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Elucidation of genetic factors and molecular pathology of neurodevelopmental
disorders by a multifaceted approach
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By reanalyzing exome data using state-of-the-art informatics analysis and by

performing a multi-omics analysis combining RNA-seq and whole genome analysis using urinary cells,
we succeeded in identifying causative genetic abnormalities in 50% of the cases. The analysis was
particularly useful in identifying variants in intronic regions, and the prediction of splice
aberrations and the evaluation of splice aberrations by RNA-seq are highly complementary to each
other. The multi-omics analysis using urine cells, which can be collected noninvasively, are
expected to improve the gene diagnosis rate. In addition, we reported four reports on the
elucidation of molecular pathophysiology using genome-edited mice.
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