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Abstract Objective: To analyze genetic factors and phenotype characteristics in pediatric population with
slight-to-moderate sensorineural hearing loss. Methods: Children with slight-to-moderate sensorineural hearing
loss of and their parents, enrolled from the Chinese Deafness Genome Project, were studied. Hearing levels were
assessed using pure tone audiometry. behavioral audiometry, auditory steady state response ( ASSR). auditory
brainstem response ( ABR) thresholds, and deformed partial otoacoustic emission (DPOAE). Classification of
hearing loss is according to the 2022 American College of Medical Genetics and Genomics(ACMG) Clinical Prac-
tice Guidelines for Hearing Loss. Whole exome sequencing(WES) and deafness gene Panel testing were performed
on peripheral venous blood from probands and validations were performed on their parents by Sanger sequencing.
Results: All 134 patients had childhood onset, exhibiting bilateral symmetrical slight-to-moderate sensorineural
hearing loss, as indicated by audiological examinations. Of the 134 patients, 29(21.6%) had a family history of
hearing loss, and the rest were sporadic patients. Genetic causative genes were identified in 66(49. 3% ) patients,
A total of 11 causative genes were detected, of which GJB2 was causative in 34 cases(51.5%), STRC in 10 cases
(15.1%), MPZL2 gene in six cases(9.1%), and USH2A in five cases(7. 6% ). The most common gene detected
in slight-to-moderate hearing loss was GJB2, with c. 109G>A homozygous mutation found in 16 cases(47.1%)

and c¢. 109G>A compound heterozygous mutation in 9 cases(26. 5% ). Conclusion: This study provides a crucial
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genetic theory reference for early screening and detection of mild to moderate hearing loss in children, highlighting
the predominance of recessive inheritance and the significance of gene like G/B2, STRC, MPZL2, USH2A.
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