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Analysis of GJB2 gene mutation in 799 newborns in Pu ’er region of Yunnan province”
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QIAO Yu',DAI Huanhuan',SU Hong'"

(1. Reproductive Genetics Center ;2. Department o f Ophthalmology s Pu 'er
People’s Hospital yPu "er sYunnan 665000,China)

[Abstract] Objective To analyze the mutation characteristics of GJB2 gene in 799 neonates in Pu "er re-
gion of Yunnan province. Methods The GJB2 gene coding region was detected in 799 neonatal heel blood
samples by polymerase chain reaction-base sequence direct sequencing method,and gene polymorphism distri-
bution, genotype frequency and allele frequency were analyzed. Hardy-Weinberg equilibrium, hahatype and
linkage disequilibrium were analyzed by Arlerquin3. 11 software. Results c. 79G>A,c. 109G>A,c. 341A>
G,c. 299-300del AT, c. 235delC,c. 608T>C,c. 226C>A,c. 571T>C,c. 512insAACG,c. 550C>T,c. 180C>G,
and c. 368C>A were detected in exon 2 of GJB2 gene in 799 neonatal samples. According to statistics, the total
mutation carrier rate was 60. 83% ,among which,the mutation carrier rates of c. 79G>>A,c. 341A>G,c. 109G
>A and c. 608T>C were 46. 06 % ,36.30%,13.89% and 4. 51% ,respectively,and the mutation carrying rate
of other sites was less than 1. 00%. The polymorphic mutations of these 12 genes were consistent with Hardy-
Weinberg equilibrium law,and there were 22 hahatypes in total. The linkage disequilibrium analysis showed
that there were significant linkage disequilibria at two loci:c. 79G=>A and c. 341A>G (D' =0. 987 4,r* =
0.674 0). Conclusion There are abundant mutation types and frequency of GJB2 gene in newborns in Pu "er
region of Yunnan province,and the total mutation carrying rate is high, which provides support for clinical de-
tection and genetic counseling.
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HENEESBERNZMAEREZEAR K. 4 60%
MEHEEFRERBEREI R, FEREEEED,. 2
80 MARLE AR B 2 (NSHL) ., GJB2 i [H 575 2
NSHL WEURH R Z —, Hog W Wiy B 5N, 15
GJB2 F: A b, H i 78 B 22 5 W 35 Chttps://deaf-
nessvariationdatabase. org) B & W H# 300 ZF 50T 5
PG AH S B BUR PE S A . GIB2 3[4 il 5848 ELA Fl i
FUH SRR AR, L5 AR B 2 22, BLATY A 8 14 28 A8 AE N Wy
Bk B,

S X d T B R DB R T
Z /DR R T 0, PRI EL A R 1 B R R AR
O & R A RO REREL 2N € e e A = W B e
N I AR = 8 A ORI S A N
i 3 43T 2 T T R AR )L GIB2 3 R 5 AR I
5 TE 4= 5 A b DX 35 5 DR RS o DXl fE T R 1
PRAS DN | 38 £ 5 1) B Ty 1 o b i o A
1 WHE57H%

1.1 %4 3EHL 2021 4E 6 J1 & 2023 4F 2 A fEEH
TR BB 2B AR 1Y 799 41T 28 L R BFSE M 4 L ik
AR BRI AR AS SR FH 3R G il 8% B v - i 7 31) 42 DU
FF O BRI GIB2 3 K 4 i X, 0 B 3% X 4 2 IR &2 245
PG, AW R A R B B B e B
REHEFT A S5 RmmE ILR B %S
TR R E A,

1.2 ik

1.2.1 FEALHEHEHR DNA #2507 & R H b
5 R AR AE AL R A BR 28 /] B T i B 25 [ 2H DNA 2 1L
W & (DP334) ; 5B & Wi 4 S I F 2k ] TaKaRa 2
Al Premix Tag™ (Ex Taq™ Version 2. 0 plus dye)
R (RRIO2A) i FHAL % A AB veriti DX B 5 1
ASCs B 5 5 2 BB I Y e AL s B R A R A B
BB 4328 w) 58 18 il AR O AB 3730X L U 5L A 4y
Bl

1.2.2 JERZH DNA #2850 by 4% o2k JL 2 iR
IR B LT R 4 7 A LA BR AL R AR 4 A i BiE 38 4K T
T PR AE T —20 “CUKAE. AW, FH i A 37 L2
MBEFTALAEH] 3 mm BEAM FHEMBEE 5~10 A, H
DNA $2 Bl in) & 82 iR I 41 DNA,

1.2.3 K5 GIB2 HEM gL IX AT 2 54
B S8 T ST 8k 5'-TCTTTTCCA-
GAGCAAACCGC-3", FiiF 51 ¥ ¥ 51 H 5'-TGAG-
CACGGGTTGCCTCATC-3", ¥ 7= ¥ i Bt hy 776
bp. ¥ B F= ) 7 w5 A X, B A WA R R R
25 pL,Hrp 2 X mix 12.5 pL, EFF5I845 0.5 pl,
Bt DNA 2 50 ng, ®IR A B AIKENT . REH

BER N AE AB veriti DX AU 8% il 47, ¥ 8 & N
95 ‘CHiAEM: 5 min; 95 C A8 30 5,58 ‘CiE Kk 45 s,
72 CHEA 60 s, 3 32 MFER;72 C A4 IEAH 7 min,
4 CORAF. P37kt SR E YR A IR A Al R
B 4328 /647 DNA T . -l DN Astar 23 B 4024 %
F 45 B4 3 Hr . 5 NCBI Wb T 8 19 GIB2 4L K F
HI(NC_000013. 11) JEAT HE X,

1.3 SRt b pr A5 5ol R ) B H 8ok T A
GIB2 3 H 548 43 A7 o LA S 4% 36 TR 22 25 1 1 ik TR AR
REENFEEM . SR Arlerquin3. 11 % 4t it
BAEXF GIB2 1 K 43 #£ 47 Hardy-Weinberg -
3T VIIRLAE A L DR B R R, JF X 45 BRI 2 AR M
D7 HEAT B 43 M. P<<0.05 AERA ST
2 % ES

2.1 Hardy-Weinberg - ffif ¥ 4% 4% N Arler-
quin3. 11 B A4EXF 799 6 0f 58 XF 2 #E 17 Hardy-Wein-
berg - W) 45 £ o 50 , 45 F5 PR 7 8 Ay 25k DR 01 % UL ¢
SHBRMEZ R 2R LG8 X (P >>0.05), i #
BN A B FE XS G2k A Al — 35t 4% 2 BEAK L 45 &
Hardy-Weinberg V-1 , )z B A ifF 58 #E R B9 A0 R HE R
I, WK1,

=1 Hardy-Weinberg F & # 36 45 &

- SR R B LR
() WEAH (V) WIERE

1 c. 79G>A 799 38. 67 39.42 0.59
2 c. 109G>A 799 12.77 13.69 0.07
3 c. 34MA>G 799 32.42 32.42 1. 00
4 c. 299-300del AT 799 0. 25 0. 25 1.00
5 c. 235delC 799 0.13 0.13 1.00
6 c. 608T>C 799 4.88 5.00 0.41
7 c. 226C>A 799 0. 25 0. 25 1. 00
8 c. 571T>C 799 0. 25 0. 25 1. 00
9 c. 512insAACG 799 0.13 0.13 1. 00
10 c. 550C>T 799 0.13 0.13 1. 00
11 ¢. 180C>G 799 0.13 0.13 1.00
12 c. 368C>A 799 0.13 0.13 1.00

2.2 GIB2 FHEZEM MWL R 1 799 Bl
A JUAEAS B0 e 5 v SRR I ) 12 A GIB2 SRR £
BAELE R AL e 796> AL c. 341A>GLc. 109G> A,
. 608T>C 4 Fh 3k H 22 45 M 1) 28 A8 M0 R 45 i, 43 33l Ky
46.06%6.36.30%.13. 89% .4.51% ., HAth 8 FhILH £
APEM G AR R IAL, YR 1.00% . 7E 799 Bl 2k
JUBEAR R A 486 K 2] GIB2 56 M 2845 , 4 58 A8 %
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9 60.83%, W3R 2, FERG Y 12 PR Z B M,
c. 109G>A . c. 299-300del AT . c. 235delC.c. 512insAACG
JEBURTEFE N 2845 G X 4 Fh L AR O REAS L 114
il AR AN 14,27 %, W3 3.,

x2 GlB2 EE S HBMENRER

AR FIEL ()

SR RATAR

75 KA

REOI wamE o 0D
1 c. 79G>A 307 61 368 46. 06
2 c. 34IA>G 257 33 290 36. 30
3 c. 1090G>A 103 8 111 13. 89
4 c. 608T>C 35 1 36 4.51
5 c. 299-300del AT 2 0 2 0.25
6 . 226C>A 2 0 2 0.25
7 c. 571T>C 2 0 2 0. 25
8 c. 235delC 1 0 1 0.13
9 c. 512insAACG 1 0 1 0.13
10 ¢ 550C>T 1 0 1 0.13
11 c. 180C>G 1 0 1 0.13
12 c. 368C>A 1 0 1 0.13
A1t 486 799 60. 83

®3  GIB BEEBURMERETINE (n=799)

e — e aih A %}'Z
() ) () OO
1 c. 235delC 1 0 1 0.13
2 ¢. 299-300del AT 1 0 1 0.13
3 512insAAGG 1 0 1 0.13
4 . 109G>A 102 8 110 13.77
5 ¢. 299-300del AT +-c. 109G>A 1 0 1 0.13
ait 106 8 114 14.27

2.3 IR AN 3 IR TR R 5 A 7 R DR 3
KA 12 4 GIB2 JE D Z AP A5 2 G H 2 Rl 4
ML, FERARK Em I 4 AN Z S M S,
c. T9G>A i gl GG FEH R % Ry 53. 94 %, GA &
DR BB %R 38, 42 % AA FERI RIS R Ry 7. 63 % . %
B G Ny 73,0300, S BRI A MRy 26,97 %,
c. 341A>G 7 i) AA FER RIS R R 63. 70% , AG
RIS % g 32,17 % o GG JE BB R Ky 4. 13 % , 55
{z% A B 79, 66% ., 5L B W G SR
20.34% ., c. 109G > A i 5 1 GG & K A 5t % Ry
86.11% ,GA JEH AR N 12. 89 % , AA F R AL R
H1.00% SN G B Ry 92. 620, FF A A A
BN 7.38% ., c. 608T>C i S TT %k P 545 %
9 95.49% , TC He PR AU AR Ny 4. 38 %6, CC HE [H A4t

N 0. 13% ALK T MR Hy 97, 43 % , 55 i K
CHIFEN2.57T%, WA,
£4 GCIRERSAMNERRFZESSM
EREME(n=799)

g SEP LI eI
%% €2))

1 c. 719G>A GG 431  53.94 G 73.03
GA 307 38.42 A 26,97
AA 61 7.63

2 c JM1A>G AA 509  63.70 A 79. 66
AG 257 32.17 G 20. 34
GG 33 4.13

3 c. 109G>A GG 688  86.11 G 92. 62
GA 103 12.89 A 7.38
AA 8 1. 00

4 c. 608T>C TT 763 95.49 T 97.43
TC 35 4. 38 C 2.57
CcC 1 0.13

5 ¢. 299-300del AT VAV 797 99.75 W 99. 87
WM 2 0.25 M 0.13
MM 0 0

6 c. 226C>A CcC 797 99.75 C 99. 87
CA 2 0.25 A 0.13
AA 0 0

7 c.571T>C TT 797 99.75 T 99. 87
TC 2 0.25 C 0.13
CcC 0 0

8 c. 235delC WwWwW 798 99.87 W 99. 94
WM 1 0.13 M 0. 06
MM 0 0

9 ¢ 512insAACG VAV 798 99.87 W 99. 94
WM 1 0.13 M 0. 06
MM 0 0

10 ¢ 550C>T CcC 798  99.87 C 99. 94
CT 1 0.13 T 0. 06
TT 0 0

11 c 180C>G CcC 798 99.87 C 99. 94
CG 1 0.13 G 0.06
GG 0 0

12 c. 368C>A CcC 798  99.87 C 99. 94
CA 1 0.13 A 0. 06
AA 0 0

TE W 78 A AR A Bl e B AR i B AR AL MR R S A,

2.4 BAfERUERANHT 799 R LEEAR T, DL 3
rh LR 22 S AL A HESY L 2 Arlerquin3. 11 k{4
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ST SEAFAE 12 A GIB2 SR £ 285 M7 A5 Y B
22 Fp, Hop BRSBTS K F 0. 1Y A 12 F, Ffy Al
AR KT 10N B A 6 Fi, X 6 Fl4r il 8 GGAW-
WTCTWCCC,AGGWWTCTWCCC,AGAWWTCT-
WCCC,GAAWWTCTWCCC,GGAWWCCTWCCC,
AAGWWTCTWCCC, H % & Jii 2 4 5l K
65.08%.18. 27%.6. 13%.5. 82%.1. 38%.1. 06% .
W5,
®5 GIREELRAEESTHMCSMNAGEE
SFHER(n=1 598)

F5 AR it 2 G i
0
1 GGAWWTCTWCCC 1040 65.08
2 AGGWWTCTWCCC 292 18. 27
3 AGAWWTCTWCCC 98 6.13
4 GAAWWTCTWCCC 93 5.82
5 GGAWWCCTWCCC 22 1.38
6 AAGWWTCTWCCC 17 1. 06
7 AGGWWCCTWCCC 11 0. 69
8 AGAWWCCTWCCC 6 0.38
9 AAAWWTCTWCCC 3 0.19
10 GGAWWTATWCCC 2 0.13
11 GAAWWCCTWCCC 2 0.13
12 GGGWWTCTWCCC 2 0.13
13 GGAWMTCTWCCC 1 0.06
14 AGGWWTCCWCCC 1 0.06
15 GGAWWTCCWCCC 1 0.06
16 GGAWWTCTMCCC 1 0.06
17 AGAMWTCTWCCC 1 0.06
18 GGAWWTCTWTCC 1 0.06
19 GAAMWTCTWCCC 1 0.06
20 GAGWWTCTWCCC 1 0.06
21 AAGWWTCTWCGC 1 0.06
22 AGAWWTCTWCCA 1 0.06

TE - W 7E AR AR A B R 2 A8 ) B AR 70 5 MAUSR R AR L

2.5 BEHIAVHHEER R Arlerquin3. 11 3K
PR A B ST A M B 12 4 GIB2 & R 22 25 P A A5t
PSR T 087 KB c. T9G>A 5 ¢ 341A>G Wi
P08 FF R T 5 BOR Ffif (D' = 0. 987 4, 7% =
0.674 0),
3 it it

TEFRE L GIB2.SLC26A4 Fll GJB3 3 K 2 % UL
M E I, s et H R 702 ~80% , Hrp
GIB2 M e 55% . HEBF s 4R H A LRV
PGB BB 2 1.8/1 000, 5] 5 % B, X — H Ro¥

BENZ) 2.7/1 0007, T A H AR ILWE ) i A H AT E
25 HLARE 3R 5 3 — 2848 AR 22 5 Kk T 7 4043 14 L
AT LUEE R e B, 9 R S . M X H S 2
TS AR AR S T R E A, B, HRTHY
i A 7 SRR ST AN R H R AR B H R 25
P 2 2 SR T - 2 25 TR 1 95 T DUAT RN 7S H R
W75 . BT LA a0 SR A% 8 08 2 LT g i A 7 S8 45
A EE R LR O A T SR A A i Xk B 2 S B AR B0 e R
5P A A R S A R

T HFRNMEE L, AL 5 v 2 R
BT 7EAS [) b DX AS ] B VG 0 FF 9 v, EE B 3L TR 1
B RN ZES, RT3 Xt 3k LT
Lo T S N S P WA AN U 2R 2 R O
1 ER P 1 0 7 N 1 S B P =7 N i S BN 8 o s S 1
F14 - 2% 25 DR B0 20 o ] LS A o % AR M Ak
WA L A 5 58 ANART DA ks B HE 2 LA O
ER= R R ORE NI INTONEN: A Z o4 MR R gt

2 P T DX A v [ DY R R HA D BORT
RS DB R E AT E S AT 61%, X 53
FE] L A b DX DU N I K 2 R S BN TR R
TR AR b DX E S TR A3 A L AR B 5T AL BE AL T AR
HIX 799 R A JLREAS, B e %t GIB2 FE K 4T T 4
it DX P o DA S T 35 5 TR O A5 AR i A 4 43 T A 8 S
AR5

ARWF I 45 LB, A 799 1] 3 T X ET AR L,
GIB2 J& [H 2¢ 48 3 #E 47 % 60. 83% ., Mo, fu 4§
c. 109G=>A 2 A5 v #5769 Y SO o 2 1 28 28 R o
14.27% . T E N H AT 30 #O5R i 7 ik i
A7 AR L35 25 DR RS I, T 3k 2 B b H i o AN 4
e 109G=>A AR 5. i T 5 H Al Hb DX T 5% 4
AT X, BF A Gt T ARG o 109G> A KA FE
WY GIB2 BURTERE R R AE R Ky 0.50% , ZiHAE, %
DX A L B 5 5 DR O A 45 2R, GIB2 i R AR
RRLAE 1% ~ 3%, I /s 5 260 37 38 5w i Xy
2.04% 5K FH H AV IEE VIR X O 1. 60% . BB
B DTGB BT 2. 84 %0, 2595 4R HEIE 3 M i IX
N 3.03% AR IRGE T ARV T X R 1. 80% .
il B R b B MBS B o 2. 504 9 B AR IR
WA N 1. 56% ., & 48 P S R BRI TN
2.11% . AR5 LR, = m - H 1 X A4 )L GIB2 3
S R 0. 50 Y0 1Y 58 A8 8 B i I T L At 4% Hb X i 38 Y
RAFR X ATHERE GIB2 3 AR AN ) 4 X, A [] B %
s AR S 22 F A AR, R — 2D, S AL i
— Y KB IE BOHE L K 5 B R R DR R AT S8 oy
BT s BR A 2 B 5 T b DX A L H- 8 36 PR 58 AR R 5 HL Al
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XFTF e 109G> A A4S, AW 5E & 0 H 78 8% 5
g A L R . ik 13.89%, c. 109G>A &
AR B WIS R A X IR i 2 Y LR Sk & B
FEWT J1 32 A o gl A F 305 O A B GIB2
AR SRR SR L B A 9T & B X AR
— Sl A TR T IR R AT SRR T AN R
BEARG S fi B X R R — i AR ST R B BEAE 6 T
GIB2 B c. 109G>A 2R BH BEAER KRG H
AR MR Z TS K, c. 109G>A 24 5iR
RVEWT I Ik 6 R AT L (R TR A AR
NBE SRR &, KRB Pl — AR . NARRE
G, ClinGen W JJ 01 2k & R /N H IR € 4 & R A
KB AT T R BN BB ST X e 109G>A &
AR T MR IR T R A 5 0 BROCHE AR L
AL AR R e E b B m Y. HETEE Clin-
Var $04 e b © 400 1% 28 48 58 o8 A 25 A AiE 1 st 1%
PET F740 2 AR SC A B AR S . LIN 2520 % 1 517 6l
NSHL & #4177 GIB2 RIS, K . 109G=>
AP A EAR T ST i A AR T 2%

AR SN # % GIB2 HEH ¢ 109G > A fi
SO N O 1 8 RAG I 8 LA S L 4y
TR VTE B A L b 3647 385 M 0 4 L 455 J5 10T 77 R
BB U7 DA 38 R M R R b R R Y L R B
RMTHR, AR WA, ol Do c. 109G>A
L R AR g 5 R DR I A A Bl B e PR X R R M T
B 1 0I5 32 W, I R B E I g
c. 109G=>A ZAF M IA R, ik — 25 b 78 B 2 35 H 19 3t 1%
EIHEE

Bk c. 109G=>A {540 AT ST K B HAth 30w 1 5
R 278 2 ¢, 235delC.c. 299-300del AT .c. 512insAACG, £
WA, BTy b — e B2 I PR i R & i
H c. 512insAACG o7 5 A0 ARG DU T 330085 25 3 i — 5
S5 B0 3 PR U K . X A IR 5 2 LI IR O
Xt o R 2 R IR ARG T PR kg S AR TR
BH BT FEANG O, 276 % B4 WL BOR
RS I AL g A DU B ] 5 R AR L R T — B A
TR L DX S I 15 0 1) 2 0 B B 2 RS I SR . 1%
T N2 55 5 11 PR 3K A BE 80 T S 7t o 4 = B %
S WORMS T e . AR Iy, H Al X
AL 2E A A b T SR L 63X R SR m i AT R T RS R
223K,

A FEANE X 25 9 DB 2B L GIB2 3 A
A1 7RI 43 Br % G Al DL BE# 3E L fn GIB3,
SLC26A4 R 2 kifk DNA 12S rRNA 3R 4558 & 47

OrHT . R R RREYT R A i R AT T 58 10 B 3%
S DRI 0 A7+ L) BE — 25 B 4 7 Ml X 25 0 [
Aiv Ayl PR B30 e BT B 3t A% 5 i B I O 22 M
FE.
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