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Semantic integration of Japanese genome and health information

Katayama, Toshiaki

3,400,000

Genome Variation Ontology (GVO)

i In order _to elucidate multifactorial diseases and lifestyle-related diseases
and to realize personalized medicine, we have developed technologies for integrating Japanese

genome information with the reference sequence, and methods for standardizing health and medical
information through the cohort projects in Japan and overseas. For genome information, we conducted
research to integrate Japanese and reference sequences in a genome graph and developed the Genome
Variation Ontology (GVO) for annotating polymorphism including structural variations. For cohort
linkage, manual curation was conducted to build and standardize an ontology of common survey items.
The development of these cutting-edge technologies is still in progress and our efforts to establish
an infrastructure will contribute to future research based on international data integration.
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