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Pathological elucidation using multi-patients and disease model mice analyses in
ADSSL1 myopathy
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In this study, | found that ADSSL1 myopathy is the most common form of
nemaline myopathy in Japan, with a common disease-specific course of muscle pathology, extremely
slow and tired legs and slowly progressive muscle weakness in childhood-onset cases, and nemaline
bodies and fat droplets in all cases of muscle pathology. In addition, dysphagia, hypertrophic
cardiomyopathy, and restricted breathing disorder, which have not been reported before, were found
in a high frequency. Furthermore, | have generated ADSSL1 knockout mice and missense knock-in mice
to elucidate the pathophysiology and to develop therapeutic strategies.
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