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Analysis of Deafness Gene Mutations in 203 Non Syndromic Deafness Patients
Dongqun Huang
Prenatal Diagnosis Center of the First People's Hospital of Chenzhou City

[Abstract] Objective To analyze the mutation sites of common deafness genes and panel sequencing in
non—syndromic deafness patients,providing reference for prevention and control of deafness and genetic counseling in
Chenzhou. Methods Common pathogenic genes and loci were detected by the combined probe anchored
polymerization sequencing ,followed by detection of 216 deafness—related genes by target area capture
sequence.Results Preliminary screening in the 203 patients revealed pathogenic mutations of the GJB2
gene(n=50),SLC26A4 gene(n=23), MT-RNR1 (n=5),and Dual gene carrier(n=2),48 confirmed cases of hereditary
hearing loss; 24 patients underwent secondary panel testing for the deafness gene, including 9 new GJB2 gene
pathogenic mutations and 1 POU3F4 gene pathogenic mutation. Other pathogenic genes MYO7A, COL4AS6,
POU3F4, DLAPH3, TECTA, and DMXL2 were detected, and 10 patients were diagnosed with hereditary
deafness.Nine deafness causing genes were detected through initial and secondary screening, with GJB2 and SLC26A4
genes being the most common with detection rates of 28.57% (58/203) and 11.82% (24/203), respectively. The other
genes were MT—RNR1 (2.46%), MYO7A (1.97%), COL4A6 (0.99%), POU3F4 (0.49%), DLAPH3 (0.49%),
TECTA (0.49%), and DMXL2 (0.49%), respectively.Concluson GJB2 genes and SLC26A4 genes are the most
common deafness mutation genes in NSHL patients in Chenzhou City. The detection rate of ¢.109G>A is high, and
they should be included in the preliminary screening of hot spot mutations in Chenzhou to further improve the
positive detection rate of the preliminary screening.For patients with negative or single heterozygous mutations in the
initial screening test, a panel test for the deafness gene should be performed to determine the cause.
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