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Elucidation of the molecular mechanism and development of therapeutic method of
exon skip caused by mutation
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Abnormal RNA splicing is the cause of the disease due to mutations in the
cis-regulatory sequence of RNA splicing and changes in trans-regulatory factors. RNA-Seq was
performed from the patient"s blood verified splicing patterns and expression levels related to
splicing mutations in actual patients using StringTie. A minigene assay was used to verify whether
mutations predicted by splicing prediction software had occurred. These results showed that the
exon-terminal deletion was transcribed into RNA using contiguous intron sequences, strongly
preserving the original splicing sites and not using the predicted splicing sites in introns.
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“Berkeley Drosophila Genome Project: https://www.fruitfly.org/seq_tools/splice.html
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