ZIEE . 0521900042

SNSRI SR EA SR R S

PP AR BEMEEEREISTE
(AT EBRENFE)

FmEIREER: F=3 6840

BHiE A& MR EXEPRE (R BIRAF

HRAmnEEER

E TSt 6% =SSP



B X

FETRAE Bt 3
0 HTE AL IR oo 3
T T AR T s 3
T TR s 3
FE b B AR FE oo 1
0 FE BRI s 1
T ERFTFF AT oo 6
S ERIFNTE oo 12
P RS EIE T T TR oo 13
BEATT B Moo 16



EAER

—\ HIFEARR

eRAEMBE (RX) ARAH

—\ HiBEAERR

BT AR T SR T & K K 666 5 3 X E K AW
Pk ZEHITE B . D XA R A% B2 1k

= ErEt

B X AR T SR T & K K 666 5 3 X E K AW
ok ZTTE By C. D XA A # B2 HRELHE. B AR —#



77 i VR B

("") F?ﬂi&‘éﬂﬁiﬁiﬁ\
1 W& F E4 Rk

A &AL (768%\%%1/@ (307%/%;/@)

PCR ¥ 3¢ i 5.5mL/ % %2 % | 5.5mL/3% x 8 %
1;9265‘&9’% 200L/3L x 96 3L, | 80pL/FL * 96 Fl,
BERALR N | 40pL/ K x1 % | 160pL/ L x 1 X

B AL B 4L/ x 130 | 80L/ 3 x 1 32
RN 1| 24000/ 3 x 13 | 960pL/ X x 1 X
FEHERMAK 2 |10/ x1 3 | 35/ x1 X

& P 88LL/5T x 1 50 | 360pL/3T x 1 52

AEE | AL
14,13 16, 8L/ 3L x 32 3L | 8L/ 3L x 32 3L
25732,65 80

PCR 7 & 108PL/ 3T x 1 3 | 450/ x 1 %

XY I | 2L/ x 1 F | 130/ K x 1 X
FEPERTEE B 1 | 45/ x 1 3 [ 45/ x1 X
FEPEXTEE B 2 | 4SPL/ 3 x 1 X |45/ x1 X
P BE B | 45pL/ 3 x 1 3 [ 180pL/ X x 1 X

DNA ¥ #23% S0P/ x 132 | 2000pL/52 x 1 ¢
AL | #k 2.3mL/ % x1 % | 4.6mL/ % x2 %
A & B RE kR . BLE 30 B L A 4

=) FaMAE

A & R TR A m A A AR E 241 DNA




By 4 R R 20 MR (R 2), 2
SERATHZNWB LW, A7 &R THEMNFE. 2N
SRR KL A N, TR EH EE ARG
B @D WA H R E — AT, wFRHRD WA, FEEE
RAEAR B A T F B2 AT 47 61T £

&2 WAl Emley e e AR 20 MREA G R

R e X A R FEAL A RRAL R
35 35de G
- 176-191 176-191de116
235 235delC
299300 299_300de1AT
538 538C>T
CIB3 547 547G>A
281 281C>T
589 589G>A
1174 1174A>T
1226 12266>A
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 1555A>G

(Z) FROEAA

768 At/ &, 3072 AR/ &

(W) =Rl RE

R &R LG E A REGNWF =, REJEEE
BEARZMAFFGEERITFRET H Y, AHZE

_5_



PCR LAY 3 AZLEI 4 DNA o 09 22 )7 7 JF [ Bt 5| N T AR
WA AT ETH . LA (<96 4N) FEARE PCR 4134
LBl A R — AN ERER, B — R XER &2, &
AN SCJE AR A B DNA 7 B4 Am B 7 R T30 7 B SR R A Y
KPR Wi B XA AR e E RS — AN
A, BN PO 7 AR #AT R 7 B, Zxt UF
B K7 5| B AR & 5 x5 4, 7 AR AR 4 —4 DNA
B 2 R PEH AL BT — A AR
R ANREEA LI 4 MNEREED 20 MREAL
PEEATEIE AT, AT #E 20 ML m iy M 4R

= IGFRETH R E

(—) &RMH

1. EEREMHEE

RAl & EE R REHE: PCR ¥ 350, maHEL. X
FEY B 5. PCRY B T4 £ R H B oh BRIAEE . 541,
PCR R REi . #EPR. “XRFE 1 57 FEEH DNA AR, AR
Frfn g & R A RS B A AR fo gh A 8 8 AL L R
AR A, HEZFEAR AN T RKF. PCR
Y. AR KSR G ol R A BEATRITE B
T By A B Ak B E AN SRR A R R AR R
B, BRI R IRI RS R ERAA R, BT &
FEFEMH I EREERI G



R
S
\\}p
e
Bu
E
S
[
Bo
R
o
i
=

N SF BEE S B FMESH &R A 0 R
5% BOOH, WEZ R BT A RE X
A, Hd, o REHZMRERANEATRAL, 3 B E2
oA RN REARL K, AESE R 36, EIZRAA
AR I I B Py L S PR B W RAE AR AL B R AR U R 5%
126, WEZT RAREEFARRRA. g, 94 HiE
Wox BT A, 368 HESE RHEET K.

EAEEE 2 WM B A 1 A i, T4
MW FEES. 9, MEEREELARLRL, P
PEXTEEmE “X#E 157 FEE L DNA 41,

(=) AFLZLERBREREAR

Wi AR A S R BT AT R AR RELE, X
RBLARZ 89 PCR RN G A&, PCR RRLGIMBL L. SUE
HERBE. FRABHE. SEHAE. FEAELAE.
XEY AR, PR RNBRAE. XEYHIIWAE. #ik
RAE. XEY B RMAFEHRTHEmRA, @izl
Y, mAHETRENRNKZR.

(=) SHrhaeipiE

SAT I BT U AR AL IR AR BOR A MR . AR R B
MEke. MESFRFER. ESF RFER. ERKE,
flE £, RALRMR. pATRREURE Sanger N7 iEm
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M &R K F.

BRI BOA A M B 2T, W3R AR s R A TAT
AR T BB RA” F HRBICGAA BRI AL,
HIREG 7™ WA AR RER, #E “BBm A iAA

fo “BEBRRBOIA” el ER, #F LR RN A FARE
BUR A

HAAE R ERA G ERA R, Fig AR s RAERF
TR T AR RERNENEEFEE. HrFexM
KEEE., BRETHMEERNEWHMESEE. FHA
b Fu KA A5 0 100%, O 7 Fr 2 2R 0 & = 18] G 1 ik
£ZR.

FEPE 5% it & R, WiF AR = E R
( ZEFE M JF AL (BGISEQ-500). Z& E M F L (MGISEQ-200).
FEHEMFAL (MGISEQ-2000)) A % 4 4 7 i = ikl &
39 Al B S R ATAR I, A 45 R BN E SE R
FraE A 100%,

At 5% it &R IPEE, ¥iFASHE = ERIA
( ZEPE M F AL (BGISEQ-500). Z& E M F 1L (MGISEQ-200).
FEE M T AL (MGISEQ-2000)) - 42 4 7t = XA &
33 A B S B ATAR I, R AR B RS S &
FraE A 100%,

B AR A, WIE AR E = A E RALA

_8_



( £ E M FAL (BGISEQ-500). M )F AL (MGISEQ-200).
FEMFAL (MGISEQ-2000)) A Fl 4 4 7 o = ik Al &
3 A EMESE B 1 AL AESE RIHIT 10 KE
G, F G R K EE A £ % R B A ERAE
B P R AR AR K

BARAR M BT, BIEARE T EAREHE AL
4L DNA, R334/ MR By DNA AR SAT T 3 REZ L,
FEELA 10004 3 0y s IR IR A TG R, £ AR
T TR IR T MU A B BN AN EAR L, R EANRE
#y DNA HEARFEAT 20 R EZ MM, 1 EA 100%40 3 & K
W Ok i AR T TR . 3 A 45 A 7 1 = kiR
T B 3 B 2 S A AR U PR IR B KT8 9 Aok P B i o
3 A A SF BTN, RNERE SRR, HE
SHEBFEE. WESF RFEEHNA 1005,

SRR, I AR A & e AT A
FMESETHROR (Lax. HmBiEaLE) hTH
FAREZMEBEANA (FEENF (BCGISEQ-500).
JF AL (MGISEQ-200 ). &I F 4L (MGISEQ-2000)) k4%l
TN, ERETFLHFRF MO RIKE <200 g/L. H i
ZEERZ <1000 mg/dL. FEZTFRE <2 mg/dL B, RA&
R B A S R . B AR R &R A AN T A R
B (HEFREWE 0. 0lng/ uL) ik EEA XL AR T

P



wH (KR ARERR. 2B EAHREZR. BE
KEZR) W THHFEAEERNE (FERFHNFN
(BGISEQ-500)) L#ATAMN. &R EFHARFFEIZRE
AR A REZR. 2B EAHREZR. OEQ/%EZ
B, A SRR P, FiF AR A& T
o M 9% B A R R B s R A AR R E EALA (B
(BGISEQ-500)) E#ATMIM. %R E ARG ER NG HE
SRR BT, WA SRR . DL BRI £ R AR IR
7 ELA BT AT R

5 Sanger M FiEAMER LB R T, Wik AEHK
F & Xt B s Sanger W5 AR I £ R A i JRAE AR = F 3 BLAL
A (S 7L (BGISEQ-500). & M5 5 (MGISEQ-200).
FEE M F AL (MGISEQ-2000)) 4Bl #4740, HNERE
TR &N E N RS REE. FREMETE
24 100%.

(v9) Fadkd)difd

T 13N R AL S (GIB3 FEF #y 538C>T,
547G>A R, SLC26A4 FLE EHy IVST-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 2 s it &
AN EBERE R R LR,

T 4 MEEH AR E (GIB2 AEH 35 delC,



176-191del116. 235delC. 299-300delAT) Fu 3 A& fufk i
PRI A AL (bR 12S rRNA ZEH Y 1095T > C,
1494C>T, 1555A>G R ), WiFAMEH TRk F TR M 4
(receiver operating characteristic curve, f&# ROC
M2 ) 33 A U 25 R 09 I RF AR E P I 4 1L

A B FE P I WTAEL, RO ACBE R AN Bt B A 45 R
BllE RAEARZAATRN, RUERETEEFEE. WSS
T IR AT G A 100%, 1% 55 R 3 W 22 570 ek 4] {8 fe v
B A WA B A By 20 MR R R AVRA.

(&) REMWFR

AEZ T2 X AR AN E (KRERE#HERE
MFiE) EARAE (WiRE. REGE. FlRfoazii) T
A B £ L R A0 AT I B B R ALy AL, A e K
B R AR A S e A A RO B LR R, W
WAKRES A 3 MR AR AEARNEN & (BRER
Ha R REGNFiE) #ATRERR, BEEHREME. &
BAREM. TR ez R e, FARERKW: KK
AEeEwik& 1 ET-18CUTRE, BE&2ET 2C~8C
R, ABMA 12 MH; KRR &G ETHENRFR
TR 3 A AR RE AREE 3 KA A 2
Rl &E ke 1 ETHKERF Tk S R T AR, RA
SR E 2 EWRERY Tk 5 R AR .



B RFARTE AT AFET IR AR KH E R
TARHRAR N, FIgAXRAETNREET R
H AN AN & (BT E 42 RENF k) #ATERHFAR
A EMA R, RAHET I HRERTHELET TRA
34,

= IGFRIENHE

HiEAEFLUAFHBEELER. AEH EBREHR
. FTmE— ARERE =R RRBHA T E T IR
RI. lERRBLRAFZZRAAE Sanger M7 ik 24T LR
K> FiEF AR o KA R

HRF G AR T JE N 1338 (5] T ot B AR, g 440
NG AT AR 1293 fl, ARAFARF B H 932 4
IMEAEA. 361 GIFE AR, FHMAEARS, 57 FlHFARF 7
2 AMIRERE, 2 AIERRRGEE 3 M amRg, 1
GIAFA R B 4 MR By RR . B KR 0 FE A A
Dan T 35delG RZFEME 2 4], 176-191dell6 KL FHM 13
@, 235delC RAZFHME 145 F. 299_300de AT KL FHM 47
). 538C>T 2 AFHME 6 5], S47C>A AFAM 3 4. 281C>T
RATMEME 6 5] 5896>A KA FAM 4 4], 1174A>T KA MM 12
). 12260>A 4 FEME 58] 1229C>T 24 FHME 1 46] . 19756>C
RN 541, 2027T>A RZFEME 6 6. 2162C5T KA [H 14 3
. 2168A>C KA [HIE 36 . 1VST-2A>G &7 FH M 106 4.



TVS15+5G>A 2 A5 FAM 2 48] 1095T>C 2 A FE M 11 5] . 1494C>T
KA PE 2 ] A0 1555A>6 R AT PE 10 4.

5 Sanger MFEUBRAXRNERE R, THAFNEH
Mo B A 20 AR R el REEHA 100%. FF7k
#H 100%. BAEEH N 100% XA Kappa #ATRITF
M, 20 NRBAL S Kappa (HH N 1. EREXAFERAA 5
Sanger W7 ik B A B AR — B M.

L8 ERTIR, 2 O 0 I RR I X T o B I R AR REAT T
AEHR, E RS 2 R AR Al K &K

a9, RS54 A i BR B iR R

KAE “YY/T 0316-2016 [EJY Btk A [ B Xt B FY 2
Wy R AR, T BT KR AT

(—) RHIPE

ARA &R TSN AR T o A A AZLF 4L DNA
4 MREHEFEEEN 20 MR RE, RMERAT
2 e B . AR RIE R R BT A 0 A G AR A
&GN E, Al TIERFHEIALTENT AR K. R
AU HGMEEAGAEE, TR T IS BT K
HEE BN ERE,

(=) RrerpiE

ZRAERMER X BHFARE. FAXERLE. #
RIBIMAE. FATAEEEREZHD R, [FH4 %55



BRIE. RIIRF R EAFZND, FEHTFRBMAERE
SR P M A R R AT AR R R R
R TE RV B U o R FRAME U O R DR 36 7 35 e
a1 R 1.

FHEZRAEN B DERER] WAERR ALY
WL BT IR A BB/ ER, & #81%HE
FRREHBF ERER] K [y iE] o ERBERH
TER AR,

ZAA EERN T RSP RERYT HE, EETEHEHLE
FERETHEHTHARTABRNEERRERSTE, FHa
PCR BERBRFABERMABETRLSFHRELHLEZLHEN
m, E, EETEN TR ERTHRNEE, BIEARL
MAAT T AL, ™ 4635 HE 0 O 5 1

ZRA &AL T ZRMNFF 6o 2 A EAL SRS BT
P, AR E A T A AR A B A SR 41 DNA 4R B
PCR ¥ 3§ R, #hzkaifh. SXE® & DNA I F R R H3
AMEL R, AFRAENSREG REGRARES, £
dn 1% T TR B Bx o RO 3R BOAR . R R
W RN RAEIAT T ARAR RE R, O T AR 4 R
BHM, FEAZAFSEFENERERN . KR E#HT
.

(Z) 2H-NR#HZE



S RnEZ S AL N Wl K N R o b R R T
WAL T, AHZ IR A S B e o V] FULE e KU
T AR, R AN RS X n B N, [F i
BATRFTHAEES T2 N0, EE I ARAFEL, ANZ
LR L & A

R B ADAN ZOR A & o % a5 AT A, B A RAE A
WEe, AFAEEZRENEHFE, BEZRAEWHHEP
F R L TME R

L W Rk AR &R TR ERN T m A A AR
ONFR A 4L DNA By 4 N 2 AR 6 20 ML R R,
SR TEROHE W, AN 2R AR XA KAL 5
BRI, AE N R 2 R R 2 0 630 T A T
e — AR, T H DR, A O IR R AR U T B
HAT R

2. BRFEEFET: ZEAN GV A TR T 12K A
S Tk R TR B R R R B



ZETENL

AW RIE AHFENF = K EST BT REM. BT 0L I
B. 2 & AR TF IR ARG WA, W AR o fRosort
AAFEITER, KE (EFHHEEETELAD) (BHFRLF
680 5 ) . (RIS HWIRANEME R 2D (B F &G R EEEHE
RRCW4FEST) FMAENEMENGHENE, ZRAHT
e, BICETIEM, EFFATEZS & LT E#—F TRUT
THE: ETHEARNNREAUNABETFEIR, #id AR HIE R
BREABANERT 2R, BB 8RS, Z%IFARZ
7= o g R B R R R, E MR A AT FIFER, A
Vit —F Wi m e, W IF AR R LW R4 AE
510 F G JRAVA (8 32 7= o 09 A0 I 04 25 R A D — WROE 2 3E it it 4R
R, BEORENEE: 1. WRMAKE; 2. BERCLARER
T e RTWE . ZIE RO AR S S (RIS BT
e R RIe B AT 7 DY FXTils KRR HRENER, FalEH
BN AN EEHTEE,

2020 5 04 A 16 H

M fr: = PLBR



BEHEEEFNANREFE (RERHERSNFE WHH
(7= 47K ]

B M H IR A& (A PR 2 SR A 720
QEESFIIRED

768 N/, 3072 N/

[ A %]

ARG T4 8 PRI 1Ly B AR o N BEFRI2H DNA 1) 4 ANis A H & 5L R 1 20
MR (R D, flgs R THEZMHINS W, A & TR @y S wil
S5 BRI A AL R AR, ASE Dy B3 2 75 A5 8% 1 - B ] A2 B R B 1 P — A
#E, WFTHISTG], THEE G ARTEIR B AR T BOEEAT SR A VA

R 1 G g M B B R R 20 AN RARAL mifE B

R FTERER RAFEAL R RARNL IR
35 35delG
176_191 176_191del16
GJB2
235 235delC
299 300 299 300del AT
cIB3 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
2R RifA 12S rRNA 1494 1494C>T
1555 1555A>G

BB — Ml = R T RS E R . WIRE 2, MR R, BHER RS TS HHE
FHIRAE .. ZEEMEEEE R B INBONE RS RAES R, HrpdhE AR L
RAF FEAFEGIB2. GIB3. SLC26A4LL K 4 ki fA1112S rRNAKE K 584 ., GIB2AE K] e i T

1/16



WL R13011-012, gmhid H 2667 FE R Bk Ak 4H A 1) 4% B 3% 42 2R (H Connexin26, 281 581
TG I  1—0 o3 TH . GIB2.KE R JAR g A M B 8 B 5 LI 73 TR o GIB 2 IR %7 3 550 1) B
FELZNIENT D, SFREEE, WA RO, W RS ERE, (HEZH0
5 it RS, GIB3HE A E L 7E1p33-p35, miL & 270 R LR N 42 4 B B
Connexin31. GIB3JE K RAFA] 5| o & Yetofh B M sk B tE st e 2 S e, $0ANS
AT 3 R B M SLC26AAKER 58 A T Yo AR TqBLIX 35, Fifith HH 78052 KL R ik K 4
FRI 2 YR 25 K 2R 1 Pendirin, 5 B2 5 S0ES T HHE A 0%, IR HRIUN e Rk RIEH &,
FELAESRINESIMG . EEH K. [, SLC26A4KEK th/EPendredsi &1 (e RMEHZE
P FECBR TR b oK 2 i BE T e 35 LD AR BT B /K 5 45 A TR (EVA) I B0 6 R M 28 K 44:12S rRNA
B R AR 5 S RS A5 R A H A L. ZRRiR12S rRNAJE H A8 g BE F it
e, HET LSRRI £ 1 BE R G AR TR 2 I R U A, BN Bl g
(R IR 2 W RN AT R T A0k, BhAh, ZRRIRIE DR A G I B B R 2 R A
bb, RTTETC A s (A L T ISR ST ik, VR — AN S AR SR SR H £
KAV RO, ST AR SR R bR FH 0T ) 0 o 5 B RS A 465 (0 7735, B Bh IR R K
WAL TAERIWT 7k IR RS YBEERA & fa B, JFrDa I R IS 6T R H 2
= fE NBERR R
@ETIEELD

ARG G R G R e RA ML, RIEEL M B B R R R AN (U7 FE Bt
R ey 38 514, FIH 2 EPCRECARY G N EK ZHDNA (L 751 I [F I 5] A T AR
IREEAIRE . B2 (<961 FEARKIPCREZYIE LLGITR & N — AN SCEREA, Zid
— RIS R, AN SO REAR T IIDNARE SIER I L 7 T 00 e B SC R R 4 Sk e
Bl o N B SO ERE A HSE N ) LR A o — NI REAR o BRI 3 (SO R A kA7
JPAE R, G0 SRSk 7 5 R ARAR PP 5 LU 4R 43, DA A v B — 25 DNA T
Fr 65 BN 0 58 AL BB — DA b R RE A B e 5 R 5 N R FE R AL LU 5 44 B
FRER K20 RARN AT s 70 M, AT 5 201 s i e U £

216



(S EN AT |

2 W B Y
®BE1 RE 2
> A
BRI ALy EBAN (768 ABHA) | (3072 NG/&)
PCR S LGl Wi A%
PCRY M | BIZIF =R, DNA X |55mL/3 > % | 5.5mL/3>8 ¥
4
POR AT | somemympitens 200LIL06 AL | BOLLIAL>96 7L
HX k27 R K A
R ATAR ;; Wi:‘ PERIRBRIRIG | 40 ) jwsq % | 160044 5
BEIR L1 T4 ZRZITRBEIREE | 24pl/30 % | 80pL/3E =L
‘ . T4 2 A% TR R IR Ve
R NR 1 L. 7.~ 8000 240L/3 <1 32 | 960pL/37 < 57
RN 2 | BRVEA LT =R 10U/ 52 | 35/ 57
. R R 88L/ XL 3 | 360/ <L 7
1~4,13~16, HRM A E R SUL/FL>B2 L | 8pl/L>B2 fL
25~32,65~80
PCR ¥ 3 g il . W8 %
PCR M | BiZE =R, DNA E | 108/ 37 | 450/ 52
Gl
EY G | BRI AR 2uL/30x | 130p/3E <L 5T
FHPEXT AL 1| 0.5ng/pl 8 & AR IRL | 45L/3C > 3 | 45pL/3E X1 3¢
FHPEXTRR AL 2 | 0.5ng/pL 2E5 5878 Bkl | 45L/3C L 3¢ | 45/ 3¢
4 4
L L e et VT T S B P T TR
enmene | e R L H e ER TR
DNA ¥ il il 57— 7R — 520pL/32 <1 32 | 2000pL/32 %<1 37
"
/fj ek Wk 23mML/3X 3 | 4.6mLISER

TERE: AFEHREHTE WA 2R

Hr U T R B RAR B A E BB AR
B GREEXZOIL. B, BEmIk e B2,

FIREME . LI X 2100 BLIRIEIIREMI1CE: -

3/16

ABI-9700 PCR {X 8% [7]




FHBE: TooK B o3l . TeAZEREE/K . 96 FL PCR MR < 1.5mL &0 . 200uL PCR
IR, BB &Mk REBRAAGIRA (BT 8 a R AEIE SR 5. SPOUM % 20150086
T, REYRE GRBO AIRAFD BUZRRIERUGT (BRI7 2 =R 5 SB0U
# 20180390 5, HKAEVFHL RBO GRAFD W s GRS RERE €
REMFFE) GERPA: BGISEQ-500) (EEJT #8 k& S FEIES T FhIUk4 20160193 5,
ERAEMRE GRBO AIRAFD . WP R EART & (BEREH e REMFE (&
HFLA: MGISEQ-200) ([EJ7#tii# 2 IEIES 5. SRUUMkA 20190039 5, WX RE &
BHEARA D WS AR &S (AR EREN L GERYLAE:
MGISEQ-2000) ([P&JT #itik& Z iR T SEDUMA 20190039 5, sl AR B IERHE A R
WD BV EE R TR (BRST 3 WEMHEgR S . SEEHE 20192212826, #AFHR
A5 HCS-2V1.0, HCS-3V1.0 HEXAVE (HID ARAFD.

CET ICPSERIEED
KRN GO ELE T-18CLATRE, BRE2E T2C~8CHRAE, ARINHINI2A
His AEFHEL RSH BIWARE

AR G5 B AR LR AE A T RAT 34N 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 4% ( MGISEQ-2000)
CEENHD |
1 EH R AR

F IR
2. FEARER

T FEAS SRR AE BT S I R ML KA R RS, SRS I 1ML 3 A A | AR 58 40t

ERCEEP
3. MEALRAF

TR FEAR IR TR T ARAE 3 4 FEARMRAELFE P ARIE TSI 3. L8 T2,

Ji g
4. FEARZZ A

416


qq://txfile/

FITVE REAR SN T TE VBN, B AE SIS i 4% B SO AR AT
(46771 ]
—. RS

M G IR, B MR E Tk BRf, IRGIES], MEEO&H; W
OJEETIK E&MH; PCR RIGIY) 1~96 B TvK ERhit, #RF%iEA1, 4000rpm &0 1 704
FABRAEAE AT B T 2 10T 4 30 208h, INNHTRL S 7R A s SR /K £ B A T A% R g 7K i 1
70% 0%, B IR .
=, mEF
1. AZEF4H DNA $##E

T REAR R BCR KA RN GRBO A BR A R A 7= B R BR Al A i) (BRy7 4%
kg RABUEg S . SRk 20150086 5 ) AR RAEMIRM: (PO A FRA FAEF= %R
PEBORA (BRIT A R AEUE R 5. SEUUMA 20180390 5 ), ™ 44 150 A 5 #R A
2. PCR ¥ # % B
2.1 MR 3 B LLBIAEE A B O R L] PCR 473 SR A, TREIJE % 18uL A b

FLor3eF) 96 FL PCR St e IR ERAFAUAE VK L 3EAT

% 3 PCR ¥ [ MR AR IC 77

A4 IR —N R R AR
PRIV 5.5uL

PCR 3" 14 12.5uL
SRR 18uL

2.2 T H J\GERS W BB S I T ARG 42 I WL 2uL 47 1 96 £ PCR e LA H i
PCR M. 5%) 1~96, IIAZDHE 2.1 §) PCR MR % MALH, I 3 D, & T4k
A B OHLHF 4000rpm &0 1 4080, B E TUK R .

43 SER Sl (9 B R L BT R h 2 B0 R, R K 2 8 & 500uL,
78IRS JE BRI B o 2 A 2B R 2.2 1 96 FL PCR SR H NN SuL £54& 1 DNA k¢
A, BRSPS IR AN B LI Sl oL R B KAE NS e R G RE L
B 3 A RMFLEE N 3 A AR o AN SR B S RAL S BN SuL
BH P R L RIBE X R 2 AR N PR R, AN SR BEAR I B — AN OSLFL N SuL
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B ek B A S B X TR . S8 BRI JE 7E PCR S RERR_E G b3t 1, B T AR s 0oL
H1 4000rpm &0 1 34
2.4, %% PCR M E T PCRAXH, 18173 4 #) PCR S MAEFF
* 4 PCR RNFEFF

L I} 8] (EEZ R
94°C 2 i 1

94°C 20 5

56°C 30 b 35

60°C 20 #»

72°C 5 74 1

12°C TREF 1

2.5. PCR R NA5 W 544 PCR [ MARHHY, B A aUE L AL 4000rpm B0 1 734
2.6. BUPPR 2.5 ) PCR M AR H PCR SN 4% 10pL 2 1.5mL F.LEH, kiR )G E
FEAIMEXBEOYLE L5 F. [H— PCR M HIF=YRA FIFH— B OE+, RHE
PCR J AR B =P 2R R & o
3. REERAL
3.1 W =R 30 /B FIREERIR G IR AT, B 180uL 2= 1.5mL B0, AN 100uL 55
2.6 KRGHEA, R EEIRFFE 10 208, W4 HE 10 28285, 7 Lig.
3.2. OB 350ul 70% L8, PRUFHEERTE RN 70%LFEF, K-F 180 JEHE % )
B, HE L oeh, MR LIRIERIT R XTI R, FUOKSE 180 FEPRGE B RS
TUN= O P s -
3.3. EEWIE 32, FIFFELEEE, EHMES e, HomRNHER.
3.4 BURELE, M 25uL DNA SR, SHESRFE /MRS, =SIREE 5 708, B TH)
A0 R, W EERERT 1L5mL EOE .
4. SCPEEHI%&
4.1. BRI AL S S
4.1.1. AR¥EFR 5 1 ELOITE GG I B O TS BE R AL IR ROR A, TR 51544 33uL B8
53355 200uL PCR R, iR BRI IR F3EAT
R5 BERRA S NR A REC TS

6 /16



WA Z R —AN R bR
IR A S N 4pL

T MR A I 2ul
LR 7K 27uL

SY N 33uL

4.1.2. % 3.4 4L JEREAR Tul, InAZRE
K 5 I NAK R ZARFA N 40uL.
4.1.3. B MNVEE PCRAXE 37CHEE 30 708, i 5 B T 6 REE R E OPLE 0 5 7,

HETUKERR, RS CESBERA N JG 3R 1L DNA.

PR 4.1.1 () 200uL PCR &, JRE], ff

4.2 F Rl I N
421, MRAEE 6 MELHIE GG B8 PRCHIER R MR AW, WA EHEK ERA .
RO EERNMREHICT
=%l — R R E
RNV 1 27.2uL
R NV 2 0.8uL
R 10uL
AR 38uL

4.22. WRTFw, BUPER 4.2.1 BI%EE: R MNIRA W 38ul 2098 4.1.3 17 200uL PCR KW
B, B 2pL ARk XOMA R B (X FRontraisek 1~4, 13~16, 25~32,
65~80). FEANRBIE H RN — ARk, R Okl B AR A HSR AN AT AT
B A 2 IR 4.4.5 HhOCRIR G I HIECSL SR .

KT OELRRPER
il —MRMARER
it DNA 40uL
R SR AR 38uL
ARk X oL
(1~4,13~16,25~32,65~80)
SRR 8OuL

716




TER: ARSEHECRAE VS P IR N 40 B s -

= 00000000

B 1 bR Sk A H I s =
4.2.3. %KD 4.2.2 R ERAIRGIRSSBIKITIES) (2AMRIT 2500 , BFAER
B R B O B L 5 FP, BT PCRAX L, KHIGE 25°CHEE 20 404t
4.24. RPNEEH)E, # PCR RNV E T 6 BB O R0 5 7, HH 4 [ Rl
FH 1.5mL B0
4.3. WLk AL
4.3.1. K ESFE 30 /- ARG IR S), WL 720l BOPR 424 EOE P B #
IR E 10 708h, BEJJ5E LIRE 10 /e mEE, 7RI
4.3.2. [AIEOEIN 180uL 70% 41, {RIEHIERE AR N T0% L, /KT 180 & PLikif4
BB, FE L, EERE RIRIERIT RS XTI R, FKOKOE 180 FEPRE
O, BE L, 3L
433. EEHEA32, HABOLEER, FTRKE S HHELERIER.
434, BULEOE, IO 25uL DNA B, SRS, SRS 5 o8, BT
I R, BTSRRI LomL B0
4.4, SLPEY I
4.4.1. MRAER 8 MLLBITEE & 1 B 04 TP ECH] PCR &8 SR G, TRAIJE1% 18uL &%
853 %E 5] 200uL PCR M E 1, HBUEER 4.3.4 dhafifh =4 Tul A2 s R
R FREBAESGHEIK FdkT
* 8 PCR ¥4 ) MR & WIS T

R4 R — RS
TIL IR R /K 2.5uL
PCR X M 12.5uL
SCEEY R 51 3uL
SRR 18uL

4.4.2. ¥ PCR MNE B T & EXE O A E.O 5 #2480 PCR Wi & T PCR X H,
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44.3.
4.4.4.

4.4.5.

12173 9 1Y PCR R MAESF

RO YR NAET
R fiof 1] B2
95°C 3 M4l 1
98°C 20
60°C 15 10
72°C 15
72°C 10 43%h 1
12°C ORIF 1
PCR 45 o jm [ B B, B T & B3 N oL B0 5 704
F 22 FAR AR 5 BT AX 2100 B[R] 55 Th AR M AR D 3R 4.4.3 AN SCEEY 1 7= 4)
DNA JBOR/NI DNA WK, 25K DNA Jr Be U855 il Dy 240bp~310bp, SCPEK JEA
& T 10ng/uL.
WRYESCEMRESE R, KGR A SO A TS R B LL R & GREFF N & A
BRI BESCEE N 20~24pL THE, WIARME BAASCREIR FERf 8, ARIETR & )5 SCRE I Sk
FAIRTF 8T 10000, MVRA SCFEARFIAR E 100uL I, I TCAZIREE K #h £ 100uL.
HR: CEREGH LA 4 88 s, Hrbhasssek 1~4 H—H, 13~16 H—H,
25~32 N—#, 65~72 H—24H, 73~80 A—H. TR LN SRS HEL A F R EAL
5% AR A AL, Gt 428 Sk SCPE AN JE IR T P JEL At R0 380 o S0 A B R R

4.5, WiEkaith,

45.1.

45.2.

45.3.
45.4.

W 2= iR~ 30 0B REERIR IR ), BUP IR 4.4.5 KRG 4 100uL 2] 1.5mL &0
R, I\ 90uL WEERIRA]. EIEFE 10 8k, WLZE LCE 10 Heh R, 3
i

[a) BB I 350ul 7T0% 4 8%, {RIEMAERTE RN T0%LEEH, 7K1 180 B2 HRiEF:
B0, TE Lo, (R LRI B RE, FHUOUKT 180 B PE
SO, BE Lo, 3L,

HEBWA52, FIFBOEEE, SRME 5 S R ER .

B BS.O4F, NN 25uL DNA W, SHEERR/mRA], =IFE 5 28, BT
JIZ8 EEE, B RIS AEET 1LomL BOE .
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4.55. FZHEACEYI o HTAX 2100 B [F) % T RE AL AT I IR 4.5.4 A SCEEY 74
DNA J7 B R/ DNA MBS, Z5R DNA J7 B 2 IE5E H Ay 240bp~310bp, T4 15
HIRE N M2 ng/uL, KR AMET 10ng/ul.

5. DNA W& pL

AR AR AR GRDD A B 1A= 7 S R 38 A & (AR ET 4 e

BEMFE) » (BEI7 & RITEIER 5 SO 20160193 5 ) T K& BRI 1%

(BGISEQ-500) kAT S iz, Bfs A G A KB G R BR 2w A7 1 <N e e . 3

A& (BRETREHE E R AP CGERMNAL: MGISEQ-200) » (I&J7 s R AEIE

G5 SROUMI 20190039 5) FEEKMIFAL (MGISEQ-200) _Fib47Ml /7 [ B, s fd A ik

DU ARG B R A J A=W 7 N8 AR & (A IREHT & R AP GER

HLAL: MGISEQ-2000) » (PRJ7#H M+ RAEUEH 5. SRIUM A 20190039 =) -3 Kl 71X

(MGISEQ-2000) _bBEATINFR S BL, ™A% 4% M e B 5 # A
6. HIEHHT
S RAEDRE GRIO AR F A= s tEH F R R A i (BT 8

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

BT, PR AL R UG TR

=, WREEHER

1. FiEEH

BERARIE L [R5 2 BEHPEXTRE S 1. BHMEXT RS, 2 R BAPEXT R 299_300del AT
538C>T. IVS7-2A>G. 2162C>T J& 1555A>G i il R 53K 10 47 S5 E—8, =

X BRSNS SR nane 75 T2 SC PR P RE S 45 AN TE R TR TR

10 [, BRSO S AE R

REZHLR R R 1 | FEMEXRRR 2 | BAMEXTIRA
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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| QEREE2ITRIED |

X 13 AR B B IRAR A7 2 (GIB3 F:[AIf¥) 538C>T. 547G>A R7AF; SLC26A4
FER _EH IVST-2A>G. 2168A>G. 1174A>T. 1229C>T. 1226G>A. 1975G>C. 2027T>A.
2162C>T. 281C>T. 589G>A. IVS15+5G>A RAF), K FH UL B B R
AR,

SofF 4 BRI S AT A (GIB2 FE (K1) 35 delG.176_191del16.235delC.299 300del AT
RAZ YN 3 LR PRI B 4 0 AR A i (b4 12S rRNA A1) 10957 >C.1494C>T .
1555A>G Z748), 1# F 52 1R & T A/EHFE i £ Creceiver operating characteristic curve, f&#x ROC
2 ) e ARSI 45 SR 8 I AR A B 5 BH A2 BT 4

DU UEBHPEFN TR, 8 R o0 O ARSI 225 SR I PR A BEAT A, AGr i &5 SR
FHPERF AL FAMERF & R FB TS RN 100%, 22 W5 37 10 B 40 b 2 v 1 S A 0
TEEE P 20 A TARAL 1 [ TABIRES

56 445 SR 1 e e

20 AN IRARA gk ) E LR 11

DB JEE Sk 2k R AR 7 4 35delG MM, 35delG s GIB2 FE[H 4w il 7 41 (45 35 A1) G
PRI . BAFRIEE A GG I W B A= AL (B AR AL IE % AR AD, GDEL
NI 9AE, DEL N4E4 577,

DLFAHRIE & 4 SR AR N7 55 538C>T A, 538C>T N7 53K~ GIB3 JE K 4w 7 41 1) 26
538 {i[¥] C BRILRAA To AN RN CC WHW AT AR, CT NREGRAE, TTH
AETA .

DAL r A P I 5 B AR SR AR AT 0 1494C>T M, 1494C>T fif s fnkifhk 12S
rRNA J: R 9w i 7 41 (1) 55 1494 A7) C Bl RAS N T ARG oy CC Iy )W oy B A=
CT AR, TT NFERRE.,

AT MR AR ZE S nan B, FE A ARRH, BB R AR AT BRI .

ST ARG AT R AN B TA |, Sl TAR 5 5 FR AR [ Rt 59738 F A3 A ) 3 A Sk 7 o7
RAFTEARLRAR, AH R AR, Al TR ST g B A 7 PR A D 28 B o 2 A7 R 1
HRAZ, AL R R HI

T SERHE
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RAAL R Rl g R RABRA | RBMAR | BUER | REBRR
GG B A cC R
35delG G.DEL FERA | 1229C>T CT Fe g2
DEL a5 R TT A G R
GCTGCAAG
A rocane | EEm GG o A 7
176_191del | AACGTGTG 1975G>C
16 DEL.GCTGC
AAGAACGT | &4 GC HaRA
GTG
DEL a5 RAL cC Al RAR
cC Qe syl TT Lo spit)
235delC DEL.C ERAE | 2027T>A TA 45587
DEL AERE AA AERE
AT.AT A= cC i Qe opit|
ZA??-?’OOO'G' DELAT | Z&%A | 21620T cT Tt R
DEL ol £ 9 AR TT ai G RA
cC L QeSpIL) AA A Ay
538C>T CT FERAE | 2168A>G AG ey g2y
TT ali & RAL GG ali A Ay
GG L QeSpIL) AA A Ay
547G>A GA WRETAE | IVST-2A>G AG ety AR
AA 2 G RA GG a5 RA
cC A GG By A 7Y
281C>T CT e RA 2/815+SG> GA T 5 GeAR
TT a5 RAR AA gl & 98
GG L QeSpit) TT A Ay
589G>A GA eG4 | 1095T>C TC R g A
AA ali & RAL cC AR s
AA BpA cC Liigaopit)
1174A>T AT WRERAE | 1494C>T CT 55 g AR
TT 2 G RAL TT [7] J3 R AR
GG BpA AA L iiga opit)
1226G>A GA FERA | 1555A>G AG R AR
AA a5 RAR GG AR s

AL ARz AR R] e SR D T
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1 BERMRAFARY, HIEAE. 28, 55 PR AT L

2. BAEA Y S 1 R

[ 5677 V5 1 = PR Y

1. ARl S ARSI 25 SR AL I R 22 A2 252, of SR 38 Wi PRI 1R 12 T I 45 4 FORE IR AR AE
Toi S DA S HAh 2 Wi 25 S L4k B R

2. ARG RS A B E IR (845 GIB2. GIB3. SLC26A4 FlZkkifk 12S rRNA)
(¥ 20 AN AT, AN TT R 5 380 A% 1 B A G 1 AR B PR i R Al 45 SR
BPAEAURE, ASHERR - 8% 1 A G I A BE R A7 mU R AR R

3. LRRIREERAEAE T T R AR L, 24 1095T>C. 1494C>T il 1555A>G A pii il 2
DNEFAETIIE,  ANHERR B TR AR TR B ARG R IR IR 45 SR

4. FEAIREAZ XI5 YA PCR 8= 4pi5 e, Y45 v e S 350 DB A PE BB P 5 5L, ik
FR B PR S FH A 25T A% B SR 43 [X L SR 5 45 3 o s A5 5 i o

5. NEBIUIREACKIE . #8 . AbEE DA RS I 06 SV AN SE IR B 256 7] e 5 B 9 1 5

(LGRS
ORI ERE =AY |
1. HERATE

Kl P1~PO 4t 9 i MV RHIE 228 i, &5 RIS 550 N 228 it A7 il R AR R — 3
2. Rtk

I NI~N3 3% 3 v BAVES 5 i, 45 R Rl ri B AR R
A 30 517 LE Ao I Vi Bl b SRAZ I RS AR T I A AR A . R BoR, FEAAEAE A IVE ]
BN GRAZ TS LI 45 SR

3. HEM

EE R AN AT S % P2, P4 A1 P7 % 10 IR, 45 H 35X RS2 i AL RURAR R
M—3.

ARG I AL B2 B N JE 10 VR, &5 SR E A A7 st i A R
4. bz

fFF=ADARERR RTINS, 0B EE RN BEY:S 2% 0 P2, P4 F1 P7 %% 10 X,
30 VAN 25 J 45 5 56 B 22 i AT A R AR R — 3,
5 FH = ANAS R R AR s 200 25 G I Al B 14 22 i N1 2% 10 ¥k, 30 IRASHI 25
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RINR AL R B A
5. AR

AT PRAN = T Ing/pL.

¥ P1~P9 £t O 1y iV FHME S5 i S N1~N3 3 3 4y 1k B 14525 i 73 I EC i 22 1ng/ul
BEATASIN, ¥ ] A Rkcker O BLg5 R 560 N 225 i A s R AR R — B
6. T

MREAR AT ZIR <200 g/L H Il =Eg <1000 mg/dL. ALK E <2 mg/dLHEY,
SR I BE AN 52 R

IR R IRA RE IR @R O REZIKR. BOSKREZR (XWEHIE
WEE 0.0Ing/ul) B, 37 SUAS I 4 B AN 52 52 0] o
7. 5 Sanger W 72 I 45 SR LR

KB H RGN & (A e E SRS MR X 323 1 1 v FE A gt
AT, K gs R C %0 Sanger IR R A5 SR HEAT X EE . S5 R OR, g 1 H R R KA )
A& (BEHE e RGN FE) Mt HERERE 20 AR A (35delG .
176_191del16. 235delC. 299_300delAT. 538C>T. 547G>A. 281C>T. 589G>A. IVS7-2A>G.
1226G>A. 1174A>T. 1229C>T. IVS15+5G>A. 1975G>C. 2027T>A. 2162C>T. 2168A>G.
1095T>C 1494C>T. 1555A>G) M RBE . ¢ HEMLETF & 24 100%, Kappa REIHN
1.00, FRUFEAL B ARG &E (AR RGP et 5 &85 20
ANGRASAT K5 RN 45 S 55 Sanger K6 45 5 AT F U ARSI — 3
8. ImRKik%:

FE3FK M AR RIS LA R AR GEO A PR 2 5 A 7= ()8 A 1 B 2 22 PR s 37
& (BRABREHHE AN HATIEAR RS, G Im RIS T 2 N HERR HE 1A O A
1293 #i.

1£_1293 B AS, SRAEMR GRIO PR 7 A7 ()8 1 B8 25 PR il
& (BETREH T E RA NP R AR R 2047 s P AR = AL SOBH PR A AR _361
Bl BIPEAEA_932 {5, Xf Lt 77 %Sangerill i A H 44 JE (R 2047 i AT = A s BH 14 1
FEA_361 {5, BATEFEA_932 i,

H ER &5 SR v A, A RARHL PO A R w] AR 7 1 18 A% B 28 8 DR A Mk
GG TR 8 ZRA I 7 O 0T 183 A% MR B 2 4 J5E [R1 207 et PR ARG WU LA 0 2 £10) 2R 0P
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R, 55 Sangeril Fr i A HAT B R BT & M — B0k, S0IE 1 8 PR3 PR e I k)

& CBRETRET B8 JE A T FPi2e) R g A% 1t B 240 3 R 20107 s AR B A 6 v O YR A R A

AL, AT AR 6 N o

[EEHI]

L AR RS2

2. PR SEE = N AL (BT MU I RIS IR 3 i A B S &= 8 B MR (RARERBUR
(2010) 194 5) A X0 TAEMZAIREE L nPRIEED Y 1650 S50 = i) & BT
175

3. AFEHLIRA AR

4. ZBGHE U5 Ul S T (SR A R, AR AR R S A &
AL P PRI D0 v R AT 2B

5. A R MHUE RIS th G I, BRI ESRAE A, A T Ak A8 53 5

6. I RTHIIELE . BBk L T PRIETC DNase i

7. FTE REAS B AR N G B R Ak B R ARG, DI20AF I, — EORAE XA E SR K
Ry QUi DN NEL ST IR OF

8. FTHFEAIIS AR F I NG IEAERIS T, A% G A B

9. KPR ECHIRY bRME R, ERCHIIN U5 S 1.

10. V™M 12 MU D S RUE O BR AT 0 BRIEAT 1R AT

[ 2%k
1o BREEGE RS, EAK .0 G ik Bt 8t A% AR SR G e v B B R R ot 7t Je o AR HL R
2k %,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. LiuXZ, Pandya A, Angeli S, et al.Audiological features of GJB2 (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. BN, AR, B4 4ESE . 5 2 kiR DNA A1555G 584854 k(A4 A A R H 2 ] e H-
Rl 4% &,2004(2):136-141.

6. FWJHILYT IR (2019 4FHR)

(€ ZNEFSY|

PN = A B R SRR RO HRRAH

. BT R BARTT R X i i 666 5 i E R AWM H B. C. D X

WP B2 Bk

I £

Bk & 75

5 IR S5 SRR

& J5

A ks BT AR TR R X K IE 666 5RO E KAV HITE By C. D

DX B B2 MR Fik. BL HR—H%

APV S

[ 2257 Sy HIE g 57~ b R Bk 4 5

QUR R AGISS R D
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