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[ Abstract] Objective To screen congenital deafness patients and their immediate family members in Guangxi

region using the deafness gene chip detection method, and to analyze the main deafness-causing genes and the charac-
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teristics of deafness gene mutations in Guangxi region. Methods A total of 336 patients with nonsyndromic hearing
loss (NSHL) who were admitted to the People’s Hospital of Guangxi Zhuang Autonomous Region from December 2017
to December 2022 and their immediate family members were recruited as the research subjects. The peripheral blood
of the patients was collected and their deoxyribonucleic acids(DNAs) were extracted, and the deafness gene chips were
used to detect 16 mutation sites of 4 hot genes related to deafness. The 16 mutation sites included GJB2 (35delG,
176-191dell16, 235delC, 299-300delAT), GJB3 (538C > T, 547G > A), SLC26A4 (IVST-2A > G, 2168A > G,
1174A > T, 1226G > A, 1229C > T, IVSI5S +5G > A, 1975G > C, 2027T > A) and mitochondrial 12S rRNA(1494C > T,
1555A > G), and the characteristics of these deafness gene mutations were analyzed statistically. Results  The com-
mon deafness gene mutations in 24 cases of 158 deaf patients(15. 19% ) were detected. Among the common deafness
gene mutations, there were 15 cases(9.49% ) of SLC26A4 gene mutation, 8 cases(5.06% ) of GJB2 gene mutation,
and 1 case(0.63% ) of mitochondrial 12S rRNA mutation. The common deafness gene mutations in 22 cases of 178
deaf patients’ relatives with normal hearing were detected, with a detection rate of 12. 36% . Among the common deaf-
ness gene mutations, there were 12 cases(6.74% ) of SLC26A4 gene mutation and 10 cases(5. 62% ) of GJB2 gene
mutation. Conclusion SLC26A4 and GJB2 are the common deafness gene mutations of hereditary deafness in a popu-
lation in Guangxi region, and the mutation rate of SLC26A4c. IVST-2A > G site is the highest, followed by GJB2c.235delC

mutation, which should be paid attention to by clinicians.
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