b
g =
E fﬁAﬁNﬁSﬁ Iwate /‘\

Medical University

2022%8A9H

oE 2R

e
E3

N E

X
FEHMX

BIRHEOBERG ICDELHREGCTFHER

—VRIZV-DBEGCFERICLIVEREIF AT EOBHEEZRET S -

TMBAFARFRERFHREMARNEELEZSTOFMENR L MINESHIR., 5FER
REFEBFEERBERFDTORERM B O OMR IV — T3, HRFENICKIEST 2D
ANZV-DBLEFEETTIREZEESTEZILICEY AR BEREFREEHMETIEREED
BEE (SAXF—) EOBEIRIET DI EEZHAOANICLE L, PANZVEGRTFEYIC
EFEIC3IBERDOTAY 7+—L4 (a,be) BN, ITNFTICHRBEOI X b=v-a L EER
DY MZv-ell2O20WTIEEENBLOMNICHA>TWEL, LA2L. HFRBEDO X FZVv-bD
BEBEEITFRBAOEFE L, ARREZEZHEE LT, HEBOEBUHEEIFICES T 25700 Fi%
FORBBEP DA v-bBGEFEEZRERETI2HLVECEHEECOHEORRICOR
B ERFINET,

ARG, =TT o2 ZRRFEY v —F LD [elife] 122022 FE 8 B I HICHEBHFHINEL
Teo RARIE. FIRBARKFAZRERFHREMARVEBFESE CCHENHKER) L RFRR/ A
FAVTAXT 47 A0 (BREBZHHE) . Bl #REEHARtLy 42— (AF—=
HR) . TIRBEILEEARTY (BIEBHE) (| BEERIARFEIRETFEHEE L OXERHR
ELTERBINE L7

(FARKREDFRA > F]

o F/LREERICEIYSRIZV-bDICHENLBEGFRAECVREERLT,
@ PRI V-bBEFEETVRIZ, ERMDIFANF—LOBMEZRIEL .
o FHRMOREZNELLT, BENAL Yy N/BEREGREZRH L,

. AROER

PRMZVEEREF (DST) EV 3 MEEKICHEET 22V 0 EAFEE L, MizoEH
BOMPEES CEEAREERALLEYS, PR VEBGEFELYRRT 2EBEBRNAETA
V74—L @ED L L CHRBEOYR b= v-a PEEEOY I M= ve IO NTH Y, £ b
Tl PAPZVEGRFOERICL - T, HREBOEGHREHEEMEY 2 —ONNF—
6B Y L EEEREOHMBREKEE TV 2RETIILMMONTVWE L, PR =Y




E{i?ﬁﬁ\\ \ W;;IJ@/X I\_/ b ﬁ//\7%%ﬁtij—7§\ Eﬁ?ﬂ?i’(“(i DST—b E{i%

L BHEBERESNTELT, FEBFEOVA PV ERTYIATRI A =V-a &
/ZF_/b@ﬁﬁ TEAH Y, ERAMRERICE ) ERBIRE RS0, BEBICSY
BYR R ob OBEEE TR SN TLELATL .

. AROBE - kR

K ETIE. T/ AREREMICE > TP AN V-bICEBENABRIT 7Y VEDICKILED R V%
BALTFHFVYEVYRER FY 235O0V X b V-b BIEFEET TR (Dst-b20 < 2) %
EEL (B1) . COXTRICET2BRHELHORBEZRTLE Lz, RARITIL—TH
DENICER LAY ANV BEF NIy IR TR (DstF' <7 R) 13, YA FZV-a EPR b
—v-bOmANKIELETH, SEMER L 7z Dst-b21" < 7 X Tl PAMZV-b ODHIZE
ENFEELET, Dst-b" g ROBHEBTIEBELY) BBV A by - RN TENHE
WLETH, FREBTCIIEEZTARTEIDOVPR by - XX BEHRBLE LTz, Dst'v Y
ARFBEZ 12— O EHEEREAREL CAEIBIZETEHIRICAY £T .
Dst-bo107 <= 7 X TlE MR MEECEHEFTIIRARIN T BERE T VR EAKRICEENTE
FLELT, 16 7 BULEDEED Dst-b2" <7 A DB & LB TIE. &> /37 BRER
DEREH D AN, HEREBEDOEN, FERE VLV 7T2HEE (IF13F—) CUHE%
FEL (B2 . oI 0HHERCIIREBSDOENEZH I ZABEHRLE W FROREFMR
HEROAYELERI)  FHERHERY— 27T H— LB RNAY— 2V T XBHTIZL - T,
Dst-pF07 < g DL CHIRZE T 2 B FHEZMBENICEIT LI 2 A Z DLBHEDRE
RRICHEET2RMODH 520 FREEE L TIEAFI ML ZAREREDLRD2NMY L, b
DHRRNO, VA= v-b WHERICE T E2RANGEZEHEHEITFICTAIRTHZ 2 ENTHT
oMY LT,

SZAR=SPAY T4 — LD > OEME
SAR=>-e
PR SZR=>-bDIIY UME
SARZ=>-b ¢

L L | 11
L ll R ] IR

Dst_bEZGWYer

- — = -
SAMZ2-bREHOITIV>

WTallele GCTATCAGGAAAGAAC CGGGGGTG CCC

—_T_—ﬁ—ﬁ [—] ——

Ala lle Arg Lys:Glu His Gly Gly Glu Thr

Dst-bezsomwaele. GCTATCAGGAANTAACTCGAGGGTGAAACCC

Ala lle Arg Lys Stop Xhol

1:SAR=2-bREBOIOY DMRRICTH I RAEREHEA UJ=Dst-bE2610Ter I A DIFR




BRETOTR IV ORERAE DiRORHL (Fe)

4R |Dst-tER 4R Dst-bZR
LA R —|E——
.

PAPZV-bEETIADFRENR DEAFLRT—H—BEF
» | DHERBATE (Fe)

T B4R | Dst-vZR
A : & LV
Wmﬁwmmmmmm” 3 é‘.-é& . y

2: Dst-bF2610Ter YO R (CH(T D BRMED I A/NF— LVEBORE

‘E?ﬁﬁﬁﬁﬁ p62& 1L E* F v OBAER

o

. $#&0ERM

VAZv-b BETVACUEERERIHEBE L CHRBHEI A/ F— F9 250
Fd, COMEECHHRERBEOEBERECR VX VERERADER L EDBEARONET
N, ZTORRAEBEGTFOLZLEFERELICAESINTOWELYA, E M/ LBRT — 2 RXR—X(TIE,
VA ZV-DRFENITI IV VIV REREZ L DEINSAEREFRINTVWETOT EE
BMOA P Vv-bBEREFZE2O2HO2ZLICLY IFRF—VLHELZETIHIEEIADFED
TEREINEFT, AFRORRIL, FLLECTUERERECLCOHEOREICORA S Z L AHHFS
NnNExd,

Dst-pFo17 < ) A DHBBICE VW TRH SN O EREFOER T BB AHRE
FTRTT, 5. 2V NNVEREROBRDTOREY. TOEREFEBLMNMCTHIET
HUOMELEZEORERFOBBOCZIE - AEEHRBICERTEZ2EEZTLET,

IV. FARBRRDAE

AWTRERRIE, 2022 %8 B 9 BFFI 8K (RERM), elLifestICBHAIND FETT,

WX XA kL Isoform-specific mutation in Dystonin-b gene causes late-onset protein
aggregate myopathy and cardiomyopathy

ZE EFMAE. BEEHEC. KBFEA. Fyy v Xy BREZRR. H-F5HLET. E
TIES. kHFMLL, AF—=. THEN. THREH

doi: https://doi.org/10.7554/eLife.78419



V. #BiE

ARIF. AAEZWIRESOMPATREREE., LRESESHRFZME, XAHITX - TR
MEMPREGE, PERRMAIREVE. BHEORTSRRERESRERH=. BioLegend
NoLDOXEEZRZITTITONE LT,

GES H

GCE1) YR rz=vEEF (Dystonin; DST)

VR VEBELGTFIE, MREEETHIMINE, TIOFU T4 T AN REART 4T AV MIC
EETO2MIEBEREBL /B2 —-FLTHY, MREEBEOHECHEREESICESL W
%,

CE2) 74V 7+—L

BEICEMULIEZZ Y RNIEBDODA Y N—%2TAY 73— LEFY, BE—DBEFPLPEROELL
T-BEFHIOELEIND, H—OEBLTFEICHRTZT7A Y 7+—LDHEIE, BROXT 74
U REBERBRDEWIL - TEELESINS,

GE3) BEEUREMHEE&EME = 2 —0/5F — (Hereditary Sensory and Autonomic
Neuropathy; HSAN)

BEEZ 2 —AXF—d, AEHRRPETINI2HEAMEEETHY ., FICRARHR L BER
BAEEIN2FEZECEREEBRERERE-_2—AXXF PR, X P VOEBEERFER
LY RZZEGHREMEEEEEE =2 —0/3F—6 8 (HSAN-VI) ABESN TS,

G 4) Bk AkEiE (Epidermolysis Bullosa Simplex; EBS)

BRI ZZITPTVWFERREITKE KRI<N) PEEBEENELDHDERBKBIEL
S, REEBONMIOEXRRERBOEFOB TRHEENRE S, REREOY I b= v-e (BI%
BP230) EERFEMENERIBICEET 27-ODEEBETCHINITRAEY —LOEZRERSD
FTHD, DST-e BIEFDERICSL > TEGUOEMARIKBIELARET DI EPBEEINT
W5,

GE5) FvEvRER

BRBEBRA R NI ICHIREN THEERIRT ZRIC. 1 207 I/ BIE mRNA OEfi L /218E
3@ 1 EOES (aAFYy) ITL&-oTHRESINTWS, COT7I/BOaRFVZIEaIFVIZER
L2EBETFEERF VLV RAETREFER, UV REBRICE>TEBLYBEWVWR VX IBLNE
BT 270, BERNICEERNAA VZXREBLESEICIEIRELRZELNDH B,

GE 6) BERHEM 2 4 /37— (Myofibrillar Myopathy; MFM)

HREBEFHNEBICL Y ERINTHEETHY . HAHET. MEERSE. OBHE. FRESA
EEHRETDZIEDPAONTVS, INETICHRERBHEEIF XF—DREERFIZELRAN >N
TWaH, BRENFEEZ74 7 AV IDOTRAIVv 22— N3 2% DESEERTFOMIC, MYOTERE



F . ZASPEIETF. BAGIELRFLHEHBHD 2T (74 7 XY FOEB) ICRET SR/
78— FTHEEFHEEINTLS,

XEICEATIBRVAEDEX:
[z icBEd 2 2 &)

TR RKERERERFREHRRNERERREE D
iR MR ES (7L 0A07T)
TEL : 025-227-2053 E-mail : takebaya@med.niigata-u.ac.jp

EFERAKFEEBEFHEERRBERT DL
BiE BHE Mz ((AE £23wE)
TEL : 019-651-5111 (A#% 5692)  E-mail : kurose@iwate-med.ac.jp

U EEED
R ARFLRE
TEL : 025-262-7000 E-mail : pr-office@adm.niigata-u.ac.jp

EFERRFEANSHE A RLRR
TEL : 019-651-5111 (%% 5452) E-mail : kouhou@j.iwate-med.ac.jp




