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MRETSHBE | M5 20ml %$%1M L, DNA % S EMETRF £ TV E T, £/
ANBBET | EREDEET FROEES EOWBEES £ 0ic, BRER (A7) &
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= B EANEREC LT
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2 BRI 0% S & O, BREMBICESIL D &
FWRY . EAFBETEEVESCLET,
ER{b%IICm#&E L) DNA ZEYHLET,

'I ANLTLy MO B HREBEES Y. FER
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LiewZ en$ 3581, BEHT U THYEFBRERVET. DREBUTIEM. 1>7+—LFK -2 &> ME
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HPEDRIZT HFEX) 2550% THHT & L), BEOLHEMEHEIIIFEEICKRE L, -
EFREORESIHFEI N TV D,

FEFBRENEEMDE - BRMRBRIRMRHEE [EERERE & 5 BE R
B3 A REMRIE] Tk, BEUEEERE L 2 BIEHERE %2 R0, BB EALER
% EDBRRIFHRB L THRREBORAELZ TV T - RX=21tT5 2 L T, EMRERERE L
5 BIEVEREEE OERBILE L IGEERY OO0 BEFLHHE LTWb, T, Bk
BECIREmM e mige s & IS, BT A FI4 VOERERERIT) 2 LT, KEBRODHE
KREDH LB L THRIERT 22 RO TW 5,

TEDBEEFHBTBEMORZICZL Y, HERERAHTH - - EWUHEEER 2 & 5 #IE0%SH
BOBFERBHEHLT§ A, SROFERBEFERIRESND L) IR >TE, 72, BEHE
BIZFOBEICIVERO Y 4 TREERE. T WHEERR COBKRENRELLZ EHHS
e oTE (F1-%£2),

EUREERXZ & 2 BIZEEEZETA I A ik, BIEBEBEOZEEHEM L Lixv—
REDERIAT IR T 2bDTH Y, BHEEERZ L 2 BEHEROZK & ERICET 2
MRZITLDODDHILT, SHOERDVHFEINLEBETENOEBLE L, KEDBE IR
BLREECEEA T V) VT RZT AN TELERI LT A5—Be b L2 HIY
L LTwa,
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4 BUBTRNZ EHBGHHBOZEA( RS2 (HR)

®1 BEREER%E L IHERFMEEOFERRETF

RIEFEE RERET Xk MIM#
CRYM Abe et al., 2003 123740
DFNAI DIAPHI Lynch et al., 1997 602121
DFNA2A KCNQ4 Kubisch et al., 1999 603537
DFNAZ2B GJB3 Xia et al., 1998 603324
DFNA3A GJB2 Kelsell et al., 1997 121011
DFNA3B GJB6 Grifa et al., 1999 604418
DFNA4 MYHI14 | Donaudy et al., 2004 608568
DFNAS DFNAS Van Laer et al., 1998 600994
DFNAG/14/38 WFSI | Bespalova et al,, 2001 ; Young et al., 2001 606201
DFNAS/12 TECTA ’ Verhoeven et al., 1998 602574
DFNA9 COCH Robertson et al., 1998 603196
DFNAI10 EYA4 | Wayne et al., 2001 603550
DFNAII MYO7A \‘ Liu et al., 1997 276903
DFNAI3 COL11A2 McGuirt et al., 1999 120290
DFNAI15 POU4F3 Vahava et al., 1998 602460
DFNA17 MYH9 | Lalwani et al., 2000 160775
DFNAZ20/26 ACTGI Zhu et al., 2003 ; van Wijk et al., 2003 102560
DFNA22 MYO6 | Melchionda et al., 2001 600970
DFNAZ28 GRHL2 | Peters et al., 2002 608576
DFNA36 TMCI | Kurima et al., 2002 606706
DFNA44 CCDC50 | Modamio-Hoybjor et al., 2007 611051
DFNA48 MYOIA Donaudy et al., 2003 601478
DFNAS50 MIRNY96 Mencia et al., 2009 611606
DFNAS5I1 TJIP2 Walsh et al., 2010 607709
DFNA64 SMAC/DIABLO | Chen etal., 2011 605219

Hereditary Hearing loss Homepage (http://hereditaryhearingloss.org) & Y 5IH
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BHECENZ S SBEHEHBOZES A RSV (B%)

F2 EMRBREHAZEERBMHERORRBEN

BOR fE & 8
BEFE | Efr FRBEF | XH MIM#
BORI1 8ql13.3 EYAI Abdelhak et al., 1997 113650
BOR2 19q13.3 SIXS Hoskins et al., 2007 610896
1g31 unknown Kum ar et al., 2000
Rufet al., 2003
BOS3 14921.3-q24.3 SIX1 | Rufetal, 2004 608389

van der Hoeve fEf& 2

BIEFE | Eff BEER#EF | X MIM#
o1 17q21.33 COLIAI | SykesBetal,1990 166200
Waardenburg fE &8
247 | BIGFE | BEfi FRBEF | XK MIM#
typel | WSI 2435 PAX3 Tassabehji et al., 1992 193500
t
Hip ¢ | ws2a 3pl4.1-p12.3 MITF Tassabehji et al., 1994 193510
type Am J Hum Genet 55 (suppl):
21-p13.
I WS2B 1p21-p13.3 unknown X1, 1994 600193
type N
1c WS2C 8p23 unknown Selicomni et al., 2001 606662
t 1
H’I')p ¢ | ws2p 8ql1 SNAL?2 | Sanchez-Martin et al, 2002 | 608890
|
type Il | WS3 2935 PAX3 Hoth et al., 1993 148820
i
typeIV | WS4 | 1322 EDNRB Attie et al., 1995 131244
type IV | WS4 | 20q132-q133 | EDN3 Edery et al., 1996 131242
|
type IV | Ws4 1 22q13 S0X10 Pingault et al., 1998 602229

7 —5 Treacher Collins fEf& 8

BIGFE | Eff FEREF | XK MIM#

TCOF1 5q32-q33.1 TCOF1 | Dixon et al., 1996 154500

41



6 BEEGENZ & DETUHBOZEA( RS( Y (EFR)

E £H1 K51 > Ol

RAA FFA4 23, RRFEROMFEREE ., HESEES L UMRERIE @EE—%)
DHEFE TR L 720 R @R R MBI SR R BRIt [RGB T L
% BIEVEEETE B3 5 AR EHE | 378 21 BB X 1) PR 23 O ERRER B L O
EREEOLEZEDDL L L DIZ, TORMEFENLEDTBY ., PR 224 3 BIiid [E#HE
BIZERT & 5 BEEEEODHERED L NGEES ER) 2L FeoRE L. 72,
BRAA I 4 > OYGER BIIC, T 23 5 5 AR L 72 PR 23 4 BETE A 55 )R 20t
TR SRR B AR e [EMREER % & 5 B EETEIC B3 5 AR 7
MRITERIIBNT, A N4 Y OERAERHERICHET 25#E LTV, TRRo k)i
Ve TFIE % 58 L 720

1) EEREER % & 2 BEGHERTIE, FREETFOBEICL ) KRS CERENELR S Z
EEY RBFARITA Y TEIER T ESMEEmErRT. FELERBEFICL2RED
HTIA THETLIBH - BRSBTS AN K4 v 2ERT 52 & T, SBROEBIETF
DRORBIIS U CHEYREEERIEI T V) v 7R ERT 2 EBRY B2 254 HIEL
720 KHAA FTFA Y THOFEI Y TH 4 7L LTTFREIY EIF72,

FEAEMEBEME O HEIE

KCNQ4 BIZFERIC L 28R
TECTA BIZFERIC L D HERE
WFS1 BIEFERIC L HHRE

COCH BIzFERIZ L » 8

MYO7A BIzFERIC L 28
CRYM BIZFERIC L 2 HRE

S o1 uE o bo

FEMEREVE O BERE

EYAl BIEFERIC X 58 (BOR fEREH)
NOG BIZFERIC X 8RS

van der Hoeve JSEfEHE

Waardenburg JEERE

Treacher Collins SEMEEE

Gl W N

Q)RR TIIERBEDORRIFR L RT L &b, RN EN - HEEERZTRTLI10L E0,
FWMICBVWTORBOMSR (RS, BIRFTR. E¥L ). Q20 (BRAKHICHESC
T L CREFZH . OE (GEFELZOEDN) 2B 7z, £/, BEOE
TRIETYALANW - RS L — FEOTRBM LR E 5 L) ICRE 1T 72,

42



BHEGRERZ S DBEEEROZEAM RS/ (BR)

(3) VERLFIE
1) B
I. Fin (FEEE—)
0. #5%:
L NREE (FEEE—)
2. HE - BRNEY (FEXE— - HRER
3. YA THHE - BEREESE (REHE)
4. GFEFE (FEEE—)
4 - 1. fpES (RHASHT)
4 -2 A\THE (HiE %)
4 - 3. 77 IBFH, BEILMHEN GRS - 8 %)
4 — 4. BREBEERABATANE (FEEE— - BA%EH)
5 EMRICL R
5-1 #EEITVE)VT (RENEZ - FEHRT)
5-2 F—=77 %y MZoWT (FEFEE—)
. &%

KCNQ4 BIZFERIC L 28 (FhEE— - WERE)
TECTA BZFERICL HHME (FhEEE— - BARRH)
WFSI BIZFERIC L 2HE (FEEE— - BRAAK)
COCH BIZFZERIZ X A8 (hBEEER)

MYO7A BIZFERICL 2 CAJIEKRER - £ H)
CRYM BZTERC X 8 (BT

7 BEHEEERA Y & DIEERE OB L KA

7 -1 EYAl BEFERICL 2HE (RiLAN)
7 -2 NOGBIZTERICX 28 CGREFOH - hEEH)
7 — 3 van der Hoeve JEMRE: (EREFIR)

7 — 4 Waardenburg fEER (FBEFE)

7 — 5 Treacher Collins fEBE (18 E#HiE)

o Gk W o

PEIELEZ P OIRREZER L. HREEGRSER LI T &0 TS EICE
fi L7zo AFEREE, BIRoiEE, BIRHIEEREZME LITE - 8RL2 L 0BERZ$H
BRI L, FERTRIBERZE L X TURROMEBELIT> 72, :

MIRRFHER T, ETOBERRE I L ORRERTERZIC [HBEEERE & 581E
UHESETA ¥4 BER)] 2R LBFB LR ax-VTAHT 5,

43



8

BMELEZ EDETHREBOZEAAS RS/ (EX)

E EHA KRS ERATBIEF L LA - BT L — K

KA RTAVIHERTAIEFVALAN) - #35 L— Fid [Minds 2854 K54~
YERLFB & 2007] 2#BF Tk vz, 72720, BEURBEEERZ L 2 &E1TERIFD %
KETHHILIN, TETYALNL, #RT L — FE D RBEHEVEEVS VD, 55
DEFIDEIMZ L N BNIETFT Y AL XVOHEDBER TWL TSN,

IEF L ZQOUANIVAE
I YAFRTFA49Y - L¥a— / RCTOAYTFYTR
O 12MUE0T Y7 2 bHEHERIZL S
I 375 a{bHERRICL S
V a SATEFIIIZE (24— M)
IV b HTEFIRIZE GEBIXT RRITZE. BERTRTZE)
V. RERMIE (EFHRESLT—X - ¥1)—X)
VI BETFT—F &SP, EMEERSCEMREACER

HREIL—F

A BOBERREASH ), 7)) L) EEOLND

B REMRAL DD, 179 LHEDH LN D

Cl BHEHRIII 2 Vs, 7)) L HEwons

C2 BHERARILD 2 <\ fTh Vi #oons

D #EZMED 5 VIREEZRIRENRESS ), IThenIHEHoNn5

(ZZ )
BHRKRE, HEHEE, IWOEA. Minds B8ETA FI 4 Y EROFF] & 2007. EEHE
2007.

n EH 1 K54 AR L ORES & 2 DS

1) PREZZ IS O DELY) T/ IZDWWT

I, [BREBEOEETFZW] 2% 2 HERER L L CRR I, RENIHERL
LTEEMOBRTFEWAERITIEL 2o TE 2o LALAAMS, EMEEENZ 5 EE
HHEOEE. RRTEICEEZOWMUFELRLZEBPELI Lo TETEBY, A7) —
SV TRBRETORBIIRBETH L Z LARBENDL, AF AL FT4 0 Tlh, RBESETH
DONTVWRWEGTZITICE LT, ERELTERZIHRTA I EICLT

(2) BEES X URIZAERKIZDOWT
RIA KT A4 AMEROREIRI, AT @R FR R SRGER BRI AT [#
MREERXZ & 2 BIZHEIEICHET 2 AEMER] ISF T 2 RMBE&c L5, 20 K
WREBEORFFERFE - AFFEHEE 1L, ERATICH 52 Lo KR OFIRMREE R I
RIS 5 HCHEZITV, ARRBERTERL

44



BHETRIZ EDEGMBEBOZES M RS5(Y (%) 9

£

I =

n g

KHAARTA4 Y TRYKS [BEREERZ L 2 EEHERE | 38 RerEEREEA%
EHRETHY, FL LTHEOARIERE LTET 5 IEEBERMEHETE & . SRS fE 4
DRER % BERE S 2 EBREERE O 2 D12 S5,

FREBOEDTWEELEHET L2013, [RRNICEVOBEN G % 23 2 BHESE 1T
BIEEROBETHET L] L) 2 Lilhbh, BICIHERBEOERRIEZER % L 2#(E
HEBEOBEIZIE, ORRKDOAD ST oy FY 7HEERR 2 IS BEEEE - 0 X5
WO\ T72, FUBMEHERA 2 WL BEUEREOBE L BRETERORRE & ORI
X% [AENE] ORRVHEET . QETHEOERE2ET 57 — A0% <, BEL TIIHE
BREELTVARV, HEVEERELHAEL TRV LSV, XLIQEREBETIERED
BRI ) ZOBREVRESRL D700, BE—DREETOZHIRETHL L) 300
BERDH 5H7:0. RKERBOBESENICLEETZSHFLERTRTH 5,

FHRTIIMRRAERELDO IV —TITL YRS N, [RRUEEORIZFZH] 255
20FITHRERFRE L TREDOONBER TOERMPTEEL 2 o720 T72FH 22 465 5 13 L H#E
BOLFEEBTREL 2D, FH244FE 28 1 HEAET, TTIZLE 29 MRk TOERAAD
LRTBNBRROBREY —VELTEELDDH B " [LRUEHEOREZFZH] THAAN
BB 1500 HOBETFERARY M a%E I, BANEREZEORRE L CHENE W
10 BEFATERERRENICAZ ) -V FT5RETHY. BiBOI bav ¥ 7#ER
X% & 2 BEMERD L USHEEER 2L BEEREOEE L BEFEREOHERE L O
BIHIC L 5 [BEE] KROBWIFEICESTH S, o T, BREGEER 2 & 2#EE
HFEICBE LT, EHBWO-00Y —VE LTHEEICEDTHLLELZONS,

T2, QETHOBELET 27 — A0S HEEETRERESBEL T2V, H5H0
FEEICHEL TW2aWnZ 235 0nizn, ERICIESREEERTH - TOMZ LIz RAT
EV) MBI LTIE, REEDHLVIZHBEOEESENTESEZ 5T 2T, RRARORS
BRI TLRFRBBICHTIARRVEETH S, /2. OENBETFLEOBEICLY £
DERRBHBREL ELR D120, B—DEETOZHMIRETH 5720, ESHO-DDOY
— Ve LTRERDPRECHEEICTESE Y ¥V 7| BREBETFHEN L AFESHEL LTV
T\Ve IO OREFEIFINFEE CEMNLABREAL. V—F Y TOBERREL LT
DEMIIHEERRITH 5,

CHDEI)RRESTFZ, HRARRESOINV—TTRIFR21E LY, FIEEORET
BT EZE L CERT S NPOEALT—T7 72y b - V¥ s3> (http://onjjp/indexhtml)
DEET HBIZFHREHE &L L THEEOBETHEIT 2B L THRESHOZELT> T»
HRMTH Y, FEEOHEZSHOM EAEFEIN L,

* TERERBEOMET DU | P 24 ERRRABKICE £ RBRIURS h, RIRZHE L CERBATEEL 22 572,

45



10 BECEAZCOBLMHBOZREAAN RSV (HR)

®1 SHRERRE &S REHEEIHOAHDTO—F v — b
OHBEOEESWE L UY 4 T8
- RETE MR, BEMAERRUG. BEMEE S 2 & OB TVEETE 2 fe
- FERESERICBE S MR ATV, EEEY - EEREOSERTY

! !
FHIEBREE REREEM
'
QR UHEDRIZTFH

CHERANEBBEORR L L THEOR 10 BfAF 47T ER BRI ) —=
YT RREREML. I P3N TRIETERIC S HHE. BEERRLE O
EHBW T .

J !
B (Mit - L)
!
QEFAIREE OMHE
 FANREES L USREEOBRRE
|
|- =773y Mk 2 RETEH
}
[REFERICEI D51 75K

E B - ERERAVISE

EHEEER % & 2 BIZHHEEEE OBRREROILES L CGREROILEL HIIZ, F
W 22 SR RE BRI & & 5 BREEEC B3 5 SRR SR AT SE M L 7 BRPR EREFA AR I &
DR SN2 144 %, B X OEMNREEFREBIEGER2SHER L ) EH L TV 2 BIEEET
T=IR-AEFINHEMRMEERE & 2 BERERE T Z 276526 B8 0. ERREE
REEHE (G, BERORE, BHOXE, BEOET), MEER O FIv, FB, NH
. WRW) . IRER S - ALNBEEAOGE, XARM. S5MIRESE) o
RAELERT DL LB, ATF—IR—20FHE (17154) * X RICEN Z247- 72,

(1) 38 :

EHEREER T & 2 BIEHERICHET 2WAEMEROREICL L L, HRABERE IS
D5 EWEEEAE & 2 BRIZUEEBEZEOEEI1Z22% TH Y. #NOEMED 10% & I13I1ZF
2B (Kimbering 1999) 2% 2 WIER R L WHETH L I EXRHL N E o7,

HRICBITLEHEBERZOHEIIBBLZI000 N1 ABETHLLEZONRTVWE D,
HEICBT2EEERERXE & 2 BEHEEEOREEEEIL 10000 A2 22 AEETH S
CEBWO Lol LR LEDS, AROBERE L CIXEEORETREO
BAHCEABRLTVEEHERA VTV 20, RRAFICHEEEZZ D 52 EEEEER
L HBIEHHEBEEECIE. BEEHOBETH LI LAY TV 0BREFREICR

46



