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HEAEFR

—. HIFABR

FoN 3k B A R B AR A TR

=. HiFEAER

FMNTEHHEAT W FLRXGELE 65 E %25 404

=, Kbt

FNEHHEAT W FLRGELE 6 5, 1 54 4 #
401-408 = 2 B 1 B 4 K



YNGR 2 v
—. FmiiR (—) R I ZERARD

P EBEA R T &
A&
A 4 L AE W= il
-k
% ¥ PCR & —HRPEAEF RS
150 yL/ % | 1%
& B, A, K
R Ll Mg" (%% F). Cl~

120 uL/%& | 1%
(&% F), XK

INTPW®&4 | 50 pL/& | 1% | X, MEZEZER

D20 PCR 3| #7i&

&4

120 uL/& | 1% |20 M EEEFRIE AW

B 7 & DNA B AT

i

7 & % ¥ PCR g 30 uL/%& |1 %

GJB2: 235delC ZL 4 A

D20 FHME 4 | 10 pL/%& | 1.2 | Z£EE DNA, WKE R
15ng/uL
7}(\ GJB2:

D20 % fi & FA M
J A

10 pL/%& | 1% |176.191dell6 X% .

GJB3: 538C>T &4 .




Rl & |
RAAH | A | K@ R 4

P
%

SLC26A4: 2168A>G &
4. 12S TRNA:

m. 1555A>G &4 Ji b,
W E 2 A 4. 56 X

10°copies

GJB2. GJB3.

SLC26A4. 12S rRNA £f

D20 FAME Fif=d | 10 uL/® | 1 &
AR HH DNA, K E
# 15ng/pL
BT | 100 pL / " X, &fE, —£F
Vil & s FRE T Irh

BRBUHEE | 38 uL/E | LE | SPRESEERTE. Hul

AL BB AN

100 pl /
FE A 2% 7 IR 1% |4, —AFEAEF
Paran
=]
W3k BR £

D20 FE 3| 41 R
&4

115 ulL/& | 1% |20 £ EZTREAY

FE A 24 0F R A K IR EAZAE AL H
26 uL/%®% | 1%
fﬁ @}fg




A& \
7 4 R A & il
a2k
K W=, 44
H, ZCHREEARAA
JR R AR A B 9 uL/% | 1% |REE;®*L, I
L. R AAEE.
BEEREY R LA
Fit. 2k Mt AE 9 g/ 1R | FHE F R M AR
VAR
AR, 3-RE-o-w,
7l & Fiit X R 96 fL/7% | 175k
i R . 2-fhrE H R

IR B ELAR2H B R 49 B EAR AR B kA LA B
(BRI BB )
(=) ARMAAR%

A7 TR AR AN E 2 A AR AL HA DNA
4N A R AR 20 MR AL B, B GIB2 Lk
iy 35 del G. 176_191 del16. 235 del C. 299 300 del AT.
167delT, GJB3 Lt 538C>T. 547G>A, SLC26A4 Lt 1\VST-
2A>G. 2168A>G. 281C>T. 589G>A. 1174A>T. 1226G>A.
1229C>T. IVS15+5G>A. 1975G>C. 2027T>A. 2162C>T,
g pk 12S rRNA 8 m.1555A>G. m.1494C>T.
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A7 R T fe e R A B W . AT R Rl SR
RARE R R RN, T REAREZSAREETE
7] BT A e IR B — 3047, RIS RN RE £ 5%,
WHFRAL WO, A R R R F B4R e R AT
fil A2 G RAATAE A s )R ik By P — A7

() ~AEEEAK
96 A&

(W) FHRRBRE

WRET SN 2 AL BRI £ E PCR HRMEY 35
Wi sEfe 51 4, PCR R4 32 2 S ML 2L B 7 7,
SR JE MR 5 1 SNP L 5 EZEf 1 ANk, BEAR A A3
a5 A A R, et a8 (10%) BEULHR, B
T BOL Bk BB 8 S fF AT, BT b An DL
BT R OORE R E S, A EHAT RS, @
W AL T, G f1 C E5 BERMRE T ERENE R
( ddATP=271.2Da, ddCTP=247.2Da, ddGTP=287.2Da,
ddTTP=327.1Da) ¥ 1% i K7 7| 1915 §

—. IaRpIff R A

(=) ZZ2RHH

LEZRM A L7
AR AR EZEAMRE BN R T8 £

¥ PCR Wik A thEZ k. dNTP JE44. PCR 5|4,
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% % PCR B BFERERZ PR . BEBRH AL, R Zop k. 7€
5 M. AL RAR. REAEE. D20 I RE & .
D20 % i /& P M i v D20 B M B 45 s R akom] o e
AR AR IS SR

F FF AR D20 FE M R & 4 2 GIB2: 235delC R A
R S 41 DNA; D20 % i & FE M FU# & 4 & GIB2:
176_191del16 % 4 . GIB3; 538C>T %X 4 . SLC26A4: 2168A>G
R 12SrRNA: m.1555A>G R &7 & H Uk, 1 ¥ iE A%
el E B &R AE A D20 FHME 48 5 4 AR A b
M SE B N 20 AN B A B e Z R 41 DNA; PCR 514, 2%
A IEANEATRITE R ERAE AR HRAEE
AR A AN 7 KRR W3 AR A B BT T AR
FoRE, 83t h ab M I R R R AR R, KR T
B EERMBREERIFEN DS,

2.4 3 i 0 A5 1R B IR U

S BEFEEESE R, AESE R SR SE
mAEEUSE &,

SRt 23 0, BEZSRTRENAAREE
AL HoA, 17 AR i g AR R g A i SR R 41 DNA ] &
TRk 6 xR R R A Bk DNA Ao g A A 2K 3K R 4
DNA %7 NUBOR &% &1 k; AESH & 104, 24 34



H A S AR 5B B Y 20 ML g Bf AR AL A A AR 25 R 41 DNA
& TR 4 5] B A R A 2t A AR 35 F 41 DNA ) % T
J&, 3 B AR AR U B b ey N\ R B 2R R L e A AR S
A 41 DNA | 4& T p; sl 54 & 23 4, W&z &
AT AR R LA, Hd, 15 EA AL RE 2
1 3 F 2 DNA H] &1 Bk, 2 40 i B A2 A ZE 41 DNA Fo A
Jor A7) 28 A i 3 R 4 DNA ) 4T #6140 iy xet By 28 % A
Ji b DNA A0 8 4 BLA K30 241 DNA 342 0 ¥ 1:1 38 64 %
Mk, EAMSH & IW, ey Rl 2% 04 i 35 F 40
DNA | &7 ik

AAEEE 2 BREERER 1 RAERER, AT
ol A2 O ARl HE, D20 FEM R — R R T
GJB2: 235delC Z« &AL F 41 DNA 415K, D20 % f /& fe 4
T AL R AL, P AR o AR & 5 [ Y- 20
AL B A Y B B TR 4 DNA ) &1

(=) 2T ERRBREHRT

B AT R &R RLAR R B 5L R L 36 £ E PCR B A
EW 1. PCRY 8 &4k 1h. £ F PCR Bl 4 E . th1uak
B O b o B Fe RO B L FEfR RO B Y R B LA
IEM 5| Yoy B ER 2L RA R ER . E A R
MBI E e AL . B AR AR = B PR AL A SRR B fh Ak



WOt R KB R AL, HERRA L AR RFKIZM.
VREMRFEMFHR . FERRZNEL. LR
FRIERT 5.

WA R, RAHE T RENRMEKE. FiFA
REXANEFRANKAGENEELEFT T LR ER T
I RENESTZ.

(=) st it

A ma it a s EmE. BB, EAME. ol
R HUT AR B 4 B 7 A e P

LR PR 5T

FHRE M S R A =T, Al A Z AN HR 8K
| B 3t A b BHRE P S B 1 R LA ST, AN 4
RN T2 100%. A A% 100%.

2. R

TEZEATHE. BE. ARE . DR Fo k6] 4 5 A S
R, HEAEERAA B S A 7 = A
S Xt NE B AR A (B 3 A R R | R R KA ) AT
i}, AR 25 Rt T B B ANOVA 77 Z 04ty B M P
HART 0.05 EHNMENRA], FF6FHN 100%.
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FEEMITMEY, FimATEERNA L E LA
= WA BB R N RIRE S 3R ER LSS Rt
AN 10 K, B ERK A E L EAmRLE =305 2 SOR
ZRMA B R A AT E K.

e RAFANG B BOR o, HE A e LAY R %
S PR ZAAA| B XANE mBATE AR 3k, =AM
RIAF| G ARHATE L = R R A48 B AR
R &% 100%.

B R TR AT A B AR, FIF AR A
HL7 DR MassARRAY _E (i Fl & 42 4 7= iy = il 0| & e i
Z 5 AR U FROR AT S AT B A AR 3Kk, =4
K ARF & X FERPATE & = R EE R A 4 fL A
A, ZFRAEZE 100%.

3. AT I

HiE AR RA &2 N T AR RESETHhY
(2%, Hl=F. ma&a. #EZ A KFE)
Y b B (R R B BOR B 2 B (AR T PR R B AR )
FELHY DNA & BALAE E#HATRN., EREFLFERTE
21 F WE<0.32mg/mL. - H it = BEAAR th<5%. 21 & &R
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JE<18mg/mL Fuit & & K FE<15g/mL Fu [ K+ £ K
<1Spug/mL # B W, HATHRARFENLNER, H
B RA B XK DNA RE (2.5ng/l) FEA W # 25
R,

TE¥8 R T S AR W PROR B AT A A B T 308 50 3T
B, HaE AR S A T B = N & AR 2 R
RFEAFHELFBETHRA I (B R, Hd =8,
WAaEE. HEZMFATE) WERHTEERIN 3
K AR & DA A A U AR AR B AR R R AL, 3t IR 4
JA A M BEA B AT F K <0.32mg/mL. H i = B AR L
<5%- M0 217 F K Z<18mg/mL. 4% & & W E<15g/mL Fu [
K E<15pg/mL Jo B B, %A 5 & x5 i DNA %
B (2.5ng/ul ) AEA R 4K,

GIB3 M H X T AN FHiIBMEF, Hid AFEF R &
AR MNT FREBEBRET R (Baf. Hk=
Be. Mr/w. #ERZMFRFE) BTHER (R
H & E W 2 Bl GIB3 F -z 2L E R AL M A 2 AFA)
7E & BALA DR MassARRAY #4740 M. 4R B 7 YR
B LT 2 R <0.32mg/mL.  H ol Z BERAR h<5%. M &
B R Z<18mg/mL fn4t F & L <15g/mL a7 K 2 K&
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<15pg/mL BYJEE BT, *iZiAA& GIB3: 538C>T X%
F AR GIB3: 54TG>A R J4 A b I A ik ok T 3.

4w AR R

BAKA MR fEd, HIFARET INREHBENA
L F 4 DNA, FH 38K E # DNA FAR#H4T7E Z4 0 10
Ko ¥ E A 100%46 R0 Ak ik R A AR,

TEAS I PR AP, W IF AR 2 A 7 B = k3K
T B X T 2 B AR U FROR B AT oy 23 4 M R 5 i it
AR, ANER D AN RSF 8624 100%.

P AR R A MR op, I A 40 A 7 B
= M BB E R RN ROREACTFAANE L ('8
B B T I Bl O R A A AR A At 2 (T MR A AR ) #EAT
B, BMERDTHAMERA, ERFEEA 100%.

5.3 B & 1 R T

SF R BRI BUA I BT 50, AR s FRAE AT
7
B TR R R AR B A B4R B B, 3 et

b SR BT 45 DNA BR B foie M 46 R, s 29 2 ) N 34 3
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A PR R 4B BSR4 W T DA
BT R,

6.5 i i B %
6.1 FRHLIT L A 0T BT

AT B A B R T AR T R VT BB, WOFAE
THENALAARERATGERE ARG HIRIL, EF
= RN TR 5 R L KR 3R BUR AN AT R R B, I
J S A ) Z A &R ATR I, SRR 58 A& A A

RS 87 R
6.2 AR IE AL M 45 R AR 5

TR A U 25 R I UEVE 5 o, g AR S A 1
= #iK A & xF GIB2: 235delC K SLC26A4: IVS7-2A>G %
G A H AR SLC26A4: IVST-2A>G B A4 AR AR i
TR, BNERLITEMRANLE, —MERG
B 7ot W T U By 25 R M S VR R R

6.3 TR (6 H) I3 L5 kAR

FEER (SR ) TR 2 X7 Zeit s B iE A —
MNREFE R BERET MRS, HERES A =i

14



WAl EHATRN, RMERD R AMEMRE], 1 F R
(R ) JUIE A2 o U 2 R 20 X5 3.

(¥9) FaRERIRE

7t F 20 DR AL A (GIB2 Ly 35del G.176_191 del16.
235 del C. 299300 del AT. 167delT, GJB3 Lt #y 538C>T.
547G>A, SLC26A4 L IVS7-2A>G. 2168A>G. 281C>T.
589G>A. 1174A>T. 1226G>A. 1229C>T. IVS15+5G>A.
1975G>C. 2027T>A. 2162C>T, fask kiik 12S rRNA Ly
M.1555A>G. m.1494C>T) , Wig AE ] %A% TIEFHAE i
% (receiver operating characteristic curve, %% ROC 4 )
i T A I 5 R B W RAT AR [ A AR, 2 20 AMu
RO B AR B R AR R E D — AN I E>2 B, SNR > 3 B
NN A EERFEE, MHATT —F A AR R LA (/4 &
MIUEEHATHE, wREFGH>SIMAZNGERT (¥ A&
RIS A 0B, HIEFHWHELLS K, BAEZHAE) .,
R 05<UEEth<3, M AmARERE, HAHEN (13t
K <05) , A AR,

A B L FH P PIWTAE, 9 A IR & 4T B opn i U 2
B Wi RAF A HEAT AR A0 25 2R 3k WA 2 S ey e e ) W 1
7 AT 5T B A B 20 AN R AL B RAVRA.
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(Z) RREWFRL

IR AST A B B LR A E M. TP M. REAR
B, EMREMURFEARERIITTHR, BETE
BREHAF AT B AR A AR A B

HRERKY: WM AF & F T-204656°C; & KA
EWHAFETERIS~30C; RAAEEULFFRMEELET
WA 9N A

R & A L2 K, AR 12 R F DR 8
Ay REFRBRBAET 128, REK# 12 KE THR7F 6
MH EMEFERET, ZheE AR~ 10 X,

BEAR AT R, EDTA ke X E 04 E 4 mit
RET 2~8CRAEM T LURAF 60 X, 7£-205CHRAF B 7 LA
"7 6 45, FBURBA M 4K, 4 EA MR I DNA
RE F-2045C W LA 6 A

=. I&FKIFEHER

AR KR CGEAE M H 22 A0 ok 2R 1A 2 A U 0] v At
AFERZREMNY HATHIE. WIFEAE NERAFHEE
ZER. AINTE-ARER. T NTEL)LEET F0.
ZHAF ARER. WAEE - ARERMF L KFHE
A ER £ S Fils KRBT E T wR IS, 6 R
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KA FAZRA G X FHATHRAR, FAFAZ AN
PR B

AR KR I B ABE N G R AR . F it
TEZEESNE W ey 82, DUECR 5 2 50k £ i A\ FF
Z. WRREF, xAHRENABERLTGEARTEN
A AEASE 1201 4], L1t 436 MHEAEAS, 765 FHMEAEAR. &
RAZAL A TE ST

& xt GIB2 2 A ¢.35delG K4 13 7], f A A 1188 1 ;
c.176_191del16 % % 29 7], ¥f 4 A 11724]; c.235delC X%
137 |, ¥FA4 A 1064 f); .299 300delAT K74 36 ], ¥4
A 1165 4]; 167delT %74 2 4, B A A& 1199 4] .

4+ 3t GIB3 2L H: €.538C>T % & 134, B A A 1188 4l ;
C.547G>A RAZ 11 4], # A A 1190 4.

4+ 3t SLC26A4 L H: ¢.281C>T R & 11 4, B4 A 1190
#]; c.589G>A K& 11 7], ¥f A Al 1190 f]; c.1174A>ST R%
21 7], %4 A 1180 ] ¢.1226G>A X 4 21 7], % 4 A 1180
fl; €.1229C>T %% 26 ], %A A 1175 f7]; 1VS15+5 G>A
KA 134, B AR 1188 #]; ¢.1975G>C K& 10 f|, B A A
1191 #7]; ¢.2027T>A R4 17 4|, A A 1184 f|; ¢.2162 C>T
RS54, FAA 1196 #]; IVST-2 A>SG BF 120 ], 4
#1081 fl; c.2168A>G X4 47 4, ¥FA A 1154 4.
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£ 348K 12S rRNA 3£ H: 'm.1555A>G %48 19 14,
B £ A 1182 f7]; m.1494C>T R4 14 4], A A 1187 4.

KR R EFLRA Foxt b7 RSN ER, +H
REBFEE, HERFEEREMFEE, HitEH B5%NE
R, ERRGEREE R 5 Sanger M F =M, iR
FAMEE N 20 NREAARHREALGESFEN 100%
(95%Cl: 0.99~1) . B4 BF A& F K 99.9% (95%CI:
0.993~0.999) . ¥ A& E N 99.9% (95%Cl: 0.996~0.999 ) ;
X J Kappa #4T &% 041, 20 NREAL A Kappa {H
A 0.99. ZERFXWHEZIAA L Sanger N7 ik B A B AT A
i — B

b, PR REER RIS (RS TR A
KRB EAE RN EX, EHFENRMELT R, ETH
A RR I, A = B R M RS I R I R B R

M. 7= KU I E

ARG B R ARG R, EEWARAKTELE, AR
T B WA Rk 55 /K 2 KT R

RAEBRMIANAZT % s KT AR, B4 RIEFMZ
A, RTHEEFANGHTGE, TES BULHA S F 3T U
T8 &

jall)
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& e

A R AR A SN B 2 B A AFE 4 DNA
AN BN B EHE 20 MREEALE, A GIB2 L
iy 35 del G. 176191 del16. 235 del C. 299 300 del AT.
167delT, GJB3 I #4 538C>T. 547G>A, SLC26A4 Ly IVST-
2A>G. 2168A>G. 281C>T. 589G>A. 1174A>T. 1226G>A.
1229C>T< IVS15+5G>A. 1975G>C. 2027T>A. 2162C>T,
Fosk ik 12S rRNA 8 m.1555A>G. m.1494C>T.

Al TG T2 N W . A& ERIN S
RREAEAL R GBI, TRENEE T ECARERETR
19 1] 35 T A e IR B9 M — 2 A, A I 2 R A R B £ 5,
wHEHFEL B, AR KA T B S AT
fb, ARMEE R AR G PR 6 B " — A

2. mIs AEH AR EEFT: R AAFENAT

P AR I 77 v B R PR R o B B
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REHINE HFEAN S = KRBT R BIEM. 2B A
BT 5 ORI WA, W E AR RO R
EIATER, 1B (BT EREEEHELH) (EF5KREAF 680
TN (SO AAEMEE A EY (BEXERA&HEER
CHERA%55) SHABTBRENSRENE, &4
SENE, BVETEM, EEFAFTEZT & ETE#—
FREUT I STHERAINR R ETELRK, #
BAFXNIE KRR T EAB R T 28, ENLR
IR D, BB IPRON B EAH RIE R B R,
— BN G R R, B EAE ST & TR E
205 Fils KA 6 s R ARG, 72 T — IR FE 42 Al B 4= 2
I R AR 7T o SRR R AR B e R e e E Rk
b AT R O BB D R B L AR AR
B LI WA REHAT R M. TG R YR WA
fFE CIRAMS WA i KR Je BOR 38 3 D K Tl R IR
WRENER, FMEER, & ERENEE RN E
MERETFHE,

2023 F1 A48

Mt = R LA

20



—H st B EE R R AEFE CATH R
)
LLRE

GRTED Y|

BASK . —THEEHEEERRERMAFE (TR ERIEE)
[R5 ]

9 Afn/
[FHAZ]

AE@ATEERNANEL IFRPARERELA DNA F 4 MEEHEEEXERD
20 PREALA, B35 GIB2 Y35 del G. 176_191 dell6. 235 del C. 299 300 del AT,
167delT, GJB3 A9 538C>T, 547G>A, SLC26A4 LAY IVS7-2A>G. 2168A>G. 281C>T,
589G>A. 1174A>T. 1226G>A. 1229C>T, IVS15+5G>A. 1975G>C. 2027T>A. 2162C>T,
FLZEHIA 125 rRNA A m.1555A>G, m.1494C>T,

AFRATREHEENENZH. AP RORNERRXARSEAMLANEN,
BN BB R TR RAMEERME MNISHAABR A —I5tR, WNERERREESE,
MFBWILHRG, BEAMKEREAMICNTFREAGHTIGE, WNERFEENRKRZS
ARIME—IRA .

HERZMALERIEMALFENT LR, FE 2006 F5% REEHREAMF
WERR, WHEkESE 2780 7, S£EBRKEAN 3%, HF 80 KAHN 7 FUTHEILE.
BESFHEEIL (FER/RRAMENAYME) AOKXT 374, HEIFEENLERE
4 1%0, EERAN SOEESHTERRENERERYN, ETEEFEEE. ¥WENE
FATEEH GIB2. GIB3. SLC26A4 F, XJINEENHIESHERMBRSTHENER. &
AEMEREHENEE. FRRAMEES.

[R50 R ]

RIEAFIE R LS MALRIRITEE PCR R MBS MEMS4), PCR RY 1EE
EEEUNANERFS, HREMSIYE SNP Am LFEMH 1 MRE, HAZEELER
S5GCRERAES, BRAT (107 BHLHE, ERERIMECtHOTEERBATN
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PEAR, FEELEIMIAD B, BT RUREFEFRNES, FXEETRIES T, @il
EERR AT .G H C N5 SR E XM AR5 S B RE M ZE 5 (ddATP=271.2Da, ddCTP=247.2Da,

ddGTP=287.2Da, ddTTP=327.1Da) TJ&H &R FFIHEL.,

[EEHRAERS]
R En % RFBFR A% HE RFE
—REPERFRPRIRE Sk
£ & PCR &Mk 150uL/%& 1%
. K
SUEE TR 120pL/& 1% |Mg"(#BEF). CrESBT), K
dNTP B &4 50pL/E 1% | K. BREZBEZER
D20.PCR 5|98 &%) 120u/E 1% |20 BRERRESY
% & PCR fig 30u/E 1% S1{RE DNA B&fE. Hil
‘ GJB2 : 235delC Z+ 5 BIEFLH
D20 FEMRIE 10uL/ & 1%
DNA, RE A 15ng/uL
7K. GIB2 : 176_191del16 3.
GJB3 : 538C>T &®Z. SLC26A4 :
D20 L= PR MR
10uL/ & 1% | 2168A>G I3, 12S rRNA :
[
AR
m.1555A>G RE A, REA R
NI FE
4.56%10"copies
GJB2. GJB3. SLC26A4. 128
D20 BB iR M 10uL/% 1% rRNA BF4- FUE K ZH DNA, iRE A
15ng/puk
5 o . . K., 8. ZRPEFER G
R B PR 100pL /& 1%
[ivgaN
R JHLEE 3BuL/E 1% | MR REEREE . HOM
r K. TRk, SR, =ZKBESR
FE{RZE MR 100pL /& 1%
N
D20 EHS IR EY 115/ 1% | 20 REERESY
L IFRER 26uL/E 1% | Ko DR FEEZER
RN L B Qu/E 1% | K, B=fE. S/4#. ZRFER
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RAEH% RFBFR A% HE RXFIZA 5
HEHAmEEL. 2-RuZE. —
MAERE. SR MT ISR A0
fi £ 44 B 9g9/#R 1/ | FHBFRHBMAE
SARRFE R E. 3-RBRE-2-MIgFiR.
g S A 96 FL/5k 15k
2- Mg B AR

VE: D AEESRF &R LB S AR DU E R A
2) A& oadi/KOnE, SEKEAK, SRR (FR5:
B R £ 20160260 5, 55 DR-HS-A004)

3) H&FEM: 96 FLIR (ffF] Axygen 2 A1 96 FLICHE L PCR 4R, B85 : PCR-96-FLT-
C), HEAM (ffH Thermo /A A PCREf LI, 17%5: AB-0558) .

4 BEEHAE: RATH AR REAS I R SR O TR B AE R AR B A BR 2
", WRAS: 1.0.0)

QU2 SLYSEpIE D
SMAFNEEFT-2045C SR RFERET =R 15~30C° ; AKX FIEFE L PR iF
BEHETHNEIIAIANA.
AAMEAFR 122K, FHlR 12 XFTRTF 8 MR | REZRAEAET 12 K,
REFR 12 XET1RTF 6 MR | EEFRET, EmEANEE 10K,
HFELE = BEAMKR BN =R BERE.
(& X a%]
1. ¥fTHE RN RS, 25 | DR MassARRAY ;
2. HRRY B,
[ ARER]
1. FEAKE  ShEM.
2. HARRE
SMEASM - AXRME (EDTA Hikk) REARDT 05mLSMEeMm, RETER, BREE
RIME 4 RFRHERMERET 2~8CR T, RN EFRBT 60 X.
3. %7 | SNEMAFARTIF-20+5C 77, BUIUARRECNE 4k, i 6 &£,

(% 777%]
1. DNA #Ex
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RS T 3 B A DR A IR A PR A R A AR B B A A AT (5 BB
£ 20160260 5, 775 DR-HS-A004) $£HL DNA, Hk#AE rT AR X BR 2 U 7] £ 15 B 153t
1T. $EELK DNA 1] B F-2035°CIRA7, A7 RN 6 A H .

2. PCR ¥

2.1 MR RAECH

1) # PCRIAFMIEUH, 25 PCREFIEVK I, HAh KA R Ryl AR AS IR AL
Ho 4% NRECH] PCR RMNAR FR, AR5 i)k [l £1-20 £ 5°C LR A7«

Hay RELARFR 1x (ul)
S E KE ALK 0.80
£ & PCR &M% 0.50
SUHERE R 0.40
dNTPREH 0.10
D20 PCR 5|#1iR& 1.00
% & PCR fig 0.20
DNA 2.00
RNBEREE 5.00

2) £ 1L.5mLPCR & L3+ BT B BFR RECHI AT (8] ;

3) K PCR REZSMAEREMNZHD (DNABRS) | REIBFBANEARINE 1.5mLPCR B,
FLHlAk PCR RAEED |

4) ¥ 1.5mLPCR BEMEIE S5 LES. RY, BEEC.

2.2 BRNAEFRIA 96 7Lk

1) # 3uL /FLESEINA PCR RAREHE 96 FLARMER AIFLA

2) ¥ 2uL /FLEIENAIEN B DNA ##AK%) 96 FLIRAER AIFLA, FEAER 96 FLiREHE ;
3) 96 LIRHMEBIE S LEHRE, BH AFHRE 96 7Ltk |

4) ¥ 96 FLIREERT B

5) L PCROGEHITY RN, RERNEZMHMT

95C° 2 5
95C° 30 b
56C° 30 # 45 #EIR
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72C° 1%
72C° 5 7%
4c° (353
6) RNZERRE, MPCRAYES, 596 FLAR 2000rpm B H &l
3. % dNTPs REZ
31 KRAFIERL, BEHMEEREIKE, HERFTEETRM. BTREHNRNAER, B
SRR IR E - 20+ 5C° R TF ¢

A RRAAFR 1x (uL)
= E KE LK 1.53
B ESE R 0.17
AR HLES 0.30
RNAKRDE 2.00

3.2 13 96 FLAREFLIN 2uL R, MEE, B—3KHAIBR 96 FLIREE |
3396 FLIRMEIE 5= LTS, BoHE AFH(E 96 7LIR ;
3.4 %5 96 FLARBRE B
35 EPCR{UGHTTRE, RIEFMHWT
37C° 40 734

85C° 5 ¢

4c° 35
3.6 REZ®RE, 2000rpm BEASEL 96 FLAR .
4. FE{HR R

41 BREBRNARFRE, REECEREIKE, RERFITFERTRML. R\LNFELR
#, EFEMREER, OT

44y SRR 1x (uL)
= & KE LK 0.619
TR R 0.200
TR IRER 0.200
D20 SEAR5 4R &) 0.940
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SA ! 0.041

RNABREE 2.000

4.2 BN 2ul AR R, INsE)E, e TROBTHI LR 96 FLARE(E
4.3 FAFHEE 96 7Lk, MEIEGHRLES |

44 % 96 FL#R 1000 rcf BEAS s ;

45 £ PCRAGHITRN, REFMHA

95C° 30 7

95C° 5%

52C° 5% } 5 TR ZIOK BN
8oc° 5%

72C° 3 5%

4CRFFo

46 REZERE, 2000rpm BRASEL |

47 GILIOA 41Ul e EXREALK (NG ARNEERNA 50uL) - xE, #—
SKETEIBENS 96 FLAREHE |

4.8 96 FLIRIMEIE S =r L%, Bo5N AT 96 7Lk, BS/F 2000rpm BRE &L

5. R

51 T IREERG UM, RESLEITY XXM, SEFANLE, AR AN514,
T U S A ST A SRR T RIS

52 m Start All B#R, B, FRESTIERIIEER.

53 mii SR FEE/HEN/BRE A, SR RERR L, FRESH BIRE, IR &R 4L
B (Zick 1, ABILA 2) . FAEMBEERRE ;B 96 tRIMEISRAE MTP1/2 AL E,
BAGEEZTANAEN, BEY ShEXERN, £FFERERIAN 7500 BFREmR,
DA EEREARNAFTRIMRER. ARBATCHREEHENRE R, XKEkik.
5.4 ST RIS R, SIS, ARESEN TS ERESMLK (AF—
RAEFRTHE 9g MRS & EEINMAERER, FIA 52mL BEKREHEMAK, AR, B
EE—REAEN, BUEEE, EXKNRERTHED WNHEEENSEXELL
K, EHEKNERESTHIEE. CHIERRIMAMERR, FTRREHR BfgEREEY
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30K, )

55 BRRESHUT :

Sk 275 B P RO S R
ARt A
gy | EREIE @
BERERES 750
REAEERFR (L) 10
FEARMEIR(nL) 12
e i N 20
BARHR 5
B0 RS 5
DHIFRE | BERERERE 5
RS HEREBHENER | O
T SRETIER 2
R O
R (R |
=R | O
ESS AR 0
TOVRIIREI 1 g
S AREE | IR 2 0
B LA @
HTE S B B @
PHRS @
o 7
wEE (C) 14
56 TERIEE, A WAL BERS AR, SR B R L, REAE T
RN RE R, B 96 7UiR, SIS T-20:5CR | BEL EEAEENIE

TERESRART (SR TREFRRER, RENEAEER
RERTCREE#ANBRE 1ZE, KAER.

*®77,

i 30 K), EIBARAEMRT-20+5C°




B iERANUEET.

6. RiERE
6.1 D20 FHMEFHA M AillSs RNy GIB2: 235delC RAZ A& ik
6.2 D20 227 SR A i AN ZE BLR A GIB2: 176_191del16 58484414 . GIB3: 538C>T
RAAGIR. SLC26A4: 2168A>G RAZZIEA. 12S rRNA: m.1555A>G A4 &1

6.3 D20 BHPE 42 i -

R g5 Ny 20 M7 S EF AR

ML 61, 62F163 FERMHE, BMHIERSPFE>T50, EMH SNR>3, BUHFES
TR
7. BRI

FRIE KATHF RS AGI R 48 (A5 DR MassARRAY, | f: J7 M iiik s A R
A RRA T, FEMAES: B 20182220875) BEHLEKME (AT : 1.0.00 HI%dE#ETH
BTy AR BIREASFEAR ) 20 NFE DR A5 (10 1 25 SR 43 L P Ve vy, R S8 (VG IR R AT 45 SR A
Wro 20 ANEERIAL 11 43 i AR AL Sl a0 38 -

HERER 19 HERAER 2 4
R SNP ID R ARG ERE 1 HREA2
+= (Da) F= (Da)
SLC26A4 rs111033318 2027T>A T 4713.10 A 4769.00
GJB2 rs80338943 235delC DEL 4873.20 C 4913.20
SLC26A4 rs200455203 1975G>C C 5048.30 G 5088.40
SLC26A4 rs111033305 1226G>A A 5288.50 G 5304.5
GJB3 rs74315319 538C>T C 5408.60 T 548850
GCTGCAA
176_191del
GJB2 rs750188782 GAACGTG 5874.90 DEL 5930.80
16
TG
m.1555A>
12STRNA | rs267606617 G 6000.90 A 6080.90
G
SLC26A4 rs121908363 2162C>T C 6049.00 T 6128.90
299 300del
GJB2 rs111033204 AT 6240.10 DEL 6256.10
AT
SLC26A4 | SLC26A4 281 281C>T C 6410.20 T 6490.10
GIB2 rs80338942 167delT DEL 6589.30 T 6629.20
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GJB3 rs74315318 547G>A 7026.60 A 7106.50
125 rRNA rs267606619 m.1494C>T 7186.70 T 7266.60
SLC26A4 rs111033380 589G>A 7564.00 A 7643.90

IVS15+5G>
SLC26A4 rs192366176 3 7961.30 A 8041.20
SLC26A4 rs111033313 IVS7-2A>G 8159.40 G 8175.40
SLC26A4 rs201562855 1174A>T 8272.40 T 8328.30
SLC26A4 rs111033220 1229C>T 8714.70 C 8730.70

GlB2 rs80338939 35delG 8793.8 DEL 8817.8
SLC26A4 rs121908362 2168A>G 8904.8 A 8984.7

[ FEEA rE ]

2

20 MIRHNFERERREMAED—NERNES =2 B, SNR=3 B, WRAALE
g, THTI=FHE

RIBERTENEE / B4 RIEERTHE WRESL >3 MHEAEERE (FER
EA 0K, HESHEEESA HFEZHE)  NR 05<ESE<3, NHFTARE
RE, HEBR (BHEWR<05) . MHFEATFER,

Y20 MImFE— AN FERRRERIEE <2 8, BUGZEFEAEFCN.
[R5 SRR ]
LA KT IREA ) 20 AL s 57 o 45 SR R vhr, P A 87 e B A R R SR AR TR oy 28 /b AN U pg e oy
>2 AR YU =/ A U0 1i>0.5 I, U@ 2 A AEAH DL DR R AR, 7 B2 — Dl R
i,
2 K REAS Y 20 ML 5T v 45 R b, iy 6 s S A2 Y R RAR TR oy 28 2D — AN I sy
>2 HRA AU v/ A U 197 <0.5 I, MIRIR A E AN BB L R RAR M, AR AEAR &
HOL IS ] P 1) - i DR R AR AT R

ﬁ

3AREIREA) 20 ARLAE—BLA IEPE R A RE9<2 1Y, EUULREA TR
3.

4 EEBBRLGEES (VWL HEREE. BMEBENE. ARG |
REMRMETAEGTRE. POREENNRENYQEREERS, BAEARNEM
TR A NTREIES.

UKL O R R )
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LAIRFIE R AFARIMEN, 4N R IR R S, R eE R A2 SHBR R B AR

2HARNEREHARSE. LB, EERRFREFTX, HPERAXRBESSBERAMT

ZR | MRRALERRFEFFREIX5H, TREHIRMEMER.

BSARERAFENEE A HMREE R TTERN

4R BARRESREEEEREXNEHAS, R REREHBRETEMREMS.

5X FRAREIL MK ARRBERRFOFEAR, TRELIAY ERERE, BRIEES<2 B,

MAE N AIIEDR

(7= i P e TRtz )

LTREIPR : RPR S0 GRIE N 2.5ng/ul) #4575 42N 100%.

2MEMARE . PSS BRI 25 B3 s NS BI BT, BT PES 28 SR I 45 SR8 e, &

R R 100%.

SN K MET AR KK FIZH DNA 29 5 J2 HoAth BRI 9838 (GIB2

c.512_513insAACG. SLC26A4¢.1804-6G>A. SLC26A4 c.812A>G 7% a. B FEH %

A5 TGS T ALE, AR &S M 100%.

4N B 10 RSN 3 GIERMESH 5, KRR, #5E& %y 100%.

5TILMRE | HAMMBLERE <032mg/mL. HIM=B AL <5%. MAEHKRE
<18mg/mL F$EBRIRE < 15g/mL FIFKRKE KR E <15ug/mL KSEBIRE, HAFIHA

HAZENNER.

6. BERERLRT o B M. MAR. G6PD HRTiE. FRMRE. FERZEEULSEM

RIXFIE AR, TTHRIEFS AR A,

7. XRAARFERNSEHMEZRERNREM S (0 SLC26A4 c.1804-6G>A | SLC26A4

C.812A>G. SLC26A4 c.754T>C . SLC26A4 c.2086C>T . GJB2 ¢.512 513insAACG. GIB2

c.109G>A. GJB3c.250G>A. 12SrRNAm.1503G >A %) IR, RFIERNEE R =

PR IEHR AR B A,

8. NXFIEBRNERATZMUE. AR, RAMCROEWE, FEELZ FAFEITE.

9l RIRE © 7 6 RIFRIAW BRI HENAIN AL MBS MAEAREA 1201 B, Sxftb A%

b, REMSMREFBFEEN 100%. FERFEEN 09.9%. BFAENH 99.9%.
CEEEm]

LARFZEBFAEIMEN, KEAHEFRAEANRBAE, BERIRER.

2ARRFEEWFEA R MM, UL R  AXFIEEATRES, BIERH R SR L.
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3ATEREATEEEANEY R, WAL AREEL MY, R EME AR
TORAR  HANSEZUETRLESEINENED T EETRE RIEFERNHLE. R
AEFUBLERELIE, FARBEMLENFTHERIENER | DERS (FRBEYSE
REEYZEBAAN) f (ETRDEEEH) .
4 KB/ARDIFITELIZII, ARG ABERE REIEEET S0 KT, KRR
ENEIMREATANMSENRSE FEXEMERARIEIER.
SIRERHTBIPHER, MFE. LIER EAYFLE FEFSERBXIE.
(AR iR AR ]

T Loar F pm
[ 2% 3CHR ]
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[EAfER]

EMA/E RN BFR TN IEEREY AR AR S

FFT TNTTEFRAFYAEAXHIELE 6 SE% 2 5 404

BRI

BiE fER

ML ; HRYR

ERRFBMER

BRI

BiE JER

ML ; HRYR

M NSRSV FARR KXW 6 S, 1 St 4 % 401-408 = ; 2 St
1#. 4 8

SRS

[GEfr s HESR S/~ MR ARERES]

(355 BA B ot B # R 8 2 B #1)
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