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Abstract: Objective To investigate the relationship between the carrying status and mutation site of GJB2 deafness gene in
newborn infants in Nanning city. Methods  The blood of 1 007 newborns who failed hearing screening in Nanning neonatal
disease screening center from 2016 to 2018 was collected and maded into dried blood stains, then the DNA was extracted, and
the GJB2 gene was sequenced by whole genome sequencing method. The carrying rate of newborn GJB2 genemutation was cal-
culated, and the characteristics of deafness gene mutation were analyzed based on the confirmed hearing loss of newborn.
Results The carmrying rate of GJB2 deafness gene mutation in 1 007 newborns was 55.21% (556/1 007 ). Sixteen mutations
of GJB2 gene were detected, among the mutation rate of GJB2 ¢. 109 G > A was higher, accounting for 20.36% , followed by
10.03% of GJB2¢. 79 G>A,7.65% ofc.608 T> C, 7.15% ofc.217 C > A, and 6.85% of c.341 A >G. Mutation car-
rying rate of other sites <0.1% (includinge.11 G>A, ¢.-23+1 G > A, ¢.235del C, ¢.299 del AT, ¢.-121 G> A, c. 464
A>G,c.147C >G, c.676 G>T, ¢.316 T>G, ¢. 2335 G>Tand ¢. 368 C >A). Among the 556 patients with GJB2-
induced deafness gene mutation, 31 patients were diagnosed with different degrees of deafness, and 4 mutations including
GIB2 c.109 G >A (26 cases), c.11 G > A (2 cases) c.235 del C (2 cases) and c.299 del AT (1 case) accounted for
83.87% , 6.45% , 6.45% and 3.23% respectively. Six new mutations including GJB2 ¢. -23-35 G>T ,c.-121 G>A ,c.
464 A>G, ¢.217 C>A,c. 147 C> G and ¢. 676 G >T were detected in 81 cases and one undefined pathogenicity locus c.
23+1 G > A was detected in 4 cases, and five common polymorphism mutations were detected in 250 cases. The carrying
rate of GJB2 ¢. 109 G > A was statistically significant compared with other cities in China. Conclusion The carrying rate of

GJB2 deafness gene in neonates in Nanning city is higher. There are 4 deafness mutation sites, 6 new mutation sites and 1 un-
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defined pathogenic site have been screened out. It is clear that the deafness mutation sites are dominated by ¢. 109 G > A ho-

mozygous mutation, and the gene mutation characteristics have obvious regional differences.
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