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Search for novel mutation of inherited cardiovascular disease with combination
of RNA-seq and WES
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In the first half of this study period, mutations causing splicing
abnormalities were searched for by combining RNA-seq and WES. We performed WES and RNA-seq on heart
transplant patients with inherited cardiovascular disease in whom no known pathogenic mutations were

identified. Based on the comparison of their read mapping results, | found multiple candidates
splicing aberration-causing mutations.
On the other hand, in the second half of this study period, due to a change in research
institutions, my research focus became hematologic tumors, and | attempted to construct a rapid
diagnostic system combining WES or targeted DNA sequencing with long-read RNA-seq, focusing on
somatic mutations. As a result, pathogenic mutations could be identified in about 30% of the cases
analyzed, and the analysis pipeline has been improved resulting in a significant reduction in the
number of analysis days.
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