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In this project, we work on two principal themes—construction of (1) integrated database of
clinical and genomic information, which we have designated Medical Genomics Database
(MGeND), and (2) sustainable system for promoting genomic medicine in Japan. Further, the
construction of MGeND involves both supports for clinical interpretation of integrated
information and supports for registering the resultant data in the open-access, variant-level
database. On the other hand, the construction of sustainable system for promoting genomic
medicine in Japan involves the promotion of knowledge base utilization in the clinic regarding
individual target diseases as well as the development of human resources, who are qualified to
provide genomic medicine in the clinical setting.

First of all, we set up a series of disease working groups as a core function of the project. Then,
for the progress management, a Disease-area Expert Support Team (D-EST) was established in
each of the disease working groups, i.e., for somatic cancer, hereditary cancer, cardiovascular
disease, neuro-muscular disease, inborn error of metabolism, infectious disease and dementia; D-
EST undertook the organization of Clinical Interpretation Collaborative (CIC), in which multi-
disciplinary experts would cooperate not only to facilitate clinical interpretation of particular
mutations (or variants) but also to promote knowledge base utilization of genomic medicine. A
network of institutions, aiming at implementation of genomic medicine in the routine medical
care, was also set up. In addition to the establishment of such cooperation systems, we began to
set up a platform for clinical interpretation of integrated information, which we have designated
Genomic Medicine Data System (GMDS), expecting that efficient data sharing is made possible

under secure privacy protection with this system for clinical annotation and curation of genomic



variant data by CIC members.

Since it is a pressing issue, an ethics liaison working group of this project prepared investigator-
proposed guidance for privacy protection and compliance with the rules/laws related to data
sharing after careful examination of the precedents and associated cases. In response to the
practical demands in the clinical setting, we also selected a list of high priority genes in
hereditary disease (63 disorders) and somatic cancer (11 genes), for which substantial evidence
has been provided from the viewpoint of actionability, and started to work on the construction of
knowledge base. A series of activities were set up for the development of human resources in

genomic medicine.
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