2019 2021

Effects of splicing variants on post-transcriptional sequence: integrated genome
and transcriptome analysis
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The effects of genomic variants on mRNA splicing were comprehensively
investigated, and it was shown that genomic variants cause splicing abnormalities. Surprisingly,
they also showed that transcripts produced by variants recognized as silent or missense variants in
conventional exome analysis cause nonsense or frameshift mutations. In actual clinical practice,
integrated genomic and transcriptomic analysis confirmed the diagnosis in patients with mutations in

the HNRNPK gene, PUF60 gene, JMID1C gene, and RNPC3 gene. Chimeric gene formation was shown to be
one of the important mechanisms of congenital genetic diseases. The utility of RNA analysis in

genetic analysis was established.
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Documentation of IFT172 as the nineteenth gene causative of oral-facial-digital syndrome underscores the importance of
ciliary trafficking in its pathogenesis.
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