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Analysis of 4 370 deafness gene screening and hearing screening results in Zhongshan City”
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Abstract:Objective To analyze the results of deafness gene and hearing screening for evaluating the clini-
cal value of deafness gene screening in neonatal hearing impairment. Methods Analysis of deafness genes
screening results of 4 370 neonates born from November 2015 to October 2017, combined with audiological
screening, 159 positive and its effect to hearing loss were statistically analyzed, meanwhile,49 deafness gene
sequencing results of gene positive screening were analyzed to determine the accuracy and clinical value of
deafness gene screening. Results The result of 4 370 neonates receiving deafness gene detection suggested
that 159 cases carried deafness gene and the positive rate was 3. 64 % ,among them, the proportions of GJB2,
SLC26A4,mitochondrial 12S rRNA and GJB3 gene mutations were 62. 89% ,29.56% ,5.66% and 1. 89% ,re-
spectively. The differences in the constituent ratios of the mutations were statistically significant (P<C0. 05).
The audiological screening results of 159 neonates with deafness gene showed that both ears passed 85.50%
(136/159) and failed 14.46% (23/159);30.82%(49/159) of the screening positive neonates received deafness
gene sequencing and 98. 00% (48/49) were accordant with the screening results. Conclusion Deafness gene
screening can be as an effective method for clinical large-scale screening and diagnosis of non-syndromic deaf-
ness. It provides scientific basis and supports for clinicians to diagnose and treat patients with non-syndromic
deafness in early stage and reduce neonatal deafness.
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