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Research and development of therapeutic methods for Fukuyama congenital muscular
dystrophy focusing on central nervous system dysfunction
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Central nervous sKstem symptoms are known for Fukuyama congenital muscular
dystrophy (FCMD). It is considered that the muscle tissue of FCMD model mice has a dysfunction of
mTOR pathway, and there is a research report that administration of an mTOR inhibitor showed
histological improvement of the muscle. It is possible that mTOR pathway dysfunction are also
involved in FCMD central nervous system disorders, and the purpose of this study was to elucidate
the involvement of mTOR pathway abnormalities in central nervous system and to link them to the
development of therapeutic methods. We tried to elucidate the FKTN gene of SH-SY5Y cells by knocking

it down with siRNA, but we could not demonstrate it by any method other than immunostaining. In
addition to the possibility that there are no abnormalities in the central nervous system, problems
with experimental subjects such as model cells were also raised as issues.
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