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Clinical and genetic characteristics of 14 patients from 13 Japanese families

with RPGR-associated retinal disorder: report of eight novel variants.
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BAPERENE A (inherited retinal disorder: IRD) 1%, %A A DR HE I 00 F- 55
RIRIKTH D, MAFEEOFEZNE (retinitis pigmentosa: RP) (%, 1T O GMIILEE 2 R
ETOMBRETHY | b —MA7e IRD EKED—>ThH 5, RP B IOBEAEETIL,
WYL EARMENE (autosomal dominant: AD) | YRS (autosomal recessive: AR) . XiE
P (X-linked: XL) 7 EF 2 OBUATEADFEE S 4T 5, X HEHVEREE 3828 (XLRP)
1T, AIBTIZRP DENBETH LT — 1 v/ TIE10-15%% 5D, &b EHERPEE
£ 5, XLRP O FH 72 FKE (s 11X, retinitis pigmentosa GTPase regulator (RPGR) & |
retinitis pigmentosa 2 (RP2) T, ILZ 4L XLRP @ 70-90%. 7-18%% 18O 5 & STV 5,
RPGR 5113 19 @ exon 7> HERL S 41,5 K> RCCI like domain & 3’ K¥i @ exonl5
& intronl5 OFEIKIZ open reading frame 15 (ORF15) &9 2 DO EEpfElk 2 £,
(Z. ORFI15 fHIIE RPGR 25 DH) 60% % (5D 5 4FJE ik & L T bt T\ %, RPGR
B Ry OREREITTERICH 620 STV RV Bl OSSR EZ N LI e
BRI L OMLDSNET & /3 7 OREBIENE I B H 245 5> T 5, RPGR BIn 15
WA XY XESEHMEHEAF AR A e 7 ¢ (X-linked cone rod dystrophy: XLCORD) , X
MR A 17 ¢ (X-linked cone dystrophy: XLCOD) . XLRP &\ 9 #7225 FgR
BERTZENMBENTWVWD, ZiILb% RPGR Bin 1BhEMEEE (RPGR-associated
retinal disorder: RPGR-RD) EfRMT 5728, A F U XA ad— MIEBWTIL, XLCORD D
%% L 5 L HE SN TWD, TIVE TIZ RPGR AR 11281 T 350 LLEOJFFHEZ
BEPHEINTND, ZNHDE ORI —r v S ANERIITOIIZHmETH
. TYTANZEITSH RPGRRD IZHOWTOHREIFID72, LIER-T, TVTAD
RPGR-RD Z B9~ 5 121%, AFITRIT 2 KRR 28— MIERKETH L EEZD
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BAE R L RBEAOBREA ST D Z EIC kD . BADO K 2R — MIBESh
72 RPGR-RD 834 ¥ X OMRIKZE OEFIRAYE X ONERFRIREOBELZ RFT 2 2 &,
(x4 & J7ik]

2008 5 2018 FFOHAMIZERRIIIZ IRD & 2 X 41, Japan Eye Genetic Consortium
(JEGC) 128k SN T=JEHID 5 5| whole exome sequencing (WES) % i L 72 H A 730
F% 1294 Bl Uiz, x5 ofFHs L ORBHMRAEOR X, £ TIEGC 7—
B _R— 2 X B LTz,
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T30 ZRD 5B 13 5% (14 FlOFEE) |2 RPGR Ein1 DR FIMEZE RIS Sz,
14 BlOFRSE D S B, 12 BIR B, 2 BB LIETH -T2, 13FRD I B, 455 31%)
M XL, 5 5% (38%) 28 XL £7-1X AD, 4 5% (31%) MDIEOZFEREZ R LTz, 13
FHRME, FIEHE 1361, RINE 14 6, EEE 14 RS INT, BREROSG LN
TRIER 12 B0 DB, 5 FINEIMKT, 3B E. | BIAER, 1 FISEE RS, 1
BN R OEREZNENE LT\, RIKF 46095, 26I083&E., 1 FInH
IME T OFERZ ENZNA LTz, FIEHE O L IEFHIL 14.3 (0~50)7% T, I
JNF/ AR T 0.4 (0.15~1.2), FEIEHTEESIE-3.24D (-8.00~+1.00D) CThH - 7=, {RIKZE 14
B 5 BIIEFHE A TERD S A7 2 BIDOFIEFEL 9k & 55k CTh o7z, HMOTHN
ToARKI 9 51 D SEEIHE T3/ N AR ) 0.8 (0.4~1.2) 14 S 4T EE %1 %-8.54D (-12.00~+0.50D)
TH o 7o, BRI R OGS NIZRKE 9 FlD 5 b BARIERD B 5 3 Fl & &t 761 (78%)
ICBWTIRIESTE, RERREL, ST WHrEst, 2 —/L M~ oAl B owv
AN BT R 25T,

IBFEZRNO ENENERI D 13 OERDFEE SN A3ERD 5 B 82 F7 frameshift,
3 BN nonsense, 2 Z8EL7N missense T o772, 13 2D 9 5 Exonl-14 fHIE S 6 22
B (46%) . ORF1S5 fHIk» 0 7 AR (54%) MFEE STz, £D 55 Exonl-14 fEIKD 6
DOZERIR, ORFIS KD 2 DDOEEKE G 8 DOERIK (62%) IXHHIOLEEMALT
HoT,

13 Z5% 14 BlOFGEE D 9 B, 8 BIA RP, 64573 CORD DRELAZ L LI, ZhbDFk
BIRNIE R T8 & B AR, 950 7 X/ BRABRIC B TIX RP, FIOAERT
IZ CORD OFRBMZ R L7z, Zaud, RERFIZB O THREEROEE 28D 7,
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AFE KD RPGR-RD =" — MIBWT, SHEICHRBR FERNFE S L. AARAN
FA OBIR TN SOSVRR S L7z, A RIFEE S o B8E 3 & KRB OB, ARIED
DO HRIBE TR, & 5ICE B TR & ORERNRIRIRO BERICER L 72 5,

HE HYESIT. FTTH-oTIEL 2, 000 TR, B I2Ho- T 1, 200 EFLHE




