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Analysis of deafness gene screening results of 1 983 newborns in Yunfu area
ZHU Huigin
Yunfu People’s Hospital sYunfu ,Guangdong 527300,China

Abstract: Objective To investigate the mutation characteristics of deafness genes in newborns in Yunfu
area,and to provide basis for prevention and treatment of hereditary deafness in Yunfu area. Methods Heel
blood spot samples were collected from 1 983 newborns in the hospital from January 2019 to March 2021,13
mutation sites (GJB2. 235delc, 299delAT, 176dell6, 35delG, 155delTCTG; SLC26A4.IVS7-2A>G, 1229C >
T,2168A>G; GJB3:538C >T ; mtDNA: 12SrRNA1555A > G, 12SrRNA1494C > T, tRNA7445A > G, tR-
NA12201T>C) of four common deafness genes (GJB2,SLC26A4,GJB3 and mtDNA ) were detected by PCR
diversion hybridization,and the screening results of deafness genes were analyzed. Results The mutation rate
of four common deafness genes in 1 983 newborns was 2. 72% (54/1 983). There was no significant difference
in the mutation rate of deafness genes (2. 45% for boys and 3. 06% for girls) between the two sexes(P >
0.05). The mutation rates of GJB2, SLC26A4, GJB3 and mtDNA were 1. 51% (30/1 983), 0.96%
(19/1 983),0.10% (2/1 983) and 0.15% (3/1 983) respectively,and there was significant difference in the
carrying rate among the four deafness genes (X*=40. 320, P<C0. 001). The mutation frequency of 13 gene lo-
cus was highest in GJB2 235delC (33. 33%), followed by SLC26A4 IVS7-2A > G (25. 93%), mtDNA
12SrRNA1494C>T and mtDNA tRNA12201T>C were not detected. Hearing screening was completed in 34
of the 54 newborns with deafness genes mutation,32 cases passed the hearing screening in both ears. Conclu-
sion In Yunfu area,GJB2 gene was the main carrier,SILC26 A4 gene was the second. However, GJB3 gene and

mtDNA gene were relatively rare. Mutation frequency of gene locus was highest in GJB2 235delC, followed by
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SLC26A4 IVS7-2A>>G. The mutation rate was diversity in different deafness genes in the same region,and the

carrying situation of the same deafness gene mutation sites in different regions have their own characteristics,

so it is necessary to take appropriate control measures according to the local characteristics.
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