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70, BOREIZEWTER EEROBEERE DK TR SN 7. in situ hybridization I
X ORIk T B Dst-e DEIZTFRBERN LI2& 2 A, Dstdt-23Rbre RE2 7 ZORFIZH W
T Dst-e DRBIIBEB Ehishr o7 WIS, A2 bFP )y -4 Y Y (HE) @& Pipan-
Keratin Fifk (KL-1) OREREETV, KFFEMBBRET 2L 25, ERNLEERAD
HEICERBEDOhEr 5720, ERERESTIZ-BHRLALN, T IITKENBIR
h7=. 73 Uchll (PGP9.5) HiADRIEREIZK Y, Dstd-2Rie xEwy ADRK L EHKE
IZEWTREHREROBOBAD oM. SHICBTHEMSEBRRICKD, il —BEE
BOBERBTHEINITAEY —LIZEWT Dst-e 12 & DR & h 3 HIFREEIT 5 #EDH
SengEmahs., DLEOKRENS, Dstdt-2Rire RETYATRANITAEY —LDOBEREIC
o TERLEEOEEREMETLT, XD ERTICAKEIELBEEZEZ N o
C Dstt-23Rbre < v5 213 EBS OFMETLEHE LTHEHTH 5.

% —"J— N : Dystonia musculorum (dt) ¥ A, Dstd-23Rbre 7 1) — )L Dst-e (Bpagle,
BP230), Btk AKAESE [epidermolysis bullosa simplex (EBS)], Z&J&@
PE¥EKIEIE [Bullous pemphigoid (BP)], B{ZMREAEMBRMZEME =1 -3
F —VI%Y [Hereditary sensory and autonomic neuropathy type VI (HSANG) ]

#*

il

Dystonia musculorum ¥ A (LA'F, dt ¥ )
13, SRR O R MR A A L, EEA
EEEPAOFBPGHE Z & 0 UL & A2 igEid 5
EBRAART. dt v i3, 2EMT 2+ =7
JERZR T 2ELTS50 FEL ERTICHizEh
FEHRAREERERSYATHE V. ZOROMH
BT, dt v RIMEKRY Y H—2 030 B %
I—F9% Dystonin (Dst) DERIZKBZEHN
oL HD, X5I2Z08IE I3 ARESERE
% [Bullous pemphigoid(BP)] OHECH I K%
—F9% Bpagl LE—THBZEMRENTZ2I,
Dst BIZTHEH, S I1F, FRNT0E— 4 —DffH
RBIRNZT 54 2 v Ik iR (Dst-a,
B4 Bpagla), FiA%Y (Dst-b, Hl% Bpaglh),
KRR (Dst-e, W14 Bpagle, BP230) ® =
DTAV T+ —LBEAEINDIENRENT
W3 499 20D S 50D Dst-e i3RI — HEER
DHFIEEREBTHENITIAEY —LDES
GUINTBELTHEET D ZEAREN TS,
t b Dst-e DERIZKZHEFEEREL L TEBS?
BdHBH. ZOKRBTIIREEEMEONI T ZE
V- LDOREREICKD, FE & OBk

WHRHE LS. £72, & b Dst-e 12T 3HEH
hEEETIHCREEETH 5 BP  HIL -
FERI% % /"9, Bpagle / v 777 b~ X TiL
ERTICAENEL 32T, AERREOR
ME, B ORBEAERMEDORD, VX b= THRO
EFREELEAREIh TS 2,
AT, B SA L) -2y 2 —THt
MENEHRRERRER It~V 2D OEFO
EZHMABW L. ZOYIZADERTY — i
(Dst dt-23Rbre 7 1) — L) - Dst @ Plakin F X £ ~
EFa—FF3xs ic&IbEaryBnABE TV E
VAERMBEEL, FEYYATIETZ b=THE
DEHBEELRTIENHALNIZESTNS D,
TRV A4 VI3REE, RIAL, REEIOT
RTDTAV T+ —LICHAIH TR HED I
ALV THBDT, Dstd-2Rbre FE2Y 21T, K
it ERBHB L PHEINS. ZZTEHET
1, Dstd-23Rbre <% 2 DB RGREI % MR ISR
L7,

mEETE

<)X
SHRIAWRdt~vY X (7Y — L% : Dstdt-
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Z3Rbre) | Plakin F X A4 VIZF vV 2AEREF
b, FEBRARCTHEBREL EOXFRERT D,
FEYYRIE, £% 12 HEBZ AICHBERO W
Bk EIEMEETH 5. v 2Bz TFishiig,
RY 47— VFHEEKIE (PCR) & HIREERWH
E%%Al (RFLP) ##AAbEZFET, LAiO
WEBBOICIT 727, KR TIIHBRFEWE
BRHEER CHIE L 72 24 HEA 5 29 HéD Dst 9t~
ZRbre 27 AL ZORIEHFEERL 7. @HaxH
W TOEREIFBERFHMERGERR 2D
Fo Dy &, ZTOHA FIA4 VIZIB->Tiro7=.

YIARICE T I ER-REBEBOEERER

29 HED~y ZABBREANIZXY bILE X =)L
F UYL (125 mg/kg) ZESH L TRBILIH
7%, RE-—BEEREAROBE RS -»IC, <
v ADEERT, 6L 5l >R-7 9. HE—%
REEEOBEMET L TWE YT Z2TIE, BD
REORIEELNBIRE NS, 2y ba—)L (Dst?
23Rbre \NF 17 Y z) L Dstdt-Z.?Rbrc FETY ZIC
DT, FRRIZERET- 7.

7 ADOERBEE & BRRR

24 HES2 5 29 HED < AFHEPIZ XY by
LEZ—ILF b L (125 mg/kg) #EGHL 7.
2y ZDELELD, 5ml D 0.01 MV~ BiEHE
4 HEfEEAK (PBS) & 30 ~50ml D 4% 787 k)L
LT LT K (4%PFA) /0.1 MY v ##%E K (PB)
A LEREE L. B, BEEEREDRE
ZHRELL, 4%PFA/0.1 M PB CT—Bui%REE L,
FKFPAMBIC X ZBR (RERES X Win situ
hybridization) FDYIFIERD7=9IZ/85 T 4 ~
AT 5 7. BEFEMEIC K 3BEHAOURTE
D712, LBROBFHETEHRIL =K% 2% &7
LEZ—LFTLFEF /0.1MPB & 1% U+ 2
I%4/01MPBT#E®RL, =4/ —-LER
RIITHEARE, T HRFBRICAEL 72,

INT T 1 YR OER
5T 4 vEABLEEEMBE I o -4
(MICROM HM325, Thermo Fisher) Z#MHWWTHE

YL, 10pmED/$5 7 4 VYK &/E8IL 7= /8
374 VUK AEMASI—FZX 534 FHF R
(MAS-01, #BEMT) IZESFL, 37CT—MRiEZ
o e

ANTEXVYL - IAT L (HE) %6

B85 74 VALY E~~> b F2) &
10 3R X7z, RATH-ZDE, 24
VESHRBINIGE T, ZTDH%, X —LEF
SLYTBALTEA I 4 b (GHIRE, )
FHOWTHAL -

RERE

IS5 T 4 VIR EFV LY ETE ) — L THS
574 VAL, 10mM 7 T8Ny 7 7 — 1B
(pH 6.0) FTETL v Ik b HUFRELLL 7=
(200W, 5743). ZWATHRELH%, 05%D 2
FLINIEEEL 001 MPBS THRLAZvD
% / 7 a—F )i pan-Keratin Hifk (KL1, 1:
100, Immunotech, Marseille, France) ¥, %7213,
74 F FYra—FidiUchll (PGP9.5) Hitk
(1:1000, UltraClone Limited, Wellow, Isle of
Wight, UK) 12T 4CT—HKID X & 7= 1%IC4&H
KTHEFELZ HAT, 05%DAFLINT &
4 1 0.01 M PBS T % # L 7: horseradish
peroxidase (HRP) fE#@L 2=hi~w ik (1:
200, MBL, %&#R) 12T 37°CT 60 RIS &
B BICAHAKTREL 2. mEIC3I-
Diamnobenzidine (DAB) # ¥ »* L 72 0.05 M
Tris-HC! (pH 7.4) 12 0.01% H20, &M A 725K
IZT3ICT5~ 10 pIRGBEE. ZDH%, T
2)—=NEFVLVYTHALTELX 74 b (]
E) 2HVWTHALK.

in situ hybridization %

Dst-C 79 —7 (Genbank accession number
NM_001276764, nt 15994-17059) % FH\>7zin
situ hybridization ¥iZ, FRICIZECEL 72D 24T

5727,
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HFIEMEIC K DB

RIZGLE AT - 7o MR A I E S A SIS
(BX53, #V) v3Z) THBIEL, BMEGHTY 4
LA AT (DP74, * ) V3 A, Hxl) THi{§%
HAF L 7=, fSohzmffo b)) I v 7 EOMmEI
Microsoft PowerPoint |- Cf7 - 7.

EFEMEICLIBE

i liEaRE ROl i T DI A AR = A
(Ultracut N, Reichert-Nissei, # i) %MW\ T
WYL, 80nm JEOMHYIN ZEK L 72, Y]

A

Dst-e / Bpagle

#1105

Pk 29 4F (2017) 11 H

Fricliftigs 5 v & o = VgD —EHY A%t L,
R - WA EE (Hitachi H7650, i) 12X
DR 1T 57210,

o £

Dstdt-2Rbre 7 v) 2 (CH T HDRBOABRAR &
Dst-e DR

Dst IZI3MFE Z & IC R A 2 KBlA RT3 D07
A4 7% —24 (Dst-a, Dst-b, Dst-e) WIFIEL,
ZDH BEKIZIE Dst-e 3¥BT 5 99 (R1A).

]

AFO  KE

Dst-C

1 Dstd2htre < o7 ZDRNRBER &, K IZEF B Dst DMz T8
A Dst BIZFDT AV 7 4—24. Dst-e, Dst-a, Dst-b DR,

B : 29 Hils?D Dst -23kbre N5 1wy Z & 29 Hilii Dst -23Rbre sk &7 vy X, Dst dt-23Rbre 3 T v 2|2 PUIE D2

)
e

W7z (KH). C: HE—REMEABOMIE R, LR E R 7279 ZADRBAE ML Bl 587 & T A, Dstd-23Rbre ;1 F
VI ADROREHHEEL 2. D, E: 24 HED Dst 4-23fbre <27 Z DFZIZ 351 % in situ hybridization 1= & % Dst 3
(R RBIOMGES. Dst d-2Rbre N5 0w AO K Tld Dst mRNA D 7 FIL AR X Ntz (508 ) A3, Dst d-23Rbre 5

TV Y AD KK TIE Dst mRNA 3G LI T TH - 7=.

2 —)LsN— : 50pm.
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I ba =)L DstdPRire N5 1wy XL
Dst #t-23Rbre RE2 ) ADNREKL7-L Z 3,
Dst dt-238bre 5K &< 77 2 CIEMUNE & R D iziin 4 72
Bz (B1B). IR R TIEH S 5 7 iR o 5
WIS o 20, K& EEOEE®RIE
EWMNRDB 7202, v A & REROEEPE5C &
DRI =512, BEBLSGI -3 L,
Dst 4t-23Rbre ;5 F < vy 212 35\ T O BI%
ch7 (E10).

¥\, in situ hybridization ¥k D, X
TDDst TAI T =LA T) X4 XT3
Dst-C 7’0 —7 %\ T Dst mRNA 8 L 7=
Dst 4t-23Rbre 5127 2 DRI R IS A5 32

O HMNT=N, Dstdt-23Rre RE< T ZIZITED SN
Khotz. HE- T, Dstd-23kbre K< 2 DKRE
IZHBWT, Dst-e DFBNWAD LT3 Z EAHUR
Eh7 (B1D).

Dst@-2kbre 7 0) OB BICH T 5RE T RBER
B & B AR AR DR D

KA, PR DAk A 20 e & 2§ 720102,
IV Fa =D Dsgd-ZRre N Fu vy AL
DStdt-Z.?Rbrc T]?;E’? .7 ZU)B‘ZE*;UH‘O) HE %@éﬁ:
VBB L2825, RENEHEMIZIZPIS ik

MELORBEIASh G572 LA LENS,

Dst 4t-238bre 75 & 2 %7 2 TIREH FIZHBOAINEH

11 Keratin || HE

Uchl1

Dsta-23Roe A 5[] ||

Dstar23Rbe 7RE |

2 Dstd-23Rbre 7 v 2 ORI AT R
A, B : 24 HH#indD Dst d-238bre < v 2 OO RGO HE 344, C, D : $ipan-Keratin HifAiZ & % RIEGLE. Dst -
23Rbre RE 2y ADEKE FIZAKI B XN (KH). E, F: $i Uchll(PGP9.5) ifkiz & % fugieta. Dstd-25Rbre ~
T UV A TIERE & B Uchll BEtEpbidipiE (R 25580 60 5. —Jf, Dstdfbe RE< Y ZTIIFEE D

S, A —)Ls3— : 50nm.
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Blmeh7z (B2A, B). ®i, KEEJET 5
=iz, HEDr 5 F VIZKIET 5 Pipan-
Keratin §ifk (KL-1) THRIEGNET S &, 130,
ZE FICAKE A Eh2 (B2C, D).

BRI 36 () 2 RS phERAE D 3 Al & 1% 9 % 7=
W, AR I KOS $ % Pt Uchll (PGP9.5)
PVUATHRIERE L 7. Uchll i3, 2EFF U HL
RFIKIGMAK G GERT A VA L L1 LR
R, CAREHIAMX Tz ¥ F ¥ & MK
g sl FF LEERTH D, whikdfliska L
CEBEICHEETS. Dstdt-#Rre nFuvy AT
FeRE D FFE & BLEZ 12 3503 T Uchll BEk o0 BEBE it
RRDBBIREINT20 (RI2E), Dst 4-25Rbre RE3
TATREINLMELEAERSN L 572 (RI2F).

EFIEMBETEEICEL D Dstdt-2Rre 779 ZMA X
T AEY — LADWEERER

HEFAMBEBIEIZ & D, Dstd-2Rre KE <2 A
123601 BRI R FISHET 5 Z &2 6 2
0, ZTORKBEFLHT— F§ 3 Dst-e I~

H131E W11 E K294 (2017) 11 H

IFAEY —LDOWRE VISV D—DTHBD
T, FRIEBEMIEON I F 2 E Y — LTRSS
WBDAEEHX 6 NBLE E T, Dstdt-FRiroingy,
U AL Dstdt-23Rbre k¥ < 2 DMEEO KRS
D THMEHE % L 72, £ FRERIZ DWW T
WatL2z& 25, JIEWROBEWRG, BEkg, Wik
HIRRE D 3REIZ B W T S 2 2 BE TR 5 h
F, TE T IAMETEER L - N T R R
LRI ORI S h o7 KIS, £
BIEMIEONI F2EY — 2 DORE ARG L
7o NITAEY — AOMBEHNZIZETFEED
BWES B, ZZIZEBO T 5 F URHE (b
)T 4F AV L) BATEVIRICADRATHING
JEDESTH A2 L T35 (B3A). Dstdt-23Rbre
EYY AT, NITFAEY —2OMIEMN
WTHETEEOINT A S h, BT 5 MhEICR
wRRD 6N (R3B). X512, KM
H D % WD ILENEIZ DWW T @ kG % B
Zholelh, BHOEMNLEEKRIZ, Dstd-
BRbre RET Y ADANITAEY —AICEIT 37

Dsta-23Rbre A 5[]

| Foot sole skin ||Abdominal skin|

3 Dstd-23Rbre <7 %5 2 0D F i 0D FE - ST G g2

Dstat-23Rbre 7K

%

A-D : Dstc2Rbre %7 202350 5 OB HAMSHE (A, B: EH, C, D: EEE). HEWR (&) 121, Dstd-
2Rbre NF ¥ R & Dst 9-2Rbre KE2 7 ZADMTHS »AHEDRNIZEDENEL. NITFTIAEY —208E%
W2 &, a2 b0 =L@ DstZRire A5 07y A TRENBEANIFRAEY — 2DBITBRHEER, Dst -23Rbre x

v ATIRBIERTE v (KEE). 247 —L23— : 100nm.
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7 F VHMEO FAT b SR E AR S e (K3
CrD)X

% S

A2 KD, Dst #{5 1O Plakin F x4
IZF vy AERE § D Dst 12Rre KET Y R
BERE TAEE S B, KEHSMEONI T AE
V= LDORERENH D EDNWE T 57
ANITAEY —LDEF[B R VINIEDO—DTh
% Dst-e DRFZIZKD, rI5F %4 b ESR
L DG 25 < 0, KBTI A K- &
EZZbh3., Dstd-2bre xE<vy 23 bl{EME
KRR TH S EBSDEFILYY A D &4
Abhb.

Dst dt-2Rbre 775 2125 % EBS DIRREX H =X Ln
)%y

A4 T Dst dt-23Rbre FE 29 ADERK L HEK
BB T A, BETICKE,LATEEZZ L
DS T 57z, REFICARAEL 258 L
LT, bR — S o e s g 2K T4 %
EBS 2% %. EBS OFKEATE L TAITAE
V) — LDORIKSY % 3 — F§ 5 keratin 14 1Y,
keratin 5 W15 plectin'® 2L 6 RIS T

XVIEOZ -7~
(BPAG2/BP180)

355, 2010 412 Dst-e DZEIZ & % EBS O %
KEGI A WS X720, Z ORER T Dst-e D
Coiled-coil FA A ViZF vy 2AEREZFDH,
FEOR D OF 2, B, DU D VTR AN
RUOBANEL B, X512, ¥ HHMEEL T,
7IF A IS IESE T 5 0 OWET
HBHNIT ATV — LORFTBREEOWK & i
RT3, EEIZEWT Dst-e lENI T X E
V= LDORER A VISPBED—DTHD, NIT A
Y - L0 BMEE IR T 2B, ¥ IF Y
& BPAG2 (XVII# 25— >, BP180), (4
AT ) VKBTS, DD Dst-eld,
DNIFAEY —LEf[BAVINVETHB TV
2 F v Elkkic, MilaggER L 75 2 O
LT, 77 F vkl fila st o SRR RS
L¢EAE L T35 (R4). Dstd-25Rbre ;KE~
VAT, NITFTAEY —LDOETHEyOET
BEAME T L2228, ZHhiE Dst-e DRKIZKD
ANITFAEY - LDETBEFIZBNTT 7 F Y
L BPAG2 2R CE B Ko7 Z LA KL T
W3 EEZbHNDB. plectin ®’RKLI=v 7 ZIC
BWTEEKR Mo EC S Z @t T
B2, AIFZEY - LOETHMEORE
132 i LI & RN & DA & s & 2T
BERERISIC L 0 £l FIoAREAEEC S HS &F

BRAE

wwaw—

VIEIS—47)

4 ANIFAEY - LW FREORIXIN
Dst-eld, NIFAEY —LDEITHZ VN2 HE LTHEL, 77 F v efiluiEgHyT (7270 0%
BP180) IZ#EA L, 7 I F VA NI F2AEY — AL TS, TV o F VKIS, ¥ IF v ey T Y
VICREAL, T FUBMEANI T ZAEY - AR T A 2 LS TS
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Abhd. BORELHABLR T .50, H
BROBHZLEDLDNS. SHOHEIZLD,
Dst dt-23Rbre 2 75 213, KIEEHERNITAEY —
LDBITBEEDRE L E, Dst-e IZER%ZHD
EBSBEHLRAMKOKERERERL 2. #-T,
Dst t-23Rbre vy 213 EBS DOWREMRIIZH R 8
METFNICEBEHFENhS.

Dystonin BEFERICE 2RBEOSHM

Dst BIEZFE» 513, MBI LICREET74Y
T+ —LDBRBT S22, Dst BIZTOERNE
ABBRIC K > TEMREWREE R T AREML S 5.
BlZ, Dst DRMBRT AV 7+ —LThH S
Dst-a2 DERIT, BRAROBEMERIEME AR
B = 12— ,3F — VIR [Hereditary sensory
and autonomic neuropathy type VI (HSAN6)] @
FREEZ2 W, ZOBETIE, BREPLME, &
PR L VS EBREOKT, RBFRL, BEILRE,
THLE LA THSR OBBEK T & Vo - BRMRRE
REL, WEMRE UTHEEIZEHWT Uchll BBt
DREFEAAERRHE & B R 7 D IR 23R &
hTns., Z<&k, DSTOI VISV FATF
o (c.806C>T (p.H269R) in exon 7, c.3886A>G
(p.R1296X) in exon 29) OBEFHT, KEL
MRER s EICBRRERER 2T 17 &M DER
BWE SN, BEEENZ LI, exon? i
Dst-a lZ, exon29 iX Dst-a & Dst-e DWHFIZE
T30V Th3. SRORA DRI T,
Dst dt-23Rbre <25 Z DFRFIZHWTE, Uchll Btk
DHRERMEDWD BHER ENhTHBEI L, 6B,
Z D, Dstd-2Rbre < %5 2 |3 EBS @ A T 7% <
HSAN6 DIREMHICE HFRATHHLELI OGN B,
K4 X BRREA D Dstdt-23Rbre < v 2 L 13FI2,
BIET b7 9 THICKD Dst #HRERL X758
BFbLbT79T~vI R (Dstét v R) #ERLT
W3 8. Dst6t 7Y =ik, NKDOT 2 F S
FX4v%&a—-F§257/ ADNARBEBRIC T v
THhEy P BEAINZEDTHY, Dst-a &
Dst-b DA %BIZF LIy 7T 3. #57,
Dst®* vy 2T, REMERER AL FH
ENB. 51%IL DstCt w7 A & Dspdt-23Rbre ¢ 2

DEFERER % WBRRET+ 5 Z &£ T, Dst BIZTD
BIZTERIZIDEBSHEL B A H =X LIZD
WCOMEENEE S Z AN S.

E
AHREEDBIZHZD, T4 A Iy avELT
HO=RERZEREOMRBAEEEZIZC D, $Uchll
(PGP9.5) Hithka 53 5< £ & 5 - HEBRFEREED KA
BEALE, WEEABALE, EBRHEBET > TV
Ful-EBRRER, FaETEL, LB TR, 5
HABERICEILBE L EFE§
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