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Abstract: Objective To investigate the prevalence and distribution of deafness-related gene mutation in
newborns and to assess the clinical value of concurrent genetic and universal newborn hearing screening
(UNHS). Methods A retrospectively analysis were performed in a total of 11 231 newborns in 2016 and
2017. All newborns accepted simultaneous hearing screening and genetic screening targeting 4 deafness-associ-
ated mutations commonly found in the Chinese population,including c. 235delC of the GJB2 gene,c. 919-2A>
G of the SLC26A4 gene,and m. 1555A>>G and m. 1494C>T of the mitochondrial 12S rRNA gene. Cases with
gene mutations or failed the hearing tests were verified by Sanger sequencing. Results Of the 11 231 newbo-
rns,59 cases failed to pass the hearing tests. Neonatal genetic screening identified 346 (3.08%) babies with at
least 1 mutated allele for deafness.including GJB2 c. 235delC (199 cases) .c. 176dell6 (2 cases),c. 427C>T (1
case) ,c. 235delC/c. 257C>G (1 case) ,c. 235delC/c. 299delAT (2 cases) and c. 235delC/c. 427C>T (1 case),
SLC26A4 c. 919-2A>G (113 cases) ,m. 1555A>G (20 cases) and m. 1494C>T (1 case) and two cases of
GJ]B2 gene mutation combined with SLC26 A4 gene mutation,4 cases of GJB2 gene mutation combined with
mitochondrial gene mutation. Conclusion We confirmed the utility of neonatal genetic screening for common

deafness-associated mutations in identifying infants with late-onset or progressive hearing impairment which
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undetectable by UNHS, thus compensate for the inherent limitation of the UNHS.
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