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[Abstract] Limb—Girdle Muscular Dystrophy Type 2 is a form of muscular dystrophy characterized by
progressive muscle weakness and atrophy. This case involves a 28—year—old male admitted with the chief
complaint of "bilateral posterior thigh muscle pain for over 6 months."Six months prior, laboratory tests revealed
elevated ALT, AST, and creatine phosphokinase (CPK) levels. During follow—up, his liver function tests and
CPK remained persistently above normal ranges. Further history—taking revealed that the patient had been
diagnosed with abnormal liver function during a routine examination 10 years earlier. At that time, he
underwent hepatitis virus testing and liver biopsy at Huashan Hospital, both of which showed no significant
abnormalities. On admission, physical examination demonstrated that muscle strength showed Grade V in all
limbs, muscle tone and Range of motion were normal. Muscle MRI findings showed that edema—like
changes in multiple muscle groups of Bilateral thigh muscles, abnormal signal foci of Medial/lateral
gastrocnemius and soleus muscles. Muscle biopsy results showed that focal myofiber degeneration and minor
perivascular lymphocytic infiltration. Genetic testing identified two pathogenic variants in the DYSF gene
(NM_003494.4).One is ¢.5231G>A (missense variant) in Exon 47, another is ¢.5385_5393del (in—frame
deletion) in Exon 48.
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