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Abstract: Objective To investigate the genotype characteristics of Duchenne muscular dystrophy (DMD) in Northwest China.
Methods A total of 102 patients with DMD from July 2014 to June 2020 were collected as the research subjects. MLPA, NGS
and Sanger sequencing were used for gene detection to analyze the regional characteristics of gene detection mutation, repeated
mutation and point mutation in DMD patients in Northwest China, and the genetic characteristics of two DMD families were
analyzed. Results Of the 102 patients with DMD, 72.5% were genetic and 27.5% were new mutations. Among the mutant
types, 85.3% were fragment deletion, 6.9% were fragment duplication and 7.8% were point mutations. Among the fragment
deletion mutations, the deletion of exon with < 5 numbers was the most common, accounting for 66.6%. Exon 44~54 was the
most common missing region, and exon 2 was the most common repeating region. Two families were studied. In family 1, the
mutation site was the hot spot of deletion mutation, in the exon 45~51 region. Family 2 was dominated by repeated mutations,
concentrated in exon 2 and the 17~18 region. Conclusion Genetic analysis of large samples of DMD patients and their families
in Northwest China could further understand the gene profile of DMD patients, and lay a foundation for gene therapy.
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