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EEDOBEFRBITEMOFEEICL Y, HERERAHATD - - EEREER % & 5 #EHE
BORRBHLGT T, SHROFERBETFERIBRESNL LI 2oTER, £/, ER
BEFOBBEICEIVEEDS [ 7REEE. T -HEERLZ COBKRGENER S I EHHS
MmERoTEL (R1:-%£2),
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MREZIELDHDHILET, SROERVHFINIBETENOEBLE L, KEDOBEE ISR
BLRERRPEBLRAT V) VBRI B N TEL R 2T A 22 L2 EHY
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4 BMEGZ & DBECHHEBOZEAA RS54 (HF)

1 BUHRERRZ & SIFERFERBEORRRET

RETFEE RAREF Xk MIM#
CRYM Abe et al., 2003 123740
DFNA1 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 MYHI4 Donaudy et al., 2004 608568
DFNAS DFNAS Van Laer et al., 1998 600994
DFNAG6/14/38 WEFS1 Bespalova et al., 2001 ; Young et al., 2001 606201
DFNAS8/12 TECTA Verhoeven et al., 1998 602574
DFNA9 COCH Robertson et al., 1998 603196
DFNA10 EYA4 Wayne et al., 2001 603550
DFNAII MYO7A Liu et al., 1997 276903
DFNAI3 COLI11A2 McGuirt et al., 1999 120290
DFNAIS POU4F3 Vahava et al., 1998 602460
DFNA17 MYH9 Lalwani et al., 2000 160775
DFNA20/26 ACTGI Zhu et al., 2003 ; van Wijk et al., 2003 102560
DFNA22 MYO6 Melchionda et al., 2001 600970
DFNA28 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
DFNA50 MIRNY6 Mencia et al., 2009 611606
DFNAS5I TJIP2 Walsh et al., 2010 607709
DFNAG64 SMAC/DIABLO | Chenetal., 2011 605219

Hereditary Hearing loss Homepage (http://hereditaryhearingloss.org) & Y 5IH
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BHEGENZ S DBCUBBOZEI M RS/ (HR)

®2 BEWREHR% & ZERBHERORRBEN

BOR & &
BIZFE | EBfi FRBEF | XK MIM#
BOR1 8q13.3 EYAI Abdelhak et al., 1997 113650
BOR2 19¢13.3 SIXS Hoskins et al., 2007 610896
1q31 unknown Kum ar et al., 2000
Ruf et al., 2003
BOS3 14q21.3-q24.3 SIX1 Rufetsl 2004 608389
van der Hoeve fEf& &
BMIZFE | EfI FR#EF | XK MIM#
o1l 17q21.33 COLIAI Sykes B et al.,1990 166200
Waardenburg ff #& 3
447 | BREEFE | Bff REBEF | XB MIM#
typel | WS1 2¢35 PAX3 Tassabehji et al., 1992 193500
t
[Z\p ¢ | ws2a 3pl4.1-pl2.3 MITF Tassabehji et al., 1994 193510
type Am ] Hum Genet 55 (suppl):
2B 21-pl3.
e WS 1p21-p13.3 unknown A14, 1954 600193
type _—
e ws2C 8p23 unknown Selicomni et al., 2001 606662
t
HT)P ¢ | ws2p 8qll SNAL2 | Sanchez-Martin etal, 2002 | 608890
type Il | WS3 2435 PAX3 Hoth et al.,1993 148820
type IV | WS4 1322 EDNRB Attie et al., 1995 131244
type IV | WS4 20q13.2-q13.3 | EDN3 Edery et al., 1996 131242
type IV | WS4 22q13 SOX10 Pingault et al., 1998 602229

7 —5 Treacher Collins FEf&#

BIZFE | Efi RE#EF | XR MIM#

TCOF1 5q32-q33.1 TCOF1 Dixon et al., 1996 154500
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DHE (BHEBREEH n=526. &% n=1715 p=0.058 x 21&%E)

PERLY ., ETHOBERO S, — A TIIEFBEZMHEET 2EMIH 5 2 &R I TWzs,
SEOTF—=FIZBNTH, EMEERERT & 2 BEHEEEZEHOFIETREOE S E L.
FHEBEME) F—APEZNI LHFHD TREIN, T BREETOESHEERARL
DI, BFREOELHEBEVHOZNENTEBOETORLBEOHEE L EVEZORHEY
B L 72,

ZOMER. BEBOF L BHEEETIT 187 Bl 145 F1 (775%) \ZHEBEDEITHRD bh/zDIZ
LT HROECEZEETIL, BFEOEITH 107 Bk 48 Bl (44.8%) LA EICHEHK L
(p<0001 yx 2H5E). HEITHEEDO,r — XA TIIHBEZHMET 5 Z L ATRENT,

T2, DIV EFRUSNOBEERE LT, BRFOGHOFEL L UNESEOEHD
FERCELTRERZITo 72, BRHEABTFHERAE LRI E Uik, BERRIOERRR % 6
BT HEEUEBEORRE LTI Y FY 7 3243A>CEEFMONTE Y., TLEEK
B KEED BEUERORKREET & LTSLCH6AL BETFHRIMONTB Y, ThEhn,
BREEER, $UHBEEREZ L2 LPHLRL R T EZD, BEEEERZ L A H
YRR BT 5 EBILE O FARICE A TH 2 MHEEATRIE Sz 70 EMi L 72,

ZORER, BRFOEHICEH L CTIESEREERL & 2 BIZHEHIEEE O 7% 1 HERB %
EHLTVEDIIK L, BERESAETIIO6% THY KRELZZIADONE o7, T/,
WERFBICELTY, BEREERL L 2BEHEREZ O 7% *NEHFEEEH LTS
DIZXT L. BHEEELETII11% TH ), BEEEEERL & 2 BEEHEREE TIX. NEH
ExkEHTLEHEDRRNEVZ EPHLD L 2572,
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E B4 THE - BEENE

) EBHERICE 298

BRVERERE BB DAL ICBARE 2 BRRAEIR 2 B 5 [FEMEBEVE#ERE (syndromic hearing
loss) &. BRIRFERZA &2V [FHEBREMER (non-syndromic hearing loss) | (24338
I, REHEL L CIIHEBRREEESEESEOH 70% % 5o, FiabkEdE
REBVTL, RERE DS 4 TOBETH 2, L1 L. ZOBSREUSNOERD
BADPLT LIBFSHTIIEVZD, [HEEE] 0BHOZ0ICd LIZLIERENTOE
BICOWTORMBYLETH 5. 00— CEBEMEEETIX, KEOSBMNLZIERED
HMAELEEALTVELOZOBWEIRS TH L. BF A K54 T, 1L &HT
FRICHLY) BIFCRBRRIL T B,

(2 EREOEHICL 398
BREOMEIL, MEBIREOKR,S 1) KREHME, 2) E5H0E. 3) RAMHE
KB ENL DO - TH 5, BEHEII. WED 2V IIEME, SEETRKICES
BEOVWTIPICEEFS ), MEBEIREOER L L TREFEXEZ RS 2V, &Y
BIIIRANZERZIT) 2 L3RBT, 2oBEIIOIHMESRTHVOR, L) EE
HREEEICN L TRATHNERD AL 1T . IEEHEINEE - % - 5 (F
NE) DRECL-oTELIRETH Y, EEREEHERE IR, NEEFME. BNg
H. T7IBEBESVEEERORR L 2 V185, BHRE ETIRIES 2 58E
CHEDLL T, JEHENOERTZ2RED L, HERBMLT 7IBFHOBIS L 7 5546
VDo BREHEL, JEF  FEHENOWMEICHIBEOHMELZ DD, rOoRYFHE
¥ROLBDTH b, 727 LHEKREIIRER EOBITIE, B2 EOBEES AR
BBIDFFIEL 9 % O TR ITEBRILETH 5,

Q) EHADNZ— L5398
—RICKEREN TEAR O CBEDNY — 6, 1) AFR, 2) HEHEE. 3)
HESEL, 4) BERER, 5) #E, 6) MESIHETLHFENAVOND, B
HWREFRR 2R IHEREREEE CRIRENCRBROENE % & 5 2 L2 LIZ LITHRE
SNTEY., ILA—DBRETFEENLICYPENGRERTILIH 2, 20X ) 1T
BELISHC RIS Z L W IHE BB B C I IR X 2 0B TEETH 5,

(4) BEEEEICL 5988

HPEOREREIL, BB L LD ICKRBICEMAL T 2B T ETH) 1ZLAY
ETL2WHEELH ) CGRETH). FAENOUBLELZREVEITHESLHL (B
) FFETHOREER 2L > TV ARRICRZ T, EVEHEB O f AR AME
Ty 55E (REEE) 2 EOSEIFET 5. BHELOSMIIIZZe MR - %
CEYBREVRAVO NG5 D 5. MNEHICHET 2BEOSRS, HICEESEL
BRI HUMOFER (1REET) »OFETHHEY [SETSYRTER (orelingual
hearing loss)] LIFUN, WICHEFSFELY — S LR ICAE U - B2 [SEYEL%
B (postlingual hearing loss)] &3, SEEEMMEEROBES. KET L L EFES
DEAFIZENPE D70, FICXFI L TERT L2540 DH 5,
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EMBELENZE S DBEUHEBOZRA( RS54V (HN)

6) EEERE
HREOREICL AEEEMEICOVWTREA LR LOPRBEINTEY., T-2008E
B LB HLANNVDIFEEILL o TELIE L THLOEENLETH D, —fH
IZiE, 0dB BIEEEBOHWAOFHHETH ) (BFIKEL LB LEVERELYERT) &
#1220dB FTEEHEL LTHE) .
BEHREIEEREICT) 0T REEL LTFIEX AV 560D 5, — &I
BLAWLNTWE DT 4 5EFHEH T, 2hid {(500Hz BES) + (1000Hz DR
7)) x 2 + (2000Hz DEE)} + 4 hoetESIND, BHL VI X 2 BEERESE T,
LT LT EERE (40dB ¥ ©) & EEERE (40 ~ 70dB) . B EEENE (70dB-) &4 S,
FFIZ90dB L Lo BiRE 2 EFHE L IFRELH D, S HIEIREORERR L2 E T &
QEEOHME» R EEEN (profound deafness) & FERBHE L H 5o
THRICE2EETIT, BABEOSKRL LT6#& (MHE70dB L E. v LIZKH
50dB LLEB X URE 90dB LLE) . 4% (ME 80dB KL k. 7w LIiZFEE BB EE A% 50%
Fih). 34 (HE 90dB LLl). 24 (FE 100dB P L) 253 E b, EARMICIEZ6
e ABIEEHEAGERS. T23RL 2RICIEFERERMHERIRMN SN,
T2, BHBEIGERT AN T4 Xy v 7k, FEOBEAOBRFTHIhIP 2K
BEINb, oD, MHHEREL —fEETIX. BEOQOLIIEGR DA /37 M iv&
CER 2,

(6) H2HIHHH
FFEEETORRD T LI LITASCER Ve 7z Deaf & 3B LICEb AR EHR L,
AINLFD deaf LIZXFILTEBE SN, HEFTRIEAROEFITEH T ) —KHTIE
WA, LIZLIE (8] 2V LIE (55 ] EvwSEDIB L oMby 253 L. [
Bl Zwlid [HEREE] LR3R2ESMEREZRILEVD 5,

n et

BIEHDOBRIFFE DO L 25 THRN/2 L )12, EREEERZ & 2 BERBEOS S,
BEZEALUBL THEOREVARICBETHLIZLPHALL L 2o TE, T2, &
HREER 2 & 2 BIZHEHEEZ D) b, 72% PEE~HEEREEICH YT 5720 KT D
BEIINT 208G LTOE—BRNIHERTH ). ESCOMRIARTITH 535
BRI ATIHEOHEIG & 25, FERHEOREIC L 2 L EEREEREER L & 2 BRIZHEREER
o5 NTHEEREOEEIX 377 2 174 (45%) TH 1) HEEBF LA L B L 725812,
AIWNEOBIG L 2 5 BERBEZOREV w2 bbb, ATRNEO#ESE 25 X9
L EEEEFSD RN LRI NG,

T 7o, EREMROBE T, SNEEMSE. BB, 77 IFEEESVEEREED
FEREZ), BOREECIEE2EFEEDICOEDLL T, KREMEOET 2B 5565
Y. HEREMLT TIBFMOBIEL 2556055
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HHEEAR

HEIEZORS - LEFWAEICEEEZ 52 2B > TELVQOLDOETR5 &
Y. Thabb, BEICIVHEAFLETOII 2= —3 3 UHHE SR, LW
RPRETOIMMELFI SR T2 TEL. RELORFRZ L26T I LICL - TREW
AL 720 F. T7/NRBITIE, BEBREDCHEN., SHEHRERLET L BELS
25 R, BHOBND O IHERICHEINIEBRBETH Y., [FEOKBILIE
Rbhil:SEBREHT. RBET200] La3hs, T bbb, REANREEYIEHRT LT
REBZRNBLRVA, FEFEICLATI2=/r—YarvzfHsl,. BZE0QOL*mEdT 27
DIZEN L IERFEO—DOTH b,

(1) FEESR OBEIS & EE

PR OB I FHEHI L AXNVHLHBT I NS Z DS, BEFOFHHES L L
40dB # B2 B EITRET S B Vo 22720, ERICITERRESC, BEOBTHRE L L%
ZRLUTHEFOKREBICEE L 25T N2, BI/NEDOBA I, WE ORI
—RRICHESR S Do SIS LNV AHT90dB Pl EIC %2 2 L SO A TESEIC L 5 EFERIT
IFVREE 2D 2 ENEL FEPOAE, ERXLCHALLY . ATHEFROBIS %
B LD T HLEGD %,

REZROLT I, 1) B GM) . 2) BIEAR. 3) BRAMAFIR, 4) MEHHE. 5)
BEE, 6) "YU Farviu— Vi EORFEBELLRYESIT) . B 2 HMESES %
fiofc ke, 1) MEVRE. 2) WERE. 3) HEAWRETHRE,. 4) HMK%EZ
MW THEOHRIHER SN D (HEFEGREDRS).

(Q KA - BiREICH T >HEERER

HHREAEEEEHER B 2 RN 2 HBERERA O R ZRE L2 SE TEAHRE L
NVICEE D, — R LEEICBNT, RACBIT2HESOREREEQOLICE: 288
\ZB9 % A & &4 (Chisolm et al 2007) Tid. EANLEB TP SHEED AL 287 PSR

bha e L. MRS Lo TLEM, HEW, FRNEZHZEIS 2L LTwD 2% L0
eto R EEMERRTEHERE (0 D WEHEEEIE, BF OB L FE»rZ il EOMERME 2 o
FORESND 20, FREGEEREEEEO QO LYUHF CHERI A THL Z ikt
SRS o

() MNRICH T 2 HEEEIR IR

MRENCBNTY, FROGEEEEGERZST 2 MRE LoAEREROSRICET 2
BEITEFI LNV TOREIEE 5, FROAEEEEHEECTLIILIZRO BB
~HEFHREICBIT B MEEEORRICO VT, Kiese-Himmel & 1%, 1994 4E 7 & # i S2s: F
ZfTo7za R — MFFEEAT, 70dB £ COEMENDH 2 11 %0 ) H 54T, RHERHIMEE
DURVIZBVROVTWEREHREL TS I, F UKL IR MEICE W CEERER &4
TRELVWEFREVETHROND ZLFHE SN TV AEHY, hEE T TOMERIETIX.
ERREEDOEBNETFHTAHILEZEMNE LIEMAFEL LT, BEREHIENTHLLEE
25
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EMBLEZ & DECHHEBOZEAA RS (EF)

ZE W

NFE—F A - 1 HEROEE WHERT7A v T v I0ERT (KETE3WR 2 -3
TR GRE) 2010

Chisolm TH, Johnson CE, Danhauer JL, Portz L], Abrams HB, Lesner S, McCarthy
PA, Newman CW. A systematic review of health-related quality of life and hearing
aids: final report of the American Academy of Audiology Task Force On the
Health-Related Quality of Life Benefits of Amplification in Adults. ] Am Acad Audiol.
2007: 18: 151-183

Kiese-Himmel C, Reeh M. : Assessment of expressive vocabulary outcomes in
hearing-impaired children with hearing aids: do bilaterally hearing-impaired children
catch up? J Laryngol Otol. 2006 120:619-626.

Wake M, Hughes EK, Poulakis Z, Collins C, Rickards FW. : Outcomes of children
with mild-profound congenital hearing loss at 7 to 8 years: a population study. Ear
Hear. 2004 Feb;25(1):1-8.

n_ o AIRE

(1) BEEEEIEO SRR

FEECEEISHETHRICBEL. ETHIREACHET 2300850 D, EEK

FHECTEHETHENSZ VD, KRS L VIMELR EZET 5405, B4 O
FRBIZOVTIIET A FI 4 Y OZRIZFEROEE TR T 5755 #HEIMEEL L Tid.
A%, BESEZESBL. £ENEHI L VIIHRA L T O BBEOREITIC L - TRl
EHL. SHICHENPET LZHEICIATHEOEIGE 25, 7272 L. HIZiX G/B2/6.
TECTA. WFSI 2 EOBERD L H ICSEERMICEBEOHLS 22815 H 5,

(@ FFICH T BRITOATINFECELE

—is, BEOMEMEOERIMMERCLIANEOHETSH ), HESHOMRIA

T ENIANTAEERICBITT 5. BE. KRB0 NTHE#ESEE L H AR SIEER
FRTTROLIICEDOLN TV S, AR, AL S ICBEIE L ~Vid 90dB Bl E & #
EINTVED, BEEOREIZOWTITREERIC L 2K L TREAFR 2RO TN S
VA EERI 2 BEiUE 72 s

[NEAIRE#EGEE]

(HAF BIREER:4 2006 4 http://www jibika.or jp/admission/kijyun.html)

KBIGEETIT, SHEE/INBLUSEER/HOBEREERL IR LT 5,
I. ATREBEGE4F

MNROANTIAETIE, FMEIDOMEOREICES T, FEB L UEREEXNNOE
MfE L O—B Lz hEfs e nTnb Z & 2Rt L35,
1 EEREICB T 5 UESEE
A) IPROBEEEIIOVWTRAL., ZOHEIRE, MEFEGIIOVTHEERLT
WwWnZk,
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B) #IRIZBITHEEORIR, BlIlIIa=r—2 g VEEEL SIZOWTHRLT
wnpZk,

C) SRFEESKRBIUVEBE L OFICLELEBICETIM@BEALTVL I L,

2. ERMICE T 5 LEFH

BE2IHL L TRER2ITOBBLOEEIER IR THEZ L,

3 KD b DOXE

YIRS D ANTHEOERIIZERICOZ2XBHBVLETH Y, RN E2REOH

HHERAENEZ L,

4. BB % BfE

SRS EFHEE L L ATHNEEROHBNIIOWTHEE (FEB L TERN),

B, FEHLYEOBRRI—HELTWwb I L,

Il, EEEZMH
L. FART4E
A) BISERTIFER 1R6 P AUELE T2, E£8OERITED T, FElBEE Mt i
7z L7 BTy ERNC X o CEY R FREH 2 RET 5,
B) BEEARIBFAZEL L. 1R6 WARBTCOFMEET 258955,
C) SHEE/HLUZOKESTIZ, HEROMES TS TLEVWEEREETHL Z LS
BINTRICIE, BB LCSELXRELEDZVEDICEHIC ATHNE 2 st
THIENZT L,
2. 0877, MEXIR L HE

A) BAOEIRELZFHCTOTE & b FHFES L~V 90dB Ll ETH 5356,

B) A% tb 6 WAL LSO 2REL2HMELEBTICL > TOME L L FYHMEL
NVPFEELANNVEBLZ T, BEROATIEFSEOEEIART4LTFHESA
DA,

3B

HEJ 7 & O REE OIS B

4 EE 2 BISHEALER DO
A) HEZH TR ICATHAEEAT & 2R T E 2 WEHE,

B) REM DO SHFHERIFET 5%

C) HIMEEEZBEROBEHIRATNIGEEL L. BELNEFELED e,

D) EREEB I UHREEEEBERECIEELRHKIRD O, ATHEIZ X Y
FEDPENTH B LT HFRUI L TITR S 2,

[BRAAIAREBEGEAE]
(HAH BIHEBER#2 1 1998 4E)
1 4F i
18U LEET 5,
2. N B LUHEROEARE
FBEEEEAE LTHEMAE S 90 7Y~V OB EEREE T, oMo
MROL NG D, FEBFOEAMROHEICHzoTid. BEOANLHN BFERHE
DFEERNEEESZIC L CEEICHET A2 EHEE Ly (BANICETFERAIT
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BRI NE & DBRUHRBOZEA P51 (ER)

A b, STREEROBEEHIRE, BESXEEET A P2 EOREE ZEICT5).
3 &

Ef (CT - MRD THFIZATHAEIBATE D AR-AFHERTE2WEE, 72
PLEBRBRLTLOBR LI 26k, 2013, FHEOTEL, EEORK
MEE, BEPROBE, ZOMEELRAER L.

4 RNOERE FEOIBES

RAB L UFRHEOERE BEHINE,

(e

L78EY M)~ FAMOBKIISERRICL ED D,

2.ERBOFANIL. SEHRBOETOHENZ L, FEAEL 2L RESH S Z
EETHEB IS TBLENH L. /20 RADANTHEERICHT 55 %EK
BhHD I EHLE,

() B BREEIEICH T AATAEERGOERS

A) BEBEQERE L 7 5 REEL

ANTHE ZHFA B L SRS T IClFmE (72 Mg *ERERNML C
FERE{BLIHOTHY ., WIABRORBRIZOMELRELELAT S Y, BETERICE
HEERET T & MR EIMAE & WA MR RE T 5 b O TIIATHEERD RS — &K %2
A TRL RN DD, —F. WEFPAEOFEMEC MR, ESL%R EICRE
L. 7t WESHROBEEL LR VEEFERCTRATIATF THWHIRIS RIS,
A2 DERIZOWT, BERN., BELZFOEELHER TS I LIXBRRE~NEIZHH
LRBICEETH D, BlziX. COCH BIZFERIIT ¥ HEGHEOMIREEORE %
T EFMLENTVEH, ATHFOERAMEI B2 ATHEERARE L F%ET
HoHILPHEINTNE Y,

B) BEFEOZSRERE & IR

PEIEAEBDFEEIC L o TELT A2WEMESD Y . B2 ITHAERICE o 72 FEERSE R
ISEER 1R BECERHBICALEFA LR TR V. JORICH AR, ALRORES
WEBT2WEREND Y. ATNEELHANICB 2 THEER L 25, EEORKER
FERPGPBE, ZNTHIET 52— RN L COBRDERIIOVWTOBEHEIBFLN
Bz, L) IEELZBEICHENSTE 2, $/2. L0 L) WEREEHEROL CIISE
BRCBEL (BAVIAETHRIOFELLEESETLTHLMIRD ), Z0%E4
WCHETT 5, FERORFEOBREBICET 28E, O, BEO TG ETERES
50T, BEOENI»SFROANTHEOLEMRRL, 20RO FH$ % 01 &7

2o

C) Py pEE
ANTABOHRIFFET IEEICL o THEA SN, BHEFL LR ERE L ED
HRIREV, BELHCERREERZ L BEZTERDI b, FI T WFSI BETE
£ X % Wolfram SEBREE MR, SAEEM, BE AOWER., ETHomMmERSE
REBOTERLRENSH ) BABHELE) ZeMmEShTns Y Ll B
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FEFEOLOHNEL . ANTHEL2ETABROEEREFAOHEIIEM L - HETE LT
Wi\, —75, SEREEOBEEREHEEO B THEENE Vb OI2 Waardenburg FEEEE A
bV, PAX2. MITF. WSZ2B/C. SNAI2. EDNRB. EDN3. SOXI0 x ¥ D&% 2 BIEF
REIIHKT 5o #4 LBREOREHEE,. siZ0oA%. IHEAE. RAKEZ X0
BRI TERRRELED 25, HHER D2V,

(4) #5578
FEHRZHEERNICB T A ATIHNEOBES & F0ORBEICOVTIE T P B 8E L
Rond., B4 0BEETFERICOVTHRE LB 2RTI10E. S5 EB0ERIZE
T RREROER L ET 5,

ZE IR
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