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[Abstract] Objective To summarize the clinical characteristics of the patient with valosin-containing protein (VCP) gene
¢.464G>A variant, and to improve the understanding of this mutation-associated diseases through a literature review. Methods The
clinical data of a case with the VCP gene ¢.464G>A variant who had only presented with myopathy for 7 years were retrospectively
analyzed. Relevant case studies published in PubMed, Wanfang Data, and the China National Knowledge Infrastructure (CNKI)
databases up to April 2025 were retrieved to summarize the clinical characteristics of cases with the same type of gene mutation.
Results The patient was a 43-year-old female with a 7-year disease duration, with a negative family history, and no developmental
anomalies. The disease exhibited slow, progressive proximal limb muscle weakness, with initial symptoms originating in the lumbar
region and subsequently extending to both lower and upper limbs. Later manifestations included muscle twitching, while serum
muscle enzyme levels remained normal. Muscle magnetic resonance imaging (MRI) revealed fat infiltration and atrophy in the
bilateral gluteal and thigh muscles. Histopathological examination of muscle tissue showed rimmed vacuoles, necrosis, regeneration,
and hypertrophy within muscle fibers; some muscle fibers showed cytoplasmic bodies and intranuclear inclusion formation, consistent
with pathological features of vacuolar myopathy. No abnormalities were detected on brain MRI, cognitive function screening, or bone
mineral density assessment. Based on genetic testing results, the patient was diagnosed with inclusion body myopathy caused by VCP
c. 464G>A (p. ArglSSHis) mutation. Literature retrieval identified 8 patients carrying VCP R1SSH mutation (R1SSH), who
predominantly presented with myopathy or frontotemporal dementia in the early disease stage. Conclusions The VCP gene c.464G
>A variant exhibits marked clinical heterogeneity. Phenotyping of the VCP gene is critical for the diagnosis of related inclusion body

(MEEEN] R, BEEWL, 2RI .
[BIE1EE] M8, E-mail: ¢13691279129@163.com



A 2ek 20264F1H28 H BEs1E 1l

myopathies. Currently, there is no specific treatment in clinical practice, requiring long-term close follow-up and observation of

patients.
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Fig.2 Pathological examination results of the left quadriceps muscle of a patient with valosin-containing protein (VCP) gene mutation
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