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BEMES R F=T OBMF L IRK

hereditary dystonia— guideline for diagnosis and treatment

BAIN—F1, BRE2
1. B SLRBe A R et e A
2. MARFEFHER F—

XL oIz

VA h =T DystonialIRFEREE 2 K- TRECERER L LTHEORWERTH N, BIE
HERPERBEE TH DD, TORBEPHBEN R INTWRWESZ28ATA. ZZ kbR
ECHECH VEBEECX =78 LU, HEEHIRTWARREHI X =722\ T, 2l
EROBEIZ SN THR<3.

1. BEHECA F=TOHE

BEEVA F=THIEREREMENHOREL, —RINEEHLERINS. £, RILBEBEFIZEK
BRETH-oTh, REFHRRIICIZEMPEL, ALRRBEBZIIBEHTELVWELHS. =
I CIERZBEEEICOWTORSI, BREIZOWTITHIEY S L UMhoEER28E L Shi-\.
(PR b=T ORW, &%, BRRICETRENIE) HCOREBICLD LEREVA =T OHE
125, ARIOFAHTD0.3ATH 7D, ZOEHMLIIDVIIETC R =7 —#)IIFFOHEENFL,
DYTIVR h=7, BMREDLFEMI A =T DIEFTHD Z LIWRENTZ. HEZWIIREFZ
BHZ L 28, BEFREIRESB8GTRW A R VU TITHOLERHD. 728, DITH
PAP=TEHRERCL Y BEFERBUBRER DD, BEHIOLRE#ETHS. WIS PA =T O
BACRMKE STV CORIEERITY, BETHEREM BN IR INS. BBEEHEVA =T
FHRELESAICE, BEER, YR =T OREER, £FMENRETHED, Rt RIEE M,
HEMOBAICIIFERETE, VA b=TICRBAET 2MMORERICOVTEET 5 (X1).

WD T —F ¥ — 2R LIRS, ESFEPREFAEY X h=27THHH, BRIEETHINE
MEYIE Lz, L-dopa¥t5-%1T75. L-dopaS HRDEDMNEHE L7z, THLENDEIZONT
BETFREET> TV OREEH L Bbns.
2. BEMEVX =T OB LIBEFHEE

HEBREENE L BEEORERDHIH, HA IR TV AHOLMNS.
1)  DYT1 ¥R b=7 OMIM 128100
CAHMRENEYR F=T7 CIORAIBORETHIES, DITIVA h=T 2 EET 3. Ei=t2H
LT THRBANOHMZFREBERBUZL Y, RFMEVA =T 2 RTEARHIHERHD.
FeEBWIIDIT I BIGF COCACKRE M T Y. BBERIIOWRLLT & Sh, L7 LILHD216HE
RBHEHRREN LY, RERPMETTHLORERH DY . NRHEK iz U 3, L-dopa,
RV TVTEEVERE) BIBRBURED T, RERNEESMEEAIEGPI-DBS: globus pallidus
interna—deep brain stimulation3EZITHBY. GPi-DRSOIEITHEIITREIDIZH> N L Y HEE
AEV. RHRASSEBERLVEERATIL TR o, FEERN OSBRI IEANHS.
2) DYT3 ¥ & b =7 (X-liked dystonia—parkinsonism;XDP, lubag JE{&ZEE)

T4 Y EDPanayB TEE LTAHALNDIHFEEHEDOEFET A =T T, REFEILI2~645 T,
FEEGTFOBREFEITqL3. |, BEFIXTAFI (MIM313650) TTAFNZSVADREAD KNHBZ ik
DRIETD., BFEREFIIVA =T, BEHBEZTTI A A—F 0 Y =X LERZTHMNISH 5. R
PRARMZTTRIEL, SFEUNIZLEEC R =T R0, IERETE#RNL L3 L850 | ¥
LWOR b= 7EEIRFRD, BRISBV. ETHICIIMRITERE L #EROFHELAL OND. EERE
EAEMT BiI2oN, LDAETLARRBRROLND L HICRBAREERDS. Hii—F Y URE



REKLLEMFRIEIEYD THD. BELRNEL V- DELHBENNETHS. GPI-DBSHER L
DOWELH DD, EBHIDA I ERITEL .

3) DYT6a <R =7 (H#EJIIf") OMIM 128230
FRAKREEBREENE L IBPARELEE T, OHEM @ 1FEThEE) TRETBY .
BGFE14q22. 1-22. 2 CIBIR FPEMIZGCHL :GTP cyclohydrolase 1 (MIM600255) T 59 . GCHLIZL
-erythrotetrahydrobiopterin (BH4) D& HEER C, BELEFEEIICH1 DL2RIZhbZ->TR LN,

RRICL W ERENITIRRS.
BIEFEIZIORLFICEL, THRYA P27 THEL, HITEEFELTT. BREOEFIIARWV. R
B, ARKERFROEENE . BREENRLHY, BNOYFIIHIT UERNBELL, ERICL
S>THETSH. BfE SBHERIHY, KABEDOL-dopall X EHICHETS.
4) DYT8 VA b=7 (GE{EMIEBENSBRME AF R 7 1) : PNKDL paroxysmal non-
kinesigenic dystonia 1 OMIM 118800
RELBREORLRAFEEBREHAT (BEETFEE2933-35, B=FMP-1 (MIM609023) ) , /NEHA
IZRIET AIREHFREDORIEMOSA =T, 2V FTF F—L AT, —HOLFRICELS D
ENZNR, MRAIDZ ELHRBCER St bh D, MO~ HERORIEL 1 B#E~#, A
WIBREALS. TAa—- 7oA R, BER EFRE8BRICRS.
BLFEEIIMR-1(nyofibrillogenesis regulator 1) DERTIOW | AVERVATVER LN HAB.
BREIFRODECHIT Va2 —ARmaFy, W7V ERITEIEICHD. 7aFE A0
oY F—p, fial VEREHOZ L hD.
5) DYTI0 YA =7, REREEEBFRME S AF RV T 1 episodic kinesigenic
dyskinesia 1 : EKD1 (PKD:paroxysmal kinesigenic dyskinesia * @ L) OMIM128200
Bk EEE (BETEE6p11-q21) T/HEHIMALRABICRIET S, AEA2MEENICHESTH
EHED TR b=7 2 — It EFRUZA UEREIT 5. mAMEOZ 2 b5 5. 10-30 T4y 2z 72
WEEZ 1 BIZEFTEI~%BIC1IERDIRT. FHLAVHEEEH THERINLTL, BHIZEIEY
FEICA2D. BARTIHERFIL - HARETER L2 L2V, BERGFEIZSWTIX16pll
~2lEHESNTWAER, FREBGFIIREETH DY . BRI TAPAENERT, 7=}
ARANATPEURFERENDE. RV TP LRLEV Y, BREMENAT ¥ R NVIC/ER
TEHERTADAEBENTHD. S IIVEBETRIENTREATEH, BEsLH5.
6) DYTIl VA h=F, 347 0—X R » PR M=TIEEH nyoclonus dystonia syndrome, 7
NI — RS A R=7 : MDS OMIM 159900
FREEREBOERAMKEN (BIETHETq2], BIETHEYepsilon sarcoglycan: SGCE (MIM60414
6) ) W ONEHMNSFEIIIRETDIIAI e —XRE VR T T, 347 0—X R I,
ERizHBN, PR =T, BEBEVR =T, VA =T, EBEERETHD. TAa—AT
ERICUBETS. BHRNREFEEES 2 BB, R-BF CORGFOBETREHMENB L, &
{599 D iAAmaternal imprintingd X 3.
ROV PTPEUVRRTADAREIZLY IA 70— R IRRTE. BRIV R F =725 T
FARY ) XAEELITONRS.
7) DYTI2Z VR b=7, BRI R p=7F « /3—F > = X A Rapid-onset Dystonia-
Parkinsonism : RDP OMIM 128235 '
FRELFREOEREKENE (BEFEL913, BETFATPIAS (MIM182350) P ) BEIET, 14-45m
WAMIZREL, #0051 7 A TERIZERL, BRBEETS. PR =T EA—F0 Y UE
WC, YR b=TIFEBABICEV. BEITR. BERNRSH 2 0IOHENR A L AOEIZHIE
THEMAEH Y, IOREE, FHERFEMNMER, TALARIER CEMBOREEMED = ENEL .
BTV, HEEERIC ST L C SRR 2 T 5.
8) DYTI8 PR b =7, B{EM BT H M A ¥ R 7 paroxysmal exertion—induced
dyskinesia : PED OMIM 612126 -
B EEE GBETE1p35-p3l. 3, BEFSLC2AL, EEFEWHCLUTL MIM606777) 79 ) T, /i



IRENCRIET B EEHE, FEieES), BICHITO®%RTIYA =T, abF 7T - R, Y
ALl EOREEEE 2T, 5003000 ELIAICIE~1AICIEEDIEL, TAMAREL
£9 HDREV, MRITERRERIEROHERER DR FEET RSCFD6-PET TEF MK OR Y IARK
T2RD5. BEBHEFRUEDO D AF R DT TSLCALCAT U OERNROLNS.

BEII7TEZ VL7 I i ¥dDcarboanhydrase[EEEBFLZ2, DIRIEFRLND. TAMAIZ
IR TADAREPERTS., ¥ roBELRAEALNRTWVWS

3. BbhiZ ‘
BEECA F=TIZoWTTV Y —XO—Elc oW TOLfnk. B A  =T2EZEBLE
BEOZERS, BRORAIHIIBEE L IARNITENTHS.

®1. B R =7 004E

1) —%kfEiziz S A =7
1) £8P RA =T
DYT1 PR +=7,DYT2Y AR =7 DYTI7T VA b=7
2) REE/ BT R =T
DYT4 R h=7DYT6 VR r=7,DYT7T A =7 ,DYTI3 VX h=T

II) A+ =7-7F A

1) VAP=FT—R_"—FV=XA
K—_EiEP 2 =7 (DRD) : DYT5a % =7 (GCH1 &), zothoeF 77U oK
DYT12 ¥X h=7 (RDP), DYT16 ¥ X + =7 (PRKRA &)

2) IAI/EB—RRA—TVAI=T
DYT11 P& =7 (SGCE £ &), DYT15 VX k=7

I REHTC R =7
DYT8 ¥x h=7 (PNKD1), DYT9 ¥R r=7 (CSE), DYT10 ¥'*% +=7 (EKD1),
DYT18 ¥ A b =7 (PED), DYT19 X h=7(EKD2), DYT20 % k=7 (PNKD2)

IV) VA =7 (BB EHER, BEERBMEERRICHES VA M=T) CHEOR
WA
1) #EZEMZKA : DYT3 (lubag, XDP), SCAL, 2, 3, 17, PARK?, 6, 15, FIEMEREMEX]FE,
PANK (pantothenate kinase associated neurodegeneration), HHRFRMERFEE, N
F h9E, Leber &, GM1 o7V AL R—v &, GM2 7 )4y F—3v X (Tay-
Sachs %) Nieman-Pick 5% C %!, Rett JE{ZER
2) {REHER A : Wilson i

DYT VX b =7 &G

(1) BpeEEWNERE : DYT1,4,5a,6,7,8,9,10,11,12,15,18,19.20
(2) BiaALtEx : DYTZ, 5b, 16,17
(3) ML - DYTS
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