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Analysis of Genetic Screening Results for Deafness in Newborns*
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Abstract: Objective To probe into the genetic screening results in 1000 newborns of deafness. Methods The genetic screening results about 1000 full-term

newborns of deafness admitted from January 2022 to January 2023 were retrospectively analyzed. The heel blood samples were collected after
3 days of birth; the common genetic loci were screened through the real-time quantitative real-time PCR. The hearing screening was initially
carried out by the otoacoustic emission method after 48-72 hours of birth. After 6 months of birth, the hearing screening and diagnosis were
performed for the newborns of failing the initial screening. The detection rates of newborn deafness were compared based on two examination
methods. Results A total of 32 newborns were found with gene mutations (32/1000, 3.20%). 17 newborns were detected in GJB 2 genetic locus
(0.17%), including 3 cases of 235 delC homozygous mutation (0.03%), 8 cases of 235delC heterozygous mutation (0.08%), one case of 176dell6
homozygous mutations (0.01%), one case of 176del16 heterozygous mutation (0.01%), one case of 427-C>T heterozygous mutation (0.01%),
one case of 235delC heterozygous mutation/299delAT heterozygous mutation (0.01%), one case of 235delC heterozygous mutation/257CD>G
heterozygous mutation(0.01%), one case of 235delC heterozygous mutation/427C>T heterozygous mutation (0.01%). 6 newborns were detected
in SLC26A4 genetic locus (0.06%), including two cases of 919-2A>G homozygous mutation (0.02%) and 4 cases of 919-2A>G heterozygous
mutation (0.04%). 4 newborns were detected in 12srRNA genetic locus (0.04%), including one case of 1494C>T homogeneity mutation (0.01%),
2 cases of 1555A>G homogeneity mutation (0.02%) and one case of 1555A>G heterogeneity mutation (0.01%). 2 newborns were detected
in GJB2/SLC26A4 genetic locus (0.02%), including one case of 235delC/919-2>AG complicated heterozygotic mutation (0.01%) and one case
of 299delAT/919-2>AG complicated heterozygotic mutation (0.01%). 3 newborns were detected in GJB2/12srRNA genetic locus (0.03%),
including one one case of 235delC heterozygous mutation/1494C>T homogeneity mutation (0.01%) and one case of 299delAT heterozygous
mutation/1555A>G homogeneity mutation (0.01%); the positive detection rates of newborn deafness based on the genetic screening were
significantly higher than those based on the hearing screening (0.32% vs. 0.18%, P<0.05). Conclusion Through the genetic screening, the gene
mutations of deafness newborns are mainly presented in GJIB2 genetic locus. Therefore, the genetic screening is good to make the early diagnosis
and interventions for deafness newborns.
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