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Analysis of deafness-related gene mutations in nonsyndromic hearing loss patients in Guangzhou
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Abstract; Objective  To identify the deafness-related gene mutations in patients with nonsydromic hearing loss (NSHL) in
Guangzhou,and to explore the molecular pathogenic mechanism. Methods Genomic DNA samples of 52 deafness patients in Guan-
gzhou were extracted from peripheral blood. Nine mutations of four genes (GJB2,SLC26A4,mitochondrial 12S rRNA, and GJB3)
were detected by gene chip technique. Results Among 52 patients with nonsyndromic hearing loss, 18 cases were found out to carry
at least one pathogenic gene mutation. The positive detection rate was 34. 6%. In these patients, 9 cases have GJB2 mutations
(235delC homozygous mutation in 6 cases, 235delC heterozygous mutation in 2 cases,and 299del AT homozygous mutation in 1
case) ,5 cases have SLC26 A4 gene mutations (IVS7-2A>>G homozygous mutation in 4 cases and IVS7-2A>>G heterozygous muta-
Incidence of GJB2 and SLC26A4 gene

mutations in NSHL population in Guangzhou is below the average of the overall Chinese deaf population. The incidence of mtDNA

tion in 1 case),and 4 cases have mitochondrial 12S rRNA A1555G mutations. Conclusion

A1555G is higher than the average of the overall Chinese deaf population.
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KREWRAWT HREHTIE 2 780 AN BEHAEEIL A B
KB EY . BEAS NSRS A, 60% 2L BRI
AEIJLERBEAENZSHRNTY, BEEEELAT 2SS
S ARG T A FAMA R R SO AR AR Ay N A
fIE M H-# (syndromic hearing loss, SHL) fldf & G 1tk H- &
NSHL 5 70% LA I .
HHEIE &L 7 100 2/~ NSHL #2071, 5ifE T 68 4> BUi 2
LHE 40 E YR BRI 25 DE YAk B MR L3
A X SR AL B 2 AR AR

AN R B AS [7) b DX A AR o B 5 25 D9 2 A8 5 A I S Y 22
5t. TEERSEARE .50 NSHL fy GIB2 Sk 28 48 J 5 H
Wit SLC26A4 % [H,5% ~10% 9 NSHL 5 & & %; 5 4k
MYO15A,OTOF,CDH23 F1 TMC1 b & % U 1) 5 25 3% 5
BT e e OB R B 4 T R AT R A R GIB2,
SLC26A4 ., 28 %7 {4 3 [H (A1555G 1 C1494T £ 48) 2 i [
NSHL 83 % WA 3 80 &R B, 5 pg b 45 Hi DX ] 25 25 5 46
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1.1 — ek 2R EFRERA) M & H B,
I 52 B, T UM, 55 32 B, 2 20 Il BRI2 AR 2~42 %,
FH8.283.5) % . TEAN T AR S M E A RAE B I H
BB N H B L, SRR AN R s A L iR AT
28 BRIGEBERA . 25 A R S R H A R AR AE 52
B 56 Y92 W NSHL, AR 4 05 0 W7 45 5. 52 451 35 g W
MR 2 H 2, 46 (i F)E LI EH2E (70 dB L F) .6 i+
BEH-#(41~70 dB),

1.2 Wk

1201 EEEH R /NES 4 DNA gk Hl & A
A RARA AL BB A BRA Al . b ots JU I 33t % 1 - 2 3 B A T
R & U451 85 F 25 PCR X CABI 9700) 3% A 4% 38 {X (Bio
Mixer [[ ).t i ¥ T1Y (SlideWasher TMS8) , it i F 4 1% (Lux-
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Scan 10K-B) iy B B A Yy AR A R A
1.2.2 DNA#EW BEXNFKEEEBNERENE . REZH
FHOMAE L 2 mL, /NS 20 DNA il 32134075 & 32 Bt DNA, Jf:
HEAT W BE K ol BE A L W R Wk BZ 100 ~ 200 ng/pl, 4l FF
ODygp 5 = 1. 7~2. 0,
1.2.3 H#EILBENN AR R 0% 4 B2 A B R 4G it
F &% GJB2,SLC26 A4 . mtDNA12s rRNA F1 GJB3 Py~ H- &
PR 9 DBE RN S AT, X 9 LN
GIB2 3 11 35delG, 176del16, 235delC, 299del AT ; SLC26 A4
HHM 2168A>G,IVST-2A>G; 43R & 12S rRNA fy1494C>
T,1555A>G; GJB3 K H 9 538C>T, i #& £ 84 3 4
YR Z AN BRSO K Ry S PCR, 3738 77 7 IR GES 4%
AC S AR BRI, B SRS BN & U B,
1.2.4 it a3 WERHE.BIESRA Y B,
P<C0.05 WEFAGIHTEEXL.
2 & ES

52 I H- 2B E T IEET R 24 B LA S RPEH2 20 )5
T JE 2 20 ], 72 R AR I (4. 0251, 35) & 5 B2 R0 4R i A
EH 8 . ERHTA B 2 M 2 B s 18 ], L iR
F 8B IEER 100, HZF i FEE DAY LY, 2R
B2 B R BETIETS . Lh & s SRR LAY
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ZUW., A8 A MEAYIBMEIE L, Kb 2 24 B R ILZR R
SUS AR B R R 6 A BFE KA AR KR A
ML, B 5 BBEWE CT BRESAKET K,
N AL G R TR AE 52 B B R Ak K 18 A A

TN R, KW RN 34. 6%, W3 1, Ho, il
GIB2 H:H 5748 9 fil 43 3E 235delC 4fi & 58748 6 i, Ze & 7%
B1,299del AT 4l & 28748 1 il ; SLC26 A4 KL [H %725 5 i, IVST-
2A>G i 5 A8 4 L BB A 1 RORL R 12S rRNA
A1555G ¥ 875 4 Bl 44 BRI B H 13 41(29.5%0)
P RAE .8 B FE R E K 5 A SR AE (62.524)
W% 2,

x1 JoMMX 52 6] NHSL EEEEEFARTHRHUER

RASTEH RASHHY KB GD i BP0
GIB2 235delC 4li & 6 11.5
235delC 2 2 3.8
299del AT 44 1 19
SLC26A4 IVST-2A>G 4lify 4 7.7
IVST-2A>G 444 1 19
12S rRNA A1555G A1555G )i 4 7.7

*2 BOEFEEERARTEEERNERREMNXER

ETRe 95975 I 1) 7| R P83 AR SE R Er g5k

1 2EE T & REE /.3 GIB2 235delC 445

2 2 A ¥ W Rtk a5 1% GIB2 235delC 4l &

3 2R 2 R 193 GJB2 235delC 4li4

4 21 H ¥ R RE Wk GJB2 235delC 4 &
BT G R Fe b 38t 1% GJB2 235delC 4li £

6 i) Je W 193 GJB2 235delC 4l

7 ik )E M2 WHE Hok GJB2 235delC &8 &

8 FIEE ¥ Gl s /9.3 GJ]B2 235delC Z& 4

9 AR ¥ R 1193 GJB2 299del AT #4fi &

10 e e S 8 SLC26A4 IVS7-2A>G 44

1 2 % & Bk SLC26A4 IVS7-2A>G dlié

12 ErE Bk g 193 SLC26A4 IVS7T-2A>G 44y

13 BT X R Kt 35t 1% SLC26A4 IVS7-2A>G 4li &

14 Ee] ¥ WA 93 SLC26A4 IVST-2A>G 244

15 )G ] o B Rl ZRKLIK 12S rRNA A1555G i

16+ FIEE EE g S Sudis ZRKLIK 12S rRNA A1555G )5

17 2F TR i E] REE Wk 2R fK 12S rRNA A1555G ¥l

18 e JHZ Eigi 192 28 ik 128 rRNA A1555G ¥ J5

L1516 KA —FK R, R I .

24 Bl ARAT R E PR 1 G R B R R
(45.8%) .20 {4l 24 15 J5 2 0 F K 7 4] (35. 0%0) . T 2 b %
¥} =0.530,P=0.467CBUM) , 2 5 LG 2% 7 3L A A IR T
HEEYEEETEERAREMBEETLER.

18 il A H- 35 3 N S AR 1) ) 3 R L 51 GIB2 S 8 AR i
B #7777, 800) il SLC26 A4 KL DA 28 A8 i iy 382 F
341 €60.0%) , HEHE £ b i 12S rRNA JEP A BRI BB % 1
#1(25.0%) .3 L HAE y* =3.293, P=0. 193 W) , £ 7 L4
BN 3 H P iBERTE B A L % R

5 A RTKE T KA YK R E B R HE A SLC26A4 J %

Ao 4 ZERKLA 128 rRNA AL555G M5t 58748 i 5 34 0 1o i 4

MW ALY REE.
3 it

HE WA R IE AR 2 8 A5 53 kot (HOR 2 8OH 8 /R
J2 H DO LA 56 R 98 728 5 U & 3 I R T e T 282 56 TR 12 e I
FEHTIS TR AL TR B AR L O SO AEN  Dai SN X
A AR N AT T R MURE S0 43 T AT A E ST R A
R GIB2 SLC26 A4 £y (A K PR 2 v 6N Jt A% 1 B 2 a0
Ty 3 ABOR S L 2100 1 A AT GIB2 5 R 88 14. 5%
M N SLC26 A4 SEH 278 .3, 4 6 Fl 0. 6 %0 19 3% A 43 3 i
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4 ik DNA A1555G F1 C1494T 8748, 78 F [ A 21 [ #F
FE AR AT AR A5 R & 0 R BB 42, 41 Y NSHL £
H o TEABFGE Y, R AL B g k) M Hl X NSHL R
H R A By 34. 6%, 17, 3% (I E 2R R A GIB2 LB
A5 9. 6 o 1 R E T SLC26 A4 FLFR 8748, 7. 7 06 I Fa 3 #5717
LRRAR 128 rRNA AL555G €748 ; 4 4 A M 28 . GIB2 3k H K&
SLC26 A4 Jk B (1 485 7 26 341K F 42 B - 35 2K SF- , T 48 ki 44 3t B
S WA 2R W] W T A T KT . ax sk 25 R R R) R
(D EAEHETEME FAEZESE, PEBET KA
HOREARZ, NFORIEE 2% ANRF S5 S e & 1L X A7 48 2=
5. 7E Dai BT TR 5T 4 65% Lh Lo db i ABE. B 5 A
FEAUR BRAE TUAN 8 T 76 I W 4 [ B9 20 T AT 9 22 i 3
mFAL Iy AR (20 & W R A X T 1% GBI Iy 4 7 vk
o BRREAR (42, 41%,44. 30%) , Al REIR 18 T L A G o oz 5 R
R . (D MRIEA AR R K AFFEMEER 2%,

GIB2 Jk A 52748 J& 5 B0 NSHL f5c 3 W0 B B, o A B v
EIEMFERE 26% ~33% i1 GIB2 A BT &5, M X
29. 2% (7/20) WIBETI B JLE GIB2 4 514, % U 1 B0
o7 85 J2 235delC, 5 [ P AMIE AH ). A BF 524l GIB2 %48
B NSHL B2, H i f 28 W07 58 A 4K 58 38, a0 Sl 4 52 A T Ho
FEAWT 118 5 A 1R B & 8007, GIB2 8 A8 ffi Ay 2 AN T H-
W AR AR R — T BT A A A

SLC26 A4 J B 28 745 45 S BUK AT BE F: K B 1 7K 25 & 1F Cen-
larged vestibular aqueduct syndrome, EVAS) F Pendred % 4
fiE, FEZ I7T%M EVAS AR K 1 SLC26A4 ZEH R,
FERAE IVST-2A>G, AMF5H 5 61k 2K E Y 3K &
F K M SLC26A4 JE 2275, 4 i) IVST-2A>G 44 5
5,1 I A A, B 302 HE M SLC26 A4 B 4% %5 (i 3£ A
RAMBESFI N E S KEY K BRERTRER
Jof iE— 25 fer I SLC26 Ad 5 PR I Al 57 A . LA I B 2 PR Y, iy g
SAE IR R IR NG 55 L A AT 51 Y s AR Ak Y R
FkEAMG IR E R M E B BET R EVAS JBLWT J) TR,
AWEsEh 2 B EVAS B HAR T IEW R E Sk EG
Ja BT I3 R B W R R SR I B 1 B R A R Ok 2=
QR FRATREAE L BT SLC26 A4 [N 5 2, AW g W]
o IR T DR R R K R B W B b AR sk AR 0T ) R L
W 3R R

bR mtDNA A1555G 878 S 80 B8 £ 28 5 2 2 MK
RGPl A 5 . SARPE AT B ) 2 3 TR 2 25 W AR B L A1 7
RS B BLE Y B 0T P X NSHL B
B4 Bk 128 rRNA A1555G # R (7. 7%) B 8 48 3 4 [ 5%
BIAKFE (3. 4% . Fe WIAE T N b X7 2% 3 48 ki K mtDNA 58 728
BT HEZMEMN. AU 4 B S 3R & Rk
25 ) B ER Horp 2 BIA s (R B B ok B R A I H BB 2
WRYT LI R, B R T MR LE B KR A R
M HEFT 2R 12S rRNA A1555G f C1494T o f5 5 2 . 3 fi
—HEBE.2XZ ANHAREBEWBREL.

LSBT N M X NSHL JR 25 A0 56 B 28 38 (H 28 748, ) 26
TRT T M X B &R EREN ST fE—cBE Lfs
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HRIFW B S SR M X T R EE B2 s L w
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