IRMEEEEN R I A F—
PEDOF| X

(TES
FEIBMER B FBURMT e 3
TV BB TR BB 2 AT gE  BE

7
—RFEENEN B ES



HASHRE
IRIHERDEN S AT — - BROF5| & FkZEER

JEA TR e A B & EEAIER B E ORI TS
(A D EERVER R A B 2 A AEhge) BE  WFZERERAE
FALRZFRFBEE SRR N R R 2% §AK B

%8
FESLRG - MRS IE e o F —  ARREFSERT  PROMATZEES — & B — =
[l mbe  eRRERE AR E £

CTES VAR

[l ke BARRENE A
[l Wkbe  fEERENE  HE) I

k BRI R E R SIITFAE L7



8. HERIER
9. B - U Y T—2 a3
10. fitE

fIig « W



1. KEME
ARMAEE RN X A4 /3F— (Oculopharyngodistal myopathy, LA F OPDM) X, HRAG& T3,

SAIRMRBRE, WREAM RS, S EEZ AT DRE T, 1963 FICEELNITILOTHEL
72 (1] 40 mEARLARRIZFIE U Y R B IR IS A & 0 | WIRFH IR % K < HRERIEBIFEE
BRI, FRIC OB PR & HEERG TR AR, IO AR RIS I B NL O EENE, S MR TS 2 —J5,
PR AR ORI R D NP PR R L ShTn5 (2], RESAICIZR/INRESCRERZIZ N
R ALY ZENA R T D [1-3], RHELIS DO DG ITDETZ 72734, 5], IRAAEEE
YA B 74— (oculopharyngeal muscular dystrophy, OPMD) & DEL[EE B & 2MZ72 0
2000 FFERUABESE ) HREN AL 51D & 512 -72[6-12],

JRIREARF & LT, 2019 4RIT LRPIZ FEARF DO FEFHERAEE D €66 U v — b D RF MR 23
Hanrzl13], =R LEToREFTIER, estdEisrls, UIFRbWMESh T
5 2 EMDRIZMRA S TORWEEOIRIRERF LT 2 /TR & 5,

W ERPR T RSO IE . /B T ORRER W 22 (X 1) 22Dzl & 412, OPMD D —HB73 i
MR DRBI 2R LBELORBIMZ I 5 5702k e L TEETH S [15, 16],
BIRF LTI LRPIZ AR AR & OFMBEISFITx S LI 2Wr-ola B ST
WA, ERFR TOMIGZ B E Z TRROFLHI & L LTRET 2, 0B, ZOF5 & ORKIE
RORRAT T L, TR DIEA LR 5 B R EOWME 2 I 92 I2BE U, BRI « JRER2R0IHE
EZrS i, D7 &b OPMD 2B E LIFTTEGNCIR > TR L7z, D75 L7230k
DIEGFNE, FERARFER Oy ZBRE PABPNI OIEIRTHRA 23T OPMD % &5 7E LIF7-
HOBIIRE LTz, ETMEOLERD A TIE+ G RIEGIPNINE T E R o7 7o 8, ESLH
i« FIREERRIF TR R 2 2 — (NONP) DOFF LAY N URANT T =25, BEIER - REREAIC
W LASTIEGIOT — & R LIER Uiz, b DIEGIN LRPI2 AR T EREZFFONE

PMTERRE LTI LTz,



X1 OPDM DRFAVRESE

A ~~hrxF VATV gt Scale bars= 20 um

(B) ZIFV -« R~ ua—2EEYRM, Scale bars= 20 um
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2. FEF
OPDM D IEHE/2 B XA T %5, NONP 5 L AR b U @ OPDM FRE %07 B [EPN B3 400

AFEEED GNE X ANNF—ERfLEUEHET 5 & £FET80-110 AFRETH %,

WD NONP 5 LR Y b U 0> 1974 4E7> 5 2017 4E £ TOAEMRA TIE 50 5175 OPDM & Bl &
TV D, 2010 4R E TD 36 4EHIT 21 4 TH D DITx LT, 2011 FELARED 6 [ TIiX 29 4
EFEFIELDSERAERNCHIN L TV D, FHELIEOFRIEN S\ Z & 0O @il KB L TR
BRI TODAREMENH D, Blckhld 33:17 & BHERRLRLEL L FIEFMIT T 43,7
ke (17-75 5%, HRAE 43 5%) TH-oTz,

ESh 6 OE TR, A7 & 6]. ZA[7], TEIS, 9], &E[10], 4 Z U7 [11],
a2l THERD D, SEBIO®E L LTUITED 10 £% 14 4[9], brao 1755%

AT [12] 3/ 65,

OPDM DJREREFFII RIACTH D, LRPIZ2 & AT BITIERIRRMEL DO Y B — R TH Y . RNA



fEAE A OB~ R ERESS RNA #ME, repeat-associated non-ATG-initiated
(RAN) translation MFHEMICEGT2EE2 b5, FFEFERICEBIE SN D iRELD 22
Bid, TS0 REEEMICKH L TA— 7 7 V—DNEESNEHSEZ M LI-LOTH
DT LD, EASMRRIEOIRE 72 & OIRENFET D RN H 5.

4. Ein

LRP12 35125 B % FE O SEGN X 7 e R BEMERIBTE A & 2 M6 S b s (18], 45
MEREFERbIMESNTND6, 14], THEHILIEORIE CH I AEL AL RS OPDM
(AR-OPDM) 1% 9 23S Y REME A B D OPDM (AD-OPDM) K 0 ZJEM < | RIS N
ROLFHEHME T LV RIE L, WREBICEN, WMEERENNDL L Ehd,

5. ERERAEIK

NONP i LR Y U DRERR T — & Tl #IFIER HBIFRR T 43. 712, T 5%, HIFEAEIR DN
AU AR 24/50 (T 14/26, 1k 8/26, Eiifi 5/26) | BRkig T8 15/50, #EEfEE 5/50,
WFF 3/50, W TR 5/50, HREKEBIEE - #if 1/50, R~ 2/60 Tholz (EEHY), £
NN DR OFEFEFER T AR 45. 85k, IRAR THE 45, 1 5%, MRS - W75 45, 2 5%,
WE R 47,8 5%, IRBREBEE - M 40. 3% L. IRBREBEE IR T A I AER
ELTHRINTWS, —F, IR T E-CRREKER) R E (2 DU T, BN RIE s A
T, BRIERICZ LS BEEZT 5 TRODRVAREMENR S 5, fER E L THERRE VO
AT - BRBE TR (98%) . AREKEENEE (96%) ., WE FIEE (92%) , MEE I AFEE (88%)
7Eoles W MR TIX AR 23 < | i CHAEIE 4T & IR ZEIZ L 0 BT RREIC /R o 72 2
Bl ZREBTARE CTH o7z, TRROMMEFIZT TREENZ W, HMERE & L CIIBH &SSO
EREWR, HEZRDLZ b5, BESCHRERE, NLHFRZIT> TODEMNLRH
ST, NONP LR Y Y OF =X IO L0 TH Y | ZO%OREBEE LT
LWV RIS D, NONP SEB TREE 2 18B8 L1G72 7 Bl 5 B 1 B BEER, — B ark
9 IFIZ NPPY ZA4 F L T ds 0 ASFRIERF] T & N LIFRRORRAE R 28 & B & 3 D IEGI MRS
2,

[E N TIHEART DIEBIH A (X720, OPMD 23453 7E T & 72ifEgh O 3Lk D 5 B BB DEEBITIZ S

WTCOREHLNDD 16 %% 41 Bl F LdbH e [6-11, 13], FIEEIT Y 23.1 % (5-50



%) Bk 23:16, BT ARREIL 3/39 B TH -7z, ZEBIOWMENRDH D FLaB IOHFED
JEB] OFIEFMRIT ) 20 R TH D [9, 13], AIOREFIFEIZEL U THEERBM A 2 L,
N LR 2 B2 U720, Bl e 2 ORI A2 TOIETH, RRmiEr iz . EED 40 R
TOBTARRESI12] bR SN TR Y | BIEFIOZREZIT O BRIISZICR D L -Bbs,
RMHZERRBERT AL 3 A4 ITAT DI TV ERDBE N oo L WO EEHR & 5 [12], )
FIEIRITARMG: TR RS2 < 62%, DWTH MR T D 36%Thd 0, FEK OB T KT
34/39 (87%) , ARMR T8 28/39 (72%) . AREKIHE) & 1 58 PR E Y 27/39 (69%) | W T P& 26/39
(67%) . & AIERIFBITAI L0 2FITIR,

6. BRERHRE
iR D FREZRBD D ZENEL, MED 7 LT Fox - —1 (CK) fEiTiEEOMRE

& NCNP D BB T o 8 FILA LDOEF T LR LTS, £<I1X 1000 IU/L KT, &EmTH
1800 F2E[7, 121 ThH D, EEEIOFHEN & 2IEFNIEITICEVME FI 5 (6], $HHEXT
AR (IRIRNE - ZFE MO EB AL AL, FWENE) | IKFIZ myotonic discharge 23 F
SY LR

NONP i LR Y b U B CIEA 3 BNCHRTE &R T (WHfiE 720 LES SIS & 80%AH)
MRDHID, WD OWETHEEFIIK FTO®ENHS [6, 10, 12], NONP LAY
N U 36 KO OSER A T 6 23200 « I8 RREE OFL#EI 72V, Thevathasan & |30
RERETE 2 B U724l sh 1 2 312 L. non—compaction 28 b7 &S L7z[11], 7272 L5
WEIZ OV TIL OPDM LIS O BIFEAE O AT EEME b 54 S 41TV 5 [18], NONP filf L AR Y b U —
T =X TliIb= a—CLELBER—FIO A, LEXT wide QRS —FIDOZTH Y | NCNP JEFEH
HTIRLEMBI 8 Bl 2 FIZAH BTV D BMEROENE E LR VERTH o7,
DEENGFT D AREENE WV EIEE ARV, BRBEZERTINERH DL LB X T,

E&RFR
FEAN 10 ADBED T MRT IZOWTOHEDH S [9], KERIZH U FRRERLOELEE O

MR 258 . RBE L ~LTIEORBE “ERAREAN & - & Bl < ISR « RIS,
PERAICIE S S5, W & RBR “HAEIHIE S - & b RE ST < < REREAH - f& T
AN ZIUTHES s THETIEE 7 A2 R b IS SAv, BEEAAMAUEE « BB - BRI P EE



DEL o MR & RFEE R CREE S, AR D - BISE A - RRRE - BEEA K0
YN, Posterior compartment 2358 < FEE Siv, % < BEAMIRIZ 723 3 BIDSFERFFTH
S7ce WHIROMEIT L FHFEEOSAICE LTIE, &7 A - Bfh - KBR T SER RIE 25
O REE S, RBREL - fE T - W5 - KRBR SAM S - BEMITETH T L EE S
WD KREIC & EF D, SMANRHA, « AR « NAR - RS - SISE 5 - SR -
R - BEIEA L 7 4ELL EORRBIIMN S 5 & @IS S D, FIER RN TIX, i

B « BUASE % - RERLEA - BRI 2V L BEORE L 20 | IBIERSEZSX

272D, ERIZOWTIX CT I T=MAf) « BiiOFEENFLE ST\ 5 [17],

BT AR E

OPDMCI3HE FIEEZ &0 2 2 L ALV, B FFEFEORE - AIC OV TOEL £o

TSRO, Lub (36 Ok T NS T H 25 IIFEEEERE IR F . #km 2528 HIKF

R LT %, BURKEM TORTR & BAEHE T bR 7223 Fy & NS, O8I IER TH

—~72[8], NCNPTHAE L. Exomef#HT CHLOBER DR ENTE S 764D F & HMA T

(TR P L IR O F R R R . IR O 2 20Tz, R EIES DS

Durmus & @ 1 7x— K ClE, FURE R & EtkIEEERS O Fh R b 2 i &K TR LTV D

[12],

TBREIZ O T 2 O3S Z0E; X AL 7= OPDMAE 5] C O Wik HEE 75 B KA 2 O A 11720

7o, 7= ALRIESCHE R R A BERTIN 23 22203 2 72 & 9 T BRF R TIIAHTH 5,

iR WA SR A BT T AT o 7234 TIHERNEUL L7 L WO R H v | BISITEEIZE

BT 20ENR D H12],

7. REFR
OPDM DR EMG DR L LT, D 22 208 5 BOEHARICZ LW I A ATF—=TH Y|

GNE I A/NF—ITEW (3], FEY « bV 7 m—ABEICTHRYT 2 BH Tl 5 D%



D22 (RV) ZfE D IhftEN B2 (K 1), 20 RV ONERRUITZIZIE, 2 EFF 07

~
3
~

jut

A FBEEADILENHOND Z LD D,

8. A& E
IRAG o - IRERIEB)EE O FESE - SRS 2 R, BB O KT L, WETAY

R D 22 % 29 2 RENEINC B2 D, Eb O TR, IERE I A AF—0flAED
DO EMEAMRFRE /R E DI hay R T IANRTF—OfmEMEY A hr 7 ¢ —1 Bl
OPMD, FE#7 « MHBERR SR T 2 ORI D 2SR v D 5 2 &b MATR3 28 F4Z & % Vocal
cord and pharyngeal dysfunction with distal myopathy (VCPDM), W - A% &R & % EL
D Z2fa, EAERLO AN HE AR R 72 ENEBELRERIRBTH 2,

L2 OPMD (T B 72 LTI A R D FFE IR T2 235 Z L 3d v [14, 15, EinT
RACTHANT 2 B3 0 5, BB LIAN CIL EIE A I RE 0 5E R B ) EBERE . Lambert-
Baton JEMERER & OMEATBEA TR BAER & 72 5, HAKR CITIREREZ XKL Z & 5
ERCRIEFTANAON D Z X0, I hay R T I ARF— TRk /#6ik + O FLEE/
ELE VR ERSCHRERET LAY, OPMD <° VCPDM TILEIR FIREIC TR ATRETH 5, 1hfk
PR CIZ AN - A 2228, SOERIMEBR-CEAEN B, FRRPUACBS s
ETHERIT 5,

9. AR UNEYTF—Tay

OPDM DARIEFRIEITFENT ST e, B E O SCHRICFLH S & D RHERIEIC OV TR 5,
IRAG T EEIC % L CHRBZE BIRZ 21 261030 0 | JEFIRECTH ADL OWEORENH S
[17], SEBIRA LR, R O FRENE U548 CIEsHEMIC BEER E21T) Z &1
AheZEZ2 b5,

ARIROBE OWFRFFEFILSH E  EE TRV, A LMERFEIIRETH > TH M) - 4
INEEN B 5 PREMEDR B 0 | BABER G OF L TV 258K - IO U 27 REE 5, iR
IR B CIPIASREIR T DN D AT T A X v X IR N R ED Y e ) 57—

Ta VOBSITR 055 [20],



10. #5:&
OPDM 13 & K BEEELEFORIEN R SN TV o 208, LRPL2 Bin N EE S~

& THRERYRIEFNC B L TARIDHRBOMIHPIRIRIEDBRFE R 2 ST < 2 & 23 HifT
SN, AR OFRBMI 2 75 Loo, ERIOIEIRITHIE LR SIEGIER 21T 5 LENH
E)o
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