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The structural abnormalities are deeply involved
in the cause of RPGRIP1-related retinal dystrophy
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The structural abnormalities are deeply involved in the cause of RPGRIPI-related
retinal dystrophy in Japanese patients

(HARNIZE T 5 RPGRIPI BHERE Y A~ v 7 o OJF RN I 3A8E R 7 3R < B
PoTWND)

FMSLORNEDOEE

U ®iz]

L—rULE REANRE (LCA) 1TAEBE < b OIREKIER, B0 KA,
HARETE X DY I F 72 13 WSS 2 R & 3 5 M L 7 b el 2 B3 D Ik BE
DBEMEMBES A ha 7 ¢ Th b, 25 OFRKFREBE T2 HE I TEY  RPGRIPI
BARF-BHE LCA 1L 5~6%% (05 & D, RPGRIPI NV 7 MEHE YLK
PEBARTEINT LCA MR ZNE, #EARFTAT X b a7 ¢ | AR R IREIR
WIS ORIK L 725 Z L RHE SN TV 5,

7 ) NMENT (WGS) Tl ex 7 Y — AT (WES) (28 TR 23 R 8 72
MERE ., T ARV RN, A ha N T N e B3R ATEE
725, B2 ITEFEIRIIZ LCA 38OV TIERIZ WGS 21TV M7 LV RPGRIPI
ANY T DR S TR B O ERIR P R A Bt L7,

[BE 7 5N HIE]

ERIRAIIZ LCA D3OV R SR AN O RS YRR B A E 7y 28
F% 29 Billzxt L WES 217572, 12 B2\ T WES THKEER 1% [FE L.
KREED 14 FlD 5 BREKAFID 1 5] & AR 2 2 Bz Rz 11 Filck L WGS &
{T>72, RPGRIPI Bin 127 VAR ANY 7 > RS &7z 4 5% 5
(ZUARTHREE L7z 3 R S B2 IR 72 7 5% 10 Flicx L, FEIESR A, EHrik
&, BRI, MEREEXK A, MM, IRERAE, RIETE,
RIS B &6, T EliEst (OCT) X VIRBMATRZIE L, BEMRS &
OCT Ft RAZ- 2Tl Spearman O NENFHBIFREUIT K D K st AgAT 217\ iFln & D FH
A et L7,

AR ER R PR MEZ B S OKRE 5 14-040) K OENZKE
RS v ¥ — OKIRE S 518) . AR ER KT KI5 24-232 6997)
2B T 2K MR EZ B S DORRB &2 T Ehi LT,

[t 2R ]

WES (2 X 2950 7o bRFEIED 11 FRICHT 2D WGS 12T, 4%5% 50
IZBWTHET VAAERREY RPGRIPI NV 7 v " ERIE LT, D95 H 2FATIE
WES THIT L /LiZ RPGRIPI OEIRIHL S Y 7 o 3 S 4Tz, WGS 12
£V 3FR 46T NT RPGRIPI iD=V V> 1251 ~3=7 YD



RI2FEZRIFUIBNTT Y V2 18 DR, 1 5% 1 61T Alu Be | OFFE A DM
Hanr,

WA B S OMEFR &2 1T > 72, RPGRIPI {517 V2 18 & & Te RALITLLRIIZ
WELZ1HITHEREIN TR, 4 BTG E—O 1339 IO R T
Holz, TORKIFERET —F_X—Z2AThH 2% gnomAD SV v2.1 IZITIFE L2V T
DD HARN—REF DT —H ~_X—RZ JSV1 X 8.3KIPN TIL 7 L/VEEE 0.002 & bt
BRSSO bz, =7 Y2 1 BT A REOUNMSIXENENR 2D
D3, WS Alu BV L7 V2 1 ONTET Alu 24 LT~ AR % 23
EZOVRLT W EERBR LI, DD L. HITHRE SO ZIVE TOMAT
T 5 %% 6 BII23V T RPGRIPI &5 1-\CT 7 Y VRIS Alu TN 72 ¥ OREEF
O Sz,

INETICFH A BFRE Lf:ﬁ? LUPE RPGRIPI XV 72 R & 65 10 BlOH)]
ﬁ/Aﬂ#@#m A DG 50 5%, AR OFRRL 10 D 56 i CTh o7z, &

K2 B2 D g KEGIEAL T i;’nﬁwﬁ% 02 Tholz, 12 KEHFE TEHTOMHIIF
%75%& STl E HoTond, BN F £ THEER & MBI 2o 7z, M
X O AR S IZ BN B D THIREE B LW, RS IZ PR E
i 4 FICRERATRET, 9 B 3B TIZOBIZIEA LIz, OCT TiZ ellipsoid zone

(EZ) OESX 1 flEROTHEEE & IS L2y, Ml E T a2plic sy
TR = TNz,
[Z%2]

AW TIE WGS & VT 3 R 4FEFIT 4 20 2 B—5EF(CNV)Z[FE L
72 WES T—XZH\W\i=%—%7 v F CNV it 2 W CTHE A &I 2D DM
ARz L ZA—EOBHIZIRGIL, WGS 28 L D #EERFE OMmICEND &
WD il A2 SR T A RS R T o 7o, ABFSE & [EARIZ WGS C RPGRIPIIZ /) v =—
T4 TN T M LTe#ETEEREO O, v a—TFT RN T
¥ RS RPGRIPIBHE YV A hu 7 4 IZRESEHE L TV A AIEEEN B IND,

N E TOHE T LCA OFREEFOMEEIZREMERICL VRS Z &N
IRESILTND, cep290 B LCA 3R TEBaE 2388 B LD D [ESR BE 2 %)
S b LI KRBERFZE COMEITZ T EE < 72 < FIRAIC RPGRIPI BH5E LCA
RN L 0 HETEZ RS TW 5, Fhx OFEATHFSE TS RPGRIPI N 7
M 34 ZR2H 3 ZRICHMHINTEY ., HARAN LCA IZHB W T EERRKER
FDOOEDEEZLND,

AWFFEIZ I T RPGRIPI BEMENE Y 2 b 11 7 ¢ JEB) ClLI SRS RE DNMENLIZfE
FH I, OCT Tl EZ BCHEIEI IR 2 (2T A H 5 b O O IT
BIR T AL, RHEN L OOMERF SN D Z L3RI, BBl EFETH -
2o ZOFRRITBEFREOXNRE LTHEEEEZ LN,

[



WGS (3 ERE OREICHE A TH Y KRB W CEERHRE 257 L,
R L T B AR NBREZITIIT D RPGRIPI BIhHEME Y A N a7 ¢ O EE /A
JRIKTH D AHEMEN S D,



