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FamEIRER: F =3 6840
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TR RFZE oot sstsbssssssss 6
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EAER

— HIFEARR

ERAEMBE (RX) ARAH

—\ HiBAERR

B X TR T SR T & K g K 666 5 3 I E K A4
FEok 2RI B, . D XA R A% B2 Hh
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77 i B VR B

("") F?ﬂi&‘éﬂﬁiﬁiﬁ\
&1 B & E EH R RS

A &AL (768%/\2%1/3‘) (307%/@;/3)
PCR ¥ 3 i 5.5mL/ % %2 % | 5.5mL/3% x 8 %
1;926}§‘r9’% 200L/3L x 96 3L, | 80/ 3L * 96 Fl,
BEER AR R | 40pL/ K x 1 % | 160pL/ 3 x 1 X
B kB 4PL/ L x 1 H | 8OUL/ K x1 %
R 1| 2400/ 3 x 13 | 960pL/ % x 1 X
FEHRPMAK 2 | 100/ =1 3 | 35/ x1
& P 88JL/3 x 1 3 | 360/ x 1 XX

AEE | AL
14,1316, 8L/ 3L x 32 3L | 8L/ 3L %32 3L
25732,65780
PCR 7 7% 108L/ 37 x 1.3 [ 450 L/ x 1 %
XY I | 32/ 3 x 1 F | 130/ K x 1 X
FEMEXT B 1 | 45pL/ 301 0 | 45L/ 3 x 1 ¢
FE P % B 20| 4SL/ S x 1 | 45U/ x 1%
A BE | 45pL/ 3 x 1 3 [ 180pL/ X X1 X
DNA % i 520pL/ 3 % 130 { 2000pL/ 3 < 1 %
A | #k 2.3mL/ % x1 % | 4.6mL/ % x2 %
A & B R kR . BE B0 B L A A
=) &R

A & R TR AN A A AR E 2L DNA




By 4 MR E R 20 MR RE (L 2), 4R
SRATHZNRB LW, A7 &R THEMNFE. 2N
R A R AL m e, FEA B ZFEE ARG ER
B WD WA HE R e — AT, WFRHD WA, FE SIS
WRAE AR B A T - B2 AT 47 61T £

&2 WAl gl ey e e B A H 20 MREMAE &

RAT P e X B R PR TEAL & RRAL R
35 35de G
176-191 176-191de116
0182 235 235delC
299300 299_300de1AT
538 538C>T
(a3 547 547G>A
281 281C>T
589 589G>A
1174 1174A>T
1226 1226G5A
1229 1229C>T
SLC26A4 1975 19756>C
2027 2027T>A
2162 2162C>T
2168 2168456
1VS7-2 IVS7-24>G
TVS15+5 TVS15+5G>A
1095 1095T>C
2 F 1A 12S TRNA 1494 1494C>T
1555 1555456

(Z) FROEAA

768 At/ &, 3072 AR/ &

(@) ERiblRE

AT &R B G W # E RGN T ik R REEE
BEEARTMAFIGEERITERET HE Y, AHZ=E
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PCR H# R ¥ A H 41 DNA #8857 7 5 Bl i 5| A FAEA
PR AT T, £ A (<96 4) HEAH PCR =4 4%
ElRE R A — N XEFR, G —RI|XEH &R, &
AN TRy DNA JF 504 An £ T R F 7 BOoUE R A e 4
KA. ¥l ' X R AL EN W E W ERE A —ANIF
AR, FREN TSI 7 AR BAT 7 A R, B XE
B LT B RAEARGT AT 5 At e, MF AR+ & —4 DNA
B 2 R A # AL B — AR R AR
FEREANREEALA I 4 MNEEEFEN 20 MREA
BT B AT, KT B E 20 ML S AR I 2R

= IRFRATH R E

(—) EZRAH

1. EEFEMBHEE

A& EEEAREFE: PR FRGIM. AL X
FEY 85 4. PCR Y. T4 £ RAZH BR Ak BB . %5 11
PCR R L&« #EBR. “3K 3 1 57 FE 4 DNA FEA . B A AR
frfnah & ROZR ORI S, B AR Bk fr A R A A A B
AR A, HaEZFEAR R A NG T Rk F. PCR
I . AR SR Y BI oN H R A B AT RO
AR NI R NG =l o BNy VA
Fh BT A I R R AR e R, R T &
FEREMH BRI E R G
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5% , WA TR R K
A S, 6 M EZMR R BN ELAREAL, 3 BEE
AEHAR LN ERAFERLE K, HESE R 3G, HiZEA
AR I 5 B P9 R PR M B s SRR AL i R IR R 5%
12 B, R FZT R BB R KA. H, 9 @
VS R A, 34 B S AR T A

WA &AL W B A L A B, T4
MAR R EES. EP, MEEREELAREAk, W
PEXTEE B R 157 AR AL DNA 4 Ak,

(=) AFITZAREAREHR

HIE AR A S R B AT R R R BLE, A
R PLARZ Aty PCR R RL G 4 & . PCR R 5| ML th . X%
Hlgrne. R BEHE. SEBEE. FEABELAE.
XEY AR, PR RARAE. XEY I MAE. #i3k
RAE. XEY 8RN AFEHRTRHE R, @zl
¥, RAHE T RENRNAKRE.

(=) oA HAEIRAE

SAATIE BT Y AR E A R R BORA e . A E R E R
MEEls MESFRFER. ESF REER. ERKE,
R E. RERWR. 2R EUKRE Sanger W7kt
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MRS,

B AR BOA A M B T, W3R AR I R AT
R T “HBARA F BRI IGAA BRI A,
HIREG 2™ A AR RER, € “BBm A XA

fo “BEBRRBGIA” oM ER, #F LR RN AR
BRI A

FH AR R ERA R, Fig AR s KRR
TR T AR RERNENEEFEGE. HrFexMm
BEEx., FRETHMEERXNGHHMEFEE. FHA
b Fu KA A3 100%, O F 2 2 R 0 & = 18]G M ik
£ZR.

FE P 5% i fr & R IR, W IF AR A Z M E B A
( ZE M JF AL (BGISEQ=500). Z &M B4 (MGISEQ-200 ).
FLAEMFAL (MGISEQ-2000)) A 84 7 o = ikl &
Xt 9 A4 b FE S R AT, AN 4R BN [ SR
FraE A 100%,

At 5% it &R ET, ¥iF AR M E R
( ZEPEMF AL (BGISEQ-500 ). Z E M F 3 (MGISEQ-200).
FEE T AL (MGISEQ-2000)) Ll 4 4 7 th = XA &
Xt 3 A A S BTN, BN RE T HESE R
FraEHH 100%,

ELfftE 2, WiE AR E = A E wAL A

_8_



( £ E M F AL (BGISEQ-500). F M )F AL (MGISEQ=200 )

FEMFAL (MGISEQ-2000)) A Fl #4847 o = ik Al &
3@ A EMSE B 1 AL AESERHIT 10 KE
S, g RAVEZ AR £ 5% RBEAERAE
Y T B 3 AT K

BARAR T BIT A, BIEARE T IARE M A
41 DNA, FF x4 /NR B DNA R ST T 3 RE R,
B ELA 10004 3 1y s R IR A TR, AR
TR IR T MU B R R E N = ANREAR L, A NRE
iy DNA HEARFAT 20 K EZ MM, K EA 100%40 3 0 & K
W40 N AR T TR T A R S 45 A PR 1 = kiR
T X M B 2 S A AR U PR IR B KT 9 Aok P 5 i o
3 A M SE R ATRN, RINERE AR, K
SH B eE L AESH BT 6 E [ A 100%,

SRR IR, IR AR N & Al N T
AMERETHROR (hax. HmZBiELSE) hTH
FEATE = A BOAL AL C R E 97X (BGISEQ-500). k&l
JFAL (MGISEQ-200 ). &I F 4L (MGISEQ-2000)) k45
FHATRN. ERETFLHFRF IO RIKE <200 g/Lo H
Z B RE <1000 mg/dL. FEZTFRE <2 mg/dL B, RA&
R A S R . B AR R & X A AN T A R R
B (AEREWE 0.0lng/ ul) W EEALEHALK T
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wH (KR ARERR. 2B EAHREZR. 888
KEZR) W THFEAEERNLE (FEFHUF N
(BGISEQ-500)) L#ATMMN. &R E FHART FEIZRE
BAMR A KEZR. 2 BEAHREZR. OEQ/%EZ
B o, A SN MR X . E AR AR &R
o M 9% B2 R R B s KA A & EALAR (BT A
(BGISEQ-500)) E#HATMRM. R THFREERNEE
SRR BT, A SR RN . DA B 25 R AR W IR
T ELA BT AT R

5 Sanger MFiEAMERIBHR F, WiF ALK
7 &t B g Sanger W5 AR I £ A i PRAE AR = F 3 BLAL
A (R AL (BGISEQ-500). & B M & 5 (MGISEQ-200 ).
FE M F AL (MGISEQ-2000)) 4Bl #4740, HNERE
TR AN B & R AL B REE . HREREES
I K 100%,

() Febks|difE

T 13N A e A R R AL S (GIB3 R E #y 538C>T,
547G>A X, SLC26A4 FLE EHy TVST-2A>G. 2168A>G.,
1174A>T. 1229C>T. 1226G>A. 19756>C. 2027T>A. 2162C>T.
281C>T. 589G>A. IVSI5+5G>A &), R vt g8 it &
AMEHEFERE LA,

T 4 MEEH AR E (GIB2 AEH 35 delC,



176-191del116. 235delC. 299_300delAT) Fu 3 A& fufhis
BRI A AL (SRR 128 rRNA ZEH Y 1095T > C
1494C>T 1555A>6 KAL), Wik ASEH ik F TAEAAL i &
(receiver operating characteristic curve, fa# ROC
M2 ) 33 & N 45 R 09 s R A E T 4 L

A B dE FE P K WT AR, B9 ACBE R AN 2t B el 45 R
BlE RAEARZATRN, RUERETHEEFEE. WSS
T Fu QAT & 33 A 100%, 1% 55 R 3 WA 22 ST A [H k4 {8 e v
B WA 58 B A B9 20 AN R AL R B R AR,

(&) FREHWAFR

AEE e T2 X ARNAN & (KEFE#HERE
M) EARAHE (wiRE. REGE. Flifzii) T
RAr B £ B R 4647 i B B] R AL By AL, A & e K
B R AR A S e A A RO B R ORI, W
WAKRE S A 3 MR R AERNEN & (BER
o RENFiE) HATRERA R, BEERRERE. %k
BAREM. THREEmzRRERE, ARERRH: KK
AEeEwik& 1 ET-18CUTRE, BEk&2ET 2C~8T
R, AN 12 MH; KRR E TG ETHENRFR
TR 3 A AR RE AREE 3 KA Az
RAlEERE 1 ETHERY Tk S R TaER L, RA
S e 2 KR Tk 5 R AR .



BRFARTE AT AFET IR AR KH B RERE
T AW AR N, FIgAXA LT NREET R
FH AR MAN & (B ST E 42 RENF k) #ATE R AR
A EMA R, RAHE T HREBRTHELET TRAE
34,

=\ IRRENHE

HiFAEFUAFHBELER. AEHEBREYHR
. FTHE - ARERE =R KRR E T IR
R, ERRBRRAFZZRAAE Sanger M7 ik 24T LR
%> B AL Y s KA AR

R AN AR T JE N 1338 (5] Tt | AR, B 440
NG AT A AR 1293 6 A RAFA T I E 932 4
PIPEAEA . 361 fRHEAEAR, AR E, 57T AKR B G
2 ML RRE, 2 AIERERGE S MIANRE, 1
IR R B 4 ML R By R, B R RAL i P AR
Dan T 35delG RZFHME 2 #]. 176-191dell6 RAZFHM 13
. 235de1C A M 145 6. 299 _300de1AT K ZFHHE 47
). 538C>T AR 6 6], S47C>A KA FHME 3 4. 281C>T
RAMEME 6 5. S89G>A KA M 4 4. 1174A>T R4 [HE 12
Bl 1226G>A 2 FHME 5 48], 1229C>T RAAFEME 1 4], 19756>C
RARTAMES B, 2027T>A RZFEME 6 6. 2162C5T KA [H 14 3
- 2168A>C KA [HME 36 . 1VST-24>G & 7% FH M 106 4,



TVS15+5G>A 245 FA M 2 48 1095T>C 2 A FE M 11 5] . 1494C5T
KA ME 2 7] A0 1555A>6 R AT PE 10 4.

5 Sanger MFiEUBRARNERE IR, ZHAFNEH
BB A 20 NRBLL R BRIl REEHA 100%. FF7k
B A 100%. RATEZHEIA 100%; KA Kappa #ATHRUF D
M, 20 NREALE ) Kappa (HEH A 1. EREXAFERAA 5
Sanger I JF 7k B A B4 BRI — B M.

S ERTIR, 2 R I R X T o B R AR REAT T
AEHR, 8RR I 2R ARGl R & K.

Pq, RS #r A B B iR

KA “YY/T 0316-2016  [E 7 254k KL & FE T [E 7Y 2
WL AR, S B BAT IR AT

(—) RHIPE

AREA S TR AR T o f A AR AZ 4L DNA
4 MREEFEEEN 20 MR RE, RMERAT
2o B . AR RIE R LR R BT A A G 2R A
HEEhTE, AlTIERFHEAIALTENT IR K. R
AW HGMEEAGAEE, TR K T IS BT B
NN ERE.

(=) RrerpiE

ZEABERMER LB FARE. FAXELE.
R FATAEEEREZOD R, [FHH0% 5 R



BEE. REHBEERBEENTH, FRTEEBEME
AR E R, R H AT AN+ T A En
A R B U e B TR, L R A B D3 7 i Y
i TR L.

AHEZRAN SRR B P [FERERK] WHERRFE S
W B2 FEON KRB/ LR, F5 8%
Pl A DFARERY K [0 7 k) 3R FAF fuit
7L 1 AR AR

ZRA EERMSE TP RERT N, B TENER
ERETRETIORFTAERNFESRERTTE, Fit
PR #ERBFABKAME TR IERELELREN
AR Bk, B R E AT NRAE, BIEAR L
MAAT T Y, JEARIZ IR R 1E.

ZRA A ET RN 7 F & 25 AL SRS BT
P, AR £ BT AR AR A SR A 41 DNA R AL,
PCR 43§ R BL. #hsR Al SUE® & DNA P ROBL K 3K 48
A EFR, AR SR ENTERAARES, EF
AR I B B R R BOR A TR, R
W R B AT T WA CEMSRE, b T HARANE RN
RN, EFAIZRAA ERENERERA . B RRET
i,

(Z) RHB-REHZ



S RnEZ S5 AU N Wl N R o b R
WS B o e, AHZ IR A S B B e e V] LR e AU
TR AR, TR NI RS X n B W, B e
BATRFTHAEELS T2 N0, EEIARAFEL, ANZ
R o S T A

R ELRDAN 2R & o Zoas AT, (B A RAE A
Wza, XFAEERANEHFE, BEZRAEWHHEP
F 5 R A TME R

Lo UM R ks AR & R TR RN T i i A AR
ONFR A 4L DNA B4 N E 2 B e 20 ML R R R
Rl 5 R TH 25 B O, AR 25 R AR SR A48 KAL =
BRI, AE N R 2 D R M 2 ) 6 0 T A T e
e — AR, TR, E AU AR B AR U F B
HAT R

2. BRFEEFET: ZEA &V A H T W T 125
SRy Tk R TR B R R



ZETIEN

ARARTE AN E Z K EIT BT B BT T
Bl VLS A 0 T B k0 7 L 8RB AR A
ERWEIATER, fcte CEFBREBEELAY (HFRAE
630 5 ) . AN BFRA G ARy (B Rk B2 R e
SRA 0 RE S B) SHARTBRENGRENE, 475
s IR T M, BHHABEYS B LR — 5 R UT
T S FREREHRLNG AR TR, Pl ARR IR
BAHEAEET AWME, BARGANKRD, B¥FIANY
P 5 R B MR A B, BRSO AT HATFER, A
T Wi = 5 B AT A, B A B LR
5 10 U5 ALK B R = 0 B A T B0 2 A — K JE S0 A B4R
X, MEMBREMAE: 1 RRANIE 2 ARE SR
A A SR L. ORI R A B S (RSN BT A
s PR HR A BN Tl Rk B R B K 3 L8
4 £ 4 s RALAD £ 3 [T

20204 04 A 16 H

M e =i YL



BEHEEEFNANREFE (RERHERSNFE) Bl
(7= 47K ]

B BRI & (A B 2 A2
(QEEESIRED |

768 N/, 3072 N/ e
(A %]

ARG T A 8 PERI - 1Ly R AR FR N BE R 2H DNA ) 4 AN ig f 7 B 5L T 11 20
MR (IR D, Ailgs R THEMHH IS W, A & T @y SCrE . il
25 AU FT AL R AR, AR 53 2 75 A5 8% 1 B ] 2 B AR o 1) P —
#E, WFTHISG], 5L G AR B AR T BOEEAT 2R & VA

R BRI g M H B R R 20 AN TRAR AL i B

KA FrEZE R KA FEAL IR AL R
35 35delG
176191 176_191del16
GJB2 >
235 235delC
299 300 299 300delAT
6IB3 538 538C>T
547 547G>A
281 281C>T
589 589G>A
1174 1174A>T
1226 1226G>A
1229 1229C>T
SLC26A4 1975 1975G>C
2027 2027T>A
2162 2162C>T
2168 2168A>G
IVS7-2 IVS7-2A>G
IVS15+5 IVS15+5G>A
1095 1095T>C
2RI 12S rRNA 1494 1494C>T
1555 1555A>G

BB — Mt il = R T RS PE R . WIRE 2, MR R, BRI RS TS HE
FRIRA . ZHEHME R ) UNBONE LA SRR 5, Hrhrp E AR WL H 2
KA EAFEGIB2. GIB3. SLC26A4LL K 4 ki [1112S rRNAKE K 5845 ., GIB2EE K] & i T

1/16



LR 13011-012,  gwhid H 2667 L R Bk Ak 41 A 1) 4% B % 42 2R (H Connexin26, 24 551
IR IS 1) — i . GIB2JE PR S AR g it At L2 f i WL R« GIB2FER A8 38U B
FL BN XU FRIEE2E, W IR AR iR, W AR R E A, B2 HCN
5 ol R Y, GIB3HE[AE 1 7E1p33-p35, w4270 R LR I 42 R 4 1% 5
Connexin3l. GIB3ZE:[A AR r] 5 i Je iR B M s fa R MRS A IEE L, HUAE
AT TR M SLC26AAKER 58 A T e AR TqBLIX 35, FifiTh B 780/ 5 B MR Tk b 41
FI 22 U5 A T Pendrin, 2 2 S VAU T 618 6 %, IR IR BRI RIS RIEH £,
HERARME SIM RE A%, FR, SLC26A4%E A B ZPendredZr S5 E (SE R MEH 2
P FEODR MR i R B Dy e 25 LD RO B 7K 27 B AR (EVA) I B0 B R 1Y . 22 kiR 12S rRNA
LR RAR 5 A E R 2 5 I e B B A . RKIA12S rRNAJE K A8 g BE A st
e o 853 L TR 1R £ 1) B 2R SRR R [ RE A2 25 ) M B B U A A, Befil Al N ERvR 7 7
R IERE R 2RI ] 35 A BT 3. Ah, ZRR PRI DR K % (0 L BR 2 M S R T
b, WRATAETC 2 Rl SR B BT IR SR AR, AR — N R AR SR S A T
AL AFEO AR SR PR LR F 0T I3 0 A5 5 SRR U AE 5 & 10 vk B B T IR %
WAL TABRIr 040k B R MEB B B E e B, JF a1 va T IR 2
i S NBEI RO 2
@ETIEELD

AR ER A PR 8 SR AP, AR B A ML B B R R AR A 5y S L v
RESEIEY I 519, R 2 EPCREAY 1Y AL AL DNAH (L5 51 R I 51 A TR AR
BEIREARIRE A HGZA (<964 FEARKIPCRI= W% LLBIR & BN — D CEREAR, 43t
— RIS SRR, FA SUEREAR T IDNARFIHIN L T R0 5 R SRR B 3k e
Bl o N4 IE T SCPERE AW T B LLONR -G8 — AT FEA . LRI O 3 FE A kAT
Fe a5 B, Gl SCEEHEK P A B FEA RS 7 1 LEX AR 43 U R A o 4 — 25 DNl
J 28 RO ARG 08 LB — R b A M REAR BRI P 25 SR 5 N SR EE R 21 L X I x4 B
2 HE R )20 FARRL RUEEAT B 20 BT, DT 16 5 2067 A (R RS 485

2 16



QREEETAEND' 95 |

#2 W B A R S
®BE1 XE?2
> V.
BRIy EBAH (768 ABHA) | (3072 NMa/&)
PCR M2 M i A%
PCR ¥R | B E =R, DNA X | 55mL/37>2 37 | 5.5mL/37>8 37
&l
POR AN | somey e 200L/L06 AL | BOWLIHL>96 7L
BX k27 R R K R
AR R LR ;; Wi:‘ PEEIRBRIHG | 40 ) jwsq % (o0
TR L. 1 T4 ZRZITRBIRIEE | 24pl/30< % | 80pL/ 3=
‘ . T4 2 TN TR R IR Ve
R NR 1 R 357~ 8000 24013 32 | 960/ XL 32
BN 2 | BRI T =R L0pL/32 X 32 | 35L/32 < =7
. R R 8L/ XL 3 | 360/ <L 7
1~4,13~16, R A TR SL/FL>32 fL. | 8pL/FL>32 fL
25~32,65~80
PCR #3842 piif . i 5 A%
PCR M | BiZE =R, DNA E | 108/ X1 37 | 450/ 32
£
TSI | BRI AR 20/ | 130/ 3 <L 7
FHAPEX L 1| 0.5ng/pl & AR AL | 4L/ 3 | 45pl/3Ex 3
FHPEXTRR AL 2 | 0.5ng/pL 2E5 A8 Bk | 45L/3E XL 3¢ | A5/ 3¢
4 4
g | 2R APRIREEEL ey g tsopsa %
enmene | e IR H e £R TR
DNA &R 57— I 2 — 520L/3C>L 37 | 2000pL/37 %1 37
5
E‘f ek Wk 23mML/3X 3 | 4.6mLISER X

TER: ARG WA 2R

Fr U T R (E R AR L ) E BB AAE:
B GREENXZOIL. B, BERIkG o BT,

FIRemIBcs . i X 2100 BRIEIIREMICE: .

3 /16
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FHBE: TooK B8 (o3l . TeAZEREE/K . 96 FL PCR MR < 1.5mL &0 . 200pL PCR
SN, OB S8k REBR AR CIETT 85 B4 AR IE S 5+ SR DU %% 20150086
T, REMRE GRBO AIRAFD BUZRRIEREGH (BRI7 2 R 5 SE0U
# 20180390 5, HKAEVFHL GRIO GARAFD M SONIE G RERE
REMFFE) GERPA: BGISEQ-500) (EEJT #8 k& S ik 5. FhIUk4 20160193 5,
EREVRE GRBO ARAFD WP RS8R & (G REE REGMFpE) (&
LA MGISEQ-200) (EJT #tiiss S IEIES 5 SRUUMkA 20190039 5, X RE &
B A R A A W s v AR & (A RE e R AWk GE LA
MGISEQ-2000) ([P&JT &tk & R FEiUEg T : SEDBUMA 20190039 5, sl AR B & FHE A R
N BV B R R TR (BT 8 MEMHEgR S . M HE 20192212826, #A4HR
A% : HCS-2V1.0, HCS-3V1.0 EXRAVE (KD ARAFD.

CET ICPSERIEED

AN GO ELE T-18CLLTRE, BRE2E T2C~8CHRAE, ARIHHN124
Hi AP HEL RSH AR

AR GRS BT AR LR AE A B ARAE 3N A AT AT AT 280 s s S VR A3k AT Pl A 2K
iRl
GEREEEIED

FE DRI A ( BGISEQ-500) - 2 Al 4% ( MGISEQ=200 ) 2[RI A% (MGISEQ-2000)
CEENHD |
1 EH AR

F IR AEA

2. FEARER
T RS SR AR BT S I R I P KRR AR TS, SRR 5 I 1ML 3 A A R 58 40t
TJE %

3. MEALRAF

T FEAR R TR TR RAE 3 5. FEAREEREPARETTG 2. L. L2,
JiE s
4. FEA 2 a1

416


qq://txfile/

FITE FEAR SN T TE BN, B0 AR SIS 4% B SO AR AT
(46771 ]
—. WSS

MG R, B MR E T KRR, IRGIES), ME LM WS
OJFE TFIK &M PCR RMGIY) 1~96 B TVK ERtit, HR%IEST, 4000rpm &0 1 504
TASRAEAE A0 B T 2 154 30 20, INNHTRL S 7R A s SR /K £ B I T A% R 1t 7K T 1
0% 20, LA IR .
=, mErR
1. AEF4H DNA #ZE

T AR BOR A KRN GRBO AR A R A7 B R BR A i) (BRy7 3%
k& R AEUE g5 . TRk & 20150086 5 ) AR R AEMIRMH (PO A FRA JAEF= I %R
PEBUAA (BRT 2 R IRIESR 5. SEUUMA 20180390 5 ), ™44 15 I 5 #R 1
2. PCR ¥ # % BL
2.1 MR 3 BULK IR E A B O R PCR 93 S IR A, IREIJE 1% 18uL b

fL7r3e 5 96 FL PCR Je it o b iR UK _EEAT

%3 PCR ¥ ) MR AR C 7

AR —ANRBLpRHE R

TILIR K 5.5uL

PCR 3" 14 12.5uL
SRR 18uL

2.2, )\ TE R W 25 50 B S AR i AR S 1 U5 R B 2uL i 47T 96 L PCR MAR H )
PCR 5% 1~96, IIAFIEHE 2.1 () PCR MR FXS AL, W B3t e, &
A B OHLHF 4000rpm &0 1 40%F, BUH & T UK LA .

S3 VB Bl BT R A, 1L BE P R 2 F S0, H C IR I K 8 A E 500uL,
78IRS S BRI B o 2 A 2B R 2.2 9 96 FL PCR SSAR A A SuL £545 1 DNA #
A, AN DA R BALIIN SuL TR ER B AN 2 R GBI
BEPE 3 AN RNMALEE N 3 AT XD o BN SR E R AN S RAL S BN SuL
BH P R LRI BE M X RE 2 (R PR X R, AN SR BEAR I B — A OSLFL T SuL

5 /16



B ek B A A B A X TR . S8 RO JE 7E PCR S SRR _E G b3t 1, B T ARl Ol
H1 4000rpm 20y 1 34
2.4. %% PCR M E T PCRAXHY, 18173 4 #) PCR MRS
K4 PCR RNFEFF

T i (8] EZ ¥
94°C 2 i 1

94°C 20

56°C 30 35

60°C 20 #»

72°C 59741 1

12°C TREF 1

2.5. PCR M55 PCR I Btk U i, B Tt & ool 4000rpm 290 1 7381
2.6. BUP PR 2.5 ) PCR MR H PCR SN =4 & 10pL 2 1.5mL B0, iz )6 E
FEAIMEANBOYE L 5 F. [FH— PCR RMNARF =R A B — B 0E+, RHE
PCR [ RLAR R AR IR A o
3. MhERSL
3.1 B =R T 30 44T I REERIR IR S), BX 180uL 2 1.5mL a0, I 100ul 255
2.6 KRGHEA, RS EIRFHE 10 208, W% EME 10 28285, 7L,
3.2. OB 350uL 70% L8, PRUFHEER TR N 7T0% LFEF, K7 180 JE Pk 3
B, HE L e, MEERE RIRIERIT R XTI R, FUOKSF 180 FEPE B B
O, FE L e, 7 RE.
3.3. ALK 3.2, FTHE.OEEE, FiRMES 78, [foERSER.
3.4 BUTELE, M 25uL DNA SR, SHEERFE /RS, SiEE 5 708, B TW
40 R, W EERERT L5mL 508
4. SCPEEHI%&
4.1. IR AL S S
4.1.1. AR¥EFR 5 WTLLGITE GG I B O TSI BE R L IR ROR AL TR 51544 33uL &M
5338 200uL PCR N, EIREAEIEIK EidiT.
R5 BERRA N A REC TS
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WA Z R —AN R bR

IR AL R N 4pL

T MR A I 2ul
TAZ IR B 7K 27uL
SRR 33ul

4.1.2. BODIR 3.4 AL ISFEAR TuL, MAZRIPIE 4.1.1 17 200uL PCR R MEH, TRA, Al

K18 IR A R ZA Ty 40uL.

4.1.3. I NETAE PCRAY L 37CHEE 30 7r4h, ik G B T 6 A E AR OHLE L 5 1),
BB T UK EFH, IR SO LR b R N 5 IR ER 1L DNA.

4.2, Bkt B

421, IRAEE 6 M ELOIE G IG I B0 8 PRCHIER MR AW, RS SR ERFA
®6 EENNMREWIT
=%l =R B EE
R NV 1 27.2uL
R VIR 2 0.8uL
R 10uL
YA 38uL

4.2.2. R 7R, BOPIR 4.2.1 W% R VIRGH 38ul 20 5% 4.1.3 1Y) 200pL PCR J 3
B, R 2pL ARk XOIMA BB AE T (X FRontraisek 1~4, 13~16, 25~32,
65~80), AN B i RN — ARk, bR BT AR Sk A T L
FLAH & IR 4.4.5 S RTRA I 4k 5 RO,

KT EERNKR
el —PNRMNARER
it DNA 40uL
RN NIRA R 38uL
PrRasHk X
(1~4,13~16,25~32,65~80) 2uL
SRR 80uL

716




TER: ARSEHECKAE VRS P IR N 40 R B s

= 00000000

B AR S HE w7 =
4.2.3. % WK IR 4.2.2 [P RFAIR GRS BIKITIRS) (BAMRIT 2500 » BT AR
B R B O B L 5 #, BT PCRAY E, KIS 25°CHEE 20 704t
4.2.4. RJNEHR)E, K PCR M E E T & S E B OHLH B O 5 By IR A8 S SR
FH 15mL B O E
4.3. kAL,
4.3.1. N ZWRTAE 30 B RESRIR GRS, B 72uL AR 4.2.4 MEOLE T WA =
IR E 10 738l B3 LA 10 e RS, 7 LI
4.3.2. [AIEOE N 180Ul 70% 415, {RIEHEERTE 4R T0% L EEH, /K7~ 180 J& PLidif%
BB, FE L, R DIRIERIT RS B0 TR, FKKOT 180 FEPRE
HELE, FE Lo, 7 LE.
433 HEELEA32, HHABLEESR, FRNE S LRI ER.
434, BULEOE, IO 25uL DNA VSRR, SRR, SRS 5 o8, BT
TR R, BCIERZER 15mL B0
4.4, SLPEY I
4.4.1. RIEFR 8 MLLHITEE S 1B OE P ECH PCR ¥ IR MR A, TR G4 18uL &%
5335 5 200uL PCR B, HECPEE 4.3.4 dhalifh =9 TuL T2 R BE
A FIRERAEAE UK ERET .
#* 8 PCR ¥R A R Ty

R4 R AR
TIL IR R /K 2.5uL
PCR XM 12.5uL
SCEEY B 5 3uL
SRR 18uL

4.4.2. % PCR NV BT & EE B O E.O 5 #2480 % PCR W & T PCR U H,
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44.3.
4.4.4,

4.4.5.

12173 9 1Y PCR R MAESF

RO SEY RN
Wz fiof 1] (EBZ3 A
95C 3 71 1
98°C 20
60°C 15 7 10
72C 15
72°C 10 734t 1
12°C ORIF 1
PCR M 45 W [ B B, B T & ANEl 3 U DL B0 5 08
FH 225G W) 5 BT AX 2100 BIE] ST RE M ACA R D 3R 4.4.3 &A1 7= 1)
DNA J7 B R/ DNA ML, 25K DNA Jr By U6 1# 9 240bp~310bp, SCEEKEA
i+ 10ng/uL.
AR SO LG T, & T 1 B4R SCEREA L S I ) R LR A CHEFE N = LA
BRI FE SO N 20~24pL TH5, )RS BAR SRR FE I 8, DRIUETR & 5 SR AR A
FIRF BT 1000, 4B A ORI L 100pL I, IR TEAZEREF /KRN 45 100pL.
ER: CEREGH LA 48 8 (4, Hrbhrssisk 1~4 H—H, 13~16 H—4H,
25~32 N—H#, 65~72 H—24H, 73~80 A—H . FIK LN SRS HEL A TR EAL
B85 AR A WL, ot 428 Sk SCPE AN JE N T B L Al R 0 0 o S b R B R

4.5, WiEkaith,

45.1.

4.5.2.

45.3.
45.4.

W 2= iR~ 30 0B I REERIR IR ), BUB IR 4.4.5 KRG 4) 100pL 2] 1.5mL &0
B, N 90uL WEERIRA] . EIEFE 10 08k, WLZE BCE 10 e R, 3
Fi.

[a) B0 NN 350ul 7T0% 4 8E, {RIEMAER 8 RN T0% LEEH, 7K1 180 B2 HREF:
AEOE, BB Lo, (EEEE LRLERITRE BT RE, FOUKP 180 BEPRE
SO, HE L a8, 3L,

HEDW 452, FIFBOEEE, ERME 5 S RS ER.

BUH BS.04F, NN 25uL DNA VR, SHEER R /iR AT, EIRFE 5 258, BT
JIZE B, B EIEWRAET 1LomL BOE .
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4.55. FHZHEAREYI A HTAX 2100 B [F) % T RE AL AN D B8 4.5.4 A SCEY 7=
DNA 7 Bt R/NAT DNA MBS, Z5R DNA f7 B 265G H Ay 240bp~310bp;, 115 2065
RN M2 ng/uL, KR AMET 10ng/ul.

5. DNA R pL

LS AR AR GG A RS =) A 7= I 5 S5 38 A & (G S4RET i e

BEMFE) » (BEIFHM & RIS SO 20160193 5 ) - K& BRI 1%

(BGISEQ-500) AT S i,  Bfs A G A R B G R A BR 2w A7 B <0 e e . 3

A& (BREBREHEE R AP GEFNIAL: MGISEQ-200) » (E&J7 5 hli# ZAEIE

G’ SRHUMI 20190039 %) FEEAMIFAL (MGISEQ-200) k47l 7 Je B, s fd A ik

PUERANE M R A J A=l 7 OS8R & (G REHT & R AP GER

PLAL: MGISEQ-2000) » (IRJ7# R REUE 'S SBIUM# 20190039 =) -3 Kl 71X

(MGISEQ-2000) _bBEATIMFF L, ™A% 4% M Ud B A5 # A
6. HIEHHT
SRR GRVO A IR mA =g R R 0 i ( BRyT 88

WHIES 5 SBhkiT#E 20192212826, HAFhA S : HCS-2 V1.0, HCS-3 V1.0) #ATH¥E 7

BT, TR AL R UG T

=, WREEHER

1. FiEEH

BRRARIE L [R5 2 BEHPEXTRE S 1. BHPEXT RS 2 JZ BAPEXS RE i 299 300del AT
538C>T. IVS7-2A>G. 2162C>T & 1555A>G frmifaill 45 R 5% 10 FALAE S —8, A
X BRI S SR nane 75 T 12 SC PR PR e 45 RN TE R 7R R .

10 1. BRSO S R

REZHLR, RS R 1 | FEMENRRR 2 | BAMEXTIR A
299_300del AT DEL.AT DEL AT.AT
538C>T CT TT cc
IVS7-2A>G AG GG AA
2162C>T CT TT cC
1555A>G AG GG AA
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QEREERITRIED |

X 13 MR B B RAR AT s (GIB3 KA 538C>T. 547G>A RAZ; SLC26A4
B BB IVST-2A>G. 2168A>G. 1174A>T. 1229C>T. 1226G>A. 1975G>C. 2027T>A.
2162C>T. 281C>T. 589G>A. IVS15+5G>A 58745), KH DR @ 3T 5 2 d B 315 HE 3
A,

N 4 BRI LA A (GIB2 FE (K1) 35 delG.176_191del16.235delC. 299 300del AT
RAR )N 3 BN B 4 L AR A i (B bz A 12S rRNA E:[AIf#) 1095T>C.1494C>T .
1555A>G R4 ), fd F A2 & TAERFE i 28 Creceiver operating characteristic curve, faj#x ROC
2 ) e L ARSI 45 SR 14 1 A A £ 5 BH 424 0 BT 48

DS UEBAPE WA, A5 PR o0t ARSI 25 BRI PR A EAT R, Ao I &5 SR S
BHPERF A3 FAMERF & R AERF A RN 100%, 22 W7 1 B 40 b 7 v 1 S A 0
TEEE P 20 A TARAL 15 (R RAIRES

L 6 445 SR 1 e e

20 /N FARAL 45 FHE WA 11,

DB L B 2k 7R AR 7 4 35delG Ayffil, 35delG 77 GIB2 FE[H 4 il /7 41 (45 35 £ G
PRI . BAFRMEE A GG I Jlr B A= AL (B AR AR IE W ABEEER AL, GDEL
NI 9AE, DEL N4i4 577,

DLFABRIE & 4 70 58 AR N7 55 538C>T A, 538C>T A 5K GIB3 H K4 ¥ 41 1) 26
538 {i[¥] C BRILTRAN To AL RN CC WHW AT AR, CT NIRAGRAE, TTH
AETA

DAL E A P 5 B TR SR AR AT A 1494C>T M, 1494C>T o s Fn btk 12S
rRNA 5K 4 fith 77 41 (#1565 1494 A1) C AR SAR Ay To A AR I 455y CC B ) W7 Ay iy A 7Y
CT NRFAFRAE, TT AR,

AT MR AR ZE S0 nan B, P 5E AR A e B BON A R AR AT BRI

ST ARG AR KA B IA . SlA TAR 5 SR [7) 5 59748 f A3 A ) 3 A Sk 7 £
MAFTEAHRLRAL - N AH AL i AR, A T A ST g B A AR A D 5 B o A7 R 1
A RAZ AL p AR HI

T SERHE
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RANL R RIIEERS RARM | RBAR | RWUER | REBRR
GG By 4 Y cC L1 g2 SRt
35delG G.DEL FERA | 1229C>T CT e g2
DEL ali & RAL TT ali & RAL
GCTGCAAG
poeddl BT GG i 4 7
176_191del | AACGTGTG &§75G>C
16 DEL.GCTGC
AAGAACGT | J&sds GC HERE
GTG
DEL aie RAL cC Al RAR
cC Sy R TT By AR
235delC DEL.C ERAE | 2027T>A TA 4557
DEL AERE AA AERE
AT.AT By 4= 7Y cC i Qe opit|
299 _300del
AT DEL.AT IRERA | 2162C>T CT I IAT
DEL “i AR TT 2 G RA
cC By 4 7Y AA By
538C>T CT FERA | 2168A>G AG ey g2y
TT aAiH R GG ali B RAR
GG By Y AA A
547G>A GA RERAZ | IVST-2A>G AG Je A gy
AA ai G RA GG AHERAE
cC Lgacwit| GG A A
281C>T CT RaRA 2/815+SG> GA a5 53R
TT alia RAL AA ali 4 A
GG L QESpIt) TT AR
589G>A GA eG4 | 1095T>C TC R 5
AA ali & RAL cC AR e
AA B A B CC LSgaspis
1174A>T AT HERAE | 1494C>T CT TR A
TT A RA T 17 51 5822
GG B A 2 AA Ligaspit
1226G>A GA FAB A | 1555A>G AG TR 9 A
AA a5 RAL GG AR s

PE R ARz K R] fE SR D

12 /16




I FERMRAEAY, MBI, M. {55 PR AT L

2. BAEA Y ST I R

[ 5677 V5 1 = PR 1 D

1. Al S A 25 SRA LI PRI AE 2, 0] 2R3 e PRIZI 10 12 T I 45 4 FOREIR AR AE
T3 S PR H A2 W 25 S I L SR B R

2. ARG RS A B &R (45 GIB2. GIB3. SLC26A4 FlZkkifk 12S rRNA)
[¥) 20 AN AT, ASFATRTIN T80 A% 1 B R A G 1 AR B PR e M G Al 45 SR
BPAEAUE, ANHERRS I8 1 A G A BE R A7 mU R AR R

3. ZRRIMREERAZTE T AR I L, 24 1095T>C 1494C>T il 1555A>G A pii il £
DEFAETIINY,  ANHERR B TRE AR SR ST G R IR 45 2R

4, FEARIREAZ XI5 YL PCR 387 Mpi5 e, Y45 v e 5 350 DB A PE BB P 25 5L, ik
FRN G PR S FH 0 25T T A B SR 43 [X L SR B 48 o s A5 5 it

5. NEBIIFEARIE. $8 . A3 LSS IR S VR0 SE PR BE 25 7 5t 5 B 9 14 5

(LGRS
L=t RE TR b ]
1. HERETE

Kl P1~PO 4t 9 i VRTS8 i, 45 RIS 55 0] N2 2% it A7 Rl R AR R — 3
2. Rtk

I N1~N3 38 3 AV BAVES 5 i, 45 RNl ri B AR R
A 30 51472 Ao I i BBl b SRAZ I I R A T A AR A . S5 25R Bors, FEASAFAE AL IVE
AN GRAZ TS RGN 45 SR

3. HEEM

HERANEHTE S50 P2, P4 1 PT & 10 ¢k, 45 R 5% B2 ALl R AL 2R
A5,

R AN S 25 0 NL 3% 10 IR, &5 B R 25 8 A= 2
4. kR ZE

= DAE IR RS, 23 EE RS % 0 P2, P4 F1 P7 %% 10 X,
30 AN 25 J 45 5 6 8 22 W AT A R AR A — 3,
FEFH = AN R R AR s 200 25 2 A I Al B 14 228 i N1 % 10 ¥R, 3044l &%
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SR AL R B A
5. FARA IR

AT PRAN = T Ing/pL.

¥ P1~P9 £ 9 1y iV FH S5 i S N1~N3 3 3 4y L 1S 25 i 0 I EC i 2 1ng/uL
BEAT AN, < X T A Akckar O HLA5 R 50 NS i A R AR R — B
6. A

MREAR T A Z IR E <200 g/L H Il =Eg <1000 mg/dL. AHLZ K E<2 mg/dLHEY,
GG T BE AN 52 R

IR PR R IRA RE IR @R O & KEZIR. BOSKREZR (XWEIE
WEE 0.01Ing/ul) B, 37 SUAS I P BEANSZ 5200 o
7. 5 Sanger W 720 45 SR LB

KA P B B A I o) & (RS IR B B8 G I ) o 323 441l I v FE A ik
AT, g R E %0 Sanger IR R A5 R HEAT R . S5 RO, gt 1 H R R KA )
WA & (SR HERGNFE) Mt EERER 20 NRAEL A (35delG .
176_191del16. 235delC.. 299_300delAT . 538C>T. 547G>A. 281C>T. 589G>A. IVS7-2A>G.
1226G>A. 1174A>T. 1229C>T. IVS1545G>A. 1975G>C. 2027T>A, 2162C>T. 2168A>G.
1095T>C 1494C>T. 1555A>G) MIRME . #¢FHEMLATT & 233N 100%, Kappa ¥ HN
1.00, FUEAL B EFL RN (AR E Ra %) et B85 20
ANGRASAT R RN GE SR 55 Sanger 60 45 545 5 U A I — 3
8. ImRKik%:

FE3SKME ARTRISE LA HE R A MR G A7 PR 2 ) A2 72 [R)ast A 1 8 22k DR 0 3K 7)
& CBREBREH I E MR AT IR RS, A5G I RIS 7 B N HERR I 1A R4
1293 .

1£_1293 I HEAS, SRAER GRIO A PR 7 A7 () 384 1 B 38 25k PR il
HOE (BEITREHHE RAM P R AN R R 20407 s P AR = A SUBH PR A AR _361
B BIPEAEAR 932 {5, XF Lt 77 v%Sangeril iy A H 44 JE (R 2047 i A = A s BH 14 1
FEA_361 19« BHTHEFEA_932 i,

H BRI &5 R T A, A RAEYRHL GRBO A R A w] AR 7™ 1 18 A% 1 B8 5L DAk
FELCERA PR 8 2 B G PP v ) 0 38 A% 1 L 322 A JE DRI 204 7 At Al B A 5 ) R B
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RS, 55 Sangeril v i R HAT B R BT RN — B0k, S8R 18 PR DA i k)

i CBRE TRET 8 8 BEA T P2 ) R g A% 1t - 4 3 R 2017 s AR ) B A o Y YE A PR A

AL, AT I AR AR N o

[EEHI]

Lo AP TR SMZ

2. PR S50 = N A I BT DU I RIS DR 3 i A B S e == 8 B MR ) (AR EUR
(2010) 194 5) SEARDTAEMZAII S L nPRIE DT 1 630 S50 % 1) & B T 3A
175

3. AEFLIRA 3 AR A

4. ZulGR G U5 Ul S A (DGR AT R A Y, AR SR AR R S A e
LA P PRI O v R AT RIS

5. A R MHUE KA PRI O I, BRI EERAE A, A T Ak 48 53 5

6. I RTHIELE . BBk L PR IETC DNase i E;

7. B REAS Bk R G B ok B SRR , - D204, — EORAE X A USRI K
BRI L BB BEAZ ;

8. A FEASHI SRR SN A IEAE N5 T, A% S AL B

9. DR ECHIR Y A bRAE R, ERCHIIN U5 SRk

10. VH™ M 12 U ] SR O BR AT 0 BRIEAT 1R AT

[ 2%k
1o BREEGEE RS, EAK . G R B PR st A% JE SR A 10 v B B R R it 70t Je AR HL R
2 %%:5,2006,(2):140-145.

2. DenoyelleF,MarlinS,WeilD,et al.Clinical features of the prevalent form of childhood
deafness, DFNB1, due to a connexin-26 gene defect:implications for genetic
counselling.Lancet,1999,353:1298-1303.

3. Liu XZ, Pandya A, Angeli S, et al.Audiological features of GIJB2 (connexin26) deafness.
Ear Hearing,2005,26:361-369.

4, XiaJH, Liu CY, Tang BS, et al.Mutations in the gene encoding gap junction protein beta-3

associated with autosomal dominant hearing impairment. Nat Genet,1998,20 :370-373.
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5. FXOLAR, ERKA, Ik 4k S 5 2Rk DNA AL1555G A8 R I ARLE A R A B & I E H
Rl 4% &, 2004(2):136-141.

6. FWJHIZYT TR (2019 4FHR)

(€ NENSY|

TN 2 TR S REMRE GRID HIRAH

A QT AR W R AR TR X i K 666 5 i [H AL 3 H 5 H B. C. D [X

WER % B2 5

M i

I EVEW

&5 RS AL A TR
B & 072

AEFE L T AR BRI X R Kl 666 5 E R AWM H B. C. D
XA B2 Wi ik BLAR—#%

APV IR S

[ 2257 S HIE 9 57 S R Bk 4 5]

QUR R AGISS R D
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