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Elucidation of pathomechanism common to inclusion body myopathies and search for
therapeutic target molecules

Izumi, Rumiko
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We _performed genetic analysis using a next-generation sequencer for a total
of 25 cases of hereditary inclusion body myopathy (hIBM) and sporadic inclusion body myositis (sIBM)
for the extraction of genomic variants related to the pathogenesis of inclusion body formation and
skeletal muscle degeneration.In addition, whole-genome long-read sequencing was performed on 3 cases
of hIBM to detect pathogenic repeat sequence structure. From these analyses, we identified 24 rare
and 27 novel variants, besides known mutations in 3 hIBM cases. From transcriptome analysis of
skeletal muscle tissue RNA, 39 genes that were significantly different in expression level were

extracted in comparison between the hIBM group and the control group.
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