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RPGRIP1 BEEMEE Y 2 b v 7 4 BE OLEHBE OB % EiE
— BLFRLEBEREIPODHO PR o BRI T L —

[BiE]

RO ERERIR A IRBI A G o A 58T, MBI, PIEREH LA 5 1Z. HRANICET 3
RPGRIP1 B Y 2 + v 7 4 DR & R s FAROBGRE . 2EMECYIO THRRIICHS 5
ICLE L7z, AWFZREERIZ, IREFEDEIC BT 5 BN R EREREMiE American Journal of
Ophthalmology 12, 2026 45 A 6 Hff T4 v 7 4 voefrigdis nE L7z,

RPGRIPT BAEMEL Y 2 b a7 4 1%, HRERBEEEEAZ L 0, HERE> DOHEEE O & WIBEEYE
HEME 2 2 + & 7 4 (Inherited retinal dystrophy: IRD) ®—2>T3, —J7C, HEIET L 72 B £ © iR
WERRFF SN BIEGIN S W2 2 5, FERINER RO R EAaNRER L L CEHS AT E T,

ARWFFEIC X V. RPGRIPT BLEMIE S A + v 7 4 3H—DEB T A, B TAICE U TR A 2 iR
BEETIHEERARSZ P T LTHLAEENIRENE Lz, S5, FERNAEETREL REZ2, B
T 72 b fath Z B PF C % 7 iER 2 MR IC, MRS 35 X ORBRREDS & D X 5 1IT28ML 37 % 221D\ THEdT
WIRENT 21T 5 TIE T 7o, BFENRHEE CHRBMETIHIICHE A R 1EE (N A ~—7—) OFELH H
fBLET,

RIFFERR L, FEROBEURFIBEIC B 2 BEERCIHERHA 2 {32 Lo, BEEAMRAL 5L
BHfEE R E T,

[FEATHRED oR”R O N AARHFE D HIY]

RPGRIP1 BE M 2 b v 7 413, ZhETEICL —~—KRENEE (Leber congenital amaurosis:
LCA) DJFKER L LTHIONTEE Lz, LA LIEFE, FE O I1T, AEEDHBHEAEREZ e 5
Je R - FFR 1 5 (Achromatopsia: ACHM) DRI E b7 v i3 2 L 2+ 23L& b,
ACHM SEffl D% < 25, RPGRIP1 B fohTdico 7V v 18 k% RIS 2 ELR (=27 Vv 18
RRAEF) ICRE LT3 aREEZHL 22 L Lz (U 1,2,3). % & TR TId. RPGRIP1 B
i 2 b a7 41cEB T, LCABLUACHM &\ 5 B 2 KRB, BRI L & X5 IcBEL T
570 Z LCHRRIRD SIRREZ AL T 2 2 8 2 HIE LTRITZ21ITWVWE L 72,

SCHR

1. Ahomozygous structural variant of RPGRIP1 is frequently associated with achromatopsia in Japanese
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patients with IRD. Suga A, Mizobuchi K, Inooka T, et al, Genet Med Open. 2024 Mar 26:2:101843.
2. GENETIC ETIOLOGY AND CLINICAL FEATURES OF ACHROMATOPSIA IN JAPAN. Inooka T,
Hayashi T, Tsunoda K, et al, Retina. 2024 Oct 1;44(10):1836-1844.

3 Deletion involving exon 18 of RPGRIP1 is a major cause of achromatopsia. Inooka T, Mizobuchi K,

Hayashi T, et al, Retina. 2026 Mar 10. Online ahead of print.
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UToEMtcE Y BHRAADIEMZNRE LE L7,
S 1 RRRIEDRB I NBIER2H Y, IRD & ZHiahTnw3s T
Stk 2 BIEFENTC. W7 LI RPGRIP1 BIE T AR H T2 2 &

ik - A

B TR

JRRERFAROFRGEIC, KRy —r v S 2wy ) LT X 02T 7 Y — LEFT I 2.
Yy H—v— 2 LV R K BBETNT - BEFIREZEMLE L, 51, FEINLELRTER
DIFEME X, ACMG (American College of Medical Genetics and Genomics) D 474 F 7 4 vicHo &, F
C32DFT =2 ~—2 %L ML CaHli - HIEL £ L7,

ERER 8 0 FHIE B

FAETFHT, RO, RIS Ro#ER, ST WiEST (Optical coherence tomography: OCT) % 72
O R D RREF 28 L, 72 b NI BRI (Full-field electroretinography: ERG) 12 -2\ T 2l
2T, REBOSFEICOHWE Lz, £72, AR TR, SR BT 2 NG B X OHREE D Fr
BEHOICL, ZORELZHHT2C &2 FEFMEHE LCHRELE L,

[R3R]

B TR

At 14 O RPGRIPT I TARNFHE SN, 209 L 1 HHERHHARTH 2 LWL L
DELA, ZROWNRIZ, 7 vy AZERP6HHE, 7L —L43 7 MERMPIMEH, X774 25831
M, oI/ Y V1B RARER 2 EUMELARN AR T L, Fric, =27V v 18 RAZRIIRD
ESHE IR b, 268 7L A A3 T L (63.2%) o TwE Lz, ACHMIEFITIZ, M7 L
DZEEP L HICT 7Y v A8 HIBELICHFTE ST 2B ZED b E L, —J7. LCAEFITIE, MW7 L



)} U R PRREK 7

THE JIKEI UNIVERSITY SCHOOL OF MEDICINE

ZEILEGFEBICOALTEY., T biczy Yy v A8 fEELLICHEE T 2 ER IO b F &
ATLT,

iR Y

ARl 344 (265 %) DEFEENRE L, ZONFIZACHM 23234 (18 K%). LCAX 114 (8%
&) TL7, BREHNICHE VT, ETHD 2 WIFFLR R & IRRZ & OHEBERERE S 2 Rt 3 2 ik 2358
DoONE LT,
FAEFER B L URA

FAEAENS X, ACHM BT 1.05 5% (#iiPA : 0-6 %), LCA BEF T35 0.36 5% (#iPH : 0-3 %) TH
D, MEEEICEEEZRRED ONEHATLE, A2 nTid, YIS X URRZEHO Wik
Th, LCAHTHEREICARTHLZLHL2 LR E LT, —/7 T, VKD bRMAEZ2RE T
ZlLRICOWTIE, MM TEREER2ROTEATL

RJERT R D HERS
ACHM

HAEEAI T, REEE S X OIRIKHA RS (fundus autofluorescence: FAF) THHS 27 BE #5080 %
FATL725, OCT TlIAMNEMERLE X721 T w3 b DD, RHAR L 2E 0 1@ 72 & o BT LA
RooNE L, — . BEF T, REEHS XU FAF B W THMBEAERRSEE L hb oL
B2 L) E L, $72. OCT TIIEHFRFICHEGEVRETH o 7/ E O HA MR b,
DR S Al ic b WIEE LT 2 A Z /R L Lz, S o OFT R, MIRZETE O EIT 2 K4 2 R
tEZzoNE L, ULo#EREA» 5. RPGRIPT BI#E ACHM 1. k. FEEfTIEL ST &7 ACHM &
T5 Y ETHEOMBRAE A 2T SRS S D L BRBINE LT,

LCA

AFEAERI T, IRKFEEICE ORGSR LR 2 R% S 2T 250 b E L7z2s, M 7o
JEZE PR B B/ MARR BRI ZIA S 22 TlddH Y £ ATL 2, —77. mlniERICld, MEZES L U
RILEDWE & 72 0 . NI tF S TSR S E Lz, Lo L, OCT I X 25HIiCI3. milfiwiE
Pic BT D IVEMIE G 25 LRI R 72 T 2l 25380 o L L e, FricOi b <t fHiifast
fii 2 & CHVERIE 2R L T BERI 2 A b v, EHEOKEERE 229 5 —J7 T, —E OMIEEIE A RV
MMERE 2 B wREMED RR I L 7=,

HRER

ACHM TiZ, $ERRICEDHK L FHARIGE S IR S W 2 AT R 2RO £ Lz, Lo L,
RIAREE 2 B85 © 2 75 T lE, RERITITFARRICE OIRIED R 2 ICEE L T S HL 7%,
S AL DFERIC—E L TWwE Lz, —J7. LCAICEWT ., FIEMEY (& TH) icid, FHERIE
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BEOHIR =N T2 b 0D, HERICEFIZTERICHAT 2R TH Y E L, Lo L. [F-—EHITH
THERICHIHMEL 728 25, FHMEARICEDERICHET 22 exMlon e L, T0H DRERL
5. RPGRIP1 BN Y X + w7 413, EAFPERERE 2 ke T2 IRD TH 2 Z L3RR INE L,
THIT, ACHM & LCA iZZnZ iz L =R & w5 k0 b FREETHECHEIEROENICK - T
BEINS, F—KERA<2 7 LA LORBTH e EZ ONE L 7,

RPGRIP1 I t t +H+ —+H —HH—HH t ———
(NM_020366.4) 17 18
Exon 1 2 3 456 7 89 11213 15 20 21 22 23 24 25
10 1418 19
618 756
RPGRIPY L :
(NP_065099.3) ND cc C2C3
1 90 294 584 789 927 1091 1281
1286
Case Patients/Family ID Detected variants Phenotype
L]
Al 27811 Exon 18 del
L
A2 307171 Exon 18 del
L]
A3 Juoeso /2 Exon 18 del
-
A4 JU1014/3 Exon 18 del
Ll
A5 Ju1086 /4 Exon 18 del
[]
AB JU1106/ 4 Exon 18 del
[]
AT JU1176/5 Exon 18 del
L]
A8 Ju1191/6 Exon 18 del
L]
A9 Nagoya1051/7 Exon 18 del
[]
A10 Nagoya0051/7 Exon 18 del
-
A1 Nagoya58 /8 Exon 18 del
L]
A12 Nagoya54 / 9 Exon 18 del
-
A13 Nagoya66 / 10 Exon 18 del
L]
Al4 KA-199/11 Exon 18 del
L
A15 KA-472 /12 Exon 18 del
L
A6 EYE486/13 Exon 18 del
[]
A1T HKO1 /14 Exon 18 del
L]
A18 HK02 /14 Bonis dd
-
A19 JU0011 /15 Exon 18 del
ity
-
A20 KA-143716 Exon 18 del Ex0n 22-24 dup
L] L
A21 EYE55/17 €.1467+1G>T
{intran 11) Exon 18 del
D
A22 Patient 1/ 18 PyICte
(Exon 16)
u
A23 Patient 2/ 18 Poysiobter
(Exon 16)
-
L1 EYE20/19 p.Arg1189GlyfsTer7
(Exon 23)
u
L2 EYE64 /19 p.Arg1189GlyfsTer?
(Exon 23)
[
L3 EYE65/19 p.Arg1189GlyfsTer?
(Exon 23)
u ]
L4 JU1005 / 20 p.Arg118aTer
(Exon 23) Exon 22-24 dup)
. L]
L5 JU09s4r21 e T e Exon 18 del
n -
L6 JU09ss /21 1o N e Exon 18 del
[—] =
L7 JU1556 1 22 Exon 123 del Exon 18 del
L] L]
L8 KEC-038/23 F(‘é‘;‘;fﬂe' Exon 18 del
L
Lo EYE170/24 = p.Arg1139GlyfsTer?
Exon 1 del (Exon 23)
[] =
L10 EYE148/25 p.Arg267Ter p.Arg563Ter
(Exon 6) (Exon 13)
L] L]
L11 EYE345/26 €.871-872ins p.Glud4s5LysfsTer2
(Exon 7) (Exon 12)

1. AW D RPGRIP1 BSEMET X + u 7 4 BFic k) 28T & KRB OHEE
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AT O NG RIL. RPGRIPT BHEMEE S X + v 7 4 23S BIETIBROB R N RIKE TH 2 AlhE
HELFTF2b0LEZLNT T, FRC, OCT KB 2B E 0. ERG IZB T 2 ARG
B DRERFIVZALIZ, FERE 7R B AR O R B RHE IC R R 5t & e B ATREMED B Y £ 97
GRIE. X0 RN ORI & ZRMERTHITE 20l U C. Ml 3 X OHIERRE D B AR &2 GEMILIC AT L. R
BT E R T 24 A=V v 7B XN A~ -7 —DREZ BIETLEYRH Y £ 9, Ffic. FAF
< OCT % v 7= S E a2 L o & B, 72 © ONC ERG IRIE DO RERFHIZEALIC N 3 2 BT i3, FERIN 7
WRBERICE T 2TV M A LR LCTHATH 2 A[REMESE Z DN E T,

AWFFED R 1Z. American Journal of Ophthalmology 712 2026 4F 5 A 6 HflJ T#g# (online ahead of
print) TN % L7z,

Kei Mizobuchi, Taiga Inooka, Takuya Aoki, Hazuki Anzai, Kaoruko Torii, Kazuki Hashimoto, Akiko Suga,
Ryo Ando, Miki Hiraoka ,Taro Kominami, Shigeru Sato, Motokazu Tsujikawa, Kohji Nishida, Yusuke
Murakami, Toru Nakazawa, Akiko Maeda, Kazuki Kuniyoshi, Yasuhiro Ikeda, Hiroyuki Kondo, Mineo
Kondo, Koji M Nishiguchi, Akira Murakami, Maki Fukami, Sachiko Nishina, Takeshi Iwata, Hirotomo Saitsu,

Kazushige Tsunoda, Shinji Ueno, Yoshihiro Hotta, Tadashi Nakano, Takaaki Hayashi

Genotype—phenotype correlations in RPGRIP1-associated retinal dystrophy in a nationwide Japanese
cohort.

Am J Ophthalmol. 2026 May 6: S0002-9394(26)00234-5. DOI:10.1016/j.aj0.2026.05.002
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