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&L CREGIREM A Mb A — 4 — DR X TEIRL, B OHfET
L7z [ SBEMATE] 12 &k 0 5RISEIZ T2 R L. #ii
BT, FESEw % PHIL €. FEERICK B HEMNTF 3174 > T
BREE Yy TEERT 5,

[ ) LFRISRITE] B TOEBDTH 3,

(a) WHT S0/ L8N TXIERS. CpG Blsl. At —
AX—Z LD BLAST IZX A HFMEMRE, Fy bt~
ZAZ & BRYe - EHE - MIRMEMSR. ab initio ) 7 VI 2T
2By Tl fEME DO ) AERES RSO
B2 KR D DT 21772 5 6

(b) (a) DFERE FEETMEICHE L., 5 (cDNA X
EST) O#ify - #5Ic k3 [HOERBRTOME] R
WA E % % & BUE AL TREYE D S ORI 51 585
Gkt & F2BIC K D ITv. SN AEIE T D4R cDNA
OYiHE - 7/ LREEOMEEE HIET, 61T F A4 Vi
L b ABREDOHETE & TRE AR D MW 5,

MBI, AR, Rz (AMD) %, BEERO
KEWKIERE TS, ARy A58, kO 3SHHET5,
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2. FRIBEIKBLIGEE F OB

MR, BeZe &0 SRICBE S 5 s B M Ol Z 2 BIZTRED
Ji KA R+ 3R R OSBRI KB (R % B8 - BRE T & 475 . BE
HIRRE(E T O & v o3 EBAERT 5 2 V732 % Hilogk
BRI U 5 7 7 u—F ((HEGEET 7 7 a —
Fl e@mt) EEELZOT, e R v TR ik
Wk (OAG). AMD DFKEIE R & 5, HEMEH % 8
2%, BERE 2-hybrid 3% (Y2H), B&UTAE Y Y -MSHEIZT A
2N ==V rTE, TLEFT Y -MSHR, Hgx vIsoe, %
NI TR S ® 2 71T 2 ik EHWT I L E Y v (4
VSO EAERO—IEEUR) EITV. ZORGY& v o380 BEES
il MS) THETZHETH B, HoNZMAEEHE V527D
b5, Z OBIET MRS ORI EE FilitEsic~ Y T Eh b
L DIZOWTIE, FHREKEZE T ORAME LT, BMETOERE
T LT, ZONEENEBERT S, 2. BIZTFOY v THLEIC
b6 T. ZhUSNOEIET &S T, YskEEDRIE & DB
HEERE L CHBEMNT. FEBUMH. BRI, ZROEASIZ K
3 KBBZALORH #4170, JHEDE(ET - BIsEEIZ T & LT
A BEET 5,

—Ji. BIEO T ABEMATEIZ & 06N 2 S REY

v T 6. BRER KB A FE L ORBBE, R EEE T &
LCHHEMEDEN S DAEEIRL CZOETOMF R LT 5, #i
H(2) D=z, & MEflgEEHCS Y v — D& MEA I
O, Hi 2 il 2 SO RIE 2 54, 72, BiE (3)
D7Dz, FERETLHYORBINAMN L. REIC & O BT
J LRERE SO IME U TR R & 5,
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(1) BRGSO ¥ o — DN & 5 AR
BEHES EIR D 5 5. FEIREAEOLT O 2 FHATZ DWW R
Mi¥ 3,
(a) OAG frflifEIk GLCIF (7¢35-936) fHisi %%y 4Mb
(b) OAG fEAlifEIE GLC1IC (3q22-q23) HHIKERIZH 8Mb
(2) KRR CTIET ZEERREHCTHR SIS TEOHBUE
FliE %
WIE 2-1-4 TS OAG DY ¥ r — DN R E 5 N, FHbE
EVBMb 2P/ METE 26081 LT 5,
(3) 1EMTTEDOBBEIME T I 515 6N BB O ©
I A IR R A
WIEH 2-2 TT5 AMD D5 v N EEREF L THEOLN L TE
OB 2 L% A SMb I T2 MEL TR & § 5,
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2-1 OAGHK#EIATF DHES
2-1-1 FRNFRHERER RO
LITOHND 72012, FEMWRIEZ R $RNREZR RO # & &
H B OIERIE B ORI MR A Z NET 5,
(a) AW CRIE T % HH OAG R IKGAREE T DRF B T
BAER - B D{AERERD 72
(b) Vv — UMHIC & B HiH OAG TR D AE & 72 138K
K1 OAG Rl D ML D 72
FiL7z& 50, E2H55EEBIE 0AG TH B2, KRIUE
13 OAG IS & TR BNBERRIZOWTITH> 2L & T3,
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— 103 —




FEAL Uitk & 815 5

2-1-2 AFF=a2—Y YHEEHE V52

BEAIOD OAG HIKEIZ T Th B A 7F=2—1 Y (OPTN) i
MEAEMS 3 2 vy ERE L. ZOMIET %727 OAG JFHK
BIE i LTS %, OPTN @ ¢cDNA D7 3/ BEHIERGE
WEREE~NA ML, L MEEDNA SA 75V —%TLfLL
CY2H #4795, %72. HEK293 fiffai= FLAG # 7' {i} % OPTN
BEAL, LAY Y -MSEIZED, OPTN EAKDES & v
N ERIET S, TAEY Y EPFLAG % 7 itk & v % 6y
WECIT S, & Vo Sso A K%E SDS-PAGE I THHEL. (4D
880 BNV K SR, BESHENITT I BRES %
ELT, VIS0 &RET 5,

2-1-3 IA4A YY) VMBS V82

HiE O OPTN & Flfk. OAGHIKBIEFTHB IA V)V
(MYOC) 1ZBIL . ZOMEMRMS V30 OBET % Hi- %
OAG HIREEFEMi & LTI %, MYOC @ cDNAD7T I/
BERITGHR AR E NS b L, € MEBEDNA 5S4 75 ) —% 7
L4 ELTY2HEETS,
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2-1-1 THET 52 OAGRRD I BbRELFRRIZOVTI, H
MCHWTY v — DR a5,

2-2  AMD SPGB R £ OEK

AMD DOfEBRIAF & U TRBOKBERANDBEEHNZET S5 h T
3, Ty MIEOAIIEEE RIS 5 & e 4
L. N & i 32 B e AY 7 R b — & 2 TR 3 B A
Mo TH D, AMD TOMBERE L HEHA LV, ZOHYE
BMETFTNLCHRI ZHRICHEGTHHIZTFEMITTS2ZL T, B b
AMD OJHKBERADROARE 6 h 3 ZEnHFTE S, Z0E
FOLTOMBNREEOTIEILT v PORMIZEI O KES BLBZ
EDBHIENTWBEDOT, BA L, HEERHEOR X & ()
BRI 2 Z & # HIEL 1=,

2-2-1 5 v bHEERE T CONEMEIRE RS I L O it
MRS 4 2 X B 723 O WG 0 B 0 A ST R S5, It
MR A S HRET 2175, T v P OERRERE LT, MBSk
&M - ORI ARET B, £, BIE¥NET To—F%
L5720, READOEEEZ T, REO/N S OB
YD S EOME & BT,

2-2-2 X VFILBRIFE L L TOFHliE L UK

MG RS - 2 4 ¥ FILEIEE L TOBERE TH
B0, ZH3THBHL LT, ZOEMYE - FUFOMET 1T, £
VIELBIRELTRA B Z LML 726, B - HHEOMRD
F-1 1250 MR%E R LR L ¢, R UEIAEAE (BC-1) TD
B O %R T 5. BHEORBI AR IR X 6125
DMK %2 LR UASHELS 2 iR (BC-2) 243, 20
BfEABEOEL T, [EEOERBAZRL, BEEOMIBO T/
LDFAERMMEOE UREfA ] #1545,

2-2-3 MG E R R A RO~ v ¥ Y S

BIE TR 6N BR LLRBAED Y/ 2%, MRBOr /) 4%
T E B LM —H —THRHTL T, HE L CRET 3 EMMR
By ) LEARET S, SMbRITOY  aRIZHMES 5 %
T, RUKREOMEARE. R ULE O AR E R L kT 5.
2-2-4 NN PR IS VIR KB (R T D EE

METHEOND T v bOF ) AFEIBIZR L Tr /7 4 RS NTE
ZHEA L., BEY~ . TR 25, BN 8ETOH» 5,
I— P42 4080 OBRPLBHEMMERE LS LICL T, MK
FRERZMHKEA T ORM 22 IRT 5, ThsDOBETFDL
RV - BEOMRB L i U CRREE T2 00Ed 5, [FE

ZToOv MABEE FIS k1) 5 2 E#H~X, AMD B & JEFIE
HTHBUE S R 2 2MOREEHIET., 20 &5 £2MER
FTv MEEFAESNZE, b PO AMD RIED SRR A H -
TWBELT, ZINCEHTE 5, £7-. FBIERBORITR. A
Bk, IRREROPIRICE RIBTE HEEMNL D 5,
3. WEHIBRICHD 2 BiBLEE 1 DRI
EFLEME LT AL A ERA L. REEIRRRN K O M B R
Hi) cDNA 74 75 ) —OfE A METT 5, & b O5l HAEREEF
REE RIS AL S B R RO BRI E BOBIE RS O 4 & 712
B ML T OFEEBETRT 5,
4. BETER - RYPUT — 2 X — TR
BADBPER» ST > TE 2 [MIRFEDO T K S5O
AR EREh ] 12k 37— 2R AkE T 5, 7 — 2 ORI
. BERETOMBTFER - ZRNTMA T, 2 VST HBEF X 4
VB AR SN & B RBA (REORER. R, SRR %)
ZALIZE TIRT 5. ZThoOHHT — 24 EHH %, HEEORHEL
HEL A TH B0, HEBEOHHE, B0, LEICS
CCAY buy—f#ELED S, fEROERDOT -2 LidfloL
A ¥ — CERBFRDIERGEOREMPITA T, BROF — 2 LHS
WAMNTATRE R > 2 7 & % BIET,
<WEZESIIR DR >
1. REEHEBEKEE R 2 FRORERTY~ Y 7D
TERR
(1) PRl o — DTS & B BRI
(a) OAG AR GLCIF (7¢35-q36) FHIKDMHT
GLCIF §ikid~ — # — D7S2442-D7S483 [l 4Mb ¢, Z
DERIZT  ABEMT AT L2 Z A, BEERMO
¢DNA/EST % &8 T 5 h DY A E OMHEM: 4 /8 U 7238
BT F 723 BT T3 AR L2, 205 BIRTORB
BROENBBEIET (EST) Z AT TH 572, F =S RO
& 0. O GLCIF ki3 D7S2442 O T i %9 400kb ~ 1100kb
DOFEIZZn T4 YV H— B VIS BIETFREELTHETSZ
& (8/73 1), @ D7S2442 O FHix 1200kb ~ 1700kb i 7
T4 TEBEBETHHEIE LRV TH D 0D Zehibh o
7zo T3MHOBIZT DS B 3WHOBIZTFOEMHEIZIE, TFY v
RO % H50 BB OB kA 15 OV EIR A B - 72, CpG 7 A
5V FEOERESZ I 2585 T £ 2 3BT 3 8570
Pl Y VOB 2 BRI & > THRET L 72, PHRIL 2
IFY Y ETPCR T I4 v—%i%it L. BRHSK cDNA % 858
ELTPCR %21T-72& 2 A B kis5M % 37 (GLCIFNI1
~3) [A® L7, RohM 44 IV TRET 2EEY
THBARMNEND B L br 5T,
(b) OAG fRflifEIK GLCIC (3q22-q23) HHIR D fifthr
GLCIC #3113~ — % — D3S3637-D3S3694 [ 8Mb T &
3, [AIRRIC. ZORSIC T ) ARG A fifT L7z & 2 A, HiE
EEETE2EDTO0HDOBET AT Lz, 2D BRTO
REP OB EEFIE39MWTH > 72, T OfKIE, Al
GLCIF IZ R U GBRIZ T OIFEBEE S LU T Th - 72,
(2) RIFFETIET 2 HEBERREHWTH SN2 TEDHHEA
R
IR 2-1-4 BIZER D & 50 . WFFEHIR NS ISR O BE 28
T A B 5220, REZOFHORNR LT TE K,
(3) NIV EDERBE TN A 6155 N 5 PEBEAEKRO b b
TR A
PITFo2-2 HiZit#Bio 0. v T 10Mb KO FIRA 2
FERIE T X 222, X HICB Mb FEEIZIME L 7285, 2 DM
ENEfT S 25 TH 5,
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2. PSR BMGER 1 DPRSE

2-1 OAG N s T DR

2-1-1 fRNFEEER R OIIE

RRVEFRE % R 3 Rk NRRER 2 L U 7z, BUEEZ TIZ. HAA
69 %% (166 A) AL, 111 H1 (83 106 A, FEFRAE
F#5A) 25ERIML DNA ZfhH L7z, B ORBINERIE. Bk
FEfaARARE 57 A, IERIRIEARAEE 39 A, SIRIERE 3 A, Z Oft
12 ANCTH 572, ZHNZDWT Bk LIk L 72,

2-1-2 A7 F =2V VAR L V282

WFZEEH I FEa U 722 2 MO 5k (Y2H e L 4y v -MS
%) T. OPTN &% - BT830 220 ) —=V
7 U7z, B MEERNA ZAFLTCYHEDT LA F4 T 5 —
IZFHW3 ¢cDNA 74 75 —%2RE Lz, Bohis 37134854
B, BIZ T~y TSNS TOLS IS,

@ BIETHEATq35-q36DHUZIFET 5 & D 2 f
@ W}, MRS ICRRN A RBE R T L0 EZ"
® OPTNOK TOMEEE M LGS & D EZ "4
®avFF U ICBHTEED EZ4

ZnS5bH, OD23&(ET (OIP-F01 & OIP-F02) 2. 1® (1)
D (a) TN L 2z kAR I GLCIF PIC/EEL Tz (X
1), 2ho OBIZETFORRESAERD DNA % & 7t & ~o 4 —
Tru—=vr L, KEEMTOPTN L RBB 2T, #2502
NI BPATHEIEMB L, Y224 T oy bTHERLEZEZ
A, THEEF & 812 OPTN & V87 L DB NHERTE -, Z
NEDE D L2 HH 7= SN RS KEIE T T b 5 W HeME % MGk 4
% 72¥I2, GLCIF fili &~ » 7L =052 CREA L IV + %
A BFZEAT O Mary K. Wirtz di1:) & LENFECREREKE A
FUTERBITEIT - 720 ZORER, EEFD OIP-F02 T 5 FEkH
OEREINZENAERE L2, ZDI B, T7G/A T I/ BREk
(G26E) %#fE5. %72, 630A/T I silent ThH %25, A DA
ESE (Exonic Splicing Enhancer) I ¥ & ¥ 4 ZEH| & MK $ % —
B, TTEIAVEYHANSIETNE20, 27574 VAR
R BARENERN D B, TTG/A TUHKRNTIE. FIE - JEFAE &
B L T8, RADBPUEL T3 (EBid 2-1-1 1) fRARESR
KRB XOCIEEFRER OB T, BAREL OHBIZER TX
otz MOBEER EHE L CRIERR & & 538546, 2085
TOMMNBHGORE XAVNEL BZAEMEEEL 6N 5,
@iz&E1 5 NRL (Neural Retina Leucine-zipper) (385 &
FREMNDOBEEMEIE T Th 5. HiaEiia T OGN T OPTN
— NRL O#A TR L 72, W& V32 DT v MMEKIBHGETO
R B A IS YLEIE TR L 7= & 2 A, NRL IZER#E £ I 0 15
HEDMEIZIFAE L 7225, OPTN IZBERRE O s, NAEIRE O
MIHaLIs iz, NRL & C < Bffaic e el & hiz, 22T, v
I ARHLAR ORI 5312 30 1 B i DA 2 72, FES 3L ¢
P OPTN $ifk & W THGIBUMIB AT 572 2 A, 222V
Ty PEIZKD NRL 2t =0T, mFHIZAERNTE
BLTWBZ @M mkEIhs, k., oPkE0HL =R
T, OPTN 3tHfiED 5 5. FFHAROATREL TWEZ &
L 7z,
OITIIENTHEBET 5 2 V57 . NSO E SRR IS 5
BYINIBREENTED, A ML ABISGEZ 2 Z L8560 TH
% OPTN OANOBITER, 2 WIZBITHROMKNTORBEIC
B 2RV B 5
@iz FFryRadF U BE S VS B EETATE
D. OPTNIZ & %2 FF v BB O FAEHHEHE O FFAED R X
h3,

2-1-3 34 V) VAR V82
MYOCZENRA P& L. Y2HIEIZK D, M@EcDNATA T 5 —

Mo EHMOMYOCHEREM & V80 #AE L, 216Dy

5. UToA7T) —O#IET#5K0 LF Tiif e L,

@ BIZFFED RN AR IR IS AEAE T 2 B85 1 (9F) (X 1)

@ M DORBOFKEE T & 5V IZBHEE T (9F) (X2)

® HWifast (ECM¥B X UECR) THEET 2L EA A TWE4 Y
Ny OBIET (118) (X3) .

QO H#FITY —D5 5, GLCIL (3p21-p22) fHHIZ~y F&h
72 MIP-FO01 & MIP-F02 {22\ Cld, #iic® Wirtz lth» 50
5tk %, GLCIF (7q35-q36) &Iz~ v 7 &hi= MIP-L01,
MIP-1.02, MIP-1.03 ® 3 fdiZ DWW T, XL FINL Y K¥DP.
N.Baird fi £ & O L[R2 T AT L 2Bk & Vv TE RN %
o7z, UL, BIEETOLEZ A, BETOERRLHE LM
RSN THAEN,

@I L Tid, EREME, WRAREMES Ot EE 4k
WP AR D FEIERERE A5 kAR & B 3 2 e MR A il & . 5.
BEAKE I 725 AT % 4T D BB ERIE T 5,

@Iz Eh58(ET (OPTC. FBLN5 %) &, yig v /5
ELTHIE XN TE2= MYOC OBEA NS 2 Eca%ITH 5
LEZOoN5729. FDOHH» 5F:Z SERPINF1 #Z T 2@ IR L,
MEAREMT 24T > 72, SERPINF1 (. Pigment Epithelium-Derived
Factor (PEDF) &L & DT, FRBMEEER AMD & OBk
NI XN T35, PEDF ICBIL TUTORRAE7,

a) =2 A4 FILOIRHEEA & DRt & v 782 & o T Rz
AfTo572& 25, MYOC & PEDF &AL TW5 Z & AHIH
L7z, RN TMYOC MDD 2 Vs LB 5Z L EmRL
WIS L TITRN,

b) ZF MYOC IZMIAEANIZIEE L T hznwtShbhTns

A, BEE T OMBEPRBL X AEEDNEIZ TritonX-100 A
WY (5 1) . SDS WA ME (53 1D . FEewE v (i
III) O3WHFIZbizsTHIETDI I Ehbhr o7z, 2L T,
BFURZRENZ &2, MYOC DZERIZ & - Tid, PEDF & D3
BUZ k0, ®isyIL IR ORI L. mEi IO R,A800
LTWBZEEMonITh 572,

PEDF 3 BE8HEHT % 21T BRIDTHA MYOC IS LTED &

WIEABEEA T B Z &V HIFL 72,

d) HE~ 7 2 O A FVW 72 MYOC O RIEROEREIZ LD
ZhE Tl ar - MR EE LK (RPE) Mills (Rricfi
HEAED) 12T, MYOC O£ HEsd L 7z, —J. PEDF
R O PEYNI NN B F5 & O EF 0 i i a2 52
5N, 51 RPE BICBHET 2 IRMIEEMINE I 50T
R FRD b7z, ZOMFIE, MIE R RPE RUMRFEHRIC
B % MYOC & PEDF OMAAEH O WEEM: % & 5 IZHfiai ¢
bEEZ LN,

2-1-4 YUERRBIAZ VB Y ¥ o — Db
HH 2-1-1 THEL 2R NBERRD S 5. IR K & 5B RKRIC

DWTERIY = —%HNT) v — V217 - 72 H8H

W BHEHBmPEBEE LN T B A, hTH 8p2l.3fED

D8S258 1% L.OD fifi 2.50 %71 L. #i7z 2 #k MRS K& R T D TFEAE

TR &R U 7z,

2-2AMDJE HE {51 DR

2-2-1 7 v I FEERE T T ORGSR O fifE 7.
fie DEMETT v MBS &40, IR O MR T % %

BAEIICBIZ L€ BB SR HO 5 RIS 2 U L 72, 2 O

R ZOEFTLTE, CHHEHRMAE LT 70010 kb H@E

FATDN% 3000 /ur OB T ELD 3KHIEG T 2] Z &

(¢

N2
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BYE LIz, HWB T v F ORFIE, T OHESEAFIC TR
FRZMETRT WKY LiittE%2R 3 LEW & Lz, Z ORI SAF
TWKY 3z s KO RPEMAEA 7K P —> 24 LT
AMD FROWHPEAT R (WIEEREE) 2B 3252 ehbro7 (X
4), BEKEOMBFFEEOREE X, £ 2 KK TOXKE DT
TR & JE Ul 278 e a FEA MBI L2, ¢
Gbb. KB ETEIROMERIZ ok X5 < BRI RVIE &k
EHRRKEOEHMIL 22, ZOHEE. WEEARIKRETSH 572
. HES, HIE% S THRERT Z L TE 5., EEOHE T,
FAER DT E OFrEIFEIC IR AR E 5 X562 & ] &R d 7
B, BHOFTERE vs A O 2 L 77 £ . ZOTaT 7
ANDOZALT, L L THBOUEFEORELEET LI L L L
77
2-2-2 A VFILBIEIFE & LT DMk & U5

FIEZPED R (WKY) &0 R (LEW) #5%8H L7z Z
A F-1 3 MEREC B D & $HREZME (1B1E) 2R L7z, ZhizkD,
FEREAZE - iR 2 v TOVERIPE T SRR U
HTHBZ b7z, ThOi, F-1LIIHLTHEMRTH
% LEW %2R LRHI L T BC-1 #3472, BC-1 flfA#fizid. &3z
PE &R AR L Tz, EZMEMRO R T, i EDTE
AR WEAZE D, X 512 LEW &R LKA 17y, BC-2
187, RBEDTET, BC-4 DIE#lE TRT L, BIEBC-5 %
ek LT3,
2-2-3 MR PR F RS VR R R D < » ¥ v

BC-1 (71JL), BC-2 (40PL), BC-3 (41 L), BC-4 (96 JL)
IZDOWT R N T LN EIT 57222 A, BC-1~BC4DE
OHRTE EAARBIL &R ifE=1 : 3& %D, 28ETD
FIRERE G2 S 7z, 2 2 ¢ MR TR s h T
W5 WKY 7/ &%, [BEITEEART~A a0y 754 M
PrEFIF U CRNT L 720 2 DR, TN RBIBIRN T80 5
Bon-BELBE TR E —KT % 2 Bz FOFHEERT. 2 fEiF
D Lt 6B KO 19 FHEKR) BER L ASEME A 15
TFLTWBZ b olz, Hegkr / AfEIE. ZhEh 10Mb
KMDOEETH -7z, Thb %, SRR KE(Z TRk &
EF L. ZTNZN Retinal Photic Injury-susceptibility (RPI)-1.
RPI-2 £@# L7z (K5, 6), RPI-1 & RPI-2I22hZh&s
N5 2METHRFICEZME 2 4 7 Th BEIZOAR, MIEEERZ
VERTEEZORS, ZOMRIE. AMD 2 £ K785 7 5EE
EEZEZLNTVWEZLLBANRDZLE AL T 5, B
BC-5 (82PL) #f4TH b, BC-6 Z1EHL¥ % 720 DN &2 M
BCS5 45222 —= VT3 VETH 5,

3. WD 3 Biblilils 1 Ol

X & J CAB i % Sl HE L. I8, IR, HEf, A ORISR 2175
2o XHIT. ZN5 2 5 FAMME RN mRNA 2 HiH L <.
¢DNA ##%1L 7=, —7#. b+ —%JL RNA » 5 RACE il ¢cDNA &
FBLL 72, 24 ~ 72hpf @ cDNA » 5 & b OSGHRAEGRLF K5
THEBZ (77T % CECR1, CECR5a, CECR6 {5 10 # & # 4
[F#{5 7 cDNA Wi 2 ¥l L. RACE LT, i<k
SIS ERE NN —F b u—= Vv & T 7,

4. B - BT — 4 X— AR

K 16 FE E TIT - C&E WM BIETREOER T — 4 X —
2DV T VY RERIE, BIERRRFRFBE KGRI L 0
[RIRFZE & UCAMIZE T & flkiss L 7=, 7 DRSS, TRk 17 418 49
25 FEk 21 4F 12 A £ TIZ. 480 IR, 135385 T 14,005 DE
7 — 4 % 4,002 WOLERA» SHI LT, 7 — 2 fEET- 72,
BUEDORGTT — #1%. 928 i, 403 #fn 1. iEfI% 29,374, X
WkB 5,839 M TH B, TNOHEDTF — 2 IFEEA 7T ) —HNIUE

LTHD., ZONREX 7117,

Sy PERIER ORI & BIZNEENOBE S 2 Hiy & L
kv bua Y —F — &R — R SYMPHON/E (SYMPtomics
Hamamatsu Ontology for New Investigative Etiology) D A7 A4
AT AT, v 2 T AR Uz, BUE. BB BERL H S
BHEBICBIL TF — 2 M50 58 T L7z,

(ZNB5DF—#~x—20D URL X FirsHd,)
<M T OO >
(1) 77 LFBERIE L REEIET 7 70— F 2 lAaG bt

22L&k, 2= BERPRENDDH 5, SHEIOHF

7 & ORFEIFESEIHIR I L2256 b b LI,

ZOHEZE—EOHRBNLRSH B EEZ TD, 7/ LR

BEHDER 2 RS FARL 28k, Thr b g RIS H L

ZEeTHY, "ADHEEFNT, OAG, AMD i T 4%

BOKK - BEEE T #MRIAL TOLEIlTH 5,

(2) AOG OFREIE 1. BIEE T2 3MHHE s hizs. K

TRVEDREHITZ N S DBIETICERN L OH 2 D135 % 1238
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7 Data amount in MutationView

Gene 403
Disease 928

Data amount | i ion/polymorphism (27,541/1,833) 20,374
Data source (Li 5,389

(Oct 2009)

disease

categories #genes (typical diseases)

Eye: 166 retinitis pigmentosa, glaucoma, corneal dystrophy)

Ear: 59 (deafness)

Heart : 34 (cardiomyopathy, heart dysmorphism)

Muscle : 35 DMD/BMD, MD Fukuyama type)

Bone: 47 (craniomataphyseal dysplasia)

Brain/Neuron : 79 (familial Parkinsonism, Alzheimer disease)

Cancer-related : 61 breast cancers, retinoblastoma)

Blood : 47 CML, citrullinemia)

Kidnay : 27 (Bartter syndrome)




