D. Z&

WEARENE SEORI)—=F TiE
PEELS 1/36 2% (2.8%) THRAEE 2 DNDHE
EPBHSED, B DOME LT
BDEEFIENRHBE Th o, LHEREERT
i% 0/6(0%) TPHo7z, Leber LREIL, 4 FH
EDIRNRETTH T, 2 FRCTERERD
(RPE65c.118G>A LY CRBI ¢.1576C>T) |
ENENRRBEETF ThoEHLEIND,
$EE-(RE) AT A — BLUOEREI A
TA4— ABCA4 BinTFOERERFSTIEFIN
Z<FOb, L)L, lRIEE 2 b AR
2 OWERTEXELOIX 1| ZREEHRDZW
Stargardt J®)D I CTdh-o77, ABCAL EIEFD
EENBDONRPo T EFIZ DV TR
GUCY2D, CEP290 BinT7RENEETNHHR
Ry EBIITITV 2 5% (BRERZE B
BE#EEI AT 4 —) THTFREFHD
Bz otz

JVRZY U MBEE 7 ZRP.3 ZRN
CYP4V2 ¢.802-8_.810del17/insGC DAREHES
B, 1 ZRPEAE~T AR, 2 BRB~NT
S EER DT, RALLDEEREFRIC
¢.802-8_810del17/insGC DEBRPIETEAL T
HoT,

E. #£3%
FHREIN (Z-oE0BEEREEHLRBITES
BWHRIZOWTIL, = 7ue7 LA Z VW=D

—= U IV ELDOERBBHTE -, —F,

HEREARZEMEIC OWTIEL, BHER, SR
BEBICEEORHRITEL, BIOMRTIE
BEDHTEMEELL,
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45. RiEH S HIEEFKRBIELE & Norrie J/IZH TS

EAGF AT CERIR B

FHIT V2 R UL B O BORET VL ABEXY Y A E &Y
(CNERK,  PHAH /DR A ER 4 —, IO BRI O WDIZIRRY)

MEEE BRATELOFE R HIEN 7 A BE (Familial exudative vitreoretinopathy :
FEVR, MIM 133780). Norrie J&(MIM 300658 )3 gkboii- BE 6t L FZD4, NDP, LRP5 |
TSAPNI12, SOX17, ZNF408 D& TR %4777,

KERIT YR Z LT FEVR 88V 0 9 %R 22 4 & Norrie JREEVD 1 5% 3 4,

FiE1X FEVR OF %1% EFE 6 15T Norrie IROF 21T NDP D>/ AR A T Bt BB 51
FEIEIC CESIZ R LT, SRR OER TEXRN-725 RIS OV T ligation—dependent probe
amplification ¥ (MLPA 1) bE{TL 7=,

FERIZFEVR D 4 TR 6 &I\ FZD4 I ZEBRZFR® , Norrie D 1 R 3 &/ NDPDTTV 2
FE e EIRIC R R ETD T,

EEEE RS ERILERTF2WICE ARFETHIN, RRORENREEFLFET D,
ZDEHREFNTEB T MLPA BT H A Th-oTe,

A BIEEM
FEE B H MW R E (familial
exudative vitreoretinopathy: FEVR,

MIM133780) &1, [RH A KB IR OBEE 2
<, MIEMLENFERBEET HRLRNARE,
FREVEEBEEL O R e AL E o
WEREEEZ2ERLLLERTHDS, RRERE
F LU Tk, FZD4, NDP, LRP5 , TSAPNIZ2,
SOX17, ZNF408 385, —J5 ., Norrie ¥
(MIM 310600)& 1%, 8% 4= TR LIRS F
EOBEERBERELEMETIHREAET. X
HEEEEBRERERXE LD, 20~30% I RIME
WE L TRMRERTCRE HERRE S 0
T8, RRBEETFELTUL NDPRBHD,

FEEEFT R.2>5 FEVR, Norrie 5RO NIZHA

EoxtL FZD4, NDP, LRP5 . TSAPNIZ2,
SOX17, ZNF408 D& icFfENTZL. RN &
BFERONTTS,

B. IR Ak

REITYRZ 2 L7z FEVR B0 9 5% 22
4 & Norrie JREEW D 1 R 34 (RELFsimE 2
4) ThD,
MHALRBEZ B CREMIRNLS /5 DNA &
HHL. FEVR OFRIZOWCIL FZD4, NDP,
LRP5 | TSAPN12, SOX17, ZNF408 ? 6 Y&ix
F7% . Norrie JRDOZERIZDOWTIL NDP D=7
Y fE3% PCR {ETHEIEL , IR 7= PCRE
YO ERFN 2R E LRSI ZMER L, £z
FEVR OF R TERDHER TERD > TES]
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& Norrie DR RIZDOWTIL, FZD4, LRP5,
NDP OETD ) AZKIET D 2 RDTv—7
EANATVHEARSE, fiEE 1 RZTA7—
2 & 7= 1%, PCR & CHIES Y, EXUKENC
X0& =T DL FNRERRIELaE —
BAENT1TH MLPA L EFT L7,
(fREE~DER)

AFRITIERERFEFTMEZES DK
AEETHEITL TN,

C. AR#ER

FEVR ® 4 525 6 41T FZD4 D REFRD Tz,
fih 5 5% 16 & 2OV CIHE R AR E
12T FZD4, NDP, LRP5 |, TSAPNIZ,
SOX17, ZNF408 3 X TIZERITR/RO T
MLPA{EIZTC FZD4, LRP5, NDPDO=t —%|Z
HEFIIFRD DT,

Norrie D 1 R 3 B2 2OWTIE, EEEE
BLFI P TE IR Tl NDP D7 2 L;m\rx
BIIER Tho7odd, Fim# 2413 PCR TH
B REETHY ., MLPA JBIZT FZD4, LRPS,
NDP D= — 85T 54T o7z, NDP 1% X Zefa,
K EIZREL TS, ¥ —HIIEFFH
PETIE L, EELETIE2 THD, BinEILH
PETHAN, =V 2 DT FHREELT
BUat —#ix 0 TmrYy 2 ODRRKERBDT,
RHZm sy 2 D7 FVRERFERLTRY,
b —#H3 1 CRIEE THOIEPHER TE,

Family Case Sex Age Visual Acuity Vitreoretinal Sequene
Findings Change
R L
1 m-1 N ™ 0.15 0.03 Ridragged disk P104T
Liretinal fold
-1 M 30 L2 0.15 B:retinal P104T
degeneration
2 m-1 F 2 0.4 0.6 Biretinal c. 285+16>T
degeneration
-2 F Not examined ¢. 285+1G>T
3 -1 F ™ 1.2 0.7 B:dragged disk -
m-2 M 26 0.05 0.1 B:retinal fold HegY
4 m-1 M 5H - - Riretinal fold Not
L:dragged disk examined
-1 M 40 Not examined HE9Y

Table 1. Mutations in the FZD4 Gene and the Associated Glinical Findings

D. BE

EMIIE WNT EFEELEH0 20 FEEDZ /37
BENHB, WNT 1Z—2>DHIaNSAIMENSD
LB HDMIBRICHE & LRI N O R E D
BEFIER T, ZORBEAWNT 7L
EREIEN, MR ME O RICHEEE§5L%E
26N TWVW5, BEETORRERFIX
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WNTsignal %71 L CHEIELIN & D Rk 1B <
B> TRY, BETMBITEED, FiEk
HZSBICRSAER CEIE, MmICize
IR E H AN 5 T AEEDIFRIEIZOR
MBAREMEDRE 2 Db, ©
F% 2 O FZD4 c.285+1G>T DEREZD
BDEIEEORR . BLXOER 4 © FID4
p.HB9Y DZEEZFRD D EIEEDRBUIAR
ZRDlbE %, IREREDLETHD,
F % 3 DXOIT FEVR OEEKRFTRAHHITHD
35T MEE RO DI F2D4 p.HEIY
DEBRPBEOLRVERLDY ., HE LD BE
PEMENFTEEMEL H DD T ' — 7 —fElk
AT, LD MRE IOV T DR ZITARV,

HICHEETAINENDD,

E. #5:4

FEVR DOE=F2ZEL. REZEc Lok
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EEERERSIREE BB T2ENICERZ
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46. 3D MRI & swept—source OCT [Z kA IMERIZLEEREIREED

RAFHE EARBRRZ AR D AEAT

SRR R ILEM, RERT
RRE#R)

MREE ERILEEER(TDIIRAEOHEARRICI > TELIEREFKEEZSNTEY,
FRIRHVFFIRE L C, RAPRRILEAD E T mOMEA, THMEOIE#E I, FHOBESE I ERL
WD, ZNHORHEND, TDS TIHRMREIRERICEEN B F DAL QOB LRSS, 1
FeiR FLEE DI LIRER IR O IR S 1L E T, — 7, T4 OCT DiESHR 3D
MRI {ZXD, IRBRODIEEHR-CIRER 2 A DB EE R 2 DT LM AT REIZ 20T, FZCH 4 1L swept
source OCT & 3D MRI Z VT, TDS O LIRERFEIR AT LE DR E R T LTz,

A HIRE®

TDS DR LIRERFZIREZ 3D MRI &
swept—source OCT(SS-OCT)IZ THEMTL ., +
DFHBZIRTT 5.

B. MIF A%
ATV IREEE SIER LY TDS L2
WrEirz 36 44 54 ARICIVNT, SS-OCT 12T
AR OTEHEEOFHa L, FOEER
BRI ER D B ZE HHERAL & D FERE, F/- L E D
BIRER IR DR L OTRS DFHAIZAT -
7zo F72, 3D MRI (ZTHREREROFER AR AH
AT EEBDTEREIS L O E DR E THE L 72,
INHOFERITIRELROFEIZL>T 2 B
W TR 5 AT o7

(fREEmE ~DHELE)
BAMEFFEDT=D | BRI DO RE LA
T4 —LRa v M REET, TRRE O
DR EBINA R B OME O 52X T
EEELZ, YEmEERSORRBER,

C. IR

38 ARIIZFRELEHRAR T, 16 IRIZIEFRESLARAR
TPHo7z, SS-OCT DOFER. Gk O T~
DOER, LB EEToOT Ny 7 EEARKEE D
Z2H . RIC<ELEA_E& COMBRREE D
% b LB T B COMBAM R RER OIEHE
EEWD R R R LB I R BT, &
ZEHENLIE 1 FIEBROTHLE T HICEEL,
LR LR EHENLE DR RSIZENE
H 2843.5 + 872.6 pm, 733.1 + 360.1 um T
o7z, FETRE TR LR E T RS DO BT
i, L ED RS AL O BEBE IR IR TR
UTAREET 3497.4 + 763.3 pm, MMETIREET
2451.2 £ 691.5 pm THY, FERETIRBETH
EICIEEEN R D30 72(p=0.002), F7=. TS
EPADDOERSIE, FEMEERAET 9358 +
396.8 pm, FREEITRAET 611.5 + 284.4 um T
BV, FEIEE TR T 72 (p=0.03), 3D
MRI CiZ, #E R OAF B DB TIRER
BERD T T DORBERFRDOIEHET D& F
DDA | FHEE ORI LN B OR
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