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Identification of functional variants by comprehensive analysis of coding
variants for the implementation of genomic medicine

TANIKAWA, CHIZU
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Although recent large-scale genome analyses have successively revealed a
variety of disease susceptibility genes, their validation and functional significance in the
Japanese population as well as their medical application have yet to be fully developed. In this
study, we attempted to conduct a comprehensive genome analysis of loss of functional polymorphisms
with various diseases, blood and biochemical test values, life span, and cause of death using
approximately 170,000 Japanese cases. Using the high-density Imputation reference panel constructed
at McGill University based on the genome information of approximately 60,000 people, we obtained
information on about 50,000 functional deletion polymorphisms. We are now preparing to release these

data to the public database and are analyzing the relationship between genetic variations and more
than 370 diseases.
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