30. AAHIFERCAOIAD

HELFRENASICLIERAR

hEfsE Y, FERER
FRIBIEFD? |

VOBV, RS V. A E I Y
HE &Y FRET Y

C&EER, TRRERE 4 —)

HEEE AWV IEHI AR 2(OMD, ZE/) ITBEMHEOBRRER T, RREEFO—
LLT RPILI BRI STV, JREIZ DWW TIERBAZR SN E W, 22 THEEHEL ~ L TOEIEE
MNARECTHAIMEEFEFHL-IREDI AT EZFE AL, BEEMOBEENEF OFH 2OV TH

EaiTol, BELTZ 12 ] 24 RRICIL®

AL T, AT RIS - RESORE

EORLITF NI HF DG THRT BRI, EFR CTHLNDI R EEMa0E 7k
FNTFEAE RSN T, S EIOMRIZED, BHEHICB W CRHEEREMEOEEE

EEHIET RGO,

A HAEER
A IVREBEY AahT7 4(OMD, =F4%) i1i&

BHEOHBER AT, IRERE, OLIREEE.

SRIFREERIIER THY, BHHF AT
EEREIIZBIMEERORFIZLVZ
Wrsinbd, L9 RPILI BNRREETO—D2&
L TRESHIZA RIS OV TEARAR R
ML, 8 L5 (Adaptive optics: AO)
WZIREAAZIZEY  EEEE ClII s iimiaL
UL ORI FIREE R TETEY, &4
EliX OMD Eglrs = fE Bzt L, AO IRIE
AT H AV TEBE OBETEE LT,

B. iR A%

REMRA, ECREEY 2R EEEER,
HEEE RS LUIZ RFTEIEER, OCT %
ZHEATL . EEERAIC OMD EC2lrsiyz 12 i
24 BEEEL., A0 IRIED AT (rtx1™,

Imagine eyes) ZAWTHLENS BT H &
6" DEFARBEL,
(fﬁﬁﬁ«\oﬁaﬁ)
B LAY T 4 — LRI B R EIT WV
RORBEST, FRIT~NV R EEEE
SFLTCIThiT .

C. ARHER

12 BB 7 5, ot 5 B, SEHIER 47=
15 7% (20-69 %) . F¥I/NER T 0.3320.16
(0.10-0.60) THh-o7= (F1), £/=. 2 EHIT
RPILI &5 TOEE I HERINTZ, OMD @
FEFNCIBL T, REEAZR Y SIS m i ORL
TRT U DA T DT O RS L (M
1), F2, EFBTAHALIDL L 728D
EYPAVEINIFEAE RS2 o7,
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il

®1 BEH

RPTL1 __BOVA _

No.
0. sex age mutation OD 0S

1 F 44 + 0.10 0.20
2 M 69 - 0.13 0.13
3 M 45 + 0.13 0.16
4 M 51 - 020 0.16
5 M 63 - 0.30 0.25
6 F 43 - 0.30 0.30
7 F 19 - 0.30 0.30
8 F 58 - 0.30 0.50
9 M 49 - 0.40 0.50
10 M 40 - 050 0.50
11 F 63 - 050 0.50
12 M 20 - 0.60 0.60
D &R

BV BE DRI FIT oW TIE, IE 72 S A 0
WHEPILERESTHDZEND, BFELTVD
HEAMAR LY B X DNDN, TEOREDHY .
LTSS Z Dot EDE B2
TWAHEEMELHD, LOLINER ANEED
B2 LoBECEGAUEOFBENE N
TEY, ZOBEBEOATOHEIXRETHL,
HERFIIE CHDET DR DITBEINDRLTF
DR ETIER RO MRS E LR LA
EIETLTHY, OMD BE TITEIEICR
DRI B E DR ENEZOND,

E. f&i&

OMD BBEZ# AOREN AT CTEETAZLIZK
D EIIZRB W TR DO HERI S 4
% BEEET AR BEL,

F. IRER

2. BFEHER

1. FTEHZE, AV NERS AT 4D
B SRR AT IC L DRRNT. 55 61 B HA
BARRAEERAEE Y S, KK, 2013.
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31. NMNATT BIFEEZEHT- Leber EXERNFED 2

b BV BEETRER VB BV BREAT O JISFAERR Y |

PEAEF V. UrfElE4: ¥ Frauke Coppieters?,

Elfride De Baere?

VIERK, ? BAEFFFER L Z—, Y=F K, YCenter for Medical Genetics Ghent, Belgium)

AEEE Leber o REPNE (Leber congenital amaurosis: LCA) 25 €0 Y B (A2 M & 35
25 M (autosomal recessive retinitis pigmentosa: ARRP) 33 @z F+DO2FEFREkEZ~ 1 7a 7L (I
T 105 B DBIRFRRIT2AT /2072, BRERDIZ Leber 5e RENERE GO I NMNATI BT
p.Arg237Cys ZRBFREEZXOND 2 ZLREBBR LT, MZEARLL—H OBITEREE ERLS IR
EIWZTHAERTHo72720, qPCRIETIE—HEMITL, =0V 4 2L REEZR DT, ZOZ
EMDBIRFRRITRE R OMERITEEI/TRIMLERHDEE Z DI,

A TIREM
Leber 4t K B N [& ( Leber congenital
amaurosis: LCA) (341 B HI AR ZEME A3
1T9 5 ERENET VERER T IXE
'il_{ﬁﬁ&ﬁ 3 &, HMHEEE 18 D
nNTW3 2, =77 LA E W E G TR
HTIZT NMNATI iB{5+F p.Arg237Cys B8R %
FFD Leber 5RKE 2 ZRICHOWT, &l
MR ORBI LB FREBRETT 5.

B. IR A%
R ER 1L 0m% 3 7 A B, A% 37 ARt
(ZIRIREBTEIRERGER N R 23R Uiz 2,
w2k, MWERHIEH 771X 0.86cpd (Teller
Acuity cards), AR#R &5 Y RIS TEIZ 780
AR B B I C I O AR 7= (1 1), #
HE R XTI SR AR A T7 DHRIE DS 2 78
D7 (K 2),
AERI 213 0m 3 7 A BIR, A% 2 r ARRITE
TERREKER) A R A7 0 Yfex 2, M2, M
RN R . IRIRB IO ST Z780

MR E I C A O MA2RDT- (K 3), #
FEEERID a . b I OBFIZRDT=, (K 4)

E=] =
X1 fEF1 MZHRESE
(MEAL, BRIA S HRS2)

T
" S 28 3:380¢
o ® B

flicker

583 33!

E2 JEHI (D’h@]ﬂial
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E=] E

X3 JEfF2 MPHERETE
(fEAMZ., BBEIM SRS

k ’ ’ 10mg

l4 rﬁjzmﬁnﬁ%l

Fik BE MR GS /. DNA Z4H,

LCA JRINEf=T 16 7, ARRP RIAEET 17

&, 3t 33 o=/ fEEE, PCR IEIZTHE

&, TRk 509 Bl 84389 M E) 2~A17~

BT LA THERSIRE, & B EHRE T

VIR ZTBIOT —FX—2EBEL, %

B HWNIZERZFTE LI,
(fREEm~DEE)

JE A BE AR TANYEHLUNER 2 K2

[ e HEE B S 0AREE THIT,

Bl NG EmBICREE AR L CRESE

DI NIFAT AT IR o T

C. AR

T B B 5 IR TE VA T 2 E B &8 NMINATT
(c.709C>T. p.Arg237Cys) DR ERE L BN
BHENA, EH] 1 OFHIER TRIT~T
oS LR ER 2 ORIZER TRHI~T o

BEEROWE Tholzl-0, FE PCRIEIZT
KxryrDar—EEwER L (X 5),

for\& ard  reverse

vvvvvvvvvvvvvvvvvvvvvvvv

it
,Mmawmmm
] . soeprrraciier semmecanirost .
HM!{!W? Rspass vy N
BREZES? | nV Wl it IVM AR 7
m ,w "Ie m 1.; ““““““ . “- ﬁmﬁo
apa WMEM! fath !’\ M{ MM&M Ml A
BRERES? e o G

h[ :MJ&M AANL\!'\” BE

EEERERIIRE

FEG] 1 ORI A Py 3~&mTF4h 16.6 kb
DS, ERF 2 ORIFA I 3~z
V5 NS 4.8kb OAIBEEEFFD | WAERIE
¥, ¢.709C>T, p.Arg237Cys EDEE~T 0
Bk TH-7= (X 6),

FEM1T : 16.6 kb

s

S

[c.709C>T, p.Arg237Cys —

oY1 2 3| 45

B2 : 4.8 kb
=

X6 OE—#BTIZED NMNATT R k581

D. EE

Chiang 51X 1 1] LCA 2V — LADELH| %
fREEL . NMNATI O F vk A E R
(¢.507G>A . p.Trpl69Stop) EI AT L RAZE B
(c.769G>A . p.Glu257Lys) & RNFZLEE L
7= ¥, NUNATI 1 ZZNETIZFEESNTND
LCA9 BEALIZIFELTRY, =aF v TIRTT

=V VXTIV FFR(NAD ') SRR O IEREE
% T & 5 nicotinamide mononucleotide

adenylyltransferase 1 Za—RLTW5 ¥, 5[H
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D 2 FEFNZ RS NMNATI (c.709C>T,
p.Arg237Cys)DZERIL, Falk HIZEDARERES
EROEFCEEICHESN TV 9, Y
FREBIZ, FHOEHTRERENFAR Tho
72729 BRI ORI HE RPN THETO
MICREE RV EZ - AREMEE X 1=, BE
VT FNAOEREE, BRI TRERIIZ
DNA ZREHL | BT 21T 207208, R—D
FERLI ST, — DT V= NVDREEEGEST
aPCR %1172 -72L 24, FRRLIZER DT
BNz, ZORSRIITIMOBEMERE S
MICH TIIELZEND, BH D PCRHEEE
ARSI EEEZITOWEARThH 7L T
b, AR L2V RV H TERWE
AERFETHHELEERELRTNL, 8o
TR AR RBF TR0 NLHD
LEZLNT,

E. #&%

HAAN®D Leber e RERNEIZB W T
NMNATI HIRERERDENTREINT, Bis
TRENT OFE T OREFRIL, EEICITRIMLENR
HHEEZ BN,

G. IEHK
1. IWMXER
1. A Ef i BB TR EEDILE

Bi=EHEST. AIREFE  FIRIT)

2. Usui A, Mochizuki Y, lida A, Miyauchi E,
Satoh S, Sock E, Nakauchi H, Aburatani H,
Murakami A, Wegner M, Watanabe S. The
early retinal progenitor—expressed gene Sox11
regulates the timing of the differentiation of
retinal cells. Development 140, 740-750,
2013.

3. Mochizuki Y, lida A, Lyons E, Kageyama R,

Nakauchi H, Murakami A, Watanabe S. Use of
cell type-specific transcriptome to identify
genes specifically involved in Miller glia
differentiation during retinal development. Dev
Neurobiol. doi: 10.1002/dneu.22131

4. Usui A, Iwagawa T, Mochizuki Y, Iida A,
Wegner M, Murakami A, Watanabe S.
Expression of Sox4 and Sox11 is regulated by
multiple mechanisms during retinal
development. FEBS Lett 587, 358-363, 2013.
2. FRER

1. $ARE L, BEBIRER, BIRE ., HrHET,
EhRnE, REEE, EBF BEAET,
¥ b & RPGPIPI =Y 1T DRZ %R
L=V IEREOLEE. 5 38 [F A AN
IRIRR 2 (201347 A5 B JRE)

2. Arai E, Fujimaki T, Miyazaki A, Fujiki K,
Iwata F, Inomata T, Kawano H, Yokoyama T,
Okumra A, Murakami A: Genetic and clinical
features of FEVR and Norrie disease. ARVO,
Washington State Convention Center, Seattle,
Washington, 2013, May.

3. M b FTEEEAEES B TREE
DELTZBRERAENTE 117 BB ARREF
22 (20134 4 B 6 ARR)

4, M ER:RYY L3 BRTFEEDERE
CF2E BERTFIRKBROBLGTRIE B
20 B AARBEFZEFERE (2013 F
A 20 B #wk)

L & X#E
1. Leber T: Ueber retinitis pigmentosa mit
angeborene amaurose. Gracfes Arch

Ophthalmol 15, 1-25, 1869.
2. LA Leber 8 XE (Leber e KEN
&), H7=5UWEER 28, 921-925, 2011.
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3. Chiang PW, Wang J, et al: Exome
sequencing identifles NMNAT1 mutations as a
cause of Leber congenital amaurosis. Nat
Genet 44, 972-974, 2012.

4. Koenekoop RK, Wang H, et al: Mutations in
NMNAT1 cause Leber congenital amaurosis
and identify a new disease pathway for retinal
degeneration. Nat Genet 44, 1035-1039,
2012.

5. Falk MJ, Zhang Q, et al: NMNATI
mutations cause Leber congenital amaurosis.

Nat Genet 44, 1040-1045, 2012.
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32. Leber ERBREZELERBARSHERIEERE

IA4OBF7L A28+ Quality Score Threshold

FREHRES M1 3, BEREF AT E &
ERR)

MEZE Leber JeRENE (Leber congenital amaurosis: LCA) i34 FHI RIS E 25
1T DM ERZEME T, F‘F.ifff\‘% TEMEETA 3 &, HIEEEER 18 EAMLIL TN D,

AWFFETIL LCA &5

Yu b (KL PEEIE 3 25 M (autosomal recessive retinitis pigmentosa:

ARRP) 33 @{E%wiﬁaﬂﬁﬂf&%a fo=w A TLAZ A, LCA 2&Tr ARRP £t 105 iz

TEETFEROYMELFEN LTz, SR ORRNT TR R 72 h -7
R AOBEE T BT, SR RREOBREIC O R aRMEEEER RO T
LEMELI, A 7a7LAD QST Z T 2HE T, BICERZ M TEDAHE
F7= KCNJI3¢.1080T>C, p.X361Q D~T 12z

A TREEM

LCA #& 1p ARRP DATREBIR T2 2T,
A AN BE B OFEESSEE OS2 B
BENTT D,

B. A%

*52:1988 FENLHRIEETICHBELZZL
%‘E%&lﬁ%ﬁi)%@%ﬂf:?ﬁﬁ%‘éfﬁ{ﬂ%a?U
ARRP105 {5l (551 66 f5il, 2zt 39 f1], FH)E
i 43.4£23.2 5%) (£E1),

£1 HEROAR

FIEFH A JEFIK
0 7% LCA 12

1~2m%  OHEFEREEAREMNE 6

3I~125%  BRHIRERMEEASRENE 30

13~  ARRP D% 57
F 105

WZBALCREST T LY
REMEIZ DN T
PED R,

BEEDOEFZ R LI,

ik BE MRS/ DNA 2,
LCA JRA&{=F 16 7, ARRP JRR&EEF 17
&, §t 33 o=V %A PCR RICTHE
W&, FHFRsEIEL 509 BC51, 84389 ) &~ 1~
a7 LA THRERSIRE, B HEERE T A
VINTZTRBELOT —F_X—2LBEL, £
AHHVNIERLTEL,
EENRHE20 T ERANCELTT
« Affymetrix GeneChip® Sequence Analysis
Software (GSEQ) Version 4.1 @ Quality Score
Threshold (QST)%& 3 235 1 12 FIf72F%, /-
SN == ar T b,
JRERBEBESNE -T2 8 FlD 0 BRI
LCAIZ2WTIE, LCA R RE G T 16 O
R sz BRI TheER,

AT VA BITHELBEMEOR G DEE
ERXEELDER TN AIPLI, GUCYZD,
PDE6B, CRBI, RDHI12, RPE65, KCNJ13 &
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H7TEHY, INBIZOVWTATESE RS
FoBEOFERL, 2EE CHEMAE,

(i ~DE )
BTG BEHTART AN UNER R
=i fm H & B2 OARRER THiAT, FFiZ

INRBNIFRICRFEE S L TRAE DL
4 SR Ay e

C. AEHER

QST & 3 76 LI (K1) #Frizicmiish
7~ base call 303 f&»>%H SNP Viewer T/AX
127 F&, #CHRE T /AKX 16318, 73 /BRE R
mLeTE, EHEEMETRY7NCLAI3TE
ERRANL, B 7o B BT RPGRIPI  p.R89OX,
ABCA4 p.R2040Q, CNGBI p.G1050A @ 3
EThH-oT=,

b64 661
Base call —

s,

ey
o

Tr—e—

0 1 23 4 5 67 8 9% 101112
o5

B1 QSTEDYTFIL (base call)

ZROFIT QST & 0 IZL ThHRH TER0
VT FIUVNBFEELE, Bl L T ABCA4
¢.4195G>A, p.E1399K &1 (X 2),

-8 D 0 FEFIAE LCA [TV THE AL % B
RN THERB L=V E Bz RS2 o7z,
LHLEMEDOR G DBIEEAEED 7 D&
BFICOWTEEREBREL-LZA,
KCNJ13 ¢.1080T>C, p.X361Q D~FufEsd
EROEMZRH L, 2 RITEEES -

QDLSIF @ 6 7 /A Nz, FEFIE 54
BT 3 ERPLOEREDHRINDY, R
HERITIILL T DY Tho7z,

RV=0.03 (1.0 X-7.00D=Cyl-1.00DAx20° )
LV=0.07 (1.2 X-6.00D=Cyl-0.75DAx20° )

==
lan mun
GGCAAAT

90

A
EREXEEIIRE

2 QST ETFIFTEBHTEGL
base call HETFET S

X3 KCNJI3pX361Q ANTFOESEREHD
IREEE

D. &E

Quality Score Threshold (QST)Z 3 75 1 IZ T
\FAZLTTHEEY /A XD base call D3z 7~
D, DEIRINEFH T RSN AR Rb T,
INEDONTHEGEROENBEL RDE,
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JARERERLTD 2 FEOBEDOENIERED,
fthd /A XENERS, QST 23 3 DFHITT 7T
NELTREEN RS TEREREEZ O,
¥, RHEh/z 3 EEb~TuEE L ETH
D WTNLEHEREEREZLLBETF ThHo
Telcsh  REBLIIBEELEE 2 Oz,
KCNJ13p.X361Q D~T AT BOMEFIX
MBI BIER L CTho7=D T, 4% ARRP 73
EBALN TR, FIEREOHEHFE T
FIBIZREEZROL-0, BEEEEEXE
&% Snowflake vitreoretinal degeneration (SVD,
MIM 193230)238 2 biviz 2, &[E, EHD
FEEZRWDIE T, FilchEREZ R 3L
DISHRIZN, v A 70T U AEITIZERL T,
TNAYALOEHEZFRRTOLERHDEE
2BV,

E. ¥R

AT AD QST ZTFFHHET, BIZE
BABIN TEDAREME I RS,

FEHTY 7RO QST 2 F i Chc&Eiany
TFNPEFEEL EEZ R T 7203 B
HARD M,

- TFRILZEBERERERR2DGEVEREL. #
e RS

G BIRER

2. FRER

1. SRRE DL, BREBIES, EIEE, HHF,
EyAngs, REEE, NHB T BARE T,
k¥t b& RPGPIPI =7 1T DRZ 2FROHT-
L— UL RE D R A, 5 38 [BI A A/NR
IRF¥& (201347 H 5 B RE)

2. Arai E, Fujimaki T, Miyazaki A, Fujiki K,

Iwata F, Inomata T, Kawano H, Yokoyama T,

Okumra A, Murakami A: Genetic and clinical

features of FEVR and Norrie disease. ARVO,
Washington State Convention Center, Seattle,
Washington, 2013, May.

3. A L& LTH B ARB SRS iFE
BfeAEE BERTF2EEOILERER
fEMT (2013424 A 6 B 3R

L EXH

1. Hejtmancik JF, et al: Mutations in KCNJ13
cause autosomal-dominant snowflake
vitreoretinal degeneration. Am J Hum Genet
82, 174-180, 2008.

2. Sergouniotis PI, et al: Recessive mutations
in KCNJ13, encoding an inwardly rectifying
potassium channel subunit, cause leber
congenital amaurosis. Am J Hum Genet 89,

183-190, 2011.

-99 .



33. MIRBREMICETHERNEMEREKLEED FE

PRI, R EL RS L ILARE—
(TEX)

MREE MEEEHRELMH RP) OBEIHLTANERMEZHITLZ 29 4 36 IRERZELT,
HBEFITRTENER 3 228 DR AZREL ., ERA LT HEREET (OCT) I Lo H.L ik
JZ (CFT) BL O M NE S A3 (1S/08) B L OBMRZ LTI L, £/=, FLET O
IS/0S DHIRIZEY 3 B (Grade 1:1S/0S 721, Grade 2: 1S/0S ANi#fe, Grade 3:1S/0S k) {2
L TR OR D & EBRET L, ENERBICR DA EIC®ZELZ (P<0.0001),
Grade 3 125 IS/0S BB AANCEL CXHEBRMBIXA DI -7 (r=-0.10, P=
0.70) , CFT LR CITE BB A L7 (r=-0.47, P=0.0006) , Grade 2 3L\ Grade 3
TIAEE BRI LEL-28(P=0.0077, P=0.0003) , Grade 1 TIIHEERLEITHONR
73572 (P=0.063) , 7= Grade 3 T, fllod 2 BELIELL | HEIITB AP BIF TH o7, RPIC
BT, FULET 1S/0S OMERIZIFTER DO TFRIRFELLUTEETHY, #iiFio OCT 1Z3\T

[S/0S DMRTZAVTWBIERI T, INERIC RSN HFTES,

A TAREM

RP & ® OCT koMl iExREL, B
WNIEFI% OB R O BEEZ R T52
LlC kAT, BENEFRIRZ OGRS
BETRTHZEEBRIELE,

B. AR AE

SEIE. TERFERFEICCTANBEFRITZ I
fTL7-RP B84 29 5 36 IR T %, FINIEFIR
RIEAiTtE 3 22A OEANERIEL, IFBRE AL
OCTIZLD CFT BLWIS/OS ELDOBEFE I
BREILT, 2, FLE T O 1S/0S Ok
I2dh 3 B (Grade 1:1S/0S 72U . Grade 2:
IS/OS Fitfse, Grade 3:1S/0S ) (244
L. iR ORI & LR U, Bk
BEVEIE ., BBTRIME, i TR BB S E R
BIOBESEEL T mHARDESE

FrAMLT2,

(fEE ~DER)
MEG AR ST B D BRIE ST ) I IEILL | T3E
RFEMBEB S OAREZE-, BAFE®RKEK
EOTD MET —FIXEACUMEITIZHEL
7

C. EHER
ERNERBICEDIAEEICEELE (P
0.0001), Grade 3 IZ¥iF5 1S/0S ELIfFER
FNZEAL TIEE BRI AL o723
(r=-0.10, P=0.70) . CFT iR i3 d
BEREBENALNT (r=-0.47, P=0.0006)
Grade 2 3L Grade 3 CTiBEEICIFEIE S
MELEL-25 (P=0.0077, P=0.0003) . Grade
L TIXEBRSEE I AL o7 (P=0.063)
F/- Grade 3 Ti, fthod 2 BELLEEL , HEIC
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WREN DB RIFTHoT,

2
=L
§ ® L
=
g 1
E ° °
4
S 0 ® o8 @
z
» s eee @
0 2 4 6

15/08 length (mm)

1 1S/0S R &Afitk18 A& DHERT (gradeld)

Postoperative BCVA (loghAR)

0 100 200 300 400
Central foveal thickness (um}

2 CFT &ffi# 1R AL DHEE

D. ZE

RP IZBWT, FULET 1S/0S OMERIFINE
RODOTRRERTFELTEETHY, IfFaio
OCTIZHBVNTIS/OS AMRTZIVTWAREFI T,
&I RAFRR DD EIFRFTED,

E. #&iR

RP (28T, AT OCT (123 T IS/0S 23
RIZAIVTWDIER TIX, i IC BEF R S8
HRFTEHZLn6, ANEMATIC OCT T
IS/0S DFHliZTAHZEIL, iR A THE
FHRIT2IZTEETHLHEEZD,

F. IRHEX
2. BoHRK
1. BB &, fil: OCT A= B =M

(2RI D NIRRT R GEEED TH. 55 67 [

H ABRRIER 2, #Eik, 2013.

H. &&X#

1. Mitamura Y, et al: Correlation between
retinal sensitivity and photoreceptor
inner/outer segment junction in patients with
retinitis pigmentosa. Br J Ophthalmol 93:
126-127, 2009.

2. Aizawa S, et al: Correlation between visual
function and photoreceptor inner/outer
segment junction in patients with retinitis
pigmentosa. Eye 23: 304-308, 2009.

3. Hagiwara A, et al: Photoreceptor
impairment on optical coherence tomographic
images in patients with retinitis pigmentosa. Br

J Ophthalmol 97: 237-238, 2013.
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34. MIEEREEITHT HRMRAREER TR

ER R BT D EH KR

ML R, AT BT, F M. PRE L SE S BAE—
FRIFEAR, MIEIRE], A B, BIRBE, ILNEDE, afEN
LK)

MREE LN KRG (4P TEBEH ThOIMRERE IR T 58 B FIaRER R FEIC
BOWT,EBRMEECHLLNME LB RRFEBFERT NV EERETANVANTF—
(SIV-hPEDF) DfEIE T ¥ 5- DR &ML T D, TNETIC4 4 (Bt 14, &3 4) O
BB\ ER RIS AR 5 LT, JEFI3 TR RHICE EEZ L0100, ZO®BORIEIL R AT
THD, — . WRIIFRINEORANKEAR T UIESIT e, 2HFICERRBER LD
BIVTVAR, REERNIZ 5§l B ~DOFREZET L%, BINFHEZE B S TOFREZIT, KEF
FE LOVRIE S B (15 ) ~AT— T v 5T ETHD,

A. REE

TN KRBT (HBE) TEME T THOMEER
FEMIC T AE R TIREERMFIZB W
T, BBEMEE CHAEMEE F B KR T
BETHEEILVAEEREVANANTZ—
(SIV-hPEDF) OflE T # 5 D& 226
AN

B. AR A&

KFEIE, MBI T LA EEHIAIC R IR AL
ENTWD 40 L, EORBIEREEBRE DD
B HEIREE TH LR RN EEICHEE L
WEBE, B4, L3 4,

FE RS EE B, BLOEFBEN
T L, TUN R IR de i E R IS A &
BENEIGHELHELLBOR 2 EiTo7z,
4 B R TR BRI R SRR T R R I
FOEE T RE TR RE A TR R e R

L7zt 41G MR T S 82 VORI
& (2.5x10" TU/mL) O EEFRAFFEIEE H BT 4[5
BELIZEE T ICEA L, ANEE ST 5
BEIZIE, FRECEE ARSI+ IR
LR EAMTE G-, 1% 7 B REIEER
FiREECEEEHEL, MR, R, BERMNIC
FRRIF R D Y — 7 2 AR L
TR — R A~EIRL . 512 7 BEIX
A CRIBZEE L, TO%IL, R
EFEFHEEDAT Y 2 — VeV, 25705
WIZIRBFTOMAEZ FEHL 7=,
(REE~DOER)

RUFFEEHENT, BEA S @E - SCEEFE O
BETIEETARTA A, LT OEE -1k
BEIZE SO TILESNZERRIFRTHY,
MEERF R EFTEF | RO NS EEH
- FEE OMBEEZEIZOVTE, UK
FEFMERSEMEZESBIORER

-102 -



FiREERFREEEMEZESICTHS
IS, AR Z T2, 1) DR E
WZESE ERK 22 4 10 A BEAERSEE
ESE~FERBRFFLITV., F24F8 AICEA
FERELVEERITFEE R B O T & E 5
77

1) DB FIRRER R IEIZ B3 HFa 8t

2) TERIRBF2EI BE 9 D fm B FE 81

3) DEE T2 AW EOFEAZEORSNIC
LDEM DL RRME DT T DL ]

4) BB FIrEEERFRICE T B ET
FRIZ EMEOFEHFEORBICLDEW D
ZARMEDFERICBE T DR ICES<E—
TEAE AR AR B FEOFHEICONTY

5) B FHMAMAEYOFEREICLSE
HRFEORSEIZB T DILRBS IEHEEE T
DU

6) BT IREAERLOME R NEZ M
DRI T D8 EHT OV T

7) EETFIRRAEEROMER OEL2M
DHECRIZEE T 28 OYUIEIZ 2V T

8) BT AEERDOME R OELME
DOFEFRIZEE T A58 O—ERLIEIZ DV T
D TErT ) b BARTFRESTATSE IR T D
el

C. ARHER

FEFI 11T 65 miett, HARICERIRAT R A 1%
B U7z, MR T ORISR RTINS DD
289 2 EREEL, BB E
BUERD o, EFROICIRBATICERE

RBIERZERD IR T-, HHIEIEIR S 0.02,

fiTt4 6 - A OFEIEMR T 0.03 Th-o7z,

RER 2 1% 69 st HIRICERIRIF A
Bl 25720 CNCIREFTICEEZREITEA
BRI oTo, IRTEEIERT10.3p, itk 6

A OBIERTS 0.2 Thotz,

FEB 3 13 69 mA M, A IRICERRBIZEE 25
5 U7, HIET DR RIFEIEARINZ DD
ML, 1% 10 B BICKBE TR mL
Too TOT® itk 14 B BICEFMEHITL
7o TOHOBRBIIBHF TH-T-, —FH. &
FIIEERBIERERO R T, HIE
ERRF70.07, 174 6 - A OFEIEMR 77 0.1p Th
277,

JERF 4 1% 62 B, EIRICERRITFEE L&
HUT itk 1 » A BEOBRFEANELZR O,
EHICEERBIERZRO R, iHlE
ERRFT 0.1, #5423 » A DEBIERT] 0.08 Th

277,

DE. ER- &R

B TFIE BRI ZEIC BT, IBRERE
BE 5 BIDOL 4 BT Uiz, REEMIZ 5
BIE~DEEEZFEMTHTE THD, D%,
HIGFHZE ES TOEBRE ST, REELY
IBEE A ER (16 ) ~AT =T v 7 95T
ETHD,
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35. REEEEHINRIENBEDONEBREICEITS

RIEIRIBIRE L

TRRELSE, TRE WU ABEAEA . HIREF FEGL, BEM. B H F
(IeimER)

MEEE SMHEEEEINEBLSNERE(acute zonal occult outer retinopathy: AZOOR)IL. Lh#g
BB LR KR BA O MBIEANBAE CTdhd, R AIHNTIE, MIREERIC B E 2 2WICH B LT, fEIE
ABRFERMICEESNOIIENHEITHY, ZORERKRITTIATH-7, 4 EF 2 1L,
AZOOR &3 11 41 16 IRZX ST L T, MO SMANZ BRI O - KRB ICEE BRI ZR
7~ TR RO MR A L — Y — 27 V7 a—27"57 ¢— (laser speckle flowgraphy: LSFG) Z Fu>
TRIEL. DAZOOR DAMEMNTIIIRAEIEMITIME T LTV EE, @AT BA N EIZ LD IR IR
MRDOBEFISRERE DU ELDG AT TV EZ, FALNICLTZ, ZOR AL, AZOOR DF
SESRERIIZPIEME DRI IEIR R EE 0SB 5 L CO D RIEEMEZ 2 b,

A BB/

AZOOR I, 1992 4£|Z Gass 23 ¥ TEHRELT-.

EELMIGRT D, RO FEELE
THBSNERE CTHD 1, B | HEER AL, R
IR ICHEIIC R ERT REZBETEDLN,
AZOOR (3 AT RIREAICIREIC B

HATRARWCHEDL T, B REAEL,

BRI IR KBl — LR aE
BREMREELDIER R ROFETHD b 2
AZOOR TI3Z RBFMIEER *- T ii)E
BT LD ESAER - T RE AR R IR &5 1o
MRS BREE DS E LD EN - TNBD, £
DIFRFIIFTHATH D,

— 77, MR DSMANZ B4 D IRFE IR 645
BB CHHA LR T =07 — i SR E i
EHEIZIBT AZOOR TORKIEIEERE
EORENDDLN °, EEHLMRE TIIe<
AZOOR EARFAEIEAE BR D BIFRIZ R 72+ 12 BA

BINISNTWVDEITEVEE, RAE ISR A
J& DB MERIT, BELRELWIEGSR
RS EE RSN B I e T oM
HTHY, AZOOR T A RESAY - HEEERY
IR IEDRFGEIL 2 OIRBE AR D T- DI EE
ThHEEZLND,

LSFG &, iTERELI- Ay 7 VB S5 F|
L7-IREMRESLER THY ., REDEE
O FIZBIT B MR E % Mean blur
rate (MBR) LT, G CHEBEMICEE
FICE AN TES, A0 B AT
LSFG % FIV T AZOOR O kS B4 B % ok e
B EEICRIEL, FHET 2L ThD,

B. &REFE

*TE%, AZOOR B3 11 ] 16 AR (N 6 f1] 7
ARIZIEIEIE, 5 1] 9 BRIZAT AR/ UVAEE
BETT) . RFRE L CAT uA R OV ABIEE AT
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L 7= B R R BR JE (thyroid-associated
ophthalmopathy: TAO)3 1] 6 iR, % A[a <22
e THY, R, WEREHZICBITEHN
7V REREICBITHELREME (X 1A, B
ARIUA ) -MBR(X 1 C, D ) % 24 O
BB EYE CRIFICEIELZDOE(LE K
LTz, T, AT uAR OV RBEE R TU-
AZOOREEL TAO BEIZTAT RAR UV AIRIE
RI123175 MBR OZE (L& thRe L7z,

HEICMBR(X 3B EHL~(1, 4, 12,24 @

BICFIFI 130.4%., 122.3%, 122.7%, 123.6%.

2T P=0.0039), AT AR LAFIERR I 4
%D MBR fE1X AZOOR D F 7S TAO # X
WEEIC ERLTW(122.3% vs. 105.0%, P =

pre treatment post treatment

(A) (B) it

X 1. AZOOR D 1 FIZH B RAFOAR/INILREE
AN\ T)—1REHRE (AB)E LSFG AS—TY
~7 (CD)FiR.

(LSFG A5—<vTIZE LT BEBAIX MBR AELC
EERL. EBIEIMBR ANMENWIEETRT,)

(a) non-treated eyes (n=7) (b)

N
G

~
=3

13

mean * SE

Changes in Average threshold >
o

Changes in Average threshol
4

0 4 8 12 16 20 24
weeks

=)

weeks

corticosteroid-treated

* P<0.05

eyes (n=9)
g 0.5 % 05
S o4 S o4
2 03 2 03
% 02 A ] *
< <
2 6d >
o o o o1 *
g 0 2 0
9 01 I\‘l’/”_l @ 01
[ [
2 02 g -0.2 mean £ SE
E 03 mean * SE 6 03
Q 0 4 8 12 16 20 24 0 4 8 12 16 20
weeks weeks

(C) non-treated eyes (n=6) ) corticosteroid-treated
o 35 35 eyes (n=9)

30 *

I/I——

mean * SE
* P<0.05
* *P<0.01

4 8 12 16 20

'y

(fREE~DER)
ZOMSRIZILIEE R FREMEEE S DK
REEHT, ANV URFESICE ST Thiu
)

C. AEHER

BBV Y MBR IZREFREICE
TOELRED EF (K 2¢) L3512 24 @ TH
EIC EF(119.3%, P=0.016)L7-(X 3A), A7
ARV AEERICB O IR (X 2b)- F
IR 2d)0thEEELITIRER B D

0.0028)(]¥] 3C),

D. %

ARFFEH S, DAZOOR DELFEIZHEV Y MBR 1X
RERRFHIZ ER L, QAT AN 5L DR
R ML DBE I TR RE OB LB SEITL T
WIER, Ao, 2O X,
AZOOR OBAMINIIREIEMRERSEEIN
TIY ., WA MG B DR IS RE O E I
FTAITLTWAIZEETRBLTWS, 72,
AZOOR IZBITFAATuA R 51255 MBR ®
EHITRE(TAO #)XVb AREICKREL,
MBR @ _EFBAT oA RZFDE DI L A4 B
72ER TI37e<, AZOOR DJREBIZEE S L T\
HEERLTNAEE ZBND,
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(A) eyes v?i?ﬂ?ggg (n=7) (B)

corticosteroid-treated
eyes with AZOOR (n=9)

(C) changing rate of MBR at 4 weeks
in corticosteroid-treated eyes

(%) - (%) -
% 140 - 140 3ok
= 130 * 130 | NUkk
b H
© 120 - n.s. 120 | T
2
% 110 - 110 -
S
o 100 100
£
o 90 - %0 -
= |
@ 80 - 80
£ H
O 70 mean & SE 70 -
= * P<0.05 i
0 e — [P —
o 4 8 12 16 20 24 o 4 8
weeks

K 3. A B. AZOOR B E & aEE

(%) - %k
140

ok # 130 - 8 i

]
1 120 _é_
110 _8_
100 fe)
S0 fe)
80 -
mean  SE 70
*x P<0.01 g %% P<0.01
12 16 20 24 ‘ AZOOR control

weeks

(ABEVRTOAE /LA EEEB)IZH 1T 5D mean blur rate (MBRYDIZRFHIZE L,
CORTEAR/ULAEERIR 4 B285175 AZOOR Lt IBEE (FIRIRAREE) D AEEIRFIICN T 5

MBR L&,

E. #5564 Netherlands Ophthalmological Society,
AZOOR [RIZBRWTREEMAL (FLEF KXIEED  Maastricht, Holland, June 19, 1992. J Clin
Ar) > MBR HMEBEREL SRICE L1280, Neuroophthalmol 13, 79-97, 1993.

ZFOIREICIRAEETR R EE D5 L QW DH 2. Gass JD, et al: Acute zonal occult outer
BEMERE 2 BT, retinopathy. a long—term follow—up study. Am J

Ophthalmol 134, 329-339, 2002.

F. BAEERR 3. Arai M, et al; Multifocal electroretinogram
1. RXHEEK indicates visual field loss in acute zonal occult
1. Saito M, et al: Correlation between outer retinopathy. Am ] Ophthalmol 126,

decreased choroidal blood flow velocity and the

pathogenesis of acute zonal occult outer

retinopathy. Clin Experiment Ophthalmol
[Epub ahead of print] (2013)
FEER

1. e 3=, fli: LV laser speckle
flowgraphy % FV 7=, BPERIRIETEM: RS

JEAEIZxT T BIRMG IR OMRET. 55 64 [k
PRARF} 2| #75, 2010.

H. &% 3C#k

1. Gass JD: Acute zonal occult outer

retinopathy. Donders Lecture: The

466-469, 1998.

4. Spaide RF, et al: Photoreceptor outer
segment abnormalities as a cause of blind spot
occult outer

enlargement in acute zonal

retinopathy—complex diseases. Am J
Ophthalmol 146, 111-120, 2008.
5. Saito A, et al

Indocyanine green

angiography in a case of punctate inner
choroidopathy associated with acute zonal
occult outer retinopathy. Jpn J Ophthalmol 51,

295-300, 2007.
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36. fRAEFLEEAR R OCARMIRIMTD BNES &

ZHIZEHASAFIZTDNT

AR R UAEORER, f W AIER, fHRRE. FIRiE+
(&HER)

WEEE BHAMEBRREMEAMD) TIEL — ¥ —hy 77— 152 A5 L ARFE I ML 5T MK T
LTWAZERHEIN TIRY, ARSI M TS A WEEZH L TWiuT, AMD (2
IS0 EL RIFL WD A HEM DD, 2T, AR IR BRI it > A NZE 8%,
L —H =2~ 7 )L{ER VYT MBR (mean blur rate) ZFHAIL . [FEIRFEICIE, BRIE. Uk & Ok
FEMEE S ZHR LB E AR~ 7, AR O MLIE B N E 2 A L T2 (p=0.0003)L DD,
DR T LD BEIX A LNAeh o7, ZOZEITRAREILIEIII TR ~ D M i 2 R D58
H O ENFEE T DL LBERH LA RN DD EE Z LN, —F ., RGO s A N
EENEA LTV =23(p=0.0013), IHEHMLE (p=0.0018) CHRMEFLE (p=0.0473) LAHBE A A LT,
ARAERE L1355 B CAAETERE L) e IRFERE D EF IV IRFS I T IZHE I3 5L DEE
BIC—HT AR THDHLEZLNT-, 5. AMD (28175 A NE82 & - kB feE a1

LFETHD,

A BTRZEEM

BHAMBERZETIRL — P — 7 T—
BEERAVAEIREBEILIEOMETL TWAIEA
WMEIN TS, L, IREEE ., IRIE. IR
fh R IX B NEENEZ AL TERY, FRIEE M
WA ANEEBZG L TODNEIDIE, ARFERE

Mtz ki35 L TEETHD, FHEFE~ T,

L —W =27 L7 —757 4 (LSFG) %
VN, PR FLEEER K ONIRAS IR M R o> A N
FBLOZENICE T AR FITOWTHRAAN
ey

B. g%
“FHT 6 REDF R 12 FFET 3 RERISHICEHT
B, LSFG (LSFG-NAVI®) & B\ T, 1Rl

BEIZ1TD MBR (mean blur rate) X B EFERIC
BT MBR ZARMEMEEMEEL CEHAIL (K
1), [FIFREH I mE, BRIE . AR B ORAE IR
b FHA U AR Fe R LR D S OMIRAS I 2 36 1T S i
Vit & DB A G T,

REEZLEEE )

Egei

1 LSFG IZ&AmFEtAl

(R EE ~DER)
AAFROIVFNEL T, ERER ATREE 4
BEAT ST BRI FRILE LTV, AAE
WOREL LT,
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C. ARMER

R pe R LB B ML i OMBRIE 1 X - BiT6 BB )IE
1224.4+4,0, 23.4£3.3, 24.0£3.1, 24.8=+
3.5, 25.3+3.5, 25.5£4.0, 25.6 4.1 CHAWN
ZE %A L TV (p=0.0003, mixed linear
model)H DD (X2) | DK F & DB HE T4 5
Wiphso7= (F1),

RHZILERMTEDOEREE

2 AR
2 \/\ EiR
23

AM6 AM9 AMI2Z PM3 PM6 PM9 PMI2

FHRIRER
M2 REEFERMLTOBERNEE

MBR

mmnm MBR [ZH ¥ 5&RAFDOHR

HEH 9SMEBIR N Pili
mgm 03288 -0.1473 08049 0.1742
mmmﬂ -0.0431 -0.2474 01613 06778
00532 03378 02314 07126
WM!W -03353 -0.7158 00453 00838

R e 03415 -0.7551 14382 05396

00078 -00325 00481 0.7024

Eﬁ@ﬁmm -0.0826 -0.3512 0.1860 05445
[ mmREL 01453 05653 02747 04957
XERELESBTAENT, BAISEYER S BEEREL:

POKER, B RER BRETNBRTFLL:

R 1AMEFLESMREMMO R FEDREE

IRAEIE LR IZ 45175 MBR fEIT 10.943.4,
2.3%3.7, 13.2£3.8, 13.5£3.3, 16.3£3.6,
12.043.5, 13.3£3.6 TAAZEEZHFL THY
(p=0.0013. mixed linear model). UV fEHH fn. £
(p=0.0018. mixed linear model) BIX MR EEFR
JE (p=0.0473. mixed linear model) »FBEI NS Z
LI,

AR IR B A E)

16
15
14 HIE
: LMI\I -

AM6  AM9 AMI2 PM3 PMé6 PM9  PMI12

SRR
X3 AREIEIMMRD B NZEE

MBR

#EMBR IZHTHEBTFONR
954{E XM Pl
-0.2674 03231 08419
-1.9721 15769 08199
-0.7718 08492 09213
00122 00525 00018
-00112 00405 02639
-0.0352 00102 02796
-0.0375 0.1263 02862
-0.0001 00233 00512
0.0045 00611 00236
00005 00847 00473
NHBEELEEBTATNLT, HAISEYGHAS KIGEEREL:
SoxEm, BA, BEE, BHREEHERTLL:

®2 RAEIEIREMORFEDEE

D. EER
AR FLEER BT 2o B NZEENZES
THHMEITOT LR FOFIZENTSH
FENIERR CIZ A NEEZH 3528, IEH AR
WZBWTHNEEZRD - LOHEITR,
RS l3L —— Ry 7—EE A Tnies
&L L= =2 7 E DT BIEEIEL A
Dol Z D B NEEBNEZFRD 72T R
K ThoLE 2 b, RAPRILEEE O M
DO EENK T ORI B E R A B2 o7
ZEnb | R FLERER I XM IR ~ o
Mzfk oM H CEiREEZ AL TWDHEE
b,
— 7 IRAEIE LS AR IC B WEEN DS A B
778 IHE A i SP ARV S E S AH BE AN A D AL
720 B ETOIRKEIEIZIZI O B SRS EE
M7 IREEFRIE D BRI, Hﬁ?nﬁ%ﬁglﬁlm
TN 2LDM|EI—HTI/RTHDLHE
Ez2 b,
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TP AR LIRS & IR I M C it B O R Eii%
REDBRLRDOT, BREE D F— B
SleEEZ LI,

E. #5iR
RAREILEE K OIREIRS LI H N EE %
BLTRY, E72URAEHE I C I G 8 f =
RIRETE LA BEOMEBEN AL EDD,
P LA & IRAE IR L % C I B O R i
RNERDLOT, ANEEDNZ— 3R
ST=EEZ LI,

F. IRHR

2. BRHER

1. ARl . IREmEREEREO B NEE
EENICEDLETFAZONT. F 30 FERA
IRTEERF&. B, 2013

2. AEWERI, fh o RIEMEERO B NES)
EFNCBEDLDRTFAZOWT. 5 427 [EHR
MEARF}, . 2013
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37. MIRARRIEREB T HTILA LA F )DL

ROREICIOBLAREEZREDERE

SABE., BRI R, BEHRYE, BHARW. —BEE, AEEL
(ZEXR)

HEEE w=iREEREMHAE (Fluorescein angiography, FA) ORE AL, EANCLAT L ILE—

GO AT RE
BESILTNBD, FRITW o TR0,

HERHDHZETHD, WIRICEDENIREEZMRE (Oral FA) 1XZ0ORIWERZRET
A[a]l, Z® Oral FA CEBIAAIREREERE Optos

ultra-widefield imaging system (Optos Panoramic 200TX™, Optos PLC. Dunfermline, Scotland,
UK) 2 A E 7 Oral wide field FA 2 AT-OTHE TS, HEIIEF AEETr 34 flTH
%, 20mg/kg DT NA LA F T LE 30ml DAR—Y R 2 ZEfEL . # O #% 5L, Oral wide

field FA E{§ZEELT-, WRTE 15-20 4
HIENTE, FIRAEIC

Oy CHER DRI E ¥ 51285 FA LIRIZRIFE BB S
BT B ED R ME OO EREFREE A, B

W EH &AW TR

W ET, FETE . 2 A ICBRE O R EREEREFRO -0, oA HEIXFRD 2h - 7=, Oral
wide field FA [XE DR E 2 & 25 CE D M REMEDR 5,

A BRZEEm
IR EE B2 (Fluorescein angiography,
FA) ORERIT, REOT gy 7728 DI
LDTVNAF—RIGORIEMERHHZE BX
OB AL OBEEDLT Ub A — IR
NI D TIERNZETh D, JiE OFEHRKE
LTAHRICE DR EE A2 E (Oral FA)
DEEZIL TS, LinL, EEEIFTHEE
RPEZZ LW I RIS W Tzo TRV, #
IRAREREERE Optos ultra-wide field
imaging system (Optos Panoramic 200TX™,
Optos PLC. Dunfermline, Scotland, UK) &
0.2 @&b\bﬁﬁ%ﬁé‘if 200 EEO#iH DOIRER
Abk@”éﬁﬂﬁlﬁ‘]ii”t%“@&)é FEE

75:)51%1/ iz FA Tli—EIO#RE TR —E 840
DEBEELIELNTES, @ﬁ%@%f f=¢t=2

AL, Oral FA & Optos ZflAEDET-
Oral wide field FA 2R A7-DOTHRET 5,

B. AR A%
IEH AR NC ZHRFEFEH M E R bR
BBPE P DB 34 filaxt gl Lz, IRENR
IR 2 B, AR P 17 B, BER
JRABIEE 11 7, SEIMEL 2 ], MR A
I 2 Bl ThHD,
20mg/kg D7 NA VLA FRD L% 30ml D
AR=Y RV TIZERL RARE L, &
518 5 4305 25 43E T 5 4y &1, Optos &
FAVNT Oral wide field FA B2 BUEL7=,
(fERmE ~DECR)
SERFEFTMBREMEEZB SO
R TTIT b,
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