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Analysis on prenatal screening and clinical significance of deafness genes
in 4 057 pregnant women in Xi'an area’
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Abstract: Objective To explore the prenatal screening status of deafness genes in 4 057 pregnant women
in Xi'an area. Methods From January 2016 to January 2022,4 057 pregnant women in the Department of Gy-
necology and Obstetrics of our hospital were selected as the research objects. Peripheral blood was collected.
PCR/oligonucleotide probe guided hybridization was used to detect 9 kinds of mutation sites of 4 hot spot
genes for analysis,including 4 mutations on GJB2 gene (35del G,176-191del 16,235del C,299-300del AT),1
mutation on GJB3 gene (538C>T) ,and 2 mutations gene on SLC26A4 gene (IVS7-2A>G,2168A>G) , two
mutations in 12SrRNA gene (1494C>T, 1555A>G). Results Among the 4 057 cases subjects, 154 cases
carried deafness gene mutation, with a detection rate of 3. 796% (154/4 057),0f which 93 cases (2.292%)
carried GJB2 gene mutation,39 cases (0. 961%) carried SLC26A4 gene mutation, 5 cases (0. 123%) carried
GJB3 gene,13 cases (0.320%) carried mitochondrial 12SrRNA gene,and 4 cases (0. 099 %) were multi muta-
tion gene carriers. Eight couples were both carriers of the same gene for deafness,eleven couples were carriers
of different genes for dealness. Conclusion In the normal population of Xi'an, the carrying rate of dealness
gene is 3.796 % ,and GJB2 gene 235del C locus mutation was the most, followed by SLC26A4 gene IVS7-2A>G
locus mutation, genetic deafness gene screening for couples of childbearing age, professional genetic counseling and pre-
natal and postnatal guidance for high-risk couples are helpful to reduce the birth of non-syndromic hereditary deaf chil-
dren in this area,which is of great value to the prevention and control of hereditary deafness.
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