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NOTCH1

Using large-scale transcriptome data stored in public sequencing
repositories, we developed and implemented algorithmic software to identify genomic mutations that
cause various splicing abnormalities. These were applied to more than 300,000 transcriptome data in
the Sequence Read Archive, and more than tens of thousands of splicing mutations were identified. In

addition, we performed a detailed analysis of the biological significance of these splicing
variants. As an example, we identified a gain-of-function splice-site generating mutation in the
NOTCH1 gene and demonstrated through practical biological experiments that this mutation causes
activity that can be suppressed by nucleic acid drugs.
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