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5 BT BMEIRAS I M - I AT B P D MRS IR 1 3, (R M SBT3 AR U e
HBCEDOEFICHEITT 2 Z LB TV D, ITHRMESE B A M5 263 2 1a T #t &
FLDBIEITA T A EERFTH D,

FIENES: HPE R AHEIRE « iR CHER L C& 72 DNA MR s iRt 2 D T
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4 ER R BE E R E O R TR A - REEN R BB ERE R E LI RRREERE D
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Cideciyan AV, Jacobson SG, Sumaroka A, Swider M, Krishnan AK, Sheplock R,
et al. Photoreceptor function and structure in retinal degenerations
caused by biallelic BEST1 mutations. Vision Res. 2023;203:108157.
Suga A, Yoshitake K, Minematsu N, Tsunoda K, Fujinami K, Miyake Y, et al.
Genetic characterization of 1210 Japanese pedigrees with inherited retinal
diseases by whole—exome sequencing. Hum Mutat. 2022;43(12):2251-64.
Robson AG, Frishman LJ, Grigg J, Hamilton R, Jeffrey BG, Kondo M, et al.
ISCEV Standard for full-field clinical electroretinography (2022 update).
Doc Ophthalmol. 2022;144(3) :165-77.
Takano F, Ueda K, Godefrooij DA, Yamagami A, Ishikawa H, Chuman H, et al.
Incidence of Leber hereditary optic neuropathy in 2019 in Japan: a second

nationwide questionnaire survey. Orphanet J Rare Dis. 2022;17(1):319.
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TAT -T2 RFE 2R T v — MNREIC K DA D T — Z AT 2 M T L AIE D )R
MU L CHSGRUbLEAT o 72, RO AT v 7L LT, & BIZEHBNT B O TAIE DK
WIS A B DT D728, END DA < EFIZ IUE LIRBED /34T 21T 9 % AR Z WFFEIC
ez & L L,

A. WHIEER
H A A\ O ZEHa BN S5 BEZEVE (dry AMD) (Z B3 2 S itiik 7 — & AT 24TV . AERICEH
V% ZEAE RN S B M RE D ERR IR OMRTES L OEREOFEEZITH,

B. Wk

AIEDIGFIENZ D2 N 5 AIREMEN & DINHE 2 R 2 7212, THAR N OZEHEAIN kS
WEEE MR BT D sk 7 — 2 fRNT ) A BkA, RER T AR RE L X — L LT, AR
BOT — 5% 260 BILL FER L, s B W CEET — 2 2T C& 5 X ITUEEL
7oo UMEEHEA~OELE) AT RFRE 2 Ptz o 2 — L LT, BT 5 2
ICBWCHEHEE 2 %% L ECHIZEABIRE L T\ 5,

C. MR E

HEREGID S B, 173 L OBFED 173 RERRLE L CTHIT LIz, 173 OFZEIRD 5 5,
101 4 DEF O 101 IRDSEBBMECE 47z, $3C 50 ETHY , A7p< &b 1IRICE
MRS THBEZS ML L 5 e 72 I BUIREEE (GA) 3 db o T,

GA mfE T, AREEHZFEOL (FAF) B2 M L CTHEEICHIE L7z, FAFE&RT6 » AL
L OIBEMIA B D BB TIE, SEGIRZEH (SQRT) {E2 VT, GA AT Z m2/43 K
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O mm/4E TR U 72, HEUGAT & EEYR AT 20 LT, GA AT ERICBIE 5 R & 4558
L7z A RIOFEGIRED ELIFEHNE 76. 8+8. 8 5 T, 1094 (63.0%) BNHEMTH -7, 62 4
(35.8%) OBALIMME dry AMD 24 L Tur7z, %) GA AL 3. 064, 00 mm2 (1. 44+
1.00 mn [SQRT]) Th -7, 38HL (22.0%) 723/3%F = A NGA (FLEiEEDT U7 A
D55 WIS IR < | IRAS IS A i PE S L L T 0 . Rb—B > &0 5 BN
<, HBIETA Y- < D Le GA) Eafiahd, WM KL —8 & reticular
pseudodrusen |%, EAZH 1158 (66.5%) & 73R (42.2%) THth S 7z, FHME T
WRAGIEISIE 194, 7105.5 m Tdvo 7, JEBFEE GEBRIR : 46.2%28.9 7 H) TIE, GAE
THRIT 1011, 09 mm2/4 (0.23+0. 18 mm/4F [SQRT]) TdH o7z, ZEAEMTICENT,
NR—=R2 T A R TOGAHEAFE [SQRT] (P=0. 007) & reticular pseudodrusen MFELE (P=0. 009)
D, KV EOHEEZEREEI T [SQRT] ICAEICEIEL TWD Z LR LT o7,

b

.\.[

D. &%
Z O dry AMD ® BHARAN 173 N&ERS E LT2gEiL. 797 NERICE T 5 GA DGR
HIFRFEZ B 2N L, GA OEEATR L ZORBERN ZHM L, ZORR, o7 Y7
NEF D AT EENEE T, /NERIRE., IR WIS, it hr—8 o &
reticular pseudodrusen DIAERIME L . GA TR BN ERBH LN o T, F
7. K&72 GATHFE & reticular pseudodrusen £, GA OMEITHE N H L 725 Z & 23R
Shic, 7YVTANEHICBIT D dry AMD OFFBICITABARE L 1THR 5 6 DODRE S
NTW5, TATHZRIC LD &, BEAFEIZEWT dry AMD OFRRITITEEN RV &
WSS TWAR, YAFFETIX, dry AMD BBEIXBMERESRTH - 72 (63%), ZHiET
U7 NEMIZBWTHIEINZEREO A X T F ) U ATHL—HLTBY ., BHETIE
1.62/1000, ZZPETIE 0.87/1000 DIART LIz, HHFFEDOEE O GA mfEIX, AMA
FEOHRE LY /NS hote, BBRBIZEEITA T X TOREDREHORRE & & 12 GA
DEATZ R LTz, RIBAT — UM A EMDOENDO —HZHH L T D AREMER S D,

Reticular pseudodrusen X, MUHFFEEE D 42. 2% CTRIZZ S iz, ZHux, DARTO HA
NBFORELFELILTODEHR, BALY BIRV, AMD (ZBIF 2 LR O@E 12 5£-3<
L. FL—F B LW Reticular pseudodrusen DA JRRIZIA LN RIEEN S D, LA
AIOHAAN (1.59~2.07 mm2/4) PREEOWE (1. 47 mm2/4F) L L T/h&po
72,

GA HEAT IR FE 12 BT 2 VTR T2 S W CallE L 7o, BARTOBIJE TIE, SRR GA, R
B RL—E . BIOWMIME dry AMD 28, X 0 &\ GA #8473 [SQRT] O F# N+ TH
ST, FEOX DT, GAMELTHE [SQRT] 1Z, #IH1 GA FRHICMAZ LTV D, LavL,
R B D IE BT ORERIE, Bt GA HFE [SQRT] & GA AT [SQRT] DAHBI &7k L
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7. VIR & F X F 72042 Cld. Reticular pseudodrusen & U GA 4T D BHEI N7
HEEINTW5D,

AR TIE, 38R (22.0%) 23 3F =z A K GA LfEI T, filf, EYE-RISK =2
V=T DE, FIEATET 2 ) AL TIZE S TERSND GA DY T 7 IL—F)RFE
HETHNEIMERETHI-D, 196 AD I —1 v XA GA DY T AKX —I3HF &k L
oo WODOHHTIZ, BB A7 237 MEL, EHEFRIRLON, Fr—Frn
DI T =72 (11.2%) ©F—nr v /X6 1%, BB L OIREOR#H O KT
pachychoroid GA (27372 W EELL TV, pachychoroid GA 237 7 A2 T/<, H
ANDOERCGFET DRREMEDR S D Z L 2R LTz,

G 2A
E. TR AfE

ARARGEIE T 7 NEFNCBIT B8 KD dry AMD ¥t & SEHBEHIM 28 S, 7V 7 A
ENNCBIT 2 GRS & BN (GA) EITRZHL ML, Fx OfERIT, 7
TAND GABEDO—TOFENANE FRR D 2R LTe, GADZ r—/3L72~ )L
T =T T NBEEED DB, RIENSEWVIZER 2 O LER D
%o S, TYVT NERIZEIT 5 GA DEFRIE L BB AR 572010, &
LROMEPVIETH D, FERITIH > TEZRDAIEDIIET 78 EITENHER1G
LD AREMENH 5,

F. fEEfaRiE R
L

G. WrgEsesk
L AwSCHER
Yukiko Sato, Naoko Ueda—Arakawa, Ayako Takahashi, Hideki Koizumi,
Ryo Kawasaki, M.D., Maiko Inoue, Yasuo Yanagi, Tomohiro Iida, Kanji
Takahashi, Taiji Sakamoto, Akitaka Tsujikawa. Clinical
Characteristics and Progression of Dry Age—Related Macular

Degeneration in the Japanese Population. Ophthalmol Retina (in

revision)
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EAMERAIE B X T D BB PR DT A K7 A 2T 5,

B. WFsE5k

A= T AR OB LA N THDHHARMEBEAREEL A RN 7 ye
27 & (JRPRP) (ZIX 27 gk S MLTHY | HW 77 v b7+ —Lb (WFFRAERE
RS WHEIZSEE) L LR 5. BofERIZIFBR S A 5000 SEG & 35729
(2. BN~ D DIEFI DX ER A D 5, ARRBITHRERBIR D LEITED 120,
RERFIC KV REDO BRFEEA R E S BRDFREERH V| EloF2EniIs %A
ERDIENTIEEIND, FDID, BETFHREDOTA RI7A4 ELERT D720
WZT =X T T N— T CTHEim a7,
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OWNWTIE, MBEEELRZ T CHAEFEMT CThH D (WFITREMEY =R K FEF5
RES) . £7-. BlaFZ2WEic o Tt &hak COMBEESKTEO L T Z21T-
776

C. WroehtR

SF0 543 HARREAT, JRPRP (21X BAE T o 72 5000 SEF % 2 HIEFIA B S
TR, FEYOOHEITENR TE 72, JRPRP IZBERINT=T — & & AW a5k
ZFEM L7z (S, 45 126 B B ARIREIEESRE 2022.)

Enlz, TEEMEEEY A ha 7 4 ICB T 2 BEFEREDOHA RT 4 Z1ERK
L. BAMHEERN AT, 25N ARIRBI P20 EZ T 72 (B ARIREH AR MRS
2023 4F 6 H5H#ETE) . 7o, THARBGEMEMER LD ACMG A RTA > ZfF
AL, BARHEESY AR P2 ORRBEZT, BUER G UET Th 5, S1%ITAR ACMG 7
A RITA L RWTRREEFOEREY A N ZERT D TEEL > TN D,

%

D. &%
FREL YA N OBEIZL Y 2EBETOHKRBRORENTREL 72 0 | R IEE
FEAZ AT T B IRAF 200 T TN A A 22 BR IR T S OIEE N FTRE & 72 o 72, RPRAYIZ,

BRI SRR S iU, AREBEFIREDO T A K74 ]I 2 L— X
EHASND L HICRBIET TR, RAMG HA R4 12 X 0 EHEMEO &R N ER
TFRIENFIREL 725 2 & T, JWIKEE 1D HIRERH 60272 5 ATREMER E v, 4

R OBAGTF IR & OFBURIRIER AN 5 Z L3 IR S D,

I

E. f&im
AL A NUIZL D ARRBOFZEIL, MEGOEEMERE OEAom Bl EE$
%,

F. fEEfaRiE iR
L

G. WrERER
1. FwSCFEH
JELAE T B ST SR A B & R MR R BOR I FE S E ARSI - AR AR e | B
B WERRIGE RIS % 17 ¢ 12550 B EESERED A A BT A ok
T =% 77— BEMHEES A N T BT 5 RIRTFHIRED T A N7 A
V. HARIRRIESMEGE. (in press)
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