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Implication of Synoviolin on Limb-Girdles Muscle Dystrophy.
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The functional discrepancy in missense mutation between in vitro and in vivo

remains to be uncovered. To explain this observation, protein degradation system has been
interested. For example, type2 Limb-Girdle Muscle dystrophy is known to be caused by missense mutant
of a -sarcoglycan gene. The missense mutant type protein has approximately 30% of residual activity
in vitro but the protein is not detected in cell, and Synoviolin plays a crucial role in the
degradation of missense a -sarcoglycan protein.
To develop the innovative therapy, we attempted to understand the physiological and pathological
role of Synoviolin. By using muscle-specific its knock out mice, we found the gene plays an
important role in muscle. We previously developed Synoviolin inhibitor and this inhibitor had
protective effect on muscle atrophy model. These two data clearly indicate Synoviolin as a
therapeutic target of muscle diseases including Limb-Girdle muscle dystrophy and muscle atrophy.
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