SIS, CSZ1900358

SRR AR

5

FERPXENR: Z+EEEEEERRTRNRTE
CRATHET B g%

FEmEEEA: F=FE

B iE A BFR: FNtiaE R ARBRB R F

ERAmuEEER

B= 77 AR R AR B I AR L



H X

B AT B 3
e I R R 3
B AR 3
S A M 3
AR B IR 4
— o R L 4
BRI IR . e 7
B RIEER o 15
U & N 5 A S 17
AT R v e e 19



HEAEER

—. BHIEABR

N Tk B A R AR A TR

=. BRIEAER

FMNTEHFHEAT W FLXGELE 65 E % 25 404

=. Kbt

FMNEH AW FLRGELE 6 5, 1 54 4 #
401-408 % 2 B 1B 4K



5 NGB

(=) APRIBHBRRS
P E BEA R RSN &
il
R 4 K A i R A H o
a2k
% & PCR & 1 —EREAAFIRE
150 pb/% | 1%
Vi . . K
AN E IR Mg” (4% F). C1~

120 uL/%& | 1%
(A% F), Kk

dNTP J&.4&- 41 50 uL/ & | 1% | K. MEZEZETR

D20 PCR &|#73&

G

120 uL/& | 1% |20 BT

B 7 & DNA & A F .

i

7 & % # PCR g 30 uL/% |1 %

GJB2: 235delC Z¢ 4 A
D20 FHME 4@ | 10 pL/%& | 1% | Z£FEE DNA, KE A

15ng/uL

K. GIB2:
D20 % i & FAM

Ji ¥ b

10 uL/%& | 1% |176 191dell6 K%,

GJB3: 538C>T &4 .

4




Rl & | |
Rien | A% _[KE #44

P
%

SLC26A4: 2168A>G &
2. 12S TRNA:

m. 1555A>G & & ik,
WE A 4.56 X

10°copies

GJB2. GJB3.

SLC26A4. 12S rRNA £f

D20 PAME Fitsd | 10 uL/% | 1%
AR HH DNA, KE
# 15ng/pL
BEER W& 8| 100 L / " X, AE, —£H
Vil & B R AT

BREH B | 38 uL/E | 1F | AFRMEBEER B, H

A, R % A

100 ul /
FE A 2% 7 IR 1% |4, ZRAFEAHEF
Paran
=]

|

etk o 24

&

D20 ZE 5| #7138,
115 pL/%& | 1% |20 £ EHFHRE A

&
FE i 28 0F R A K. MR EAZE L
26 uL/%®% | 1%
fﬁ @}fg




A& \
R 4 R A & il E
a2k
KA. A%
H, CREEARAF
JRI B A B 9 uL/% | 1% |EEmE®EL. T
L. ZRAAEE.
BEREY R LA
Fit. 2k Mt AE 9 g/ 1R | PHE FR %M AR
N
AR, 3R E-2-w,
7l & Fit A 96 fL./7%k | 175
i R . 2-FlhrE H R
WA B LR B R A BB IR B A B
(B 2 W B 45 )

(=) FoAAg

AP A TR RN ASNE AR A E 4 DNA
AR TR REEN 20 N R LR, B GIB2 +
iy 35 del G. 176 191 del16. 235 del C. 299 300 del AT.
167delT, GIB3 _L i 538C>T. 547G>A, SLC26A4 L+t IVST-
2A>G. 2168A>G. 281C>T. 589G>A. 1174A>T. 1226G>A.
1229C>T. IVS15+5G>A. 1975G>C. 2027T>A. 2162C>T,
Fos frfRk 12S rRNA L # m.1555A>G. m.1494C>T.

AP TREE TR B O W . R R dm il 4

ARF AR RN, FRENEEZEFREETZ
NG



W 90 W AnHEBR B M — 384T, RIMEERR G K E £5%,
WFER Y RB, F e KRR A F R R e AT
fl, AW RFRE N KD i6 e —Ar .

(Z) e EAk

96 At/ &

(W) EFRiEBRE

RGP AT L2 SUALERITZE PCR FFRMEY T
WiFagEM 54, PCR R ELY 3EH-& % S MHAL R B2 7 71,
e JEH 5 M1 7E SNP AL & B 1 Ak, AR 2 A5
a5 AR AL R BRer 48 (10%) BBHOLBK, B HK
OB L Bk ik R B S A e A ATAE A, X BT e m DL
BT HROOKE I F IR RS, I E#ATIOE T, &
HWR A T. Gl CHETEELXMAETERENEZR
( ddATP=271.2Da, ddCTP=247.2Da, ddGTP=287.2Da,
ddTTP=327.1Da) W 1% H EM /)77 HifE K.

= IRERETHE iR

(=) T2RHMH

LEZFEM B SE

RFE i A AR AR AN e 2
E PCR i A2 Wi, INTP 44 . PCR 54,
%% PCREg. #FERERZ PR . BEBRH LB R &Pl . 7€
5l 4. A ERAR. KRB, D20 FH MR 5.

7



D20 % i & FH 4= & . D20 M FE s & kA a A
A e Fe S R 4E

E Z R AR D20 FH 1R & A& GIB2: 235delC X &
e bRy FE R 4 DNA; D20 % i & F M i & 44 GIB2:
176.191del16 % 7 . GIB3: 538C>T % 77 . SLC26A4: 2168A>G
KA. 12SrRNA: m.1555A>G R {7 & 0y fikr, B WiE A
e B &b AR A B A R D20 MR & A AR A b
W 5 B N 20 ML B AR BB AR K 41 DNA; PCR 5141, 2%
S AEEAEBARITEEELNER A AR HATE
AR g 4N Rk R . W IE AR IR YRR B B R
FRorE, 8 3Tl a0 0 b o A SR A R Fe e R BT, T
FEERMBREERFERL S/

2.4 2 i o R ik B R

Sl SE BAERESE . BESE B RNRSH
MATEE WS .

fEM S Rk 23 10, M E 25 AR BT R K
AL SR, 17 f B L AL Bl 52 R e 4t FE A4 DNA ] &
TRk, 6 4 m xR R R A Bk DNA Ao g A A A 2K 3K A
DNA % # NBOR &% &1 ik; HESF & 104, 24 34
A A B B Y 20 ML e B A AL A A AR SE R4 DNA
B &1 R 4 5] B 2 R AT A et A AR L E 41 DNA #1 & T
B, 8 BN eAn M v Bl A e A2 R T R R A A AR AR

8



12 DNA %] &1 i s Rl IR 5% 23 4, #3727 d
A AR R XA, Hd, 15 E A G KT e
1 25 4 DNA ] %1 a2 i 274 A ZE 4 DNA FaAd

o B ) 5% A 4 ofn 3K K 41 DNA ] 4T i, 6 40 i xR ey 2% 4 A
J b DNA A0 27 A ALK % 3L 20 DNA ## IUH 1:1 B &4 &
M, EARSEEIN, dxt i ry AR R %8 A Ik F A
DNA | %1 ik .

RAlEE S 2 wlHERERf 1 0 FMERE,
Mol oy Bl P, D20 MR Sl — 2R E W
GJB2: 235delC &R X FH 4 DNA 415K, D20 %1 & e 4%
JUAE e B AL B AL, TP AR e R S SR [ Y 20
AL B A ALY 25 TR 4 DNA 4T k.

(=) AL ERRBRRHR

B IR AT B R BLAR R BB 58 |6 - £ E PCR B
EW 1t PCR ¥ &4k 1k £ E PCR Bl 4 E . hiusk
B 98 b B e JF B e RO A FE R RN R B e R B AL .
R ZEw 5| Ay B JEMR AL R A BT B AL RN
(B2 7 R AN TR =D < R i LR ol 28 O
WOCH O KB E A HARKAED HRARE. REKZH.
BRERAENIHR . RERRNAEL. LHERNHAZ
R

ML, RAHE T RENREKR. HiEA

9 _—
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RERANEFRANKAGNEEEFT L NHARER, BT
THRENETTZ.

(Z) FHtaeits

KERAOMUREEEAE. BEE.EEM. 2
s 0T 3 DA RAZ B 47 BUA T By 1 BT i

1 EH P %

R e e S e T Y G B 1 A/ Rl
S Xt A AR A e i LA AT AR, A A5 R A
FE M FF % 100%. [REAF &3 100%.

2. W% K

FEZATIE . H . AR B U A Atk a4 R R
T A R OE AR SE FIALAL bR A P = R &kt
ShE AR (B@m A REERNARRLRA) HATHRIM,
R M FEW ANOVA 2B EM P HAT
0.05 L NP AR A, FF6FHK 100%.

EEMITREY, FIFAEERANE LA ES AN =
A ENHHEASMEREN INEERSLRHATEEL
Ml 10 K, M2 SRR E A A dhE E 2 R R E R
HLE B RE R AR E R

s RAERKE P, W 3E AEEANA B4
PRI Z R B ANE AT E E R 3Kk, =AMk

2

o

~— 10 —



Fl X ERHATEL Z KNSRI A AR, 25 RA
&% 100%.

AR W RO R, FiEAEE AN
7l DR MassARRAY - i # 4 & = 1y Z XA & xTF B =
B ARAD T TR R B AT e 4N E I SH AT EE AN 30k, = ANk
Rl & R#ITEL Z RN ERH AE LA Z], xR
4% 100%,

3. AT I

B3E AR R A& xE A N TR BB T
i (Bazk. W=, haZd. #EZmfAxEE) &
SR A (R R E R AR ROR EACEIRE ) R
) DNA 7E& BALAE Et4THh. EREFSFEAFEOE
B <0.32mg/mL . H il ZESARR th<5%. drir & |k E
<18mg/mL Fu4% E % ¥ <15g/mL F0 /7 K+ B % FE <15ug/mL
B B B A T AR &l &R, ARl
3t B A% DNA K E (2.5ng/pl ) AEA By b 45 2

TERE R T AR B IR R KRR T A RAF
BRI S A T = RN B A E AR U R K
BEATFHEARBETHO R (BaR., Hl=f. fa%k
B. #EFMMAFE) WERFTEERIN 3K, KA
& 7T DLV A U AR AR R KA, SN A A AR AR R
R E<0.32mg/mL. H ik Z B th<5%. MmaE @ RE



<18mg/mL. % %& & ¥ <15¢/mL Fuff k& £ <15pg/mL 3 B
A BT, B R Bt ik DNAKRE (2.5ng/pl ) A A b
MER,

GIB3 R T AW THITMEF, Hik AFEHRAE
MR MNT ARBERETHY R (ELx. Hih =8,
WaEE. HEZAMAFRE) BTHRER (RNREANEF
BN 2 ] GIB3 H&EIERERAMMEINAE 2 MAFAR) 1EE
HLZ& DR MassARRAY E#ATHM. R ERLHFRFHEL
% W E<0.32mg/mL. H il = BEARAR th<5%. M1 & E Kk E
<18mg/mL Fo%t B £ E <15¢/mL Fo I K + B % <15ug/mL
By 36 B AR, AFZR A & GIB3: 538C>T X &L 4k &1k An
GJB3: 547G>A R ARl 1 & ik T .

4. A H R

BAGK M RAPfE, #IEARET 3IAWREHE AL
240 DNA, 334N JE th DNA BEAR ST E £ 4 10 K,
W EL A 10094 H 2 0 A IR B A A IR

TR PR E o, o IF AR AR PR = XA
SRR 2 B AR IR KT8 23 40 MU IR &% & AT
ol AR AR B A R SF &6 % 4 100%.

PR LB RN RIFEE, FFACHESETH=Z
AR B XA 2 B AR M PR R KT8 4B L (i

M2 —



B N S B A 58 A A o L 3% A7 RO AR AR ) AT,
M ERE T HNENAR], FRTEEN 100%,

5.3 BUR A & RE AT 5T

FARBR G BUA A A A %5, B E AR Il IRAE AR FAT
3 TR )T RAZ B AR BB AN SR B B, s I T b
FIPT1F DNA MR AR %R, R4 <) N Tk sme
W1 BN AR A TR A B B A% BR A B AR A T AN 1
By BLE 4R UK A

6.3 b 1% &L B AT

(1) BRIFI5 47" A& 1 V] B M T

AT BIERA AR E TR R, FIEAEY
WENL AR ERAGERFSEAKNEERIL, £F =K
Y B A B A LA By K R e BOR A AT IZ B 32 X, {8 i 4
A ZHIRFE TR, LHRFRRARIN &S 2E
IR 7T 3.

(2) AH AR 25 R B9 5T

FERRIEAR M 45 R I IE VA o, HF AR LA 1 =
X ) & 4T GIB2: 235delC % SLC26A4: IVS7-2A>G K&
8 &R AR SLC26A4: IVST-2A>G B 4 A AEARHAT
R, AR A I TR IANAL 5, — SR B
I AT 0 By 25 R ) R IR R

(3) FRFEMR (KR ) LR X753 5%

13 —



FRERER (KR LERAXFRFET, FIHEAE—A
B T 4 B B BT e s R 3 5 A R B = A
SHATRM, RMERDTHAMENRF, FEERCE )
FL 8] A 2 B AR M 45 R A X5 %L,

(w9) FadkRler{a

7t F 20 MR B4 A (GIB2 Ly 35del G.176_191del16.
235 del C. 299 300 del AT. 167delT, GJB3 _L#y 538C>T.
547G>A, SLC26A4 LBy IVS7-2A>G. 2168A>G. 281C>T.
589G>A. 1174A>T. 1226G>A. 1229C>T. IVS15+5G>A.
1975G>C. 2027T>A. 2162C>T, Fu# prik 12S rRNA LEH#y
m.1555A>G. m.1494C>T) , HIE A % XA TAE AL
% (receiver operating characteristic curve, % ROC 4 )
i R AR I 5 R B9 e PRAF A R [E AT (. 2 20 AMu
BB AR R R B & D> —AMIE R IE E>2 B, SNR > 3 B,
WA A &R R, WHATT—FHR: RER LR E(EEE
RIEGAHATH E, wREFHE >3 NHENGERE (HA
AIEEHh 0By, HIEFHPEALE K, WFGZHAE) , W
R O5<EZ <3, MHAmARERE, BMFEL (52w
R <05) , M hErAeA,

A B e R P F) T B, A3 B R & ke B e A £
B I JRAF AR AT A . A0 £ 2R 3k W 722 S By TR S BT (L i v
B WA U 58 B Y B 20 AN R BB RABRA,

— 14 —



(Z) RRHFRL

HIE AR ity LR AR R . THRAR A M. R
M. AR UREAREEH#AT TR, FE T EEM
AT AP B B AR A R R A7 B T

HRERLY: mMNRAF &M F T-2086°C; S HAMNE
A T %R 15-30C; KA EEU LFTABERETHNA
B K 9NN .

ARIRF & IR 12 K, TR 12 K e 7T AR 8 A 5
RE BRI 12 K, RERE: 12K 6 T RAE 6 M H;
R R T, et | A A 10 K.

MR WA R R, EDTA it % & 4N E A At
KB F 2~8CHRAT B 7 LR A 60 K, 7E-2035CFR A it el A
RAE 64, RBABFME 4k, SNEAMEI N DNA #
KEF-2045CH LPRAF 6 N A .

=. IERTEM R

AR R R 1 B2 A K 2k T R A0 MU VE T 4
AFEH TR #ATFIF., #iFALE NEHKFHE S
ZER. IMTE-ARER. S NTELILEET FO.
ZHAE—ARER. WREE - ARERMT LAY A
il 2874 BB e 2 8 s KRB A T & T e R 3. e AR I 30
KRAEGRAN G X T E AT R R, FAFZRF s
M ik

=5



AR R e 09 3 R ABE N e KT AR R
B2 Ik R AR U A B 0 WY B R DL RO B R S AR
AR, RAHREFAFERAAEHRT T EN
A ARG 1201 4], 3£t 436 FEMEAEA, 765 AR, £
RAAL W TF I AT

£ttt GIB2 # [H: ¢.35delG R % 13 f], 4 Al 1188 #l;
c.176_191dell6 X% 29 |, #FrAA 1172 f]; ¢.235delC X%
137 6, EA A 1064 f7]; ¢.299 300delAT K74 36 ], A
Al 1165 f7]; 167delT %42 2 4], 2FA A 1199 4,

4+ 3t GJB3 L [F:¢.538C>T K4 1344, B 4 AV 1188 14 ;
C.547G>A K% 11 ], 2 4 A 1190 ¢,

£t 7t SLC26A4 FEH: ¢.281C>T %747 11 47, B A A 1190

# 3

)5 ¢c.589G>A R4 114, B A A 1190 fl; c.1174A>T B4R
21 5], AR 1180 #]; ¢.1226G>A R4 21 |, ¥f 4 A 1180
Bl; ¢.1229C>T R% 26 ], #AA 1175 f]; IVS15+5 G>A
R 134, FFAA 1188 f); ¢.1975G>C K& 104, B 4 A
1191 4]; ¢.2027T>A R4 17 ], B 4 A 1184 f7]; ¢.2162 C>T
K54, BFAA 1196 Fl; IVS7-2 A>G X% 120 4], %4
A1 1081 f]; c.2168A>G R% 47 4, ¥ A& 1154 f7],

A 334k bR 12S rRNA 2 F: m.1555A>G %747 19 i,
4R 1182 f; m.1494C>T R4 14 4], EA A 1187 4.

M6 —



KA WKKZEEZGERN ot T EORNER, &
REBFER HERFEEREFEE, HItEHL B5%E
fE R, KRR E R TR 5 Sanger M7 i, iR
FAAEMEE N 20 MNREMLAHREALFSFE N 100%
(95%Cl: 0.99~1) . EfEBfFE&FH 99.9% (95%Cl:
0.993~0.999) . E.fF 4% % 99.9% (95%Cl: 0.996~0.999 ) ;
K Kappa #ATHITF 2, 20 NERALEH Kappa 1
A 0.99. HEREZWHEZIAA L Sanger N7 ik B A BAFH A
M — Bk

b, SR REERRBEIHES RN BT A I
KRB AR RN EX, EAFLRELT &R, ETH
A R IR, A P e R B 2R AR R R K

M. =g KU | E

ARAE B E ARG B AR, EE BOARKE B, AR
% LW ARk 55 /K KT A,

RE B ROANZ T Bz s A TS, B FRIERMRE
A, RTHEERANEHHE, TESBUH S F 3T U
ANERSY

1. & A e E:

AR5 T RSN ASNE 2 AR AZKE 4 DNA
HANEEN T AR EE 20 N RE{LE, €4 GIB2 £
iy 35 del G. 176 191 del16. 235 del C. 299 300 del AT.

N7 —



167delT, GJB3 L # 538C>T. 547G>A, SLC26A4 L+t IVST-
2A>G. 2168A>G. 281C>T. 589G>A. 1174A>T. 1226G>A.
1229C>T. 1VS15+5G>A. 1975G>C. 2027T>A. 2162C>T,
Aogg FIR 12S rRNA _E# m.1555A>G. m.1494C>T.

A THREEFZNHB O, K7 BHRNER
REZ AR, TRENRZEZEARERETR
1] B9 2 W An e iR B ve — 3547, AR R IE R B A 5%,
R B, F N KR R AR F R GRS AT IR
i, WM RAAFEN G IR Y Ia e —hrvk.

2. M EH R REREESED: S RRARFNET
T e T A R IR R R R

18 —



ZETIEL

A7 &N TE RSB R A, RIE CEIT B
WEEELAGY (EHFRAE 680 F) . (RIMDBTIRAE
MEEpEY (REXERGREEEELERALEST) %
MK ETT BRGENEREME, 2 %8 iFARRHEMF K
FRH#ATRZATN, F RSB GET 2. AR ER, /4
SN AT, BUCETEM, ERFEAFTEZS R LT
Fit—FREUT I LTFTHEEAANRTMLAETENL
Wi, HIEARKHERABTAHRAESE T AHMLE, BN
AL IR, AW A s R K,
R — SN SR AR, B HEAEZS R LT E
W&z D 5 KGR0 e KA AE, & T — K2 4E At et ok
2 PR T A S R R A B R e AR
W G bR I RO e ] B D B R R . B Bl R T
SRR T EAAMEREHT R T RERAE
R A KNS B A K R R I BOR 48 SR Y & % Fifs
PRI E R, JFMHIE &, i B AR o & s R AL
WENERETFEE,

202341 A 4 H
Mt = &

19 —



— e B E R R AEFE CRATR R
2
LGRS

(GETES Y|

BAEK . —TIEEMHEEERRERMANE (CCITr ERiEE)
(SR ]

96 A3/
[FHAZ]

KERATEHRNASNE L OFARPAERLA DNA F 4 MEEHEZERXEED
20N RENLA, B35 GIB2 LAY 35 del G. 176_191 del16. 235 del C. 299 300 del AT,
167delT, GJB3 LAY 538C>T, B547G>A, SLC26A4 Y IVST-2A>G. 2168A>G, 281C>T.
589G>A. 1174A>T, 1226G>A. 1229C>T, IVS15+5G>A, 1975G>C. 2027T>A. 2162C>T,
LA 12S rRNA £ m.1555A>G. m.1494C>T,

AEEBATEEMEENEDSE. A= R0RNERRXARNERCANEN,
BIEANBER DA REMEEMEMNISHMARRIE— i8R, WNERNHRREESX,
MBWILHRG, BEERREREEMICNTFREAGHTIEE, WNERAEEARRKS
ARIME—IRA .

HERZMARERIEMALFENT IR, FE 2006 F5 ReEKEAMF
WERR, WHEEE 2780 7, HEEREAN 31, HF 80 KA A7 FUATHEILE.
BESEHEE)L (FEFEREAMENAYME) AOKXT 3, FHEIFEENERE
A 1%0, BEEREA SBESHTERREHERERN, ETEEEEE. ¥IWEHE
FATEEH GIB2. GIB3. SLC26A4 F, XJINEENHIESHERMBRSHENER. 5
AEMEREHENEE. FRRAMEES.

URre R 2 ]

RIBAFE RN LS MARIRIT LT PCR R MY B MEMSY), PCR REY EE
EEEUNARNERFS, HREMSIYE SNP m EFEMH LA NRE, HAZSELIER
5CRERAES, BRAT (107) BHLHEL, ERERIMECHOTEERBATN

20 —



PEAR, FERELEIMUD B, BT RUREFEFRES, FXEETRIES T, B8
EERR AT.G HI C N5 SR E XM AR5 S B REB A ZER (ddATP=271.2Da, ddCTP=247.2Da,

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

[EEHABRARS ]
RAEN % W BFR A% HE RFE
—RPRFEPRERE. Sk
% & PCR &M% 150pL/& 1%
. K
SEE TR 120pL/% 1% |Mg"#BF). CHESBT), K
dNTP R &%) 50uL/& 1% K. BREZBEIZER
D20 PCR 5|¥15E &%) 120uL/%& 1% 20 WELEHBRIREEY
% & PCR fig 30ul/E 1% E1RE DNA B&Hs. Hil
‘ GJB2 : 235delC Z+ &5 BIEFLH
D20 PEM FiE & 10uL/ & 1%
DNA, RE 4 15ng/pL
7K. GIB2 : 176 191del16 3.
GJB3 : 538C>T &®Z. SLC26A4 :
D20 AL =AM RIE
10uL/%& 1% | 2168A>G . 12SrRNA :
[}
AR
m.1555A>G RE A, REAR
MK FE
456*10°copies
GJB2. GJB3. SLC26A4. 128
D20 BB iR M 10uL/%& 1% rRNA B4 FUEEZH DNA, iRE A
15ng/pL
o Ko S, ZRPEGER R
R B PR 100pL /& 1%
[i7%2N
R JH{LEE 3BuL/E 1% | SR REEREE . Hm
X K. RSk, S, = RBER
FE(RZE IR 100pL /& 1%
N
D20 FE{HS ¥R S 115uL/% 1E | 20%XBEZERESY
LR ER 26uL/ & 1% | K NREEEZER
R L B Qu/E 1% | K, B=fE. S/4#. =RPER

2] —




RFAEH % RFBFR A% HE RKFIZAH
BRI, 2TRNZE. —
MAERE. R IER A0
fii Eh 454 B 9g9/#R 15 | FEE AR
SRRFIE fERTE. 3-RBRE-2-MIgFER.
g A 96 FL/5k 15k
2- Mg B AR

VE: D AEAES RS LB AR DU E A
2) A& aiTK OnE, Sk KEANK, SRR (FR5:
B £ 20160260 5, - $5'5 DR-HS-A004) o

3) HAFEM: 96 FLIR (ffH Axygen A &1 96 FLICHIL PCR ¥R, B85 : PCR-96-FLT-
C) , HHOME (#H Thermo /A &) PCR & i, 1%%5: AB-0558) .

4) BEBEHAR: CATH (AR RERL I RBREHLAE O TR B E R AR A TR 2
", BRAS: 1.0.0)

(R AR ]
SMAFNEEFT-2045C SR RFEREFTER 15~30C° ; AKX FI 7 PR iF
BFHRETHERE A IR,
RNRFIEAFFR 12K, FHR 12 RETIRE 8 M | REFRCREABIE 12 K,
REFRR 12 XET1RTF 6 NB | EEFRET, EmiEANET 10 X.
HFEE = BAMKR BN =R B ERE.
(& A{zR]
1. kTR RIER N AR S, ES | DR MassARRAY ;
2. HRRY B,
[#AZER]
1. FEAKE  ShEM.
2. HAXE
ShESM - AXRME (EDTA Hikk) REARDTF 05mLSMELM, REFTER, ZREE
RIME 4 RFRMHERMERET 2~8C1R7E, REFHEFRBT 60 X.
3. &7 [ SMNEMAFARTF-20+5C 7, BUIUARRECNE 4k, i 6 .

(%7751
1. DNA 385

NN\Yo




RS T A B A DR AR R A PR A R A R AR B A A AT (T B
£ 20160260 5, 775 DR-HS-A004) #2HL DNA, HAR#E:E AR A% B HE O & i B 153t
1T. $EELK) DNA T & F-2035°CIRA7, A7 A 6 A H .

2. PCR¥ 1

2.1 T RECH

1) # PCR IHUH, 25 PCR BEIEVK I, HAh IR B 3 U5 RV il AR IEAS IR A%
H, % FRECH] PCR R MK F, AR5 ik ] £1-20 £ 5°C LR A7

Aoy R AEFR 1x (uL)
= R E K 0.80
£ E PCR &R 0.50
S|UBEE TR 0.40
dNTP SR &4 0.10
D20 PCR 5|#& &4 1.00
% & PCRi§ 0.20
DNA 2.00
RREGRZE 5.00

2) £ 1L.5mLPCR & L3 BT B BFR R ECHIAT (8] ;

3) K PCR R BAERMNZAS (DNABRS) | ZEIBFAFHERIE 1.5mLPCR EH,
FoHl Ak PCR RAREHD

4) ¥ 1.5mLPCR BEWMEIES=8 LE%. R, BN EC.

2.2 BRNAEFRIA 96 7Lk

1) #£3uL /fLASEINA PCR RAREME 96 FLARMER AIFLA

2) % 2uL /FLEIENAIEN B DNA A% 96 FLIRABR AIFLA, FFABER 96 FLiREHE ;
3) 96 FLIRMEBIE SR LEHRE, BHH AFHRE96 7lik |

4) ¥ 96 FLIREERT R

5) L PCRIWHITY RN, RERNEZMHMAT

95C° 2 5
95C° 30 #
56C° 30 # 45 #EIR

N3



72C° 1 534h

72C° 5 74

4c° *®TF
6) RN4E®RE, M PCRIUEH, & 96 FLARk 2000rpm BEES L.
3. % dNTPs Rz

3.1 BifFE Y, BEHLEREIKLE, HEeRFTEE Tk, M TIREFREER, B
SR FIALE - 20+ 5C1R 17

izhos) REARFR 1x (ul)
= & KE LK 1.53
RS E R 0.17
AR HLES 0.30
RNAERDE 2.00

3.2 16 96 FLAREFLIN 2L 4KFR, MSEE, R—3KFTAIEE 96 FLAREHE |
3.3 96 FLIRMEIE Sar LSS, BHM AFIRME 96 FLIR |
34 ¥ 96 FLARBRE I
35 EPCR{UGHTTRE, REFMHIWT
37C° 40 534

85C° 57

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

41 %R TGN, REEEEBREKE, ReRfTERTRL. RE\EQNER
#, EHEMRREER, OT

44> BT 1x (UL)
=& KE LK 0.619
AR R 0.200
TR IRER 0.200
D20 TR [¥R &Y 0.940
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SNA ! 0.041

RNBREE 2.000

4.2 BN 2pL KR, INsEE, SRR BRCRE 96 FLARE(E
43 AFZRE AR, WEESGHLES

44 3% 96 ¥L#k 1000 rcf RSB0 ;

45 £ PCRAUGHITRE, REFMHA

95C° 30 7

95C° 5%

52C° 5% } 5 1B 40 &3
8oc° 5%

72C° 3¢

4CRFFo

46 REEZERRE, 2000rpm BRASEL

47 GILIAAN AL IS EREAMK (SR 2EIRE A 50pL) | MxfE, #—
sk AN 96 FLARE 1 ;

4.8 96 FLIRIMEIE S =r L%, B AFI={E 96 7Lk, JBRS/E 2000rpm BRE &L

5. R

51 FIAREERG G, ZESRITIXG SFEFEANNE, HFABZIRMETBNSIY,
U S A S A SRR T RIS

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

53 Rii SR FEE/HEN/BRE A, ISR RERR L, FHRESH BRE, 1R &R 4L
B (Mhich 1, FiLiEA 2) . FAEMBERRE ;& 96 IRINEFRHE MTPL/2 IRLE,
BRAGEEZTANAER, BEY ShEBXERN, ERERERINN 75uL BFRAEmR,
DA EEREARATRIMRER. ARBRAECHREEHENRE R, KAKR.
5.4 ST RII/EFEE R, FTHMAEE, ARESEN TS EREL4MLK (AE—
RAEFRSAE 9g MRS & EEINMAERER, FIA 52mL BEKRELAMK, AR, B
B REAER, BUEEE, EXORERTHED WNHEEENSERXELL
K, EEKNRESTHIEE. CHIESRIMAMERER, FTRREHR BfEREEY

N5



30K, )

55 BRRESHWT

Sk 275 B P RO SR RS
ARt A
gy | EREIES @
B BAEIRTS 750
RIBEARER (L) 10
FEARMEIR(nL) 12
e i N 20
BARHRE 5
R 5
DHIFRE | BEMEAERE 5
A EREBHEMNEE | 0
T ChETRRRA
s — R - O
R PR |
SRR | O
S AR 0
FOVRIIREI 1 @
S ARER | IR 2 0
B A @
BT B B AR @
PR @
o @
wEE (C) 14
56 TERIEE, A WAHLBERS AR, SR BESE FRL, R AE T

AFEEHNRE 25, B 96 FLIR,
FERESRAFRT (AT REBRRER, REHNEAEE
RERTEREEHENBRE R, XAER.
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S EAE

SNhg

BERNFE
i$ 30 X), Bl iR R T -20£5C°



B iERANUEET.

6. RiERE
6.1 D20 PHYEG 45 bt - Al S5 BBy GIB2: 235delC JRAZ AR & ik
6.2 D20 2207 SR M 4 i KGN ZE BLRE A GIB2: 176_191del16 58454l & 14 . GIB3: 538C>T
RAAEIR. SLC26A4: 2168A>G RAZAEA, 12S rRNA: m.1555A>G A4 & 14

6.3 D20 BHMER 2 5 -

R g5 R 20 M7 S EF AR

L 61, 62 %163 FERBMEE BRHIERSHFE>T50, EMH SNR>3, BUHFEE
TR
7. BRI

FRIE KATHS R] SRS R 48 (A5 . DR MassARRAY, | f: J7 M iiikEsAEMH R
WA RRAT]L, FEMHES: BN 20182220875) BEHLEME (AT : 1.0.00 HI%dE#ET S
s 45 BUAEANFEAR T 20 AN DR A7 a5 6 o it SR 43 AU [ e gy, AT 5 2% (BT LR AT 45 SR )
Wro 20 AL £ 43 AR BB Sl an 3R

HERAM 14 ERAE 2 4
HE SNP ID R A5 HEREA 1 HEREHR2
+= (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 5488.50
GCTGCAA
176_191del
GJB2 rs750188782 GAACGTG 5874.90 DEL 5930.80
16
TG
m.1555A>
12SRNA | 5267606617 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
GJB2 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 N 7961.30 A 8041.20
SLC26A4 rs111033313 VS7-2A>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

[ A AT E ]

2

20 MIRHFLERRREBIAED—NENES=2 B, SNR=3 B, WAL
&, THTT=FHE

RIERTENEE / B4 RIEERTHE, WRESL >3 MHEALERE (FER
B4 0By HESHHEEES A, hFEZHAE)  NR 05<ESLL<3, WHFTARE
RE, HEBR (WHMEWR <05) |, WHFLAFER,

20 MImPE—MAME AR R REEEY <28, BUOZHEARFEHRN,
U045 SRR ]
LA KT IREA ) 20 AN s 5T o 45 R R vhr, - P A L B AR R 7 SR AR TR oy 28 /b AN I sy
>2 B JRAR YU i/ A2 Y0 1i>0.5 I, U a2 A A AEAH DL DR R AL, 7 22— P )l R
1.
2RI REAS Y 20 ML o7 vl 45 R IR b, i 6 s B A2 Y R R AR TR oy 28 /D — AN I sy
>2 H AR Y U e/ AR Y0 1 <0.5 N, IR iz A N BB B AR, AFEARGI&E
Hor IS ] A 1) - 5 DR R AR AT R
3 A RMAEAN 20 AL iR — AL B A B R R R =3 <2 I, B UGZAE A TS
b
4. BHEERKIZHER (WUSHIZAERERE. AYBEBEME. BORED) | TRE
REMENVERBTRE. FINREETNIRENEEEIREERE, IEFRARNEMN
HITREEEMNRERS.
R0 i i R PR A

ﬁ
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IAIRFIE R AFARIMEN, 4N ERNIRR S, PREEMME AT THBR R FI R AKIE .
2HARNEREHARSE. LB, EERRFREFX, HPEAXRBESSBIRAM®E
ZR | MRRALERRBEFIFREIX5H, TEEIRMEMER.
BAREARHFENSEE R A E M REE R TTERN
43ZFE@BARRESREMEEREANEHAUS, R RENEHRETEMREMS.
5 X FRAREIL MK AR RBRERRFOFEAR, TRELIAY ERRRE, BIRIEES<2 B,
HAEFRNAIIER

U= M REHR AR ]

TREPR : R PR 2% i QIR 2.5ng/ul) A IS I A LS, 754 %N 100%.
2MEMAIE: PHMEZ AN 25 B3 et RS I B, BT ES 28 SR 45 SRS e, &
W AERA B Y 100%.

SAEFE . AT A A N SRFE R ZH DNA 255 i [ HoAh i [R 9848 (GJIB2
.512_513insAACG. SLC26A4 c.1804-6G>A. SLC26A4 c.812A>G 7% a. B JEH %
A5 FHAI S RN E, AR &S M 100%.
4N B 10 KN 3 GIERIESH 5, KRR A, #5620y 100%.
SFMMELE | HAMBLRIRE<032mg/mL. HIM=B&RIL <5%. MAEERE
<18mg/mL MEEBFIRE <15g/mL FFKKERE <15ug/mL FSSEEIRNE, HATILAE
HAENER.

6. BAERWR LR o, B MAR. G6PD BT fiE. FERERE. FLREE MRS E
RIXFIE AR, TR RS HARR B A

7. RBARFERNSEHMEZRERNREMS (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. 12StRNAM.1503G >A %) HIREAR, RFIERNEE R =
PR IEHR AR B A,

8. RXFIERNERAZMUE. AR, RAMCKRHTLW, FEELZFAFEZIXTH,
9IEFRIRG : 7 6 RIRRIXI R ALFENAINE L ME BASMEEAEH 1201 6, 5XLETTE
b, REMSHREFRFEEN 100%. FERFEEN 09.9%. BFEEN 99.9%.
CEEEm]

LARFIERFTAEIMEN, KERHEFRAEANRBAE, BEAHRER.
2ARFEEWFERA KRN, UL R  AXFIEERATRES, BIER R SR,
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SATEBRFATEEMBENEYRE, RNHANANRERFERMEYR, BREMEIRAK
THEEE | HARNAERNATRIESFINRNEDZEETRE, RIEPEANHE. |
AEFUTENFLE ., RAREMLRIBAHERRENER | DER (BERHED
WEEYZEBALEN) M (ETRYEEEHE) .

4 LB N RAFFATE WY, PSRRI A BEE, RRILEIET80 XitfT, KR
ERNEIMERERET NSRS, SXEMERARTERXXER.
SEEREGHIFER, MFE. THER EFYFLE FEFEEXBEINE.
(PR R

(N |
O " (o A

Togm ologr B g
(5% 3R]
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EMAN/E LW BRR L TINTEREYEARRDERA S
FRr  TNTSFRAF LA L 6 SE%R 2 5 404

BRI

BiE JER

Mk ; HRYR

EERS BB

BRI

BiE JER

ML ; HRYR

it L TNEFRAS AKX BRI 6 S, 1 St 4 # 401-408
1#04 #

SRS

[GEfr iSRS/~ mBRARERES]

(355 B Bt B # R 82 B #1)

=2 2%
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