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Abstract Objective: To analyze the hearing phenotypes of p. V371 homozygote and compound heterozygote

mutation in GJB2 gene, and to provide basis for genetic counseling. Methods: Fifty-three subjects with p. V371
homozygote and compound heterozygote mutation were recruited at Department of Otolaryngology Head and Neck
Surgery, Beijing Tongren Hospital from January 2023 to March 2024. All subjects received universal newborn
hearing screening (UNHS), 23-site chip neonatal deafness genetic screening and audiological tests, including
ABR, acoustic immittance, DPOAE, ASSR. The results of newborn hearing screening and hearing diagnosis were
compared between homozygous mutation group of 30 cases and compound heterozygous mutation group of 23 ca-
ses. Results: In 53 cases, the overall refer rate of UNHS was 64. 15% (34/53), the refer rate of homozygous mu-
tation group was 80.00% (24/30), which was higher than that of compound heterozygous mutation group
(43.48%, 10/23), the difference between the two groups was statistically significant(P<C0. 05). Three subjects
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with p. V371 compound heterozygous mutation had passed UNHS and diagnosed with unilateral mild hearing loss.

The average age of diagnosis of 53 cases was (3.77 = 1.40) months, 25 cases with hearing loss accounted for

47.17% , including 13 cases with unilateral, 12 cases with bilateral, 28 cases with normal hearing accounted for

52.83%. There was no significant difference between homozygous mutation group(56.67%, 17/30) and com-

pound heterozygous mutation group(34. 78% , 8/23) in the proportion of confirmed hearing loss(P>>0.05). A-

mong 37 ears of 25 patients with hearing loss, the proportion of mild, moderate and profound hearing loss were
70.27%(26/37), 27.03%(10/37) and 2. 70% (1/37), respectively. The hearing loss degree of the homozygous

mutation group and the compound heterozygous mutation group were mainly mild, accounting for 70. 37 % (19/

27) and 70.00%(7/10) respectively. There was no significant difference between the two groups in the distribu-

tion of hearing loss degree( P >>0. 05). Conclusion: The probability of hearing loss was 47. 17 % in infants of GJ B2

gene p. V371 homozygote and compound heterozygote mutation, mainly mild hearing loss. There was no differ-

ence in the probability of hearing loss and the distribution of hearing loss degree between the two groups. Patients

with p. V371 homozygous and compound heterozygous mutation currently diagnosed as normal hearing need con-

tinuous clinical follow-up.
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