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Abstract
This case report presents a 36-year-old female patient who became pregnant through frozen embryo
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transfer due to “bilateral fallopian tube obstruction”. Prenatal examinations showed no significant
abnormalities. At 31 weeks of gestation, an ultrasound revealed a cystic mass in the left side of the
fetus’s nasolacrimal duct, and subsequent amniocentesis detected a GJB2 gene mutation, suggesting
a potential genetic cause of congenital hearing loss. After delivery, the newborn was diagnosed with
bilateral mild sensorineural hearing loss. Congenital nasolacrimal duct cysts generally have a good
prognosis and often resolve spontaneously after birth. In contrast, hearing loss caused by GJB2 gene
mutations is common among genetic hearing impairments. The patient experienced complications
during pregnancy, including pulmonary infection, lower limb erysipelas, and upper respiratory infec-
tion, but with appropriate treatment, both the mother and fetus successfully navigated the late stages
of pregnancy. This case highlights the importance of comprehensive prenatal management, especially
for pregnant women with a family history of hearing loss. It emphasizes the need for enhanced prena-
tal screening and early newborn hearing assessments to detect and intervene in hearing disorders
early, ensuring maternal and fetal safety.
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1. IEKRZER

BHE LM, 36 & B “XUNHGNEELE” TANEATIRIGREAEAR, BHE 2 HOAIE, BEE 1 #. 2024-01-
13 1fily& hCG 2N 7153.00 mIU/mL. %4 13 & 6 RATHAERERRENRZ, KEK 84 cm, 52T,
ZAIRUE R, NT NIPT OGTT KNG LR G Ak 2 3ok WA i o 4548 31 A 3 RAT - i Ak 21,
PRI L IR AL T 7 AR K —ZEVE R 7, K/NZ) 0.45 cm x 0.17 em, R )LD EIE Sk . Jyidt—
IR LI DL, Z2IEAT KGR, ERER] . GRS 7 BT (CMA) 25 R arr(XN)1,(1-22)2,
WA EREMRE; 248 FNF4RER GIB2 2K A7 75 *NM_004004.6:exon2:c.235del
(p.L79Cfs3)* 48 57, A& ABURTEAE F(PVS1 + PM3_VeryStrong + PS3_Moderate + BS1), #&7Rff)LIEE
eI B2 XS . G2 RAk s U, R RIUIIIIIG LA RE . 1F4 39 A 5 REBERE 2 AR,
T 2024 /£ 9 H 13 HATHEP R G—E2, FARNF . HEeBass: RREe. MILEMNSIHE %
fir. MR AIG . SIS, B LA R RUEN iR E k@ . A JE 2 H R TAMEAT 1548
BN HBREN I H . BEUTE 6 AR, HEFRETEAE J¥ad, 450 BN H R IR &t
W JJsR . GBI GEE, B LAHBREAEAE YT J180R I 5
2. Wig

SR & JH% (nasolacrimal duct, NLD)REZE# VAR B TR LA B ST R IE W BENSHE 2R
[1]. HERSEENRILK BRI S FHFEIER. (£55 10, HIERRNIEREE, X5 F2EEERNS10
[FP[2]. IVHIELSR R @, S T8 S51HE 2 B RS E 6 ARG LG e, HResE
H. WRRX—IEE R EERERGRIFET, SIBE Tl el — E R bR, X MiE e
KE) 5%~6%[1 & F A LA R A2 [3]-[5]-NLD ZE M R IR G & AR VE R T SR VB R Ge iR ie S g 5K e a4k,
A G BIREN 6%. HETWN, NLD 1 RA FEEMIGKE WA, MG HhEE R LR
Hiife 2 REA6] [7], Z2EURPITE BRI, nIEZHE A ERIAN BATIHIR, 249 70%LL EEJLAE 1 %5
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A b, Z A DR R A R UG ) LA I BV BRI T 32 K B R A, B AR T 51 23 b R L S
W, (ARSI T AR I GIB2 B ¢.235del BURMEAS R, 7RG ) LA FEIBE PR IT T 40 2 XU o B AR
JUHZE G T it ARG, R 82 IR W ) e A E SR AR U R B IR S R DR, SRR PR RS
L2 a5 5 AR 5 R B B U i — Bk .

AL B2 S RV I BahG e WJR IR 2 —,  FEFURIE R FE GIB2. GIB3. SLC26A4 K%k
Fifk mtDNA, H GIB2 R AW, 29 HEEMEEEN 30%~40% [8]. GIB2 K[ 45 54 1y (1)
Connexin 26 &, HRAL T FEEWE IS RM, M IDRES MM ik, Bt X2 hE j
EARBAPEIRAE[9] [10]. A, &) UAHBHEENT TR s, e st 7k 30k .

g I, B8 JLLOH A LT DR R i D AT & e B e, BRiB L R R Ah, B N IR G & B
IEUR R 2 —, JEIJE TORCH 24y 1 B 4 M) 8 (cytomegalovirus, CMV), 1] 35 R Pk p 22
PEWT 45k, HLA A & LAE tH AR I B = BB A I R R I, AR I IR RV B AT P /3 R R[] [12]. A
1) 24t 2 ) LR I 2 R G AR DRI PR S 0, PRI DR 3R, el fe CMLV ke, fE 3 BT AR 20012
Wrya . SR, T AR SRAS B (0= BT B0 AR J LB TORCH (JG3 CMV)SREG s A &5 5, ety
DI A REE TE A HEBR o LR R AT S S . SO S8 KB LWT D)5 3R I, ARBE AU A T\ g
DA 2 LE ARG W 7 S i PR R AR TPk E R
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