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

In Japanese patients
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L—rULSE K NRE (Leber Congenital Amaurosis: LCA) 3% E 72D
DEERPEREREEL 2T 2 KEEOEBEMEES A hn 7 0 ThbH, 25 DR
KB 7203 E ST Y . RPGRIPI B= 1B LCA IE 5~6%% L b & &
%o AWFIEIL, BERAIIZ LCA DEEDITIERIC Y/ LiENT (Whole Genome
Sequencing: WGS) & 1T\, 7 LU RPGRIPI 2NV 7 > R 3 S U7 5E B
RRPT 2 MG o E2 BN E Lo, AL, RFEEATAEMEZES OK
A 14-040) K OENLRKE BRI 2 — KERE S 518) . LA SE
BERE: UK 5 24-2326997) IZB1T A & mHBE AL B S OEKBEZITHEMEL
7=

ERIRHIIZ LCA DL 72 28 52 29 fHllexf L. &2 7 ) — AfEHT (Whole-Exome
Sequencing: WES) %47 7-% . WES |Z X 0 JRIK&E s 72 RIE SNz Eofl %
BRuN T2 11 BNk L WGS 247572, WGS (2 X Y RPGRIPI &2/ 7 L vk
RS Y T SR S AT 4 FR S BNTBER D 3 FR SHIE M2 72 7 %% 10
Bl axtg & UCTRIER A, e+ uErfEsk (Optical Coherence Tomography:
OCT) (X ZMRFHAET R E &2 UL L, RPGRIPI EAnf 55 L KPR & DR
FRIZOWTHRET 21T o 72, WGS IZ LV AT %2 & O 7= fifht T 5 5% 6 Biliciks
WC RPGRIPI B = VY 1 G 1~3 27 VY DORK, =7 V18D
KRR Alu FENT2 & ORGERE S S iviz, @7 LV RPGRIPL /N 7 2 b
10 FlOWZ RT3 7 H 1D 50 5% Th - 72, FEIOHRINTIRNFE F THH &
DOFIRAIE 72 <. OCT Tl ellipsoid zone D X 1% 1§ & R\ CHEHn & & I
L7z, MRS 1 epIc B W TRIEL TV,

FEZESTIE, AWFEN, LCA OFNEIS T Tdh 5 RPGRIPI &5 1 DHiT-
AEERE AW O NCT D L b, MEORE REF 2GRN & 2 rTaetk 2 R
Lzt lizm<iMi Lz, BLEICE Y, KTt (E) OO
BliZsSbLWEREESE 8Tl L7,
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