. @"-”l AL ADEMIE
B HIH BLTE

FER A BT

PUKREMESE/N\ER TR

Al 518000

B B GARFRNERISAREREAARBL S THE, AXRAAERETAFEMICT RAXZERE (d= ACTCL.
ACTB. MYOTA %) RE G5k AR F % (non-syndromic hearing loss, NSHL) &95FAuhl, EEEKFMNHEE. PURE
B RR AT LM ST XAER, STRZARSE. KRG FRAREZARE T IBELR .

XA WA R AN EE mER WHEG ; ILRES ; AR

AR tH 5 1A S B B, RERHE AT 4.3
FC NGB0 LASCEAA T T 0%, 4t
N 5% PA Lo 2 60% 1) 5% R A% B2 AT A PR T2 A% ]
BRI Y S B R N AL
#E® (non-syndromic hearing loss,NSHL) F%E&fiE
M (syndromic hearing loss, SHL) ', HrhiEgaiir
RIH 2 B A H 2 70% 7

4 nik, HEio% e hEd 150 M55 E
TERSE AR DG MR DR, 9 ] 5 DL 10 B i
GJB2. SLC26A4. ZZkifk 12srRNA. GJB3™™, L H
FBEBUREE T M AR, BURHLEL S A AR

Wr T A R R 9 H B A AR, i H
FRULIT J335005 % MR BT 42 BT AR BN T ™,
TEEBASREAE 242 1 BAN R AT 0k 2 B L E RS, I
HLIRAE B PRATI IR R B AE F A0 o AR SCERIR 20 1 22
FH O EE (I B R/ NSHL AR A SOR AL, 82 30 AR 5 3k
J&, CSAIG RIS 5 Z i se R A5y .

1 Az B X EE

JUVE) 8 R — Bl 2 A AE T B A B P 4
HRER, W LRIVE & E g0 480 R 2
5. WHASWEREAA T NI E A GmIDEER, [
ACTAL. ACTC1. ACTA2. ACTG2 Jz ACTB. ACTGl, | {Z%
SUME SR EIR . MR R 5 IR A )
CSUN N

1.1 ACTG1 55 ACTB

ACTG1 4wt v - WIZh&E A 1, H RN LB
hEARMRENE, SENURE FohakEg Y, 51K
DENA20/26 43R & 2% ", ACTG1 Al ACTB B A B A58
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HAREAAETU AR M. ACTB il B - WIEhE A, H
HFEHEAMEREZHYIMR, W p. Argl96His 5
p. Argl96Cys M &k i 17 25 & 4iF (Williams syndrome
) MR HZ MR TRARAT 1, HAR 7 R F- LB A
11550 5 I Eh B AR shde M

1.2 ESPN 5 TRIOBP

ESPN & A 4w s 8 I AC kR B, A2 N H- B 41
SIARLBRITE R dERE, (EREEAT S LARLT B EAR L
TR e B E /e M . H %485 DFNB36 Y,
RIUNETERWZ. TRIOBP it A5 F- ALzhE AW
ARGE M YEFF R 2T B e, kR 52 DFNB28 24 5 R 1
#.

1.3 HAh iz & A

ELMOD3 #% 1A 4 4% DFNA81 FI DFNB8S 1 £ % [,
HRA 2 SO B NS B R0 B 52450
SH ;s RDX S B [ € # 4F B RIAE M, 5 DENB24 #H 2%
DIAPHI #& DFNAT R E0m 5L I8, 7EWLZh 2 1 Tl M e
20 B AR 2 e AR R B A TR

2 IskEAEXER

IR B F RS E AN = EER R —,
HAHEIT R CEHE T BT —RIEE MR EA
F AR B E A O MET ML & @ F- L3
HAZROKMEK: OFFBHERD F- NIEAKO.

2.1 MYO7A 5 MYO15A

WYOTA RI 5B EE A 4G, W HEsh I RKIEDhhE,
FH AF (DFNB2/DFNALL) - 3t # £F B ML Ak A #% 4.
MYO15A 5 whirlin & AW RIHAZAF BB, Hohk
U DPNB3 U EE#.



2.2 MY06 5 MYO3A

MYO6 Z87F (DFNA22/DFNB37) 5| i £ B 3L ik 4l i
SH TR BT B AL R R e s MYO3A 2 5§ 4T 6
BIRERAE, SHBT BRI, R
DFNA90/DFNB30.

2.3 MYH14 5 MYH9

MYH14 7E 20 i 28 % 107 F0 40 ffa & 42 55 40 55 2R P id 72
hOREEEAER, HEBRAEEHEEFEMS, 5 DFNA 4 K
BUp EL K. MYHO fEA iR B R EA PR EEAEN, 5
DFNAL7 #H2K o

3HMFRIFIREER

B 7 RTR SRR, 5 A M B R O I 4t L AR AR
F 7> T35 & A PDZ 45 K 3801 WHRN. 4 i 41 & AH 5%
B STRC AR J it 5% fih 60 % 12 25 11 1) OTOF 6.

4R 5RE

HiRN 5# T ERBMHCMERMEEZ, (T
B[R ¥ RAR A 7T e 51 B4 2T B IR S
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