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Genetic analysis and establishment of in vitro model for inclusion body myositis

Aoki, Masashi
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Sporadic inclusion body myositis (sIBM) is an intractable and progressive
skeletal muscle disease of unknown etiology and without effective treatment. Muscle biopsy typically
reveals endomysial inflammation, invasion of mononuclear cells into non-necrotic fibers and rimmed
vacuoles, suggesting inflammation and degeneration co-exist as part of the pathomechanism. We made muscle
specific proteasomal deficient mice and reported in JCS paper. We also found familial case of inclusion
body myopathy with the mutation in hnRNPALl. We also established iPS cells from these patients.
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