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HIChUw >

T APZTHROERER EREERELEERT
dystonia musculorum < 7) 2 DiRRERFHT

1. EUBIC

dystonia musculorum (dt) <7 A%, YA M= T7HEOE
By & R AR R T E RSO BE AR
T ACTHD. SOELLERICHRBERRER AL L
TR &N, Duchenti L5 Ik o THIEE N, drwy
AU & AR O FRE 2 A ) R o E B E 2R T (R
1A). HBEFAIIZIE, ZR< Y 2 OB Ao
fREEIIC B W T, MAERICREAROMIELBIZ S
BV RAIEIRDEA, 4~6BIT A, 1 FEAED
At AILET B, ZOBRDOWIET, dt~ 7 ADOFRIR
TR ERE Y =% V8 EE 3 — ¥ b EET Dysto-
nin (Dst, W% BPAGI) DZEFIZL Y RI 2 LW 5%
2272,

dt= 7 A D F W EIEF Dst %, %/ & LTI 10018 DL L
DLy Y FOERLBIZTFTHL. HEOTOE—
F—OFHRBEIRNAT T4 ¥V 712X ) —D0 Dstitfn
FHEEPSBEBDOT AV 7+ —2%5%B+55Y (M1B). %
7 AV 7+ =P HFETHIE, TLT, KREa#E
{5F TH % 729 gain-of-function EERDTWIZ W &, H
RISERRER S 7 ADOERMENEN TV L Y
OMEIZLD, MEOHEREIIO - DELEZDDTH-
7. L2 L4, & b DSTHEETFOZERIL 5 EMEEOR
FEEHY MRS ORI MG S L, AR
AR < DR & & BB {n T AR E Sz
TEOW R yF 4y g F NI v TN LAFA—
7= VO BTbhzZ R EOMEICE ) di~
7 A DA IR OBENEH T > T b, Kaid,

HE R ER P BEE o 2 S e R g 2y - g (T 951-
8510 Bk i S XM 58 1 - HT 757)

Neuropathological analysis of dystonia musculorum mice which
exhibit motor disorder with dystonia-like movement and sensory
neuropathy

Hirohide Takebayashi (Division of Neurobiology and Anatomy,
Graduate School of Dental and Medical Sciences, Niigata University,
1-757 Asahimachi, Chuo-ku, Niigata 951-8510, Japan)

DOI: 10.14952/SEIKAGAKU.2017.890756
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R ES

BB EZ G| SR THIRARRORELZHS TS
L, EBIT, ARV ADRETHENICHBETLZ L2 H
& LT, Dsti-fa T WE~Y Y AR HRISERRER <Y
ADIENT #IT o> T ET2. A DHEREEZ L LD, &
NETIWSRPICENZI L, SHOFIAPEICOWTHIA
L7z,

2. dt¥ ) ZADREREISF Dst/BPAGI DFEITE

dt= 7 ADRNBIET & LTD Dst/BPAGI DR ENX, —
DOMIET NV — T &K > THAIZATh 7z, Fuchstdit: &
DTN —TIX, B OKEEF K (bullous pemphi-
goid) OHCHIED—D2 & LTHE SN TW/zBPAGL (J
% BP230)"Y OBREEETRDL DI/ v I T I MY T AR
VRS L7z. Dst/BPAGL/ v 7 77 s =7 ATIL, FEOH
HEE WO RFORBA S BREINIP, BIREZ L
ISR EE) % ) MREIR D BIgE s, ar~v v A L oM
HRWZENY. KosaryliESD 7V —71%, b5 ¥ 2
Vv <o AEROBIL, REESEKRTa~ T A
W7 B REIR Z R I AL SRR Z M EL, KY ¥ af
U= V7LD A 1THFEROAK L THEIE STV
Dstigtfnt% Bz L7z,

Dst DBIRT D S, FRWTOE—F —DflifIR#
WA T T4 2 72X MR (Dst-a, 3% BPAGa,
BPAGIn), Wi (Dst-b, B4 BPAGIb), FZJETY (Dst-e,
W% BPAGIe) DZ=ZDODT AV 7+ — ARSI E
ARENT: (K1B)>®. Dst-a, Dst-bid, #ALIIZIRES N
72ARYZ 57 FF 2 (spectraplakin) 7 7 3V — IR
h ANRZ ST GF T 73NN -0y URTEFELT,
MHFLE O Macfl (BI% Acf7) %3 37 Y 3 7 /NT® Shot A’
HMOHNTBY, Z0FAL R OK#IZ, NERoT 7
FURMEBGRAAL Y, TIFVERAL Y, ARZ Y VY
E—bF, CRMiDTF2a—T) UVEEFAAL V2T 5
ZETHAH S5, MR (Dsta), FHRE (Dst-b) @
NRW X33 (Dst-al, -a2, -a3, -bl, -b2, -b3), C K2
3RO N T Y MHEAET B 5. B, Dst-a2hSdt v
T AD—EROFRMOEIN & 72D 2 & ZRIET DT —7H
BRLOoOH 505, 7AV T+ — 15BNy — VDt
MELd~<~T7 ADZERAMOFEHNE LD T AV T+ —2D
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Coiled-coil Rod

Dst-e / BPAG1e

Dst-a/ BPAG1a @

Dst-b / BPAG1b

K1 Dst“FREXIAEDtTAY T+ — L4

IFBD

(A)JICRNy 775 v FITR LREB L 72 Dst REX T A (L) EFEOBEAER < 2 (F). Dst™HE< T ATIINF
B IR BB B XD, B) Dt D=2DEMNL T AV 7+ —2 (Dst-a, Dst-b, Dst-e). ABD : 7 7 F &k
A& F A4 Y, EB-BD: EBI#i& N A4 ~, EFh: EF/\ ¥ Fi§i, GAR : GAS2BH N X 4 ), GSRs: 7V v v—+%
YYy=7NVMF¥F=> (GSR) Vv F KAA4 >, IFBD: HIlE7 4 5 A ¥ MG A4 >, MTBD : fUNE#EG N A4
¥, Plakin: 9% Y FXA ¥, PRD: 79F Y E—F FAA ~

DT IZOWTIL, SHROFEM BTSN 5.
3. Dst/BPAG1 D3 FHEEE & S HRRTEICEH T 5 1%E

Dstid, FMLFHEIHRNTTHL I EPRRBEINTE
D, Dst-a®Dst-bld, T27F 745X bRhE7 4
FAYMERRBEL, ML EUET 5 L2VRENTWY
5% F7:Dstid, HHET AT A Y bOXRY T2 LW
LHEETHIE, BUNERE Y v %7 DMAPIB'Y R
BTATGAYMNERY VNV BEDOFTAETSF 1 Lk
BTHIEDNRENTVS., TD X)) L RMEAN
2 LT, Dstld, SFSFLMMAEMFENLR T oL R
MboTuDIENRMLNTVD, dt~ 7 ADKEMFEIC
BWTIE, MBP/NSE O/RRARY 2TV D88 O E
?%".%‘19) %’/J\H@%%@?%ﬁw’w, F — }‘ 75 y_@;@%ﬁ-zl)
BREDPRENTWES, F7z, ERMARERI Y VKM
T DT VNI T D Dst i3 4 412
MboTWbIEIREINTWVE?, KIHIZH T Dst-e
(BPAGle, BP230) 133 FAEY — 2 (REEH) o
W YRTBEDO—DTHY, rI7F A MRS
BAETAHZL2WIF TS, HAKWIZIE, Dst-e (BPAGle,
BP230) IZIANIFRAEY—LDOEITLY U7 HE LT,
r9F & BPAG2 (BI%BPI80, XVIIAEIZ 5 —7 Y al) @
WEIHEEL, paf T 7)) v LTr o5 v ifE%

MEAA DI AR § B & 2 LTwa. GEL I, B
DRHE BR N 2Z & T2,

4, XY ADHBEROEE

el Zo0RBOAI T A HVTHEEZIT-> T
w5, —OHORMIE, BETNT Yy T~T A (Dst”<
T R) THAH?. Dst" 7V — i, NKOT 7 F it
AL Y HBI—=FTHHEBICET vy T hHEy DA Z
N7=bDOTHY, Dst-ak Dst-b% b5 v 735 (K2A).
Dst“REX Y AT, WE)EELZNED) dERPBILE S
b, Dst"< A, avTF4 Y arVERBROTELYY
A THY, FEBRICFLP MR X BERZEH S & Tl ik 2
T&, BETY=IV (Dst) »HIEFT Y= (Dst™™)
ANEBWTEL I L, S5 Crefftz BEZEZEH S TH
W ARITI LWL, EWT7Y =N (Ds™™) 5558
HT )= (DstP0) \ZEWMTE LI LRI NTY
L. Thbb, AU RAE avF4arVvIvrTy
b (cKO) #Ek, HBHWIE, T vF4¥aF VL AFa—
FEEPTELYTATHS (2B, C). =2 HDRHII,
FUWFBRC THI V. S M- HRBELER <Y 2 THBH Y. K
RYADHHIZEY, DatBIZFOTITF 2 P AL U %
A= FFT5T7 VI IET NV PALF 2 AER
BRWIELZ: (Dst®@ e ) —V)., TI3F Y FAAL Vi,
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A
<[ELTH PPSA] FGeo oAk LT

| ft D3 ploxP }lox5171|

Dystonin / BPAG1 iB{EFIE
| mr1 [

TOFUEE

FxL%

O— K958

Dstot ={LTF PPPSA] B-Geo oAk €L~

FLP

v

Dst®"™ a1k PP{yd] 000~ [vS4{alT= EXTU—IL

cKOZEER | Cre

A 4

Dst®° w17} PiSA] B-Geo |pArg@{uiL}=

BEFISVT
7=

C pstet =HL1F PPPSA] B-Geo [pAk¢ HuL1l= EzF S5y 7
7—=b

cRescue%Eﬁl Cre

Dstem =L} PPvd] 0so-d [vS L1 EETYU—IL
2 &Sy 77UV —Va2Hwiarsq v aFVEE
A)arF1vaFiv/ vy 27 b (KO) FEEOTFNE FLPMME R B T 282 2 L7z Dse™ 7 1) — Wiz L
TCreMft 2 WHEZEHE®S. B) IV F 1 aF L AF 22— (cRescue) EERDOTIE. Dst¥ 7 1) — W LT
Creflift LA S E 5. ISy 7y A M2 ME, ESHIBAOL bO w4 )V ZAEGRICE ) BETEASH
72O, Ml LTR (long terminal repeat) B4l % FED.

MR, AT, HEROTRTOT AV 75— LA
ENTBBY (HMIB), Dst®@ ke~ 21, MRRLUAE
DREBIZHIERD DS ZENTFHRENL. wTFhovwy R
ZBWTYH, HERZENS &, EEIH &R o R
MDPBIEREN, VAN TORMERSOZ L bz,
S13, CORBIGRHEASE Z 5 A 1 = X L % fhikal o
HEPOWSPIZLnEEZTWD. FFa Rk 7%
MHhs, —a—1745AYF (NF) OEENAd~T A
DRMMFED 2% HF, HRARERIZDH LD Z &AM
L7210 Bz, MIFARIC NF A3 LT B ks g,
i OAMATHTE MR, MRkAZ: ICBigish, Zhoo
NF ERMIE 0 JRTEE, EE) R EIRE A H = X 2 &5
LBEOC Y NI hALEZLND.

5. DST/BPAGI1 & b MR EDEE

ZHETIZ, & FDSTOEREI L 2 EEMKEOHE
1, MR L EEEND L. CREGOF 2 —T ) UH
B RAL OERIZEY, BEEEEEE B EMREE = 2 —
T 2% F — 6% [hereditary sensory and autonomic neuropathy
type 6 (HSANG6)1® # 5T 2 2 LB s, 2o
ZRZFOEFER, DRI CT 2O THEIEN L VWR
. TSR T, HSAN6 D2 H oG 7 S h
DST-a27 4V 7 # — W SRR 2R Tld, EBOEME DO
WERTZEMHHL72Y. ¥ ZADDaZERT ) — VI
FARER Z R TBBO T ) — VAL, TRHDKRE
BARIZHSANO DB EF VYT A& W2 5. b FDST
DERIZE 2B EHRBE LTKE ks<h) oTE B
HOM P KIEHE  [epidermolysis bullosa simplex (EBS) 17 %%
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BB, NITAEY—LDEFELY VNI B TH 5 Dste
(BPAGle, BP230) ICZEENPABL I LIZLD, EEOKRT
JE 2B B HENCRG & IR O RIS ZLBRAA: U TR A U B
LEZOLNS.

Giorda 5%, & FDSTHEIZT %23 — N3 57 7 AHBA
THE Z o 2 Ytk o M B i M D SE B % Hids L 722, DST
32— 3 26Fgmk e 15F KoM E iz (6;15)
(pl11.2;p12) ZF2O 4O BIL, RbkHE EBRED
FEREEZRL, BEMSELZIFREL TVD 2 LhHEs
NnTna,

t FDSTAB G- 2 ACMEREE LTI, AKEMEHE
KIIEDH 5. fjdk o & B Y, BP230 (BPAGle, Dst-e)
REEIZBITLHCHED—2>TH 2%, Mo HCHE
BP180 (BPAG2) Zx}9 2l Amik % S35 2 & 2»
5% RIZBWTIE, HiBPI80HUADPLAMEIRA AL
BIOWIRE=%1) v ISR TWwW5A. BP230, BP180
E, WTNAANIFRAEY —AIRAETEY V7B Th
D, TNSOHCHRSRIG L CRERHIEEZEEL T,
J2 IR AIER B A, AMEAELDLEEZOLND.

6. SHOFE

dt= 7 ATDOWTIE, HRBERRER <Y ZADFHH
SRR AR T, WO ES S E > TE TS
B, EOMAN % HFILE X TH B.

Dst AR IR ARER, PRARROM T IZFHEBLL T
WBDS, dt <7 ADMRSRIZB W THERITH S 2 pik
MINLIEAE 2 2 DX KM MR DOBEMETH L. 20
Dst AR TR BT 5 KRR & R RER O OB E
DENEAELDL AN XLISHOBETH Y, [RIRW
T RIS | &9 £ < o2 M T dkil 5 2 i
ORI DR WRMEL D 5. Blld, RREHHRSRIC
BRS$, PMERICBWTHNFOERY»H B 2 L
LMo TEZZW, BRZ, NEAEM L T2 ks
FADOBEREIIIR 72N T WD D%, HDH VI, ZNo Ok
TEOBERER T BB R EDOIIEIC L ORELEL TS0
MOV TIE, BRAEAENTFLED V25wl
VDD L. BEEYEEE B b 2 AR Rl - RS o 4
FEDZOW, AvF4vaFNV/ vy TN, FLTC, 3
VTFATaF VL AF2—DEBRBANTHEEEZ T
. F72, BHHICBU 5 Dstb DR IH, EBEEEDR
FEWC ST 2 0 EPICOVT HFARLLESH S S O,

EREFHSAN6 D B E L dr= 7 A%, & IR R S
BICHETE$ % DT, HSANG6 D BFE DB HIGTHEIZI,
ZORHDOIFENLETH D, HEMRRE oW, 5
B, WRRUA OB RO R Z Z 5h, wFhi
LCH LMt oBl S5 E D 2 BN H 5. I

BB WTD Cre i R BEREZ VT L A F 2 —F25R
AT T EICED, ERPESHFMIERFBE SN L
AMIZE T, HBWONGR L 7 Bldes, MFAEZ S22
TELLEZOND. FHEBOMAEWLIFEDI-DI21F,
RO AL BTGB OWTEE L Wi E L 2S5 B7%
W7e 247> TW L BENDH 5.

AR

Afw TR L72Bfgeid, AR sei - sk ez,
LZEWEJERT - HARE SRR, BREARS: - WITIERHEEEZ 2
ELHETHE L DIFEMIEH O TH KIS B DT
I S ZEALE L BT
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HEETH

MM EH (I HERL 0VADT)

Bk K KB R o 7 & WE Ze RHph i A
Wy - R R EF L (UK
).

WMEEAE 1995 4F RUAR R &2 % 2 T IR 22 BL 2R
. 994 [F] K 2 BE R 2 mE FE R 1 AR AR 15
T, SHBR KBRS RHE g
H. HARPARE AR HINIZEH, ARy
WEFT, KEH Y 74 V=7 KEY
VTGV AIRRA R IR, BEAR
KEFWESIZ, SEWTHEE E) Z2E8%28T, HEIDB
k.

BHART—~ ERE MRIEEAES R THIRBOIEAIC
DWTOIFEEIT-> TE72 wltld, AFTHIAN L 7z dystonia
musculorum (dt) <7 A DIFRENIE DT> TV b, RO
WO EIFLEHFEHSNICLT, HA %D Iz PR
L72WwEEZTWD, dt=7 ROV TRADOHE % L7 Leo
Duchenffit:id, ¥ N CTIREMHZ RIS, Bz &7
twicher 3 2 —% ¥ b (KrabbeJHDE TNV R) DMt =17 -
TBY (BARIZE ) —AHh a4 FREZEFHIZ, BE), W
2z CEVEIREZ S O E I E oL & b1z, if
TeL V) DIBADEBERD FITE D o TWnb T L2 T
LTwab.
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