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One case of limb girdle muscular dystrophy type 2C caused by SGCG mutation

Li Hong, Liu Jianxing, corresponding author

Pediatrics Department of Hubei Xuan 'en County People's Hospital
[Abstract] A 9-year-old male child visited a doctor due to "fatigue for half a year". There was no obvious inducement and obvious fatigue

when climbing the ladder in half a year. In the past one month, the fatigue worsened, and he knelt in severe cases, which was
relieved within a few seconds. The ALT, the glutamate transaminase, lactate dehydrogenase, and creatine kinase were all
significantly increased. The pathogenic homozygous mutation ¢.320C>T (p.S107L ) in SGCG gene was found by whole-exon
detection technology, and the final diagnosis of limb-band muscular dystrophy type 2C was confirmed. There are rare cases of

this mutation site in the world, which provides a reference for understanding the ethnic specificity, epidemiology and clinical

characteristics of the genetic characteristics of the disease.
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