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Analysis of the Results of Combined Hearing Screening of Deafness Gene in Newborns in Hangzhou. Wei Jing, Lu Jianyang ,Lu Caijuan,
et al. Affiliated Hangzhou First People's Hospital, Zhejiang University School of Medicine , Zhejiang 310000 , China

Abstract Objective Through the investigation of the results of deafness gene combined with hearing screening in Hangzhou area,
to explore the clinical application value and significance of deafness gene combined with hearing screening. Methods The results of hear-
ing screening and deafness gene screening of 1000 full - term newborns in Hangzhou from 2018 to 2019 were analyzed retrospectively. We
collected cord blood or heel blood of newborn, and extracted the genomic DNA of blood spots of filter paper, and detected GJB2,
SLC26A4, GJB3 and mitochondrial 12S rRNA by matrix assisted laser desorption ionization time of flight mass spectrometry. At the same
time, otoacoustic emission method was used for primary screening 48 — 72 hours after birth. Those who failed in the primary screening
were re screened 42 days after birth. Those who failed in the primary screening were re screened 3 months after birth, and those who failed
were diagnosed by audiology. Results Among 1000 newborns, 41 (4.1% ) were found to carry deafness gene mutations, including 18
GJB2 c.235delc mutations, 4 ¢.299 —300delat mutations, 12 SLC26A4 c. ivs7 —2a > G mutations, 3 GJB3 c.547g > A mutations, 1 c.
538c > a mutation, 2 mitochondrial 128 rRNA m. 1555a > G mutations, and 1 GJB2 gene combined with SLC26 A4 gene mutation. 24 ca-
ses failed to pass the re screening, and 7 cases suffered from hearing loss. 4 of them had the mutation of deafness gene locus. Conclusion
Conventional hearing screening can not detect some high — risk children with delayed deafness, and deafness gene screening can make up
for the deficiency of conventional hearing screening. Therefore, routine hearing screening combined with deafness gene screening is helpful
for accurate diagnosis and timely prevention and treatment of newborn deaf children.

Key words Deafness;Deafness gene mutation; Newborn hearing screening
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