitable for the database, and 3) development of a system to
annotate genetic variants with disease relevance.

We first conducted hearing survey for the research groups (hereinafter referred to as "DS"), which
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provide clinical and genomic data. They consist of 11 groups in the fields of "cancer", "rare/intractable
disease", "infectious disease", "dementia", "hearing loss". We asked each group about clinical

information and genomic data that they will collect, and methods of genome analysis and curating



genomic variants this year. Based on the results of the survey, we decided the data items to be stored
in the integrated database and constructed the prototype of the database system.

For the support system of clinical decision making, we will make formulation and algorithm in the
manual curation process by experts at each DS. In this year, we surveyed the curation system and
genome analysis flow performed in each DS, and Fujitsu Limited conducted conceptual design of the
curation support system and basic process.

To develop an integrated system of clinical information and genomic data with highly accurate clinical
interpretation and annotation across diseases, Mitsubishi Space Software Co., Ltd. was responsible
for merging some public databases used in DSs. In addition, we considered the data structuring of
clinical and genomic data provided from DSs, and decided the data format that all data can be stored
in the database.

Since the integrated database is planned to be open to public, ELSI policy at each DS is necessary to
be confirmed in advance of registration and disclosure of data. Therefore, we asked ELSI policy of

each group in the hearing survey, and discussed about data handling.
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