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Not only is therapy unavailable, but even the cause is unknown for many
muscle diseases, including limb-girdle muscular dystrophy. To overcome this
situation, we need to elucidate the mechanisms and develop therapies for
muscle diseases by making maximum use of our muscle repository. In this
project, we aim: 1) to maintain and further improve the diagnostic network
system for muscle diseases and the muscle repository; 2) to elucidate the causes
and mechanisms of muscle diseases; and 3) to develop diagnostic markers and
therapies for muscle diseases. The number of muscle biopsy samples we receive
has been steadily increasing over the last 10 years, with the annual number of
frozen muscle samples reaching a historical high of 1,147 in 2023. As a result,
by the end of December 2024, the total number of frozen and cultured muscle
samples has reached 24,644 and 2,270, respectively, making this the world's
leading muscle repository. Using this muscle repository and through national
and international collaboration, we have made several significant
achievements, including: 1) identifying CGG repeat expansion in the noncoding
region of the LOC642361/NUTM2B-AS1 gene as a cause of oculopharyngodistal
myopathy; 2) identifying a new myopathy with digenic inheritance involving
the SPRK3 and TTN genes; 3) identifying a case of Ullrich congenital muscular
dystrophy due to a deletion involving the canonical polyadenylation site; 4)
characterizing VCP myopathy on muscle MRI; and 5) identifying the branch
point for the ¢.647+2084G>C variant in FKTN as a therapeutic target.



