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Abstract Objective: To analyze the hearing assessment characteristics and follow-up of some deafness gene
screening homozygous infants in Zhuhai. Method: The clinical data of 28 newborns with homozygous mutations
transferred to Zhuhai Maternal and Child Health Hospital from Feb. 1, 2015 to Oct. 25, 2018 in hospitals of
Zhuhai City were retrospectively analyzed. All the children were screened for hearing. The hearing characteristics
and long-term follow-up results of homozygous mutations at different gene sites were analyzed by auditory diagno-
sis and behavioral follow-up from 1 to 3 years. Result: Fourteen cases of GJB2 c¢. 109G> A with a homozygous
mutation, 11 cases passed the hearing screening, the audiological diagnosis was normal, and the behavior test and
follow-up were normal from 1 to 3 years. Hearing screening was not passed in 3 newborns, mild to moderate ab-
normalities of single or bilateral ears were diagnosed by audiology, 1 000 Hz without positive, and middle ear le-
sions were diagnosed. Eight cases of GJB2 c. 235del C homozygous mutation were followed up by behavioral audi-
ometry and follow-up from 1 to 3 years after cure. Among them, 5 cases were diagnosed as severe hearing impair-
ment of bilateral ears and 3 cases as mild and moderate hearing impairment. One case of GJB3 547G> A homozy-
gous mutation was followed up for 1—3 years, and all of them failed to pass the follow-up of behavioral audiome-
try and follow-up. Four cases of SLC26A4 IVS7-2A>>G, 1 case of SLC26A4 1229C>T homozygous mutation, all
of them failed to pass the neonatal hearing screening. All the patients were diagnosed as severe hearing impairment
of binaural hearing, and the follow-up of 1—3 years follow-up did not pass the follow-up tests. Conclusion: GJB2
C. 235del C, SLC26A4 1VS7-2A > G locus homozygous mutation infant hearing impairment was mainly severe
hearing impairment in bilateral ears, and there was no change in 1—3 years follow-up. GJB2 C. 109G A homozy-

gous mutant infants had normal hearing. and it was suggested that they should be followed up closely. It is very
EARB kAT ESF D ARG R B [ZRAA 2019111 5]

VBR T A3 4 R AR TR R AL () AR 2R ,519000)
@BAE M 2] % 9 L E-mail : 1678026588 @qq. com



« 1090 - s I - 45 A e Sk 351 b ) 2%

% 33 &

important to give correct and reasonable genetic counseling to parents with GJB2 C. 109G A homozygous mutation

without unnecessary panic.
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