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A case of limb-type muscular dystrophy type 2B misdiagnosed
as polymyositis
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Taizhou Hospital, Zhejiang Province, Taizhou, Zhejiang, 317000, China

Abstract

Objective To report a case of limb-girdle muscular dystrophy type 2B (LGMD2B) and provide relevant treatment recommendations.
Methods This study reports a patient with LGMD2B who was initially misdiagnosed as polymyositis due to “abnormally elevated
serum creatine kinase levels.” The preliminary diagnosis was polymyositis, and the patient was treated with glucocorticoids, which
temporarily alleviated the symptoms. However, subsequent manifestations included limb weakness and difficulty in squatting, with
a negative correlation to the glucocorticoid dosage. The patient underwent whole-genome sequencing. Results Two heterozygous
variant sites were identified in the DYSF gene. Variant 1: ¢.2994del, causing an amino acid change: p.L999Ffs*76, which is a
frameshift mutation. Variant 2: ¢.6028T > C (thymine > cytosine), causing an amino acid change: p.C2010R (cysteine > arginine).
Conclusion The patient was diagnosed with limb-girdle muscular dystrophy type 2B (LGMD2B).
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