MECREHEEOER  RELERNPHY., HEREELEE. FLEERERE
BREMHEOENPLELLRD, RELGHEENR, HREXEERFETHETHY. &
SICETHEORBFIREEET S, — A, ARFLEEERER. FIEETHY. RE. EOG
DERTHSD,

O#GIRIOT 4 (i?ﬁ.(ﬁé@ Eﬁi/?& FD?«( )
(Cone dystrophy, or Cone rod dystrophy) :

HEERETEIL. BEEERENLITL. RECHFEEREDLELHOICRE-
SEECRMOT 4 EEENS D, HICHEBEREDSETISIREZHES A MO
T4 EEHE-BEC R MO T 0 EREND, BEEXTELEBHENE. TEE
EHEME. X LBAELEHETGOIRTOEGERZ LS., ETHEORNET. EER
B OBEH. FUOBEEZRET S, MHICIIEIECEEEIEETHD I ENEL, BE
[38#448 % ERG (photopic ERG, 30Hz flicker ERG) DIRIENDEFE M1EESR ERG D&
BICETL, BETHD, FLRERETIE. ENEWE. RKEELESEHE. O
AEERBLEEET S, BEICASEAIHBEECERBHD Z&BHBH., £t
REBETHE ALK EENROSNZWNERNHEET S, REFRRLY ERG EE
EFXHTAREEEEORHEEEELLTEHINSGEETHS

EEEEF - AIPLT. CRX. GUCATA, GUCY2D, RIMS1, RDH5, UNC119, RPGR,
ABCA4 BIRZFN#EGECA MAT 4 E/3HGE-RBEC I MO T s DREREGRTF EH
EEZNTW3S,

#¥ 10 EETEMEBOEEDETIROOND



- AL . e
2 N ’,//' LN AR N

CTB8CTCTTCECCCEC TCCGCLL TATSG G666 T

st

deletion C

\

CTGBCTCTTCCCCHNCNG CNAAGGEGHNRN

Scotopic Standard Flash
Normal

20ms 10ms
BE

L—T L

FOER, BROESOBRERDD

/

-

=0T UR

ZEHICOAES#ERGECAIOT 4D
BREBEFORT, FEHIT CRX EE
F 615delCEREATOESETHD,

\

/

L L R T Y
_|hoouv ooy _J1oouv ~ o o
‘330

R S RV\/A\/NM

Photopic 30Hz flicker

HREREELOER: VETEIREREEICLEH#EREENLE., REDHH

REZZEEOIOLTEAIMEROER LROER,. ERABEIRDO SNV, &

TLLBICHGBROEZELMDOY., HRERERLHUDRERRZET S5, 20D
KOG EE. MRER. RRAEPVELES, EHTNIE, ARERELEE.
BE. RUERFRESETTES—H. #ECXMOT 1 FRAET. EERE.

BE. PLERNETT S,



d) Eﬁ«lﬂEE (Fudus. alblpunctatus)

BETE'EL&%S(@E57§\TT£‘§‘%’>V11:1§;¥§§J§€$73>Eﬁﬁﬁﬂﬁfﬁé %%@.%%‘1

GEXZ2L2, BEERERELEAONTVED, #ESX MOT7 12860,
ELWRNBEZETSL0H500, ARRRESRZRICRELCBRSEET
SETHEOESRBEESOERN VRS L08H 5. REICZHOBENAZE5NS
(Z(3, RAEZRILEREE. OEOKRMEAE—RIICERELSNGEN., HRRIREIS
HECA MOT  2E6HTHENL. HEEREROBEL, BROERELE. &
RABPROONDENHD, AERERFOREIZ. BIECEEEETHY.
NIZBEMEBIE. ERG, EOG OWIFNh L birbENS. REE (19 3 BE) O
BEIEFS T T17T5 ERG TIRIEDEENZD 5N b, RIFEEIECOIREILESE (ChE
UOEENHI DB EOHICBEEEICIIRETE., EEFEMOANGERNDEZN,

EEEGT : BERIREORREEEFS  11cis retinol dehydrogenase 23— K
5 RDHS BEEFTHDEHEI N, HEATIE 1085delC/insGAAG ZE£.
(Leu310toGluVal) N EEEZETH 5.

RDHS BEFIZ S DDI OV Moy, BEFREMILERNABSICTE S,

HERIRE v 1085del C/insGAAG

TCACCTGGLT C(TTCCCAAGCCT (19 (CAAG CAG

%ACC TGG GTC CTT CCC AAGCCT GCC
Thr Trp Val Leu Pro Lys Pro Ala

T(A(CT GGGT CGAAGTTYCCCAAGCCTGUCCAAGCAG
148

A 'ACC TGG GTC GAA GTT CCC AAG CCT GCC
Thr Trp val Glu Val Pro Lys Pro Ala

Scotopic Standard Flash Photopic 30Hz flicker
Normal RA/\_/H Rﬁ\/j\ " RVANRG :31, / ,-5;*‘:5:»; )
L _loouv L _Ioowuy L _hoouv = N o
20ms 10ms 20ms ou 13830 i

B et L ’_\/4— L A Y W e N

rrrrrrrr




SHEECR AT 4 ZEH UCEHSRRIE

VA N7 ERE LT
B ARRRESE v

Gly35Ser mutation

BRRIREICHESZ MOT7 4 Z2# 5 BEORFREFZR WRPLEIERDS
&1L RDHS BIZFDGly35Ser ZRE#H > T3,




Scotopic Standard Flash Photopic 30Hz flicker

Normal R/\//A\\¥,,- R R NN
L L L N T NN RN~

_lvoouv 1006V | 100uv ~ A
20ms . Ta}ms " -ZJOms . o iR TR
= R R " R WS
IL}\% WW\J/ [N PNV NP e e Z'\-’-’%‘;{\"

L L L RIGNT
on BT L 5

REFHEIEIRGED ERG

h\ﬁ/__’_._,_/-"‘
R~ R% R b~ o~

L~ L LT fﬁ\“ﬂ?’\_ﬂ
on i3 HE
RERBIBIEGE ERG OIRIBEOREMNH 5N/
HEAEZHEIOER . RERET. BEHOBENAEOHOLND L. BAEEEIE

ICEREICKUERE NS,

WEICEMROBESRDOONIETHORETRE, BE. GHETERTEETH
3, BEERIEREALEETE LD, MIIUAEREBEEZEZDLUD, BLER
LUREEREERELR—ARY FSAILHDEEZZENS, REICZHOBEANTE
#L., HEREeRLEOHEE/L. MEDOKMLENRDOOND, EFTTHLERLED
HoOLoNE, ERREFRICEVWTHHREGR LRERIC—HUERIROBERILH
FHOHND, BEXFIASEEFE—ELAZYD., BESRICEVTH., BEECEZER
BRICEEICEEZINTWS,

MEREREHLOEN AREREMDOEVLBEIOSNTNSEHICEADETE
THEZDETWTHRAERSHEEREREEICELUT S,



f) :H:M' Tl/ 7’ (Chorouderemla)

Z)\i/u!ﬁ@@?:r’léﬂm%ﬁ%%ﬁ%z'd‘%ﬁ%f& Y X "'é%%ﬁzﬁﬁ:ﬂ,‘t’&té
MLEBENSREZEEL. REFEE. fAOETHETL. ERG, EOG XEEICEE
SNBEETH D,

MERICIE, FEBHPSBREBERICHITTORERECRE LEOEENIHBIRL. 512K~
BEECERE LR MBEZHEPILAUMSELENBERATREIC/AS, EBHEE
HETREEND O, FEH. REBORENBERINSHFHTH, EHRFTIL
BRERENIEETSIL0EZ0, BXREEFEETIE. YHTHEEELSIC—HK
LEE#HEESBR EEOEMBEEC—EL = window defect EANRET 5, BREAT
(3., BRLEOEMEICMA. MBEOBELZGHHEEICAS, X REGLHEEELRER
570, BEDNREEZELEZDIENDHSZ., REBOREIL. [TEEHEREE]
pepper-and-salt fundus] Z/R9 Z EMEFEFITH S, REZBIE—RICBEERKIE
m<, RBEORERRBERTIEIRDONLZNI ENEZN,

Scotopic Standard Flash Photopic 30Hz flicker
Normal RA/\/.V R,Vf\ M f-::;:rl‘\- -
JOA4FVETESE

L LW i S NP N
A A [

%

RIGHT LEET
o G R

FEBEEF : CHM BEFHP 04TV IT7OREEEEGFT. SO nonsense
mutation, deletion/insertion mutation BSEEN TS, X LEELHMEEGRER
= EHEFHEESBHERE. BEEFEMMPKREARINEZRET,

MECKREEEOER X REALERRECREEORIIL. BEREESED
ETTH-OBRNPRELE ENDH D, AEHRBRER. OEWRMEL. B/NEERLE.
R, RETEARE., JO0/FVITEETCEENTHEAREEEET
FROOENBOBRIDOKRERRA > MEARD, SHICAAATVIT7TORAEER
KT, ZTEERREZELREEDRERELERSBIICKE AR ERLT,



A0A4FTUVITEE




CHMEBRFDSNEBDTORENANIESEHETEDOONDS

o) MERYBIREIEENE (Gyrate chorioretinal atrophy)

BREGLHEETRELD, ERNEAINZF OIS RT7 2 5—E(OAT)DRIET
BANZFUMEESHIZF UREZE # 5, HEEUR 35 EER OIS EERE 1R
Hond, MHMIVREZEL. BERSHEIC—BHURLERSE, BIKEREEL
%, BEER. ALRZEHVTIORLS 3I0RTEHARZEL S, REKRETIARED
FWEDSPREEDSBNSFERICEC, EFTLEBITILEKR, @BE URMEROBIRE
REWOFZDOSLNS, ERG, EOG FHEBHSBEICEESI NS,




Scotopic Standard Flash Photopic 30Hz flicker

Normal R/‘//\\\,/A~ Rﬁ\J/ﬁm\\\\\ R NN N
L L W AN \,\,;f' ST
L _}100uv _loouv _l1oowv ~ N oK
20ms 10ms 20ms ox 333 ShEy
B R~ R R ]
N A W i T PSP
L I o
- oz

FEEEEF : OAT BIEF

MEEZETHEOER : OAT BREFREZHIZE TN, BHEETHS. BEF
BEIINESNEEEOATHERATH M. FHNGREGTHEEREL L OE
AMELEBENES TH S,

BLEMEEED 1 DTHY., REDHDPEMER LA
BZENEZN., REJPEREGORSPZL EHE
EAGHzHEY, BRERRESES, BRUEK
(T /e@BRERBENDIENEEN,

/J\El‘ﬁﬁCDER |
LIRS IEETHEDRELZEZONTWE/MORBMREREERORENETLT
WS IEBIDFERT DEDH S,

REBBIELER. £ERRESEEORSGICHES KE—FREAKR) N/NOKRT
FRHLND,




ERG [FEEE L7 a IRESHITHIELZ b ik, BEHRNERENSRDREZTRL. B
H# 30 SEEEOIEICROILER T, B4R ERG [FHEL TV 0# &R ERG (LIE
ratio DIETHHS5NS., REEFEBIERCKY ERG

B(CEHENS, EOG ® L/D

DIREDIBARDPAH SN ERENREREDET T 5.

Scotopic Standard Flash
Normal R “/\/v R v\
L W L _voouv
20ms 10ms
MO R RN —
L~y T L /\A,/
NOTE R T RS
N T N e N
L L

Photopic

REREEF : TVAFVEEF. ART 04 x—REEF
TUVRAFUEEGEF 1147delAZEREZE 0% L LOBRANNOREZIHF> TS,

WEEREEEDOER : @ER. KE—
FRIRR. REBEBIELSZOBEEROEE
BhHnTNOREZEHTES, LML, RE
BEBIESIZBECHEZYDORENINS, H
AANNOBFEEBEBERLITZTVRARFVERGF
1147delA ZREFO>TNBH I EMZNED
Z. £, PVLRAFVEGBFDODITIVY 11
DAY=V TEFTODEDPNERICEREE
ETHEICHERATHD. X. TVRAFVERE
F 1147delA ZEZ2HDOPECREMEE
HEETHEDITERRVEBBRENSVHET
HB,

30Hz flicker

T VRFVEEF 1147delA %
REFORREGLHERERE]




5 (BEHIRE) (Stargardtdisease)

é(ﬁ% ﬁ@fx@ﬂﬁﬁ!ﬂ%ﬁﬂ’]mﬁﬁzf Fciﬁ,f;,r;et\ﬁé’& L/tiﬁﬁ&-lkﬁt%%ﬁ\"
%ﬁ( CHEBLNBEHMZ. 1962 £ (T Franceschetti 5 A5 & & B BR /K (fundus
flavimaculatus) & &7 7= 45, %@?&@Eﬁ%’éﬁﬁﬁﬁb%%liﬁfiéﬂ Stargardt
RE—BOREEEZONDLDICAE DI,
10 BAHIRIC. RAOET. BEERE. POBREZEFICRRATIENS., RER
EThLERE D%k, beaton-bronze atrophy, bull's eye maculopathy 229 %,
REICIIEEHNZHBOONDIENEZL,

RY—=HI MRICREGRIIFREICSETHY., UTOL4B[CHEIND, | B B
BOBHEEDH, 1 B BEHMOSHELEMEAROEEH. | 2L EHMOEHE
BLLSHEICHRET S EEM, VR RERICHETSEEHOA,

FREEEF : ABCA4 BHIEZF

WEAEETHLEDERN  R4—HI MREIBEERERENICURTIRAFUNLE
THEHICERREREZTD &RBEEREEAD OV I ENBHICHERE
St BE< 7z Dark choroid ?&m'ﬁ”%?ﬂ‘)\%é&ﬂ’ﬂ’fcﬁ UiBEREREH & DERIDTFIEET
H5B, ERGIZEBIGEVWRIGHSEHFINZIENSL, ZORICEVWTHHEBRE
& DERILTIEETH S,

FERIEEFIE ABCA4 BLEFTH Y., BFRIIC Stargardt fgS&EHO N, ABCA4 &G
FREMSEDRINNIL, BEILEBETE S, LML, ABCAY BEEFEEIL. HEE
ELM,. HECRA MO OFRERICHAY., 5T Stargardt IFEED 100%ICER
(FHERTEZRVDOTHEREEHDEZERECFREIVETH S,

7F 28 F

THETHZROHOND Dark choroid 224 5%



7 TRORE
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Scotopic Standard Flash Photopic 30Hz flicker
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REIIRE. £RERE. BREE. BEGECAMOT 1 RERLABRESRESN
TW5., HERORIREBICIRE L/I-BRZ2H# 5 HRBREESDOOND, HE
BREAROEBRIBEZHSHBEERLEEENRDOOND., REOR< IBAICHE
HONEUDNLEEEDBDONORBENTNEHDETHEL TH S, ERG FEER
FUNSHRBETHATHD, BRETREIRIFTHS.

Scotopic Standard Flash Photopic 30Hz flicker

AT

Normal R A/\_/~ R VN NP
AN \'-_‘:u‘/" \//
L _J1oouv - _loouv L ~ S

_Joouv Fiewr  ueEr
20ms 10ms 20ms ou LR e THIR]

s R M R m R B NN
P WA e M e AN N i
L L L 4 N N ]

on LS f

MBS OER ; BIRICH - S EERGEER TR OENITETH S,




K ZYR% Y 4BESE (Crystalline retinopathy)

EZBORBRLBEVDPEEBRZRLICESAHAONDEETHD, REHICIZEREDS
(CBERILROEMERNS SN, HILREFRR T window defect [Tk B@8 48
RDHOoND, EFTTHEHEEERLEOEREIILAL. REACEROIREGESE
HERERWOROONS LD CES, BEGEXIEREGELEMETGE LS. BEIC
FERICERABYOROOND, BERBEELOBEEIRESNTNS,

FREEGF : BEFIE 2004 FIC CYPAV2 BEFTHIENRESN, T/V Y
THEHAANIURE Y AEERFED hot spot THB/=DICEBEFHRITBBENTH S,

Scotopic Standard Flash Photopic 30Hz flicker
Normal R A/\/_ R R N

_hoouv _roouv _|oouv ~ A 4

20ms 10ms 20ms LR I

aaur £

FE RS ERA TR

BRLESSEDOONDS



BEMAUIRF 25—,/ ARA-TT
ARERESLENERE

Exon7

TCRATTCHAR LHSTE LR FFTPHTPFEHGHHC
17bp deletion

" Yol A/\/ e

2bpinsertion
TCRTTCARRLGE GRAC

Wi

MEERERELOER  REICEBBOHERLIEY. ARGBHOBERLEYEME

RISETZMIARETH S, LOLENSETLIEI VRS U BRI, &
ABMBEULLAZLSEY., HREZLRER. MBRECHETTSLOHICHERE
REMHLDERICERET H5EMH S, ERC TEHREBELOBMTHA—ENEL., EF
REDSHRBEETESRIEICED,




E lrlk_\s\'




x MEREaRZHIENSLEECHRERELRS

‘ . . . ZOMEDOFEIIIZR ApeRTtLo -
FERK BEAR BENZREFRR FE — FERET
EERARSRE BaBEEORNET | XEBAEHRE LS RRSTRE BNBR TS ORISR RS1
BERAESE b RIERFL
Vitreous vei BETFBEH
WL
fIEREt
SREIEERE wE WHRELEIHEE ERMEL KL B b (3143 GNAT]
HRESHHEE | AMENES SBERG THE | BEFRE PDESB
X fEastiE AREY B DR REFIIES RHO
1245 ERG TS
RDH5
RHOK
CACNATF
NYX
#oatnra BHET. BEREE BiReaRERE edipyie=esnd $£45% ERG OIRIED H/AET. AIPLT,
SEHRGICIMIT 4 BE. POBS BieaHHir [igedatubeg2o BESHHERERGD FLREENSETT S CRX,
X RBELERE URAEERR REITRST ROERRELSRNER GUCATA,
BNSEEOETE (RE) EHCHEUTRETH S,
GUCY2D,
RIMST,
RDHS
UNC119,
RPGR
HERRE BE HReaLERE BETSAE EBBBRSTT ERG| HETSASRETFEH  |RDHS
OEE
B AREBE BE. BERTE. R EELERE BETHAR METHAR
HOET BRLE MEIRER{L
HEen FRER
Jukigssiiid
A4 FLET wE. RHWE, X REBESERE BEEREROER FREESTHIERRE | RERODEISER CHM
R/AOET FREGERERE MEIRERCISREE
FEEBMAENER BEFEH
BEMRBIRR RS ®E. BHERE. BREELEERRT NEROBERR BERS. B8, RETFEE OAT
RAOET BRI ORBIRRRER 105 30T
=il
MOR EE., SNICHAET. | BRe4GHERE &ERH KB —PHTIAR KE—HPRIRR Arrestin
wERE REMBIALTT SERM Rhodopsin
ERG mE# BETFBE kinase
RY—HIV MF RAOET. BERE. WHEEEERE ERRYHE SHARERET SBIEFRLH ABCA4
REMRE PSR BIETHHREH Dark choroid Dark choroid
RETSWER
SREEHIRERERES e ZREORNET. EEBREROSRLE ARRRAROEREHE
REFRE FHOBRER LRES LRES
YRS Y BREE wE, RERE. BHGARERE REOBRILED BRERILED HEDERLEY CYP4v2
RAET BREROERR BEFELE
RERTHRERER




= WReRZERRHER

MRE=EE . BRFREE 5 A B R&E&E
1D - - 85 cm #E kg
ZHEAR & A B
£ERH & A =| R £ z
B E R - BLE - BER - BEE - RS - 8BRS - zoft ( )
HERERE =L Hy (S. g, H. Fa)
ARPEE R L HY (S. L, H. FE)
BNET B BB L HY (S. L, H. EELE)
BERR AD AR XL SRP
RV = ( X D=cyl D Ax )
#iA - B
LV = ( X D=cyl D Ax )
ah A i # gamE (1, 2, 3, 4) BRET BIET BH
i i3 = gamE (1, 2, 3, 4) ®RET BET BH
ok B IR =] i3 -] FHTrFE F A g
A i3 =l FHiRA F A =]
B E a mmHg BqhE o= - F FREES ey
i mmHg gEwE o ® - F FZEREA MR
AR V-4-e( ), 4-e( ), 2-e( )
I FE i o veae ( ), e ( ), F2-e ( )
NPTY - AIR KR
R E aRExXE: 5 - & mEHRML BB E ke3[4 RAEES 0t
Scotopic P hotopic Standard flash (a) Standard flash (b) 30Hz flicker
HRER
/ / / / /
HALIRE BE N K&k i (CME)
& #
Mutatio n D&
= QY s % Evz2A ES¥IVE MEHRA AV VS| BAE
FATEYIR VRAF a5 HR rVu 7 =R Ca blocker
BTYAT B i 20 ( )
BERE B = &
BEEEE B EH ES 1,2,3,4,56 & HTREST
T O fb




Dark Adaptatometry

Visual Field

BE5

o[- [FI<R]E

Dumeter pupitary

Cotor

Correcuon

210

EFFERRERFRE

Object

<|2j=

woh




Fundus Appearance ( / / )

Fluorescein Angiogram ( / / )






