e BERE N MKE R BEPRRR €0 Shmmnn

THE UNIVERSITY OF TOKYO

FHRREF

TUIREE

B ERT

H AR SE B T

R$T—7 2 A XY BIRAREE D RR BT ER & f#H
—H LT AT B ER B O R RBCFERORIEICRER-

1. BRE

R I (SCFRIEF A LN R Iumbe IRFHE R)

FEAS BT RO R PR PP R JE R E R Rl S E B AE M B el e )

B HEAN OUNKRZFZRFPEEFAFE AR RE A A — 0 73R GEhAT)

BRIHE  FEY U R RFRESIESIRE o0 B %)

BRIR S5 (BYLARFFEAT A f E RN A gE 2 o 2 — R RANB R e T — & F— L) —F—)

2. BEORA VD :

& HADOHIRKIRIRE A7 Ch 2R D ORREZRAT 720, BFEORT
LEHNZRTE LT, ZORER, 2 H0BE T, MEAREEDOREELE - THDH I ERMmbiL
TW5 EVSEIRTIZ, WRDER L 725 KE 72 DNA DR KREFHT-ITHR LIz,

O ARWFZE TIFNER OBAB T T FIE CIRERNFFE CE R o 7o BE XI5 L LTEY | K
FREFE LTS AT FEDSBEERE B OIRKIERICB W THRATH L Z EnmsShi,
O ARWFFE TR T BAG TNTHAN T, 56RO 715 CIRIKE R T AR NFE TE W EFIZEB T
LEBOIRRFICEIRT 2 Z LIRS b,

3. REWE .

HORRFRFPEE TR R O A2 B/ R RIAFFE A2 (BP0 24 RF) . RSB EZ. TUMN R
REFBEE AL ORKILCHE N GERT . R 2z, B LA ep A d =R Prset o & — ok
WEFHF— L) —F—LOEFEFE 7V —T1F, HAROKIRIK O (LT o 5 Mata R4
BE 15 L4IZONWT, r VU — Ro—7 0 AH (0 2) Z TR 7 LD IEELYIfFET 2
TV, 95 2 AICBWTESEER (5 3) O—FTH 5 K& 72 DNA DK (URK) DNRBOJFRIK &
o TNWAHZ EEHLMNTLE LT,

MM R ZEMED H AR NFBFE 1, 204 44 2 PRIk OBIE FTEii ch b a— U — Ky
— 7 T A (FE 4) TRARARINZ 172 % 7L — T O EOWE TIX 7 ELL Lo BEICS
WCRRZFRETHZENTEEFATLE, LL, BT —R—J 2 A2 HW\WAHZ
& T, BeMEERDORKER TFEREZHTZICRET LI ENTEELLE, R U —RU—7
T RAEE, v a— h U — Ro— 7 = AEAT LT 23 IR 2 s 28 O s O AR 1E
B (F 5) O ERSIREDRIEICRT TWET, AN T, BV — Ry —J7 TR
B, ek ik TRRNAEE TE ARho REEMREBOFKMBGHICE A TH D 2 L AVRIE
SNFE LT,

AAFZER R, 2022 42 6 A 16 BIZEERF3E [Journal of Medical Genetics|] DA > T A
VIR S E Lz,

4. BENE



AL TIIAEOMZE (LAY J— & https://www. kyushu—u. ac. jp/ja/researches/view/
346/) THRREGTFNRRETEXRN-T-BED I B, EVS BI5T 0O K 17 OYERD I IR
EHMNFEE SN 15 47BN U E Lz, EVSBIRTIZACH R « REBLH ST D YL b (ARIZ 28 5
WAL D Z & CRIBOIFIK & 72 55 RamEME B Bir 1 Thoaizd, b o Togak
RO FE (S a— MY — Fo—2 = U A TROT 5 2 & D38 LR BT
HAREMEREWEBZONE LT (K 1), BB FTCiZe sy 70— Ro—7 o 2k 2 A
W BT DEHBICHT TV E L, By ) — Ry — 2 R F v a— R — Ry —7
T2 A TIIR DS R #E 2 A RO IR I BT 2 E B OB N AHETHY, v a—hU—
Ry—27 2 ZAOHEMRA 24 5 & & A ARE R T, NEEEFEH CHE LZu 7
V=R —0 2 ADT — X )N DEEE R 2 3 5 T (CAMPHOR ¥ 7 b7 = 7) % VW TiE
HrLiz & 2 A.89 O ERIEN 3228 M BB R 1 I2B\W T 16 OEERNFREINE LIz (F
EEBRER LR KUIOWTO T LAY J—2Z https://www. m. u—tokyo. ac. jp/news/admin/rele
ase_20210506. pdf) , Z D 5 b A T VB ADO BB JE L7 WBEE ORWVE R (3
6) ZRB LT L 2 A, EISHEIZTIZEBIT 5 2 DORKE | RPILI BIZ 28T D 1 DORIHBH
FLEHVE UTe, RPILIEIE T FYSTBAT- & RIRRIC R B YRR RO R R B R -T2,
RPILI BARFITHEIEZE B FE ST BT, AT W TS 9 — 7 O YRR TIR R PEZS
B s TE 6T, RPILI B FBIARBEICB T ARKEERFEMETHZ EIFTEER
AT LT, EYSTBIZFIZRIT 2 2 DORKITWT b KEERIC UM R 2 H 3 2 L7z 30 7
WA Z D0 A ADOKRK (K 2) TLiz, ZORE R KRIFEEOT 7 v a8k G 7) 2 KIET
HERTHY, BHEFIZBWDTFET DEE DD TR Z & BIRFEEE R CH 5 AlRErEN
EWEEZONE Lz, LOWFECTRIE S IVRRMEERR LT, £VS Bln X V08
DOFEREZ TR XD AMREMENE WV 2 DOEENFEE SN2 Z LD, ZRHO 24128V T
EYS Bt NRINEGFTHD Eim ST E Lz, £/, THHD 2 ORI KK 1,
189 44 D H A NMEE AR ZEVERRFE Clamth ST AlGH 2 5 (13 8) Th 5 AlREMEITIRWV & & 2
HbILE LTz,

ARFGEIE, H ARERIFZEREMAE (AMED) & ) AEREEBIASA AN I FIER T a 77 5 (7
J NEREBHEET T o T o — b e 2 AFERRRS) TR — 7 o RAE RN
TR OBR%E (GRUEE 5 : JP20km0405207)  (MFFEARERE « BEAII) | . AHHNEAN AR
M FEAEH S BRILHEN) OXBICI VIS E Lz,

5. FERMEHE

MeEE4 + TJournal of Medical Genetics] (4> T4 K :6H 16 A)

L H A hV:Likely pathogenic structural variants in genetically unsolved patients with
retinitis pigmentosa revealed by long-read sequencing

5 : Yusuke Sano, Yoshito Koyanagi, Jing Hao Wong, Yusuke Murakami, Kohta Fujiwara,
Mikiko Endo, Tomomi Aoi, Kazuki Hashimoto, Toru Nakazawa, Yuko Wada, Shinji Ueno, Dan
Gao, Akira Murakami, Yoshihiro Hotta, Yasuhiro Ikeda, Koji M Nishiguchi, Yukihide
Momozawa, Koh-Hei Sonoda, Masato Akiyama®, and Akihiro Fujimoto®

6. FREMEDH :



T 1 MR R A

BIMETOME RE 22 & EATHEORTE RS 2 S 72T RE T, RANZBN DAER & L CIdEng
WG CO RIS SR ENRFT N5, ARDOTHREAFRKE N Th D, A7 /VBILHA
D—FETHY, 80 LA DB TFNFEAE LTHOLNTWD, HHEKEERSEA, HiaE
RHMERIIEA XEEHA MR A EOBEAAZ D,

H2 v/ ) —Ro—2rx o AHdf
DNA DYEAFLS 2 —FECE TR DL B S 2 2 & T & DT, RVWERERS] (V—F) %
/D ENTE D, MEBEMROMEIERGIRER 50 ML EOWIEZE RO ATRETH 5,

3 RIS R

70 LOEROPINE, T AOEEICEET HIERNFEL, T AR L TG R L
W, HREZERICIIRI  FA - EHE WAL - BB EORE =R | AL TR
7o RE72 DNA D RBIFRKIZHT= 5,

H4 v a— Y —Ry—7 o 28l
B AL DI LIRS 2 KRS IRTE T D000, A O s ARSI E N FIRE T D —
U — REPFEWTZ OISR BT 2 2R OB HOMEE RO MIIRNETH 5,

TES SAE fEI
77 LDNA DS B, [ UHEEAIDE 0 IR STV A RER AT, NIE S HEHN A ED
PINEEEREDIKEND DR, L ha T ARV U (LINE, SINE, LTR) 2 ERH 5,

TE6 A TR AD BRI T L2V B O, VR
UG OBETERIAE TH LA, HABROBBEZIT 5120, AT VEEHORA
25 FATH I TR AT,

W7 =7 EE
AR TE D 5 B, DNA 2% RNA |ZER B SN DR Tk S Ik 2269, =7 Y 1
W2 o7 I CEER SN ABIERGENL & 2 Ry B ICEIER S e W IERIERAEIR N D 72 B

158 Al R
EFNICBWTEDFRRIZIAE > TV o ImBIG AR Z T, BIMGEE RN A T VIELH D
FRERTH LA, BHoOBHF AL RSN Z Lick b,



7. BEWEDLEE :

[(FF2EIcBE 2 2 L]

HUR KPR TP - R 0B E B R 7 B U [ PR AR W R B i
¥ A E (LSLbE BHX0VA)

E-mail : afujimoto@m. u—tokyo. ac. jp

TR R B AR IE A A — 2 7Rl
sERD KL HEA (HERE FE L)
TEL : 092-642-5648 FAX: : 092-642-5663

E-mail : akiyama. masato. 588@m. kyushu-u. ac. jp

BUYLSARTZERT R HuEEY

E-mail : ex—press@riken. jp

(BRI 2 2 &]
HORKFIET « BRI ERRE T — A
TEL : 03-5841-3304

E-mail : ishomu@m. u—tokyo. ac. jp

TUPN IR e 5 e L o 25
TEL : 092-642-5205
E-mail : ibskoho@jimu. kyushu-u. ac. jp

BYLSAREZERT R BB

E-mail : ex—press@riken. jp

[AMED F3(2B94 5 = & ]

A AEE R ZEBA A% (AMED)

T TR BRI T LRI R

7 ) WNEBFEBIANA AN I FNER T v 7 & B-cure

(7 LERRFESHEE T T v b7 4 — D - Seti T/ LAFSEBAFE © GRIFIN)
TEL: 03-6870-2228

E-mail: genome—platform@amed. go. jp



8. WATEH:

A B C

X 1 HEYtALEBL IR 2REMER LRI OBR
(A) ACBLHIR « REELHRIT DY RIZIRIENEDBIR T RPN IR WIGE, R ZFIE L7
U,
(B) ACBIHCK - FEBLHR &6 B —H OYARITIRIRIEZEE R H D03, & 9 —FH OYLaR
(VIR D WS, R ETIE LRV,
(C) ABIHSE « BB IS OYLARITIRIEMEZE RN S 5556, WRERIET 5,
GetifR EORWER D DVREMEEREZR L TV D,

Ex29 Ex28 Ex27 Ex26 Ex25 Ex24 Ex23 Ex22 Ex36 Ex35 Ex34 Ex33 Ex32 Ex31 Ex30 Ex29
-1 —————F—F———
AAOSEETRESLE RAOREHETREShE

37.6HEEDORE 3 S — 3955 BEDRE ¥ —4—

2 EYSEBIFITBITARERKRE
—FHFOYPRGKICBWWTEBO 7 Vo (BEx & LTHERD) BRELTNWSZ L E2R LR
=,



