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Development of an integrated data-processing environment for disease-related
genome analysis
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We developed a data processing system for disease-related genome analysis.
We carried out whole-exome sequencing (WES) of ten Japanese individuals using the DNA samples
provided by the 1000 Genomes Project. We processed the sequencing results using the analysis
pipeline and stored the obtained variants in a database developed for this study. The database also
includes the variants in the approximately one hundred Japanese individuals obtained by processing
the results of WES provided by the 1000 Genomes Project. We developed an application program that
evaluates how the chromosomal regions with variants distribute in a population. We also developed a
genome scanning method that extracts the regions where variants satisfying a given condition are
found with high frequency and then generates block diagrams representing the regions and their
mutual relationships. Using the database and programs developed, we carried out analysis of clinical
data in collaboration with clinical researchers.
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