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@ Fi 3L DAY 3
HERRIZ DV T

RN E~FENTEOBROY NEEIN TR ZEEHIELE NE
MHIER PN E CORTRBEOREICS W TR Z 2K HIE, 0 2 O
MABDbS>TRGHIED 3 MEIC K S5,

AT R X, NWEICRINDS S 2 N EMEEERE & . NE DIRERRER F X & Tofk
BT EN B D% RIS B S D, Rk IEFERE & 13, BEAR RIS
O EERE 2y &L BEARR X 0 RN IR A RO REE L ER S LTV D,

N B R CIX 2 OBEEEALA A B, OB A RRRET. b A S A RE R
MEMIROREESL MFNY o NOB )V T LA F L VA7) TREIZLD
HL DR EZIGITDIZ b,

NEPEEERE O RN, InlstE, Bk, BREvE. 22580, AU N,
AT — R ERFT oD, P TH, /NEO KRG HIEORIN & L
Tix, BEEHEG R EE LD L 5bhTnd,

EE LT 2 O SN AT, EEMEE O RE, FEE
% Otoacoustic Emission (OAE) (#if) . BEMEMM & i Auditory Brain
Response (ABR)2Y & 5,

BARPEEEREIZ ST

BAPEEENE &%, B FRERLRICIVEE SN EETH D, HAE
500-1000 AT 1 NDOBHEETHRAET D, /NI RMEEHIEOK 5 B s &
SO TS L, BARVEEERL, BEEERE 2 1 O JE BRI SR 2 & (RE
62 % PE D 72 WIRE EREEFERE I KRB S v, £ - BB RUTITE Y R EE -
SobE PEME(EIC X M), 2 har RU TR 5, HEBE O R K& s 1.
FEREEREE HERE O JFUA 720 © & 5+ JE RO RN E TED D &
BEBENNOND, TOFEET, EERENDORE, Thbbih-f- KN
HoOERERIER & Miflasr b, WU MR OMERR . BRI O A B IC BT
%2R b B WA R~ DT AR & PR AR R~ DARE L O KA O
T LRk MERS LT OB RELT 5 I E I ERBERFHEEREE
ERIETEERBLTWD,

ASBEIOMIRIZEE T 5B FRE & EOEBTNRBET 24N ol
IZDWTER 1, 1LIZFE LD,
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HEZ S (Otoacoustic Emission; OAE) 2D\ T 8

BRI L0 AAEBMEEZmICEZ TWDTEENM D | BoMm - &5
Wz =3 2 Lo A EMRAOEN & MELZEZ L, 2ot ISR
DOiIEEZ5 &3 (M2) ZETRHY U NRERML CTRETHEDZ &
o HE BB L v, SAVE B O B R Z2EBNREICHR L, 2212 b FRIH
D370 < T PRA I O BB BN B3 H B2 S (Spontaneous
Otoacoustic Emission: SOAE) & .7 UV v 7 7p E O R E THIFL ., = D% 20ms
BREICDOIZ VA EENDOEZEZJET 5 Transient Evoked Otoacoustic
Emission : TEOAE., DPOAE (t4ik) @ 3FENH 5,
Hair bundle

QOuter hair cell

Inner
hair cell
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membrane

Osseous spiral
lamina

2 OAE O+
RS A B OB - B A - RERORE ~ & DR %,



kA B2 2 5 (Distortion Product Otoacoustic Emission; DPOAE) ¥
HIZHOWT (M3, 4) 9

At o OAE o —Ff, & (U\f?%) %y S 2R U 2 VT B R o B
705 2 FH(f1, f2)ZFFFICE ., WITHICEELEEZ2H 5> MAET, Wl
BEBE 28 1E 5 C & A 13 i A FE JE B HR 8 o0 HE I L2 5 v T AR GRITH & o Jal i S o0 &
s E ZOR ) WIELGLERSND, ZTOEKTE DP LV EF S,
Z® DP LUV HHIE P $R 1kHz (238 T 4.3dB LIk, 2kHz T 5.0dB LA
. 4kHz T 2.9dB 2L ETHAVUFFE RIS BT 2 v-ULid 30dB 2L T
T, ERBENDELHETEDLLTND 10, ZD DP LUV NAIEBREE F D /
A AW DL N Z2BLTHNLHEIC, B ORETHEMNT 5L 30-40dB
PR OBEKRETHEOENNTCE 5, BFRANFEICHALEMMEZ 525
T TC—EDEEE - EETOENIPREFRTH L7, /NEORER A 7
V== IR AERER A7 ) —=0 7 TH B ’/gbh“(b\éfﬁﬁf‘i@
%, OAE Ofpdrik & L THFEK TIZ DPOAE A —#RMIiThbh TR,
AWFIETHRLERT — X D% h - 7~ DPOAE % H\\ 7=,
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59 (ETFTD—) METH D,
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P I 88 B (Auditory Brain Response; ABR)IZ-D W T

HDH—EDEZ MM B A2 0 M6 T < DM AT LT,
ZOMBEIENHDINTHZZTWDEINE I MEFIRDLIRETH D, %M
LR THRETE 5, MEFHBOBENMNZH 6N T 5720 bITRD
No, TOM, BMIEDHEICHHEDLIL TN D,

T A 5 2 THhH 1/100 BUNIZ 5~T7 OB L 0N, 1T
MRAEARARR . TR, KT A Y — 78, IVIRIZAMAIER . VI
FTFEICHIGL TS E ShTnd (K5) 13, FHIENS I ~VEOH
ﬂéﬁfﬁﬁﬁéﬂt GEERHB LW L CHEREO L ZICEE RS D

HZMT HMAETH D,

o W R RS
I : 2R A
mig : AV —7
IV = MR
Vi TR

BERERME  worwawmig

5 ABR Dot (UK 14 L0 dZE L T51H)



Auditory Neuropathy (AN) (2 DOW T ~F DOEELN L Eis T

AN LE, 1996 FlzH)d THE &7z OAE B . ABR TESH 50
FEEORBME LR 22T 2R EEDOEBMS TH D 1516, — A 72 &5
EL FAp 0 FEUEM TR MRERE CIIREHE -2 SN2 DS EOM
EWMDPHNETHL 72 E EBREMEELTRIRBE LD R HDLTD,
ZWBE L TN ICHTZ D IREMANR KO b TV HIHEREED —S>TH
%, MR TO AN OBEE L, R E HRERAIROFR T 5-10%% 5,
HABHZVR 7T AT AE S TWD 1720, A EE N OB EER &
X2 BARANOHARN 20154100 H 8 FATH =2 EnBEHET D &
AR L E 256 BARADERE AN FEFITER 50-200 AFAET D L% 2
55, AN OFIKIZ X, BEBMED 42%, #wME. B, ROl Slc &
D0 10%, 520 D 8% NIRK A L FhbitTnd 21, AN ([TITJEM M
EHRFEMEMEDN B D, HIRIER &2 G OF9 2 OB REMEM: ., o & (KGR % o 72
WO MRIEFEMENE TH D, FFIEGEREME AN OJFRRE = & L Tk GJB2, PJVK,
OTOF. DIAPH3 72 E3RIE ST 5 22260 HAR ANIZR W T, ERMEE
T A E CTREARIER 2 S IR AN b b T B HRAE21T > 72 AN &
FHOH T OTOF #Ei5 TARN 56.5%(13/23) L % % 5 5, FEMEREME DR
K& fs+ & L Cix Autosomal Dominant Optic Atrophy (ADOA)(# k) ™
OPA1 &Ef5+. Charcot-Marie-Tooth Disease (CMT %5)(#%1R) > MPZ & 1x
T° NF-L #5172 ERZETF 55 2830,

AN OFERIZ, OW4bNAEEMEO S F 7 2/ EHEECL DD, —
VI T A ORI R OBEREEICL DL O @A B KO R E
FIZLDb0 (K6) Ickplasnd, AN OFERHNER & LTk, OTOF &
I NFEIZO, OPA1 B F23@. CMTHNQ@DREEE 925 2 & H3 B
LT3 24381, CDH23 IZ oW TIFHEFIIMEEIZIL TRV o oDIZ kb
ANZETHLEEZOLND,
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6 AN DJFBE
O pre-synaptic : WA EMILD > F 7" 2 /N B e 2
@ post-synaptic : IR O BLZE [FE
@ post-synaptic : A4 HRER D fx E i E

FeRVEAN TlE, mEN D BRI L 226232 < | MR X 2 AN K
T, NLRENLE L RDIEMR LV, AN IZ & 5 & EEIVES O 54 .
BER R OREFEHALN RO LI ICZNZEN—FICRB L TWDH, ALRE
TE DREFEIAL LD PARNIC & D BEMILIZ B AR E 52 la 2 DA 07z
D, ZEOMRIZRHFTHD ZEPHESNLTWT, BInFZ2n ATARNHED
WIS ZRET HERICEERNEW L 72D TRetE 2 F > (UK 32 7 b W E),



OTOF 125\ C

OTOF 2 503, Y iR B &R TE X o FRIEEREVE SR o K & s 7 Th
%24, AN ODFRRBLETE L THO THEINTZELE T TH D 33, MIEKE
FEA 72 v aa— KRt 58 EFTHY. A7V 0E, ~ 7 RAICE
WTCHRAERNIANE BN, NAEBMIOM GIZREIL L TWDE R, EBITINE
FHEO A THIE SN T T 7 A/Maokic@< 2, OTOF £R CIINFA
EMIE D ORI EWE O E A ILE SN CTHIENE L 5, Z 04, 4
HEMEOEITMHESE S TV D 72012 OAE IZIEEH Kt % 29 %55, ABR
TIHEEHIEL 20 EROMBEENBEDOND AN Z T EEZLNTND
32, HARANIZBW T, OTOFEROH T p.R1939Q & F A3 & 1 H A &

DN E Y 27,

Autosomal Dominant Optic Atrophy (ADOA), OPAI
WY REEREER CTHMBRER LT 2T 28 MEEE D —D 3435 T

FAARRE LIS & EE, SRl RS AR R . AR A AR | R S B 72 & %%
ERMBRIERE AT 2208 H 5, RKERTIEZ OPAI R T, ZO
OPA1 &1 1%, Optic Atrophy Type 1 EI5F+ DI TH U | MR VER &
KOV 1 BB REREDORKNER T Th 5, W RaREEER
T, TOEMGTFEHWTHS OPAl EHIZI b= FUTRILEO@MAE ZFY
36, DEVIII Py RYUTOMEEHIZHSERTFEEAD, ZOERIT
X0 WA RREE S FRK O AN Z 5] & 2 LT O B & Al g E 2
Bl X4 % 437

Charcot-Marie-Tooth Disease (CMT 5%)

THE & RO ZEM & R E AR E L EITT 25 & RS FIC L EE
BT D, RO ZEMIE Ch 5 38, B TRFICLD | RN IER I
BT A OICNERZ R ERFKE L7220 MAROER S L < LR

(XU ) ICRENEC, JERNSHBE T EE2 6N TWD, 21
I ELHDIMN, THITHEMROZERE NN TR Z 5 31, oF WA A EME
DOEIZEFDOEETHY OAE IZIEF & 7257 ABR B O EIZ &
DR LRDHZET, ANDKREZETIEEZ NS,
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@ F—<IZEELT, MIRAbhro TWTARDINS TNRND )

AN 2B W T, ZIIFERE THh - 72 OAE OFE RN 285 & a7 <
20— IR N EEEERE E REROREME R LD Z EAVNEFITHRE SN T
B 39 40 SR AN D 1/3 TOAE BHELLTWBH EWIHEL H D 41,
OAE OFJEMME T L TWLS BB & LTI, — o STk CIdfifEssEHIc X 5
TG DR 16,4244 L DD D,

ABIEM B> TS HEIBE Z1T> T OAE ORIGHHZRL o T 5
& AN TR NEMEEEZEns, 20X 97 AN 1T/ EfakEE
DN 0 N EVEHERE & 70 o 7 EF T, BRI I D BEEHALA 2 2P LA
FIT 50T, AN OJRHEEZ £ 72 72 W N H M EEIE O fE 51 & 135 7 B B R G
ETLHEZEZOND, BRI, EEMEEBRENFRED AN 072
WIN B EEERE G & bR D LEEETE DM AE O ROSIERE, Ml
R EODREN R D THEIND, DFEV, ZWORHZLT L AN OZ
WrBAENTERLS 72D, EEOTEH LML T-SEOBE I OEI IO
TOWERIEE - IREPEDICS K RDAEERDH D, £o, 4 F TREHE
FELEZM SN TWIIEFOFIZEH AN BFETWD AREMEN+40% 2 5,
AN L 2T 5720123200 % Ao T FIESBZBIR 72 il on» T
FEERATVIREEMIA L CWS ZEREHEETH D EEZONDIN, T ORAEMHE
DX 5, AN BFIZEB W T OAE BNEE L 72 28 OAE ORIz >0
THEINTZRE TS ETRhhoT,

LB 2 DI E AT > - R EWE Y v 2 —R 7 o % — Tld 8 st
FEDOMIE 2 BBAIIZIT > TR Y, FRENT—HOBELE T OMREZ BT
ZEHARERBRMNRE S TV D, MR D Yk SRR ZE > TH D
9 2 L THEREMICHEIT STV 5 BEEMHEHEORRZEGLEN TOMRE
DFH7eHTHREEICZEDOMOHMEEE TOMBLAIETHDLZ b, &
DLk H b EE HIE OB AR T2 WK CIER (B F 0% A 1XE OBiK)
NELNTL DHEHRTH D, Mk & LRFIELE VI EE E VIEMEZED D
N5 Enb, BREHIEEGNOBE 20, T2rbGohlT—% %A
W ZE NS A TH Y . AREBOEW AN 1B L T% . Starr & [A4EIC AN
DIEFIRE 21T > T MBEBZFEM (R4 Et ¥ —E, KRKFELEH
) DEHELNKRZEICHEZ>TWVWEZ ENLEENDE L O AN OJEFIN
H£E - TRV, Gk TR FMEIT 21T > 72 AN OFRIRNIZE 21T 9 2 & TAN
DIFHEMEIA 2D T2\ & & 2 7=,
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@ ZOMETIHMEBELNMILEL ET 2D

AT &2 1L, BAs AT 21T o 72 AN40 JEB|58 D DPOAE 2 E D X 9 7%k
WE7ZEDDITOWVWTRFBNIZHGF L7z, F TO AN o#HE5FEL< & 20
Bi5g 45.46 T 40 JEFILL EOZEBI A LI @ETEEZ LT, BEROH DL
moR o &£ 5 o 5 & 0 zZ b o =
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[m&5E#]
ABR  Auditory brainstem response
ADOA Autosomal Dominant Optic Atrophy
AN  Auditory Neuropathy
CMT % Charcot-Marie-Tooth disease
DPOAE Distortion Product Otoacoustic Emission

OAE Otoacoustic Emission

13



GSED
AT H IR EIFR & o ¥ — R OVl o I [FAF 2R sk O B & B 5 O &R

BT mEtoRncExgHE ONEOGEITZOMmB) +5072 A4 v 7 4 —AH K-
arvkvy bEHSTTONTE, %%, OAE D IER Z N FEEEHICHIE L7
ABR (T CHEEHRE £ 7213 EK)ET AN 2SN, AN OFK & L CTlEls
PEREE DD, ETATIER 72 E S ITMICHA L RIFR 258 0T, B T
A NEE S 72K 40 GE BT H D 4 18] O E BT 13E e REME #ERE (4 C ADOA)
HLEENLTWD, AN BN 10 s OBl 4 /NE AN B, 18 %L Lo b
DERN AN BEE S LT,

[ F7i5]
B As AT

BRI RO ERE 7 — &R a7 — R Sl R JE i <17 o
iz, RIS i 47z DNA % AV T2l GIB2 #E{x 1. A1555G B
L TVA3243G X = KU 7 DNA A%, OTOF #EizT&2il~7-, ZhbH
DI 20 o T2 5EHI T 2kHz, 4kHz ORI 250Hz, 500Hz @ BfE % 1
[B] % & b =R o S A 5 U 72 EMIC 1 CDH28 B T R EEsL 2 L
TIEFNZ L OPAL &5 1 O fEHT 2B T1T - 72, GJB2, OTOF, CDH23,
OPA1 & 71X > H—ik, A1555G B LN A3243G X k=2 KU 7 DNA
2 B3 RFLP-PCR £ TIT\, HIEOFEMITME & DR SC & B 3E L 7= 28,4751

WY EREERED 2 7T U VERER, FRAREEBERTHSH OPAL
BT O~T BB 2 PRRPZHL NS OTRKEERE. AR EZRBO 20
MEREARSLEREFO 1 7T VIVERO % 8 LT SES] % 5K R e e i &
ERLDHE LI, ZNENOERO RN LB TOHKERET D
DIZ, FIREZR[R U W O K R © 1T - 7,

BRARPT ., © DL R ORRAERE R 22 L T)D bk A & IEF LT,

B R A MRL,CT (2T, Wi2FErhie o BE | N H A O R g e & 4 bR
HLT.

ABR : A lalix, —MREFSEMEREEK CILH S CWwWa s LT, VER
ZTNENOREEE CHET 20 ENCHAREEZITo -, BEE- T EE
A2 L CWEERFOLERRE L TERHALE,

OAE : AKfFZETlL, OAE OH TH, AMIAESIIERICEB W TR HZ < O
& TITHhIL Tz DPOAE OMIER RZH Wi, SEIOFRETH D OAE O
R Z D0 LT RT-OIC ATETITHE LE-EBRoEnFh
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ORI EFE IR L, 7 A4 AL~ DP LU EE> TWAH 5%
FIEH 0 | &L, HFHICEWT TSH Y | ORI EFRAL DS 2K O I E FRAL
BlzhwoEIE%E TROSHE] L LTRI L, #l2X, 3 EEHEOAHIET
HEEFRIZ B W TIL, 2kHz 23S & 0 |  8kHz & 4kHz 23 &7 L OSE 1,
FISHE 33% LitH L (K7), ZORISEEZZ T 7L, KIS HE
2 100% D E FREIE L72b D2 ARE, SHEN 1-99%F TIERT L2b 02K
Ty RISEN 0%IZRoTebDEER, LERL,

M BRI\ ik, GraphPad Prism 5® (MDF #., ® )% H
TATV, 3FMfi & L TiX. Unpaired ttest Z Y, p<0.01 ZHEEH D & L
THIE LT,
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[#R]

B AR T AT it R

BAR T FRAT TR E U 72 EB 25 K9 550, JRURIR R E 23 5% D OFI T H
>72, OTOF biallelic mutations 235 %, R\ TH[E DB/ F A TIEA
BB EN R o B FER KRR Th o7, CDH23 biallelic
mutations, GJB2 biallelic mutations., OPAI monoallelic mutation % f&
&7z, A Auditory Neuropathy BEDJHK & L CTHEE L TW2H DX
OPA 1 heterozygous mutations 23z %, IR\»C OTOF biallelic mutations
ToHO ., JRKRMEE, B rEERBE LRBOT,

DPOAE O #% 3t

/INJEC DPOAE % 2 [HLL EHIE L7 B2 2W T DPOAE OfRil 2 KaFt L
7o MIEZ 2B AT REFICEB N T, BB IZ OAE NMETF L7726 DR
&% T, WNTOAE BHK LD, REE>T-bD LWz, Zhb%
AbEs L, B (RTERITHEEL) LEbonEkse 5oz, KIGTHE KRG
DOAEEIL, HAEND 1 % E TIZ DPOAE MR LR 26T R D o
2, 12 CHRLELORSEIOREO T TIIHKEL T, TOHOFEMT
t 8k E COMICKIEBATER LI-fZ B Tx,

B ANBE2RT 2 [FLL FIE L 72 DPOAE Ol % #i5F L 72, — & T DPOAE
IIARETHY ., TOMDOKES T DPOAE OJSIFIE T L TV, T hn
I~ DPOAE 0%kt Boniz, %< O AN JEFIIZ W T DPOAE DX
TZBOIZITE DD OLT . KEDIE. RUSHEDN 66% % X Tz,
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JFIAE T Z & @ DPOAE @&k o g

ANVREE R R B A 1 B O AT RS SR TIEBIEL D 2% x> 7= OTOF  biallelic
mutation # & | Bx AR ALK & T DPOAE O ffai & kb L7z, /MR
OTOF biallelic mutation # TiE, 2 FLL EFHHI L7220 B 9 5 Kk
TR R, ROSHERS —#HE2 LD, ZORISMET, HELLEbOEGD
5 & REHDFIEFIZ DPOAE O ISHFENEAL Loy, —F ClEfkm$
IR T LiehoTe, B FERRBEBETIZ, IEBIKRTLEZ DL,
—HIIRKICHEE L. 2N 2B DLED ERICHR T ELITHEE LTS ONIZ
EAEELEDT,

ZD 2 FHIZEBW T, DPOAE 2K LT-ERIIZH 1T 5 DPOAE 23 {HKk L
TR RO Flin 2 teie 4% & . OTOF JR[K#E D DPOAE {8 2 IRF 0 Y 25) 4F i |2
kL ClEAn 72 BA MR HEED DPOAE 1 KK DO Ffn i35 < . DPOAE 1%
OTOF JRRHEIZ B W TR A L Tz,

ZDEH, REDHEE ST GIB2 2 BN -2 2 miF Rl Tk, 7%
W BOSME T CDH23 13V b FUSE T, OPAL /NEHEIT Wb A
Tholz, REEKME TH o7~ OTOF heterozygous mutations At CTlx %
SHBPUMET LT,

BB CUI R R B s - AT 85 S B CIE B & 2o ) 3 B L 722 v o 72, R
RIDNHIEH U 72 SE5] Tlk OPAL 3% CTh - 7223, 7T T DPOAE [F4A%
INROGHED 81% &2 TV 2D T 57 DPOAE DIR T DHIZ 57z, D
B rERRBEEET., —# TiX DPOAE DHKAZRD -2, £ OMIIAR
BT ERXL>E 0N H o7, OTOFbiallelic mutations @ — T DPOAE
FAE, FROITBREOK T2 2 LT,
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fiilEgs 2 A & OAE 0 %1k

MTEZEH & OAE O BfR 2572912 OTOF biallelic mutation #f
EEEBETERRBHBECOWT, Mg HATE CTO OAE OffilE % g L
72, OTOF Dbiallelic mutation # ® F THiHE#s2E H B 461% (2 OAE O K& 703
KT LI ORKE S A EHO, MEREHARGE S OAE AL 72D
—HThoT,
B AR TIE, 2 B2 E DPOAE % FH| L 7= & # [ A i wiBEgs
ERBRGA & 72 o TWIZSER] THiERS 2 HATIZ DPOAE OIS T L7
DB —Fhd> > T2 5 KEH ITAHIERZEH 12 DPOAE OISR T L 72,
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[5 2]
AN DB IOV T

AEIRE L7z AN JER] TIZ#ERFYZ LT DPOAE O RUSHET LT <
TEBIAS /NG - BB & BICEIAFAE L DB B D TRIS A ERT DI
Bl —Hd 5 2 & 3 HIA L7, DPOAE K OREHAIRE N 5B 2 5 LR
PE AN BIRIT 2 s 5 —H T AN (ZSVE BM AR E 23N - 72 fk &
72D AREMEDRS A BT 7R o 7o, 2D DIERFNELZ DR R OREF R A D Tl
N EPEEENE & 2 S D03, ek AN 05 RE (i 4 0 N A 6l il oD Bt
)L OFE TR SO L~ OB RAE O KR 2R TR EEE O L O
HERE ] & D LR BB RAE ORI RC, SR E, MRAG I 2 R
WeFPRBEnDd, HIZZ O &S REERNREE B9 5 /0 VL ERREE 6 T,
DPOAE 23 7 T - TH ANIZHA BMIREEE 23N - 72 & T & 5 T HE
PEEE D NETH D, 2O XS RIEF 2RI+ 55 EO—>L LTI OTOF
70 & AN ORNEG T 2T 2 MEREDRH 5.

% ABED DPOAE D% i

FABEIZ B W TIL, DPOAE NBEIK T35 LW oI NH - 72, AR
® DPOAE 1, W CTElimOIEF & Z W2 b BIE# 272V K
MW, EFFEINMEREFIN T D EEZ NN, Bt KISME T3 5 5E
Blb oD ED®ED B D 5758 4 [l FEAM 7 1EIZ 3\ TITERE 70 SOSME T I
Ronlboo, BEEORKIGETEZETHEMT T THDL EbhoTz, =
NIZiE, RABOREKOKRS 2 D72 OPAlI ZEOFRENEHRL TR .,
INREDIREDE WAL I N TS EE 2 T2, OPAI DIFEREIT IR
ETh NEEMIBOBIEZ KBLT 5 DPOAE & BEEBGER DT,
OPA1EHI Tl DPOAE OELRK T LD hnolc & EZ 2 b,

JR KX s 75 DPOAE D #% it
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STz, 207 OTOF Dbiallelic FEDIE 5 M@l A ERBHAE L Y B
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o OEENRE NS S AT < R0 ARICEER SO L HHREH
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DPOAE D5 tEIZBR T 2 BIEMEELH D72, DX A Tk - T
DPOAE N FHUE T3 561 & L22aWFlZ o0 DR H 5, 21 O
FEIZIT AN OFET NV~ T ATHD OTOF ER~ v A7 Bl 2 52 AnN
e OEMMER, AN JEGIICEK T D OAE Ofkim & B3 25— L8

(Single Nucleotide Polymorphosm : SNP) OfEfi RN A EEZ N5,
B DRFZETIL OTOF biallelic mutations BN T OAE F 7 541 &
OAE NAETE ST EFI DL 21T H Z N TEH EE XD,

DPOAE X FOJFEK & LTk, AR o@ v oMy 16, 4244 TR ge
EHOZENEZ DN TV MG ENZ Lenen s ar br— LR
INRDOSFERZEEEZEIDERETE RN LD, flillids & DPOAE DX
RERITBFT TE W, S EIOJEF] T XD 2\ 72 2 O K BER IT AR
THh o, MIEIREARI% TO OAE OB b Z b Uiz, TSN 3 I BH 44
%12 OAE ORUSME T L TWAIER]IL OTOFbiallelic mutations £f, #Hix
FEBRRBHEDO KE S TH o2 DD, Ml EE B ERT 2> 5 OAE 2ME
TLTWD HOR, Ml EHEBIEFETZ>TH OAE R RED LD EN D
D, BEORE L RRLERTHo 722 L0vh, DPOAE IXMilEEs%E H & B
R <R T2 A RBHEN B 2 bz, fiilissiiH & DPOAE DX T @ BtR
HEBHLDICT DRSO RDIMERLETH D,
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[#afE]

- AN O/NIRGE Bl AN & B 12 KER Sy Tkl H 2 DPOAE O RS ME T £ 72
ITHR L T,

NRBEICBWT, 2% E TIC—EOREM D T LT,

- JNRHNZ BT, OTOF biallelic mutations AL & (n25 2R HEE X
D BMICEORNERT DN H 5 &5 2 6u7-, OTOF biallelic
mutations #(ZH DPOAE OSNRT-ND EFE DIEF HAFTEL T2 &
725, DPOAE PEIME T E72IIHEERTHHEDOA =L L LT, AN
DJFRKER 720 TidZe < R 2 TGRS e St o IR % £ 9
AIREME S R S Tz,

- WHESR D% IZ DPOAE DR FTOH LN ARBER EIXE X R o7,

cFRANIEFIOINE E A EITB W TR, BmEKIZ2 22053, DPOAE [T
EORTEE LT,

[

A BIOMFEORES IO — > DEEBEME TH 5 AN OJFREMIIZ & - T,
DPOAE PMETRWHET OHENEETH L Z &, 25 LLATIC DPOAE 288
KLTLULEW—EAYR N MRS R & A USRI > TLE 9 FER
NhHZEenbhole, £, KREMKRFHZE W T OTOF BEin 74 BN
DPOAE R I RICED M O DK ZH L TWD DO TILRW, 2%
FUTIE R MmEREOBELEDND EEX N UL EOF M eHimiA
DT ENTET,

[5 %D RE]

ZORERE S LI KT —Z 005 bR 2 SR TRE 5 X
<. OTOF Dbiallelic mutations HF#& @, HEEE O 5K CTld 72 W ER55 O LD
B % AT UERIRARE & @S 4 o 5 2 & INEMEEE O JRR & 72 5%
BEFOYTRALFLERWS DR ZX—=XZENEN OTOF 7 > 7 7 7 K
v AEERL, KB~ v R LEE L7225 DPOAE % fkReICHIE T 2
Z LT, JRKIKBO DPOAE D% & S SEER CREl L7= v . JRIKE S 1 LA
SO FER 75 £ DPOAE O #5258 VAT 25 & v ) RN
BHINI 5B 67, ZNUOHOHFERRENDL, 512 AN OfifafiE
BN T TS T ENRTEDLEEZEXITND, S%OBEL LT, 4H
MEARESHETH -T2 &b AR E e E LU THAERD S RIREHIZFE
{17 T DPOAE O #%il %18 5 KRR O FER EbEEND,
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