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Development of methods for comprehensive characterization of somatic variants
causing transcription aberrations and their application to genomic medicine
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We have summarized the research results of SAVNet, which we had been
developing, and contributed to The Pan-Cancer Analysis of Whole Genomes project led by the
International Cancer Genome Consortium. In addition, by applying SAVNet to data on rare diseases, we

have succeeded in discovering several novel genetic mutations. In order to utilize large-scale
transcriptome data in public databases such as Sequence Read Archive, we have developed an algorithm

and software to identify splicing-related variants from transcriptome data alone. In addition, we
developed an information analysis infrastructure for large-scale transcriptomes by integrating
technologies such as container virtualization and cloud computing.
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Intron retention associated variant detection
https://github.com/friendlws/iravnet

SAVNet github page
https://github.com/friendlws/SAVNet

SAVNet documentation
https://savnet.readthedocs. io/en/latest/index.html
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