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W, 7Ly TIVIBEE MR LR EFERL TY
RNVRIR T T, BREONYOD &, BALH S HEA
PATHEPL R L H U ERICRIEMICER I N,

2. SCAl14 OERBERFOEEICDNT

A D SCAL4 &Iz PRKCG #iZF£ 18 =
Fv 2% PCRIZEICTHIBL /=1, 8¢ DNA > —
b LY — (ABI PRISM377) & B \» direct
sequence {EIC T U 7=, MATEEH® SCA &
EFERPBEEEIN SCA FROFIKRHE 24 &I
DWT b RROIER %275 /2. PRKCG Bz TER
MEESNE, FORERITIDODWT, ¥l & LTt
W 50 4. SRMBME 70 BE WLz,

3. BEEME SCA ITBITD PLCB4ABBFREIFICO N
T

BEAIDBITERNEE I Nz SCA KR DFM
BH24H0EMBE L, TOBERREIL ADCA |
M6 FTR(25%),DCCA M 18 HKR(TEX)TH - T,
PLCB4 i TO& 40 T % PCRIEIT TG
L%, Y DNA ¥y— 2 £ >H¥ — (ABI
PRISM377) %\ direct sequence i THET %
1o,

(B COEE)
WTNOHEIZBWNTH, b N J A B THE
RIS 5 (e et (PR IS H3 A 29 HX
HRE - BAFEHE BRBEERAERELS &
RSP U B THER L AL KRE AR O
WEEEDORREEL . MHREIIIMAEORE %3¢
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DEBEETIIMID 4 &5

FTHHAL., XETHREZRZ.

CHRgERESR

1. SCAS DERRIBIZDWNT

SCAB HTIL 25 &% 17 ZOHR,  ‘HEW
BEOEHTHNHERZEHEL TV, F055
¥ 80% DA, F L EB) IR DBz DB
BN S, 2O XD MHFHERICEN DN T W, il
‘5E50&E AEHET 3
DATH=,

DPN {4 SCA6 ¥ 21 L0 HIcBgaIN=, L
RO EERE S 7= 17 %2 T2 DPN 238
EBIT, =@ DPN ZHEWRHEREZBRE L=,
SCA6 @ DPNIZ7 L >y THVIREOFEICEDL 5
TEEAHETH 7=, SCA6 BELISLTId DCCA 2
£, MSA 14 7T%H DPN 3@ sini=n, 71>
v LIVIBSE T TOHBIRRIRERMIBR B D TH o
2o TRNHDEERED, DPN I SCA6 ICE T
R B, AR R 2 A AEERICEE LT
WaHD EHEFEINZ,

2. SCAl4 OEREBELRFOREIZDNT

RED SCA14 1B W T PRKCG =T 380 &
BO7ZFZoNF 7 BT 5 —HEERE
Bz, INF 127 BBDOTI JBEIINYI >
METINF o icEHT 23 Xt /X TRTH
o COERITREELREZICOHBD SN, *
RECIIED NN T2, § é@m%ﬁkﬂw
KA%%%Z@@J&PM@G@E? S EILER D
SNhof, TOTELD. D SCA14 B
PRKCG B TFARICERNT 2 Z RN,

3. #EME SCA BT PLCB4BETHEITIC DN
-
6 BIZBVWTABEOLY ) > NERTELE
Rl LNLRBNS, F—IN—2Z EINS5DHE
%E%’f& 1ZBEIC single nuclectide polymorphism
(SNP)YELTHEINTBY, HINEFEIEVNDHOD
EEZBNE,

D. r(pnlm
1. SCA6 DEFRIRIZDNT

DPN KOZIUTHE DI EENT D AHImEIRIE, ﬂﬁ@
RELD SCA BE LD ® SCA6 BEICHEEEICR
5, 35 SCAG DERMRBEEEA 5N D,

2. SCAl4 DERBEZTOREEITDINT
SCA14 1 PRKCG BInFARICERNT 5,



3. BEM SCA 2B 5 PLCB4LEEBEFMEETIZO N
T

LSEIORFTIIE G SCA ~ET %5 PLCB4
BETERIIBD NG, LELENS,
PLCB4 133815tt: SCA OFWBBEHELGTTHS
ERDONAZDT, SBRLEBEROSBREPLETHS,

EMfFHE

LERXHE
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2). Yabe I, Sasaki H, Tashiro K, Matsuura T,
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BAZBRAMREHDE EHaERERRIFREE)
. 7’1‘%%::1

EHT

5 16 Rtk BB

ESH T D H R AR R (M BB M /NI ZE

DRRE LT DFEE

SR TLE

Z D 3EEIT,

A, WFZEEHE
BrBAROBRAEEEREELENE
INHZERRIE(ADCCA) DFR R L BER L .
FTDHEINSCA6 THD. FRHFRIIE 16
Fova gl (16013-922) ©F 10cM @
fERiICE#EHT I EZRARVWHL 2
(Nagacka et al. Neurology, 2000), Z4E
DEEFREIE. BEicHEIN TNV SCA4
B TEBIZIFE KL TWw/z (Flanigan et
al. Am J Hum Genet, 1996), L2 L. SCA
4 EAFETIHERRMIZIEINZ DRIz TH
V. SCA41Z, kE&ERI1TYNEE—FR
DABJEIN TV SRR E T/NKEFZ
RO BHIENh, REEECRKABIITE Vo
TRMEHREEN 100%I1CH 5N, i
BB ERALSNSHbHD. —FH. BIE
134D ADCCA DN THEMNZNDD
ERDbN, BERREE (P15 55.9 ) O
ez /NIRRT, RECERRICEL T,
FIETRLOBEETHS (B 49 ).
L7 o T, SCA4 & & E & A allelic
disease TH BN E D NESGHEDIHITITLD
B TWSBERH D, FEIZDNT,
IS DEHDERD DNAY—A—%
MRBLUEKR, OS> TIE, 2FKRICH
B BEIBENTOYA T 2R, FHHE
W28 3cM 2 7= (Takashima et al. J

KB HE EEEREERKZERFEN RS

oH #R

TalL, B 16 ROERENICEE T W R ANREIRE R R E /K
EMEDOFREEETFOREZTT D Z0IC,

INT QY A TR - BTN 21T 27,
FOWER, EMESRORKRDAATKRIL., BECEEREETELERHLE, F/-,
SRR FIR B TR BRI L R LU,
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Hum Genet, 2001),

Hi3 FEXTIHELEZEBD, HaWn
HiEE RHUZSE 1 6 BRAAKICEHETS
EEECRELEE/MEEREICELT.
NET DRI aFra—=
TORER, BAEESIEH 3cM EEZA5N
TN, ZOEBRNOY1 703751
 DNA v —J5— & sequence tagged site

(STS) ~— 4 — % B W T bacterial
artificial chromosome (BAC) 7 a—
CEZEEL. BAC 7 o— >0 EFAL

(contig) DEEETN, /-, NEXIN
T — I R—ZADETEFTFOIFEE, D
BAC contig I[d&mAKTH 5.8Mb DEBZE
THILENNoT, 5K, ZRFTOD
NTOF A TR OFER, HI3 FEE T
{EAEFEIRIIN 4.8Mb £ TR DIAD -,
ERBN, BHEERETEBRETEORE
L HHREEHERETHD, BELRNGE
BEERf2BY 574 E, CAG JE— |k
ZEOREVOYBYE—-MFIIEHRLTHE
D, TOHWITABRENTIEL SN
DT, VE—MIROBFEEZBREL =,
COEBRNIZED 515 tandem repeat
Z, UE-MNEEOFERIIODWTERITL =,
HEEFTOEZA, CAGUE—- 28D
THEMN2E—-FNOREHEIZRDN -



TR,
EWEOEHBE., TDFE 16 Ak
ADCCA PEREZTFEEEL. TORE
BFOMHEBBREORREZITOIZETH
5,

B. WAL

HEINASERERZTOEMEBEZ XS
D S5-I, 2O hzET, &
ENTRBINHBEMORIHERERE
BimL., Bmo<vrs 09575414 DNA
T—h— 10 . BIUVBEANHMEICEE
L7 15 Oo—h—IZ2o0nT, BEBX
VDEERNBEDS /A DNA ZHWT PCR
2N, st A - b= —2HN
T2, TO6FRREDOHFEL 2N
Ty A TERTHEEEREL .

T, BEHRESORICEENI IERETE
F=FR-ZADHFNLREL. TNTNIZ
DEIYY VEEUHEBEZHEETSL DR
ToAT—FREL., BEBIUVIEEXE
HD45 ), DNA ZFHWT PCR &7\,
DNA #H¥A— b —F T —ZHWT
B~ T72TF0n. BROAE
WOWTHRBLEZ, £, 7/ LBHEMLS
5 WMddNnE3 mOBGTRERNEGS
NRZNBHDITDONWTIE RACE k2 HWTH
HEEFZREL. ABRCEETOLEROE
WAL, TNETRBHRLEZBET
DOEEIF 50T Eo 7,

IHIT. A DERLZFKRTH®EHAN
BoNZOT, WHENREBEEZT- 7,

(fHEE TOERR)
BRTFHEFZH L TN
3, ENEEHROMEHAEICH - L AFETA
DIF—=LRaACERRET. XEIZT
REEZRD., ERz{To/, ‘

C. WoEHER

1. NTa% 1 TN

iz OB 25T, HEENRBINS
FKRITL 2ERICE DL, BBROYA Y
O35S+ DNA v—Hh— 10 B I
BaMMmBaIc RHLEY 51— 15 @, §
25 ficD&E, NTOayA TRFTET o E
B EBEOIY—N—RDOWVWTERRORIE
ENEBBLETVIEZBELTBY, BIRE
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RERDZ, TORE, K 48Mb Ho
To MR 600KD Ik 2 Z &N T
7=,
2. BETFMEH

ZOEBIE. EBTFRREEEICHEEL
THD., BB FEINTVEHDOT 30 LL
EHB, INSOEBRTFOFIET TR

BPRIRWVWEDRE, BEUEELRERT

BEAHUE. AEITEAEAREEEHS
00 AIIZR SN TV, ‘

3. RERMRE

FIMFAFE TR 96 MO T, MK
RFEMN 70 mELDHRL, RINIHE
EEESRRE LS TV,

RO RTI/NNERE EEICEE DS
fiZaiBdIz.

BRI MY EE O EEN S 5 1,

BTV F 2 DRI D25 - MRl
RO BN, BhRMEOBREZIRETH-
o ZOZEACII/MRBEILICHESEEDS
Nz, BIKTHDE, BHELETIF
THIFOEBICE Y BN Ty At %
Wz, Ik, YFTAREIKRITERY
BRIFTR T4 PO TRETEE, DT
ENT 7 AREEYODELS Ed—Eid
FI TP UBETH ST,
KIZ, TIF oY —h—THdN
WETF 4 T HREREETD &
RoOREEREEZZEBAEMNSHL
TWBEERTIVE D THENED Sz,
AR NRRHEHFE L 2O TR TEN T 7 R
BEBENER SN, BROROBEDNA S
N, THWREHENEAZEDDOTIT., Bh
ROBEHNE-ED LTV,
AEFFUOREETO TS,
BLdA 5172,

Fiz, LEICRLUELD B RE
ZREERTHOFZBNTH, R0
FREUEBETFRENERIN., FHEEN
A EBEFEAN LT 1R TD e
HEA U 7=,

N5 DE

D, E. ZRBIUVHER

IEMOMIC, iEHEMrSOHmATE
LIZEBHIORREZEBMLT, NTOvA
TR ETOER. FEOEGEFOHEM
fEE % G600Kb IR DI ENTERE, Z



DEBICEET HE LT MU R,
BEREIUBEERERTFELLE D BSEEBTFRIC
RUR, AECEEARAEEFICHERS
ntnikh, BE, TR EOERTER
THBENEIMIZDWT, HREEZE B W=
BETOGREEYOMITE2SD T, FMiC
BRELTWS, £2, ZOEETIIHEEI
DNTHSITIEHBH LTS, 2o n
THBEFHL TS,

/-, BHEPURRBET S HER. EiF
L+l E < ED
—HEBF TR T BETH BT BN
Ty AREEERD., LENTTIVF
THIREAEM: - T 28T, ZNIZA
NTBTFTARKERBEEL TNDE &N
SHREMENEZ 5NBH, MSA ® SCA6 %
EHTNF o ITHROEEZRTHOER
THEDLNIWI &, F/-. E#HEREL
ZRTMOTRBIZBNTHECEETE
{LRED N &5, BIFHIZRHN
BB THBEZZ LN,

F. EEARER
VAR

G. MEHEE

1. WNEHEE

Allgkth, Bk, KUHE, AR, KE
. (BRETHINKENE ETE
REAOERBEHROIZ] 5 16 BREEKE
Wi S T B 1B MR 3B A PR /NI SR BRI E
HEAR 60 B 5 B Paged62-
468(2004.05)

Li M. Ishikawa K. Toru S. Tomimitu H.
Takashima M. Goto J. Takivama Y.
Sasaki H. Imoto I. Inazawa J. Toda T.
Kanazawa 1. Mizusawa H. Physical
map and haplotype analysis of 16q-
linked autosomal dominant cerebeliar
ataxia (ADCA) type III in Japan. J Hum
Genet. 2003; 48: 111-118,

2. FRFER

BhOSROK, mIilEkth, = BANR, KEEIEEE.
16 BRESRIEHBEEEEERE
PEZEHE (16g-ADCCA) IR K& 2T HR 3.

CTFERE

% 45 ERAMRSESRS.
4, HE)

(2004.5.11~

anlgdh, B ORK, RMBER, AE %,
% B, KEEERE. % 16 BRBME R
SR B 4B TR (5 2 E MR NI ZE W E O IR R
B - MW EEROBIZE. 8B4 5 H AR
Zoie (2004.5.11-4, HED)

BBk, &= OBIE, B ki, BEE
B, KIE 8|, KE EE. E 16 B
BRI EIHT 5 B MBS /NN 2 FRE O 3
EERREH. £ 4 M HIHRESR
£ (2003.5.15-7, #EE)

KMHEHE, Algkth, G0 X, @t &K,
KRERE., 5 16 ZRERICHEET S
B NENE 1 RROBRK - MR5 2
MATR. %16 7TEHAHEZEEEM
#4x (2003.11.29. HEFH)

F HNE, B ORK, BE £, FiWihZ,
AINgRt, KEEEE. 5 16 BRAMICHE
B9 B T Y 0 R R R M /N 2
HE(ADCCA) DR MEE T OBRE. %4 3
B B AR (2002.5.29-31, LR

BlOAROK, FOBE AR, KEESEE.
3 16 BREKARMICEET SEEEEYE
BOE M NSEEEE DRRR FEIRRE.  F4
3E HAMRERKRR (2002.5.29-31, 1L
58)

H. HIBFrEEDES
QW



B EHREMEERMBIE (HRTERETRIFERE)

REPIERES

IR IR 2 R T 2 W R AR EIE T NNEE OBRIKKN ., BRI

AEPFEE WM 65N
BIRBRFIAGER ER SRR AR, EHERYE

HFEFFEE  &UE . FEMEL KRER—-. HH

=

FEHA, HEET, AHARR

MEEE

I L FHET L R FEAE O H R AR B ERNMEEMEDEH 8 R 15 MICONT, &
PRAGIZARAT L. FIE-PERIRARRIE, 2K, #HEATRL, MRIZREX DWW TREDRKHZEXR LD

7:;-
—o

BETFWICHBRE L, 2 SEEMANT CldBEF < — 77— D16S3141 T Lod score 6.01

frisfEzRL,. BAHERRE,

16 ZHAMITHEIET 2. SEFEED pure 72/NNETIE & 8D

ek, E5RNTOY A TREITTIE 1.25MB O#IFICFEREETOEEEREL 27,
ZOHBENDOITRTOBEFEY VT AT LN REBICEET 2BETFREEIAS
Nnizhotz, %id. ISRLDFLNWVEHEBERFEHEEOTREEEZHRELDD, 1 hOr
DY, BHi/zY E— MK, micro deletion/duplication D ATHEM:, A F LD BE7x EGE/L <

FARDLEND D
SyHBEFESE 0 WM A

BBV K FE R FHR G HT5ER
MR E  HRENEL - EFRSE - B

A. WEEHBY
IR 23T B BB RED R RAKEETH
INIRAMEIE DERERBVE S, B ROEENIREZ
B 5 MITT 5,

B. WA &

HBESRR IS5 HITDNT, HRANICMATL.
FENE-CRE AR A, ER, MRERT R, MRIZ2EI
DNTEREBEORFHZE LD,

b N L BEFREATICN S MEEEHTHER
U O WTEHMICHA L7206, X
BIZTRIEZEZ8HK ARG (ODLHEE 24
£) CPWTERETFENRFZTTS 2.

BUDIZ, BHIOBETREDOHEEZHNRD
7=, SCA1,2,3,6,7,8,12, 17, DRPLA {ZTD
T, PUTL Y FUE—RORFEZFHNZ, K
1248 DNA ¥ — 71— % fl W CRE T E SR
BTN, REBEGETFHEERMLERELE, E5

12, BOAALTZEIZH S 36 DEEZETFIZDN
T. BHIRESP L splice site D~ T A
T ERfTo 7.

C. HoEHER

1. ERARAEVER

1) 40~65 K CHRIEL. WRAFEEREREO
B ERT,

2) NREIR (BRTHEEXRZEMERE) T
FAE L. BREREIT .

3) FCRAAERIR R DR MU & A i &
T5,

4) AERDSMC, BEORKHNTTE, &
BEOFEAHET, BRERSE (RICHEBERER
=) BER5NS,

5) EfR . MBI UERETROSERE
BT,

6) FiR/nEDRFHERZL,
7 EEIZEGTERIIET.
Y FIVF LU KRR ZERIBIE O,

9) BEHID SCA BIETRERL,
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2. BETEHRE

SCA1,2,3,6,7,8, 12,17, DRPLA IZDWT,
MU T L w P E—SOREZRNZNEFE
B VAV ARSW A

KIZ, D SCA L DR ZHRHRD7=80, #
SRR CHERE SN T BN DB LG T
JEIZDWTHRZEZ A, HE—, 16Q22 1241
BB —ICHEEERD 2,

2 SR T, BT —Hh—
D1653141 T Lod score 6.01 /b EWNEERL
7. ZOEE® 8 DD —J—T Lod score 3
LB EER Lz,

NT Oy TR, BETFIY—Th—
17msm (BE{E) & CTTT01 OREID 1.25MB D#
IR RSB TOFEENEZ 5N,

Z M 1.25MB OFHEIZH S 21 OFERET & 15
DTS LATHFHINEBETORTTT, 7
DOBEETICBNWTIHEOEBRTAEENRD S
Nz,

ZFP903iE =7 T heterozygous 822insG,
29polyglutamine Z & THAPII T, 1
glutamine deletion, D44 DDF LN —Z
TUANY T hEEDFENINSIE, KA
& co-segregate L CWRM - Tz,

homozygous {ZEEHIERZ FERFDEEIC
BT, PCRIETREERTT LM, HLHM
IRBERTOREIRD N T,

D. %

AFRRIT. BYREED 16 BYAERITEHT
%, EEEFERE D pure JR/NM A IRIE & ROV
5N5,

ZofEEd. BRSO SCA4 £/z13. 16g-
ADCCA (16gADCAtypelll) & iR A HE TH D .
SEORF N OEPNIZTRL DT —FIE. FF

TOWEDIFTIEFRFICEELZ, T OEBIL,

1L25SMB iZb b 5d, HESINDHDES
¥, BETN6HHD, BEFEEDOENE
HTHol=, ZOHBOELSNDTRTDH
BFE—0 L AT U, BEICEEET
LELTREEIAR SN2 2,
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ST, S5RDFLWRHELRTHEEDR]
BEMEERELDD, 1 NOCORE, ik
) E— . micro deletion/duplication @ FJHEME,
AFIALDERE IR EMRIE<ANDUEN DD &
EZZ 607,

E. #&i

1. WL FRT 5 B8/ NEZEMEAE DR
ZEAB MU,

2. AERIIT. YNF LY KRN
HDHMEN,

3. BEFHRNTOMRN S KRBT 1622
2w T3, SCA4 £/21d. 16q-ADCCA &
H—DRK GEETERY) TEISHEEENS
U,

4. fREESE 125MB ETHE - THD,
RREHEITDWEEZZSNS,

G. BHERER
1. @X(HEER

1. Hirano R, Takashima H, Osame M, et al. Fine
mapping of 16q-linked autosomal dominant
cerebellar ataxia type Il in Japanese families.
Neurogenetics. 2004, 5:215-221
Takashima H, Nakagawa M et al. Mutation of
TDP1, encoding a topoisomerase I-dependent
DNA  damage in
spinocerebellar ataxia with axonal neuropathy.
Nat Genet. 2002 Oct;32(2):267-72.
KRERE—, LR &I B G848
B, # Jtsh BBHIBRICERET 5 FER
s E R AR REE TR/ NNE M E
1R 60(5),477-482, 2004

repair enzyme,

2. BRREK
% 45 [0 B AR AR S(2004 5,31 30)
= ES

MBI LR T 2 HRAKEETH
INFAZEPESE DERIR Y, BIRZERIIIZE
REE—S
IR £ 58 T B BIEEEE BN
A MESE DERIRBYRFBIC DWNT



S BRI ETIRE RS (AR EREEE)
WEmRREE

B R Eig R T 2 BRI B /N2 PR E O EE S AR AT

SHERFEE MHEE— FSNREEFEE=ZAR BE

HERTZEE  HHML V. EKMEE Y. MBAEY. B OB Y. BEBL Y. BE
IE.E 4)

D EINKEEERBREBET2ERE, Y G IR RN, Y R
BEtENAE,  BRRT LR RERRE S FER S

MREE . EFEARMIBICERT S ERECTFRATOERGHELEEREOE
BN EORRMSER AT B E UCHEEMRBIT 2607, BEE 6 428D 240
MEBNIENELNTE 1| RRICBWITET LA ) =0 T {To/-E 2 A%
BOPRBHRIZBNTLOD N 1 2825 DNA X—hH—Z2RHBLEN, Wihedg
BAEEARRTSHAL0OD E>3)ETIZERS Moz, TOERELT, I—HF—
MOBGEREEENREN. &, BEREZSD TARROBZHOE RN BN —
D7 VIIVORENDELS, X—H—DATFOEEENENI &, BENEZS
Ni-, 4%, LOD>1 O —H—2/FR0IZ, TORAIE < —h—%28/EL THE
BN LR D ADTFETDH .

A TFRB® BEAT. EFRNICEET 2 ERER
VEEREETIKETRIZBIT2ERANR TFTREED ADCA OREZHHAT S Z
BB A DOBTE/NKE EE (autosomal 2 HEIZ L 7=,

dominant cerebellar ataxia, ADCA)86 3%

ROREBHEELZMBTLUIZER. EFRT B BHIRAE
BHREETHERERELRFREED ADCA WHRIIEFEFATBIBHE D ADCA
55 RAE(CS%) EBREBICERETAHIE KRIFRTHD, FEHIEFZOFNSE
BEBLE, LD INOORRIERR DEOBREERGERE 6 H2FOTH
VRS, A, B EDLBHERL REAT 2 2)RESNZ 1 RKRERAO
HURICEE T AERNR OGNz, £ir TE&T JLDAZU—Z T %ol
BRANCIZC NS OREEFRZOKREN FEMEMERN S5/ LA DNAZHH L,
RAEMDIREICRET S BERETHEOME:  ABI  PRISM Linkage Mapping Set ver. 2.5
INKEIZBR L TWE, ZOL3RARE  ZHWTS /L LEOK 400 D DNA ¥ —

55



J1—% PCR THEIEL /=, ¥IEL /= PCR
FEYIT ABI 3100 % A WTHY A X%
ol &EoNiTr—4%b 212 MLINK
WCRDTENT AN U ST & T
W, &I —H—iZx9 5 LOD EEEH
L. BEEROKVIAAEITS T,

(fw3HE TOEE)

TS (e NEEFHAE) EUTE
INKZEZBHEREERORBEB,
BIETRITICH o Tld, BIgEm#EI
HLUTOEECRICLBHBEZTN, 1
>3 —ALR a2 bEE, BIC
FREZTOMAZBENIC L MER
FHETHD, T<IEHRENICER
EBHRNELNEHDO TN &, FEHI
ELUTHRIIEARWS &2+ 358
U7z FE72E. BRETHETERIIYE
GETZEHICPBWT—HEEEL, BEAR
MORBICITTHICEEL /=,

C. Wk R

BERI10&ELELAE. 83, 6. 8, 10,

16, 17 BHRAMKIZHRAK LOD EN 1 &8
ABT—H—W<DNEH LN &
KTH 1.7EEIZEEED, LOD @D 3
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EAFEMABRGDE (HHRERRAREE)

HBEMAWES
BAGTEEEE/ i S FRSE 6,8,14 BI(SCAGB,SCA8,SCA14) D=
SEMEE NEBE EBASRERAMENE

HEPEE : MRS, FBHEX, LEX. GHEHE. RFE2. Sikfgs, hEEE.
NABR. BEEZ . FREIXY, EekaiE>. BRERY. MERESD. FRRTRO
EHEW, FTAEF . B BT . HLERTO. BUEFY. FEMREY
BRERFRERBMEEAERL "IEEHRESERE. "BEEERKEHENH. YENERX
25 3MEL. BARIASE SRR IFSHREMENEL. MTRBERMENE. VKBRS
KER W - BHEE O RBERIUNEYTF—2arerd—, "WFXENFER

W98 S  Spinocerebellar ataxia 8 (SCA8) IIEEME SCA @S BEMH— CTA/CTG U E— K~ D
HENEEEIZ> TS, £ SCA6 1d. HFRIZ—BBELL, BRTHEEKRIZIZWVLN, Z0
ATFHERIITHTH D, I5HIT SCA4 1. TO5A >FF—1F CPKC)DHRERFRN
FHETHD rPKC DI A ZAEENRERREZEZSNTNSEY, BATIRREZESTN
TWBDHRT, TOHE., RERERHZEANEZ N, TNSOMEEZHLNMNITE2D. ¥
2000 L OFM/NMNYEMERES A T —2RR L, ZOHE. SCA BEBRIIEEI>
O—)VEHZHLUAEIT large 72)) E— MEB5=CTA/CTG<400)/"% <. SCA8 CTA/CTG ) E— |k
D SCA DBEEGRHRIN-, SCA6 CiE. 3DOEELRNTOVA TREEL. 56 2D
SEMICFHAL. XD 1202, TE - Bl AICRKRENRSTZRT IEEHALSNILE,
I 5Ty PRC OFi/-RERIZES SCAl4 RARZFEL, PRKC 04 F 4 VHZCEBLT
RIT 2T, B2y PRC BEBICHANTREKRZ BRI S I &2l MC L, SCAL4
WY UNRVBEOREEREZERE T H5MREMMEICIDIET S I LM SN,

A. BHIEERY
Spinocerebellar ataxia 8 (SCAS8) i3 i#& & %
SCA @D bHMfi— CTA/CTG Y E— b OFEEN
BEE->TWWA, £z SCA6 {X. HEZ—
FLL, BRNTOHBEAERICEZWDE, TOHTF
MERIIFRHTH D, IHICSCA4IE, T
F4 %I —F CPKC) DR RIIL N T
FTHD7PKC DI A AEENFERR
EEZLENTNAN, HETIRZHREEIN
TWBDOAT, TORE., R ERALA
N, INSOMEREZHLNMITSED,
SREIMBREZ I T —2RBTHI &
L7,

B. i 5%
SCA8 DRBIZBWNT, SCA E#F 694 4, PD
EBHF 4%, ADEFE 1584, E¥a> b
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—Jb 327 iz LT PCR BEE/-3 0> 7o
w T4 27T CIAICTG ) E— N ERE
L/, SCA6 BE 150 £ &EHI ha—
JV 100 %4 & xR E L., “D19S1150-nt1457-
nt2369-rs16031° D CACNAIA Bz THNI—N
—ZBWwTNTay A TOREETo 7,
SCA14 \ZB L Tid, vy PKC @ C1 #Hi(exond-5
) &Lz, BAOEEFREZRAL
7ZARFEH 650 NEKIEREZEFT 56 232 AD
) LG v PKC BIEF PRKCG @ exond-5
Z PCR Lo THIEZYE., ZOEDZE
Denatured High-Performance Liquid
Chromatography ( WAVE®) AW TEETE
REREL., TOBEBEREMBITEICLST
WRELUZ. ISICER v PKC-GFP FEHAN
y—EEML, SEEEHRICERIE, B
£, SRfEcEs oA 0 —3g 2,



