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DR, SRS E 4 BTS2, 2
SCA15/SCA29 TITHIBAHELN, T T
b lepl & in otz

FALRFTOHH CANVAS i
ACAGG DOFREHAMMENHRE SN, 3
4 & B AIIERI TR R R (20-40 R
TR - RERER) T, DU TEAENERLE ﬂ*ﬁk(%f
55 k). BT RLE (48-54 %), Tk

M554ﬁ)ﬁwmwto5559ﬂﬁmﬁ&¥
BT ﬁJTH@Jﬁ%(ﬂﬁ%~{%9€ Lmﬁu
ORI EAZ RO D0, RAEEEREE . NHE
UK TIERE SYAQ/AY ﬂikﬂﬁfﬁmﬁﬁmik
PERRAME 2 RO BERRMEAS I L L 12 i

TWNFs.

RAEMEZ R LT, 72, My CKEITIE
W~ RA L Ebi*ﬂé’(“ B MR R 2R
b &7 7=, MRI TIXEMIBEIZ BRSO/ M -
JisEe - 786 D SR %%ﬁ%m@to

RIS K52 T CANVAS 2 JEFZ 3o
T 5 EEFT A & L C, Purkinje M@ D yE k.
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(ACAGG)exp DY B'— FEF— 7 H3[A
TE S 472, £ 72 HSN T T S fifdT T 20/79
FEFNZIRAY Y B — M EFEMEN R S5, &b
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RICFRD, MSA-C 13 3 FRICHEDTZ, 6 %
RICBWCRFENIC MSA JER] & PD JEHIA
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variants |Z, MSA JEf] 12 4 DON 2 4 & 7
40 PD JEBIDON 2 4 TRIE S 72, 1 5%
T. GBA OJiJFEMD variant TH 5 G202R
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R U TR Y, 90% D ERTASZEIRIE Y A
7 DR & NEEC R U T D FERENH S
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AAFGEO H NI EEMIC 2B ISR Y T 5
JiE 5] 3 D 7 HRE RS PR /N i K B iE - (idiopathic
cerebellar ataxia, IDCA) @ HAREZ A M35
ZEThBD,

B. WFE)iE

*F4:1% IDCA, B X OERIRAYIZ IDCA & DR
MHEIZ 72 5 MSA-C, SCA6, SCA31 & L7=,
IDCA, MSA-C 32 K235 T probable, &£
721X possible & Z2Wr S 7-0iEf] %, SCA6, BL W
SCA31 LB FRINCHEE ST IER 235 & LT,
7o — MRER, BEARICET A2 2 EN
L. Ml RA 7R 8IS - AL CHIRBZR b D & LTz

(DEAN DT, ONAIIRFF, QR EBRITENT 5,
DR F, OH W, OB, ORFEIN
BT 21X <, QR = e —)b, Ofal ORREIEL
D10HHE) & L, HYEIITIAT 7 — Mk
% 6 7 HEB X250 L, Electronic Data Capture 3
AT LEN L CT =2 ANNEEKE LT, T—4~
R A L MIAFIN R 25 B I o e B PR AT 9232
B X =K LT,

(B ~DELE)

NZE G & T D 4EmET - EFRUFEICET %
B FE 2 2 85T UAFZEEHE 2 /ERC L, BN R
EEm R B ST CTRR SN, #RE I3ER
IRV EA LRSI, GRS FIRESER - &

LT,

C. HWrgestR

2022412 H RKEF . TOB G I90ia% 524 (IDC
A 1244, MSA-C: 134, SCA6: 104, SCA31: 1
T4) . ek - WIEFAE D%, 314 T64- A%, 164
T127 HRRORENTE T Uiz, BEIFORERET &
DN, IR, 7 v r— FEEHE (B + 1=
#FE7%2) 1%, IDCA: 73.0 = 13.5 7#%,11.4 + 8.0
#,79.0 + 5.8, MSA-C: 61.5 + 10.65%,5.0 + 2.
0 4,716.3 + 5.3, SCA6: 57.2 + 12.9 %, 11.0
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+ 7.6 4,794 + 7.2, SCA31: 71.8 + 6.1 % 13.
4+ 75 4,91+ 55CTh-7-, IDCARELSCAS3
1R E < . MSA-CHE CIIfBE & ik LR
WNEL, 7o — MARHEREWMERA 2 R S
7o FIElFHA 5244 th 3944 Tl [RIFFICSARA ) A
SNTEY, 7o r— FEFME L EWHBNTRD &
7= (FHB9F%%% 0.830. p < 0.001) , HFRFIT—
X I RIBRIBIREET VB2 HWTHEE L
=BT v — A THEDOEAL EDOFE IR HE
TEfE CE) + %) 1XIDCA (6 H %7464 .
127 A% F&14) 2.4 + 2.0 (p = 0.239) . MSA
-C (67 A6 4 . 12 A% FHA64) 3.2 + 1.
5 (p = 0.049) . SCA6 (6 H & &5s4. 12+ A
%R #44) 0.5 £ 0.8 (p = 0.530) . SCA31 (64
A#%i&144 ., 12 HERES4) 1.6 £ 0.3 (p <
0.001) ThH o7,

D. #%%

B C127 AR ORE A& 2 - BE L1642
ME->TBY MO EZITI IS+l —4
PELN TR, TD X ) RBREZEE 27~ ET
H, MSA-CTIIFRI U< AERZE L& %R L7ZSCA3
LTkl U Tl RN, & N Ez b7,
F7-. SCABLIZRFRHINT —H NEH N L HEEL
TH, T o — NEEFHMEDFERZEA & OHEEE DR
HEFE T b/ & < . IDCARCSCABITH L T
F@@ﬁﬁ@@%o%ﬁ@ﬁw\béié#%bn
A%

E. #&im

IDCA. SCA6. SCA31, MSA-CO4JFMTI Z %5\
RMZaER LI=T7 v — M2 X D S htiak R o
M & H R 2 Btk Lz,

G. WFE¥R
1. fCE 2L
2. FEFE L

H. FnHpEMED HIFE - BE&iRin (PEZETe, )
1. FRrlus 72 L

2. EHHEEsE 2L

3. Foft 7L
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SRR

CACNAIGZE 5705 ¥ F~ 7 A IR RAF 4O KRGS

R E

DIVOIVUTFBE KZNELE 42 8 (SCA42) DOJRIKERT-& LT CACNAIG % FIEL, SCA42
BEOIRKRICY =V I FPAENTHL Z E2ME L. AIFSETIX, CACNAIG BRI X DhitE
\CV T T AR E NG LTS EDOERGHOL &, MR E Wi ©, ZHRA Ca3.1 12
KXV FTADARX ¥ 74—V RZ 7 EThH % PSD-95 OFENRENELT 2L L,
=Y I RRINRNTIUNENMADZETZOENLETHZ L ZHLNIT L.

A. WEEB

DIVOIVTE /NN NEIE427 (SCA42) DR
EETLE LT, TRV AF v 3 Cad. 1%
2 — RFHCACNAIGZE[AIE L7=. SCA42IZ134F
RO IRER 2 3R DIEBINFIE L, BREEAYIC Y =
W RPRENTHZ L 2WE Lz, AW TIESC
ADRET I~ T A L ORI A AW T, 2R
HCa 3.1 L DIHEMF B L OV E % —57 > b
WZ LTIRRIC OV TIHRET 2175 2 &2 B E 7
5.

B. Wik

INFE TOMBIT, BTV~ AIBITHRHEE
OFH L ZRMCa3. 1T DY =% I KOF L
VERZBR SN Lz, TOfEERE2 S LI, ER
BRI E AL DTS T2 2 T AT R 23 B
HLTWD &EDRFTHRETZIT> T 5. SFE
I, MRECRESERMINTH D Neuro 2alZ BFAT R &
OWAERMCa3 1 2 RBLSH, 7 ARH Z L
7 B DZENFS I OVRITE & i L2 a9
% LEIERIC, CaT v /L% PHET 2 A 2 i
L, TO&ExE kL.

(B A~ D EL &)

Fh FEERSE D FHEIZRE L R B RFZOMEES
DRORREZITIES ZBETF LT T TN 5.

C. WFEREE

oA ST DS B, A BUCa 3.1 2 5 HL
S5 L, PSD-9SHEZAMIZIRAE Llarge puncta’
BT % & Vo e HIlNRIEDZE LR R oisd 2
ERABLN o7, THRICaT v xABLEEH Z2A
TAHY=HINR, IRNTIULERMNMLEZEZ A,
5 BRI Ca,3. 112 & 5 PSD-95 D REJE I D JH(E AN B A=
& [FlRE D434 122 L, large puncta®FZEL & I8
L7-.

D. #%%

PSD-95|IKIF5A Y DE— X —Z L X7 EIZ &
S TRUNEIZI » THEIE SN D . BUNE IR - 724
JaNERE D —ERIX I T AEEIKFET D LS
bITEY, ARt ClIFn2 T +oR L o
7=, 5%, A EBIEE S 7-PSD-95 DRI N FIfEZ Ak
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MANT T DMEEPEICSI S Z ShTW b0z fif
s TETHS.

E. #&im

ZFERMCa3 1LY, T FAEL LRI ET
& HPSD-9S OMIIAN JRTENZALT 5 Z L 23 & 72
(o dz. 72, ZOBRTY =9I FeINT T
VbW ETHICaT v ROVIREANC K - Tl
L7z, 51&1%, BEMCa3. 11T X5 X0 FEM7RHRE
A2 OMNIT D & & B, VT 7T AR
ERAEHEFRE 2 UGE I MR Z A7 U
—= VT HREEETDHTETHD.

G. WHEsE#

1. FmCHER

Hara N, Morino H, Matsuda Y, Satoh K, Hashimoto K,

Maruyama H, Kawakami H. Zonisamide can ameliorate

the voltage-dependence alteration of the T-type calcium

channel Cav3.1 caused by a mutation responsible for

spinocerebellar ataxia. Mol Brain. 2020 Nov

26;13(1):163.

2. FRFER

Zonisamide can ameliorate the conduction of the m

utant CaV3.1 that causes spinocerebellar ataxia. i

B2, RS2, HBET, EEE—, B —,

L SE, 1 BB BE62[0] B AR T P R
EHEE) ,

Transcriptomic analysis using model mice of spinoc

erebellar ataxia 42. MAHMET, HREFEZ, S

I, AESGE, AN, IR Fe2lal H A

RPN E, TAD

H. M EMEDO HFE - BEekil (FPEZ&Te, )
1. REEFEUS:

Ba WAL NE K OF /NN PEE DR
P NI PO A7 ) —= o 7Yk, BriFHFE, &
JiE2018-031706, HiFEH : ERk304E8 H29H | [EN7 K
=S YNIN YN
2. FERHT ek

L.

3. =0

L.
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SRR

RN ITE DEESFKYE, BAQOLODIE EIZE 5 WFSEHE

WFFE TR

R R R BRI

IR E

BN RFIE D — D Td D % RMEMIAE B OKE YIBH 2 M OV TR R H 5 1% O R I 22 s
RFERNZOWTII I N E THE DD 2o lz, ABFEICE W TAEMTRUGED AR RR S
Tedy, [RIRFIZZEIRBE Y A 7 DF%AFH KL OV QOL ICB T D B 2R b I b & 7 o 7z,

A. BFERE

TRIIINETOIRZHET, ATHFRGEZEARSE L
7= % % ZMEiE  (Multiple system atrophy : MSA)
BHE DR LY PEC A TR g 2255 LT
T L7=MSAEE OAEFHIM 28t Uiz, SERIT
YUEN IS E o To, BREIZIFOAHTHY . M
SABHE TIZ N LA ERIER 1T L W 28R 5ED Y X 7
DT D EEBEZ b, £, NLHaRIss
FRIRUE UIBA DA 2 AT U 7B & bl U Cfss)
FHIRNA BICIER LT\ e, N TSR 2 255
L 7-MSABH OEAAFICET 28I 2N ET
IE &AL, FEEREE L7 SE i 2 A
ABEH D BE SO TN TR ERIRFRIC L 5487
R~ 2 Pl L 72,

B. W GiE

20004F1 H1H 225202149 A 1 B & Tl 4 Berhk it
IR IR BT LSUE OIBE « N LR siaiE 21T -
7-definite & 7= {Fprobable MSARE Z XI5 & L=,
DI D N TR 25 % 5 TR B AL ELT - 7o I
%% FECHE L, AR >WTRET L
Tro NTIERZRZHERE UG BT EE R DADLE
UMSARS part IV % U CEEf L 72,

(i R ~ D ELJE)
YRR AL B2 OB AT,

C. HWroestR

S 73 g PR T R TA S IR 5 7 i 51 2 B\ N 72 139451 D
MSABRE & x5 & U=, £2BE ORIEFEH OV
6135 C. EHAEFHIRIL.0EZ - 7=, 3B TRE
YIBA AN FHE S AL, F DO F D215 N TR, 50 % 425
L7, N TR EREESERT, KAEYIBR DA EIT -T2
BE L Ll U CORIEAFR DA B E o T2 (58.75% v
s 64.15%, p = 0.005) ., A TLFEZR4A %55 L 7-MSA
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BH DOLEE R OUMSARS part IVIiZ4~T5 (Totall
y dependent and helpless, bedridden) 7257z, AT
FE e A 2555 L 7 MSABE 13, KUEBIBH D - D55
&G U O AN A BICIEE LTz (1
7.8 vs. 9.24F, p = 0.023) .

D. #%2 BIXW E. #m
MSARBFEIZEB T, N LR ZRERIZZSRIED U A
7 b St AR A LR S D ATREE 2 R
ST, —FH T, NTIERERZ 259 HBEOADLIL
RKESETLTEY, Z2RELERTIT T TE 22
W N TRERSIERIL, IEMEIRTE 1T Tid72 < QOL
SCADL G & O I B 72 8BS D bR R& T
b, EHERHEALETH D,

G. WHFesE

1. G SCHEE

Nishida K, Sakashita K, Yamasaki H, Futamura N.
Impact of tracheostomy invasive ventilation on survival
in Japanese patients with multiple system atrophy.
Parkinsonism Relat Disord. 2022;97:107-111.

SR EIN 9 £ O TIPURERSEH 1 00 % T 50

JEREOES T, WFEA, WEHEBL, &
EAR. #m e T 27 (7), 58-60

2. FRREFK
EAYY®

H. AR I - B0 (% &, )
1. R

3. =0
ML
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SRR

SUDOSCAN % FH\ V7= 2 32 % ZEHiaiE D F& T HERE S LA

WHIErHE

Bl B SIURSEEZEE

J Ao [ ok S R A e e P AR} 0 B

IR E

FEITHERE 2 O BBICHIE T 5 Z LN TX 28 LWEYE (SUDOSCAN) #HW T, %
AIRZEREIE I T D IITHERE 2 E LTz, 2 RMEMIE IS B W TR B/ MK M & ik
L CHEIDHEITREMET L TED . B 92.9%. FrRE 90.0% CTERINARETH-7T-, Fi-.
TR DLW EEHE IR SN TV A ST ILE ., HEREE
W, AR TR AMREERTICE A TH 5 aTetE R S 7,

PO IRUWER] T b FETTHEREIR T 278

A. WFEHEBY

% ZIRLERIE (MSA) Tl B AR IE E 3 22
ICREREWE O, ITH, MSATILEEAI A
BARHE~D o VX7 LA LB E Y R L LT RN
HEORITIR FNEL D EHE SN TNDD, 16k
DOFITRERERMR AL T H O IEME & 0E Rl O L
ID, BRROEG TS LD Z &7,
Fox L, fENOTEMNZH LWRETFHRE (SUD
OSCAN) Z W T, MSAZ & Lo/ MMZEMESE
FOFRITHERE A T L, BRI/ A A ~—T
— & L CoIHATREME 2 Mt L7z,

B. Wik

%I421%. MSA 144 (MSA-C 94 . MSA-P 5
£ BT RE MM PEIE(SCA) 1044 (MID/SCA
3 14, SCA6 54, SCA31 44%). Hikr A AR
HE(PAF) 34, fd&% A(HC) 104, SUDOSCAN (I
mpeto Medicalfl:8) % TR &R KO FEITHEEE
ZHIE L7z, SUDOSCAN(L, AT v L ARF—)L
AR Ol 5 - [l K A g7 RIET, 4
VA DIREIEZ 0T 5 Z & T, gl&EoiF ik
TIROEFE A 4 L EBO= v 7L & D TER
EEEROG L Z 2 B 2R H LT, FITHERE Zelec
trochemical skin conductance (ESC ; Hifif u S) & I
ENAEMETHETX 5, FMHE & LTl A
OERNZH M2 UE L7=TE - BIEDECSIZ
RBREE OZEN S 570>, ROCHIERZ W -
FEDORED 2) MSADASA F~—T1—L 72 5n?
(& FEEG PR FRIE L ESCOAHBIfRNT) 74T LT,
(i R ~ D ELJE)

SRR TPEFNMEZESICURREZ T TV
%, BMEITERZAOCTHN - FEZ257,

C. HWrgeftR

FHEOESCIEL. MSARETSCARER L OHCEE &t
RCHBEIREZ 72, £7-PAFEE TIXSCARE -+ M
SARE - HCEEDO W & T H A EICESCAMED
72, SCAREELHCEEDMITH & 272 22 25RO 720
S7=, —Ji. RJEDESCIIMSA « SCA « HCO3RED
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NI BN 22 7 23R D IR dy o 1208 . PAFRE Tl
3SEHEOWNWT N E T HAREICESCHEE TH - 7=,
ROCHE#R & W= it Cld, FEDESCO D v b A
TE%60.13 u SE T 5 LJEE2.9%, RFFLEE90.0%.
AUC 0.907 (95%CI:0.7455-1.000) TMSA & SCA % [X.
BT B ENTE,
WRABOEIEHE (UMSARS part 1+11) & EEDE
SCICIZA DA AR T, LRI E DO FRES
HEIRBEE OFREE & FEITHRAEIZIZE] & 22 72 FHBA I3 7E
D770 T, BTV T SCPE R B 2 58 8O 22 U ViE
B DOHNZIITFAME T L TV DIEBIAFLE LT

D. &%

SUDOSCANIIMSA & SCADERNCAH TH D =
EVIRR S Tz, oo BATEREE N RWVEE T
FIFK TR H Y | 16k D B EMRER IR ITHRA 2
Mz 52 &T L0 BN SMSAD B At 2
R CX B FREMENH D, £72, BIEESCIIMSAD
NAF~—T1—EL LCTHATE D a[REMERH D | 2
R 72 B BIZ OV TR L TS TETH 5,

E. f&
SUDOSCAN % H 7= F& T FHEBERR AT I XIMS A D2 [k
NS e —H—L LTHIHLES,

G. WFE¥R
1. FSUFER
B
2. FERE
1) WEKEZ, SFLZIERRL, MR, AHK, F
JNF—, L1 FIHREN L ERITHERE %
A= 2 R ZERIE BB 12 1T 5 E BRI HEBE
I OFRA. FES208] B ARG AR AR A B R TR
£ 20224E11 H 241, . DTH.

H. FnpEMED HIFE - B&iRi (PEZETe, )
1. REFEUS

BA=LQ
2. FERHT ek

BA=LA

3. =0

R FIEME L
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SRR

BHEDRY VJfEZE72L, U UHFRICSUS 2R LT G BRI B/ MM ASTREI R Z DU T OSEBIIHR

ﬂjg
Mo s Rk MR RS R IRABE R AT TSR R i f o B

TS

DEGI] 73 Bk [SEE] mEiduv & 285 CAESRREBE 2R N5 [HUREE] £ o3 E
XEF Tho7eh, DI VENCT EBCFEITEF ThoTo, 40 RIS AT T
TVERE U, EEZOCKIBOIER ORI R E 2 258D 70, 60 FIc YRt 2=2 L, Ui -
B O K, Wi EiE2i v, bO% B OBRICIRE ZllE L, BRRpCIRERIZEI 23, 3-<I
o Tz, BEE MRI C/MMOZEHE % . IMP-SPECT T/VIMD MK F 238D 7=, 70 mkiiC
ADCK3 i F DR ZFR0D e REM R IE/ M ICTRIE 2 BU(ARCA2) L 227 L 7=,
coenzymeQ10 D HIT XV | AV ICFRCTER RGN A R O L 7o, Aok TROmBLE Iz I8k
AI7ZRAK Y IE(1.7-2.4mg/d) 23880, U » OB PEbE S & B HEREIR . 1R #iPH O intact PTH -
FGF23 725, A4 Fanconi JEMERED SE Tz, [#%42] ARCA2 ITIRY v IEZEOF L7 1 il %
PR UTe, IRV MIEITf 2 ORBTTFHARKF L LT LI, BEAER(<2.0mg/dl) TIXETT
PEICH R ToB R 2 B9 5720, BRMITIERZH ST & bIRRM RSN D,
TRIRINEE 22 R FBAE & LTl b2 BB/ NIMISTRIEIZ 3T S BIIC TR AT HE 72 ARCA2 136
RIEEIZE > TEHEERERTH D, HxrBHTEDY, KY VIEZADF L72 ARCA2 1345 £ TIZ
WEN2 < ABNE ADCK3 BT REIC L 2 BHIER O F 7= 72 2R3 2 /lRetE R H 5.

A.| WEEBY
EOKY iJEEAEDFL. U miFEick - T
SEME D M 3 A 3R 1 B AR A B N

Do

E. f&

FHIER(SCARY) DIEM % 7Bk L 7=,

B. Wik

HEDIKY U fE A A DF L7 i et g il
/NI ISFRIAE 9 (SCAR9) DR IZxE L, U DA FE
2ITo77,

(fw L ~DELE)

SCEZ HWTEEARNIHA L., JEFEREICFEE
W=7,

C. HrgestR
U RSN K VIR DER 7B iR e 7=,

D. #%%

ASKIERMN N EE & XD Bt/ MM FTRE 2B W)
T, SCAR9IXCoQI10iZ—HEBIRIE SIS E & 7= 9 EH] 23
HDHTD, BRFZOFEH ZHED TS, AER T
SCARIICEHEDLY v MIEAZEHF L. U U AliFEIC &
DIER DS EE RO T, K Y » MIE & SCARID BifR
PEIZOWTIIARBATH 203, B/ MK FRAE D
(L —ERIBIR AT RE 7R SE IR DSR2 T B TREME N
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AT TR Y VIE X o 0T, U o fitic & D IE

RO e EE RO T,

G. WHFesEE
. T SLFEFR
Haji S, Izumi Y et al., Neurology Genetics, in
publishment.

2. FRREFR

TERIERER, FIRMEED . KV v IMGEZ AP L= F
Yete (RS PER ST/ ICTRAE2 L O 1451]. Z539[a] i
TBHRTFE, AKX — 2021410 H28-30H

H. HE EEHED R - BaikL (PEzate, )
;%ﬁﬁ%
sL



T4 AR ER A GRS R R B & (EEE IR B SF BRI IR S 38)
SyTRAF TR

/IR i 7 o0 T TRAR AR R R 38 1T 2 RFC LB s -ff AT

STHRFZEE - Eilg Y,

Woeh 0 ZREIEZY, RO RS, WALy, = CEEY, HAUTY, BOF Y, B A/, B

KO, RAHEY 2, BN

D) BRBRFPRFGERFGE R NE - BRI

2) VLB R R AR R AL B R R S

M E

fH A A58 7=,

YR CIIREE I NI RTRIE IZ XS 2 RFCT B AR TATIZ DWW R RGE 2 8 Lz, S8 I3RIA
RIFE DO YR EEBBIE A & 57220 840 JEFZ X512 RFCI 51O BRI OV CTHEMT 2
1TV, BRIRAY - BARTFHIRGT 21T o 7o, KR, BEMEZL 15 EFIFE L. £72FERIC RFCI E{s1 B
AT N T AEEOFEG A S NI T 5 7= 512 Charcot-Marie-Tooth 9% (CMT) 1476 4, &M
=z —n/XF— (HSN) 79 JEHNZITV, TN 18 FER] & 20 JEHNZHEAY Y v — b B {HiELFRE L.
RELEZYE—RFEF—7F2HR0ICHLNDAAGCRexp &, 7 V7 KEFHEHI TAHALND
(ACAGG)exp, ¥ AV E7s & THE SN 7-(AAAGG)10-25(AAGGG)exp Th o 7-.
DB OENTIA S TR o 7253, (AAGGG)exp/(AAGGQR)exp % AT DIEH] TITORHBETRIE D

JE—=hFEF—7IZL

A, WFER

WRLCIE 2000 4ELARE, =1 UM R (FEVE 5,
B, Ky, i) - ZRIRIZ 31T D B R MEES)
JiEBEV VIE] O W ISR EAS T-##NT [SCAL, 2, 3, 6, 7,
8, 12, 17, 31, DRPLA, FXTAS, GSS| %k L C
T LT\ 5D. 2019 #1Z CANVAS (Cerebellar
ataxia with neuropathy and vestibular areflexia
syndrome) DJHKE(E 7 & LT RFCI &5 1DA
Y AR HREHEEED AAGGG Y B —
R E DG S, ALE GO THRAEN L
BEARINTWDN, BETIIRMEIT Th o7z,
A CIEIR R AR R E B (B S 237 Yt R BE M
BEBRL) EXGIC RFCIEG T OERA Y ) —=
T EATV, BRIRA - BIRFHIRG AITo 72, E£T2
RFCI & fn1B# 27 T ABEE DR KE % H
5 MM 5 7212 Charcot-Marie-Tooth J%  (CMT),
B = 2 —a /35— (HSNEFIZR L TH
FRRICRRT 21T o 7.

B. Wik

(4] FICp Nk VSR, B, K
VR PRI « SERIR R SICTEE OB A EE A
THREBEVVERI 1289612 DWW T DNAZINE L2, A
S I B AR E S I BE L VE ] 1289111 DU
T. SCAL, 2, 38, 6, 7, 8, 12, 17, 31, DRPLA,
FXTASE L ’GSS (PRNP, P102LZ5) DR
AT 70 B NT—EOIEFNZK L CTlELe=r vV — A
ATV, BPEBI33061 & bR LTz, &7 i YetafifE
M e T 2 FIRE 2 A3 5 1165ER] 2 Rt L 728
A0TERI A R L LT, FIRRICEBIE T RZ2K O CMT
14765ERICHSN T9MER & %5 & L=,

[ 5iE] £, RFCH&EET OV B — MiatERE O
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F#EZPCR-EBRIKENEIC TITo 7. kiZ, U E—
MEFRDOES A2 iR $ 572012, WAL 5D H
5 (AAGGG)exp, (ACAGG)exp & Bt & MG D H
5 (AAAAG)exp, (AAAGGlexpZ %kf5 & L, repeat
-primed PCRIZTE Ze>7. MW7 LD RE
R ZIROTREFNC OV TITIEE R, KEHAL
ERFT 72 Sl oW TR B FHRT 21778 -
7-.

(fFL i ~DELE)
NS DOERIZHEHT S DNA BikOfMHIzoW
TIE, BIREBEKRFEOE N7 AMERMFZEICET 5
M EBE S TR IN, FH B GEEMEMRE R
DOBETZWikd, HF7E BB CORIKBRR O[T
BILOBERSEGT) ICOWTHEEFEHIIFEELE
ICH2ICHBA L, CECTEBTREICET 2 FE
HEE/FTND.

C. WS F
/NI SE B R FRIE 1S 3 T DT CIX RFC ST D
B R AZ1SERFE L. U E— hEF—713(A
AGGQ®)exp/(AAGGG)exp THER], (ACAGG)exp /
(ACAGG)exp 3JEHI, (AAGGGexp / (ACAGG)ex
p 4ER], (AAGGGexp / (AAAGG)15(AAAGG)ex
p UEFITH o7z, Huss 3R & TER], %2
SEG], PRIR2AER], Ky - SR - f&@h - EAR VER] T
bolo. AR EREFRITIBBOLRMEREL Tk
0, kP 7R BRI e < FEMICHFE L TV D &
Bz b, BARTEROMHTIZ W\ TIRIEF i34
9.7E1Ti% T, BERE D L B0 WIRIE TH > 7203,
(AAGGQG)exp/(AAGGG)exp DIEH] TR JELE
MR MER 2 o o T2 [FEROfFENT 2 CMT 1476/
FICxF L CAT o7z & 2 A, I8EFIZHI Y B —




N BEARIES B S 7z, ANIMIGHR & [ I R £
I <, &F & FE ek TAAGGG)exp, (ACA
GRexpDIFEM) U B — hEF—T7REIEINZ. £
7-HSNIZRT 2 AT TIE20/7THEFNTIFIY U & —
NEEMREDN R SN, & bHEEOSWRKES T T
Hoi-.

D. &%

20194 IZCANVASDOJHK & U CRFCIE( DA
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