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Elucidation of splicing-code with RNA-specialized machine learning system toward
overcoming hereditary diseases having splicing misregulations
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Due to progress in research on genetic diseases and development of
sequencing technology, there are increasing reports of cases in which mutations occurring in introns
cause diseases. We still do not have a systematic understanding of how mutations in introns affect

mature mRNAs. In this study, we aimed to clarify the details of splicing control by applying
artificial intelligence (Al) technology, which has been developing remarkably in recent years. We
have constructed an Explainable Al system for SpliceAl developed by Ilumina, Inc., enabling the
identification of nucleotide sequences involved in splicing control in individual genes and the
elucidation of disease-related splicing control based on these.
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