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Establishment of a comprehensive information infrastructure and a support

organization for rare disease researches in Japan (RADDAR-J)
Izumi Yamaguchi*!, Yoshihiko Furusawa™, Takahisa Kawaguchi™, Naoko Yagishita™,
Kazumasa Tanzawa™, Yoshihisa Yamano™, Fumihiko Matsuda™

*1 Center for Genomic Medicine, Graduate School of Medicine, Kyoto University, *2 Department of Neurology,
National Center Hospital, National Center of Neurology and Psychiatry, *3 Department of Rare Diseases Research,
Institute of Medical Science, St. Marianna University School of Medicine, *4 EPS Corporation

There are more than 300 research groups for rare diseases in Japan. Although they are collecting various kinds of
clinical information and genomic information of patients for their own researches, such data are managed
individually by each research group and are not sufficiently shared among these research groups. Since "rare
discases" are literally rare (being of low prevalence), the understandings of the underlying disease mechanisms are
incomplete and identifying a large enough sample of comparable patients for clinical trials is difficult. Therefore,
there is a need to collect and integrate data and construct a data integration platform for rare disease researches.
Funded by AMED (Japan Agency for Medical Research and Development), we are conducting a national research
and development project about standard platform construction for rare disease registries in Japan. In this article, we
report the background, the purpose, the process, the results, the current status, and the future plans of this project.

Keywords: Rare disease, Registry, Data sharing.
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