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ERERIIET | HEERICL DI AL AR
ATHD, WFhLERBUIFE 4 =7V i
BLTWwe, 2T FAMEEE R THWARNE
BRIz PN T, CORETFERERNLE,
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B. I HH:

HRSEPMTICE U SCAl4 LRI NAER
FRTHD, HBELTHAD SCA A TFERMNE
EINERAFRHD SCARRDOHEH 24 4, @
BESOHTH D, WIS OTICNA TXHTH
REEEHRL, XHTREREE. £ O
R ERSORBEHTIT /.

PRKCG B&EEF2 18 TFY % PCR ikicTH
#§ L. #Y DNA =& T 24— (ABIPRISM377)
% M\ direct sequence iEICTRENTL 7.

C. TRRR

SCAl4 £F A NS FKHAIZH W T PRKCG itz
T IO FBDTY TN T v icE@RT 51
HEREFED, i3 127 BEOT7 I /B Y
NEIUMSFNFZVICERTEIALEVRAE
RTHo7., TOERIT, MHEBICERDO N
Poje. REARGTHRAOHERNE SCA RRDS
S 24 AIH, RROEREBH S ko k.,

D. Z8&

BT RIORT L DI, £HICH PRKCG itfx
FTERICERT2HRBOES Z EMHRENS-,
FREATRD SNEEREIT AV ORRTRE
ENEEREBERTWEMN BaxTrV 2
T2 & &i3dE@ U T Wiz, PRKCG K catalytic
domain & regulatory domain @D domain
2D, B4V . F®OI 5 regulatory
domain CD cysteinrich &2 {E3 TdH 5 Cys2 fEEH %

FRLTND, OB Zn © diacylglycerol

PRETEIMATHD, I LOBBITEDE
REMVEE 0. HRNHREESBIET S &
RASNTVS, BAEDE IS SCAI4 IZMEBT 5

FRRASTE ATV ICEBLTED, ZOC

ERCOEBEBHOI 2 AERIZED In
diacylglycercl & PRKCG O&SHEEF LEERE

BEEMEFT AL > T, RAOBFITE D

MNEBREICERE S X, KBREICEEEEN
HHZEETRRLTWVS,

Ekifh
SCA14 12 PRKCG EFH 4 TF Y b5

RERCEET 3. &5 BIZREN NEEME &

FNTELEBBCSThTE,

F.GR R/ b 4 4R
BT RETERL,

C.HRR%E

1. imXRE

Yabe I, Sasaki H, Chen H-H, Raskind WH, Bird
TD, Yamashita I, Tsuji S, Tashiro K: Spino-
cerebelar ataxda type 14 caused by a mutation
in protein kinase C gamma. Arch Neurol
60:1749-1751, 2003

2HRR

Yabe I, Sasaki H, Chen D-H, Raskind W, Bird
TD, Yamashita I, Tsuji S, Tashiro K: Spinc-
cerebellar ataxia type 14 is caused by a
mutation in protein kinase C gamma. American
Neurological Association 128 annual meeting
and the 6% annual neurology outcomes

symposium, San Francisco, Oct 19-22, 2003
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BAEHBEFHRREISE ( SRR )
SERRRES

HEE/BZEMEAE 6 B (SCAS) DEIRENRORE

SERRE NLEE LEEXFRXFRBEMEAR

#EMEE  FERX, HBHE, RFR, SHEX, NRME, LB, hEER

LEXFAFRBEEAR

BB

R - BT I @ WRE S i 2 RS TN ZEtEE 6 B! (Spinocerebellar ataxia type 6, SCAB)
OREHYRERSNICT B0, SHEEDRICDOVWTHERMLUL. SCA6 OFEMET CACNAIA
EBICEET S DNA £RIT—H—2AWTT LIVEEOHRITZITY, 512 SCA6 RRICHBT BN
Ty 4 7OREEEEH A EOBERICDNTRI L. BHEA SCA6 REDOKFITHFTS
NTasA47-a7&[L, 3 MAOXENTOIA THREENE. 055 2 MHREENRL
WafiERL, 5 1 fBEUT. hE - EEGCERRmIRIEE N ERNTOS A TOH

HEE TNt SCA6 ORERIE QMBI S M EICHET D T EMmman. -
A BrFEER D195840, D19S1150, D195226, Di9S885) &

ikt 5E 6 B (Spinocerebellar ataxia
type 6, SCA6) 13, FEHEIC HIBRAY AN
FIET S, AR, E<ICHE - B T,
HRMICHTORDRBEHENBE N LAY S
MIZENTHY, TOREMNFRZHOMNITT
BlONTOFA OB EITY, BIBEDHR
IZDWTHRE L.

B. ¢

Bk > TRIEDOFH SN TN S SCA6 BE
B 150 4 (FRIECEMRIT 24-79 5%, W1949.7+12.0
R ERBRDOEFCHGHREREHOMRET 100
faxtiE L, SCA6 DREB{EET CACNAIA
D CAG BVRUENNHICHENTS b HED
TArvO0YF T4 b —Hh—-(D19S221,

3 A OHERE L RI(nt1457, 12369, rs16031)
IZDoWT, ZUIDBEFETY, SCAG H &R
WHEOMTT LIVHEIC D WTHIHFEIRE
EiTo/. E£/, SCA6 HRIZBLTH, NS
O%-{ 7OREEHEMMEE ORI DN
THEETL .

2. AUFEIRE N A RHETFRRETEIIEC
95 MG S (Esf 134 3 B 29 QR
- BAREBE - BRERGSERE 1 85 Ik
TE, ERAKFEATHEUERSORRERT
554 Thg g AR

C. HFEHER
A0 FI5A - H—OZBIC DT,
D19S5221 13 18 FifE, D19S840 (X 9 Fhi,




DI19S1150 X 10 f@fi, D19S226 I3 14 i,
D19S885 i3 11 MM 7 LIV &8 DY %30
2. CACNAIA D DNA ZR<T—H—0DS
B, D19S840, D19S1150, nt2369, rs16031
CBWT, SCAG FreRFHOWMBEWMOT VIV
BECHSTEMAEREZED = [p<0.0001
(D19S840, nt2369, 1516031), p=0.0006
(DI19S1150 ) ]. SCA6 H % % 1t & I
* D19S1150-nt1457-nt2369-1s16031 " @
CACNAIA BETFRHY—A—2HLwTNnTos
A 7 OREET 2R, "1-A-G-C", “5-A-
G-C", "9-A-G-C" © 3 HFOEENTOY 1
TEZEER, “A-G-C" LW HBONT D
4737 EERO S1%ITEEDT. SCAG RF
KBTHTENTOY A T EH G0 & OB
T, “1-A-G-C7, "B-A-G-C” £ Em
WZIRWa MR NN, “"9-A-G-C” {3
E - MR, RICHEPNGRETICRE RIS
WO 5N, REICHBITS SCA6 KB
DFHE LEDHTE.

D. #%

3 EHROoXENTOSITOIE, “1-A-G-
C", "5-A-G-C" IEMOomEE—BL, 2F
ISR WA AR S 7z, ARFEICTHBIC
BlE &3 “9-A-G-C" &, TOHMmIT g
FERMENE <, BT, PE - DG IR R
TRIEEAES S, E - BT ICBiTS
SCAG DO REHIEIL, HBEDEKIEERIZ b~
TE<, SEMIZAHETDINTOZ 1 TLUMNIC
b, FICHRRNGREERTHHENTOS
1 T OFEEN, RO SCA6 DBIBRDIESE
RMEOHIIZRESEEL TS HEEANRE
SN, SCAB6 REDKHE, "A-G-C" &1

AINTOFAT- AT 2 H/THHMDREMEN S,
ENTNOEENTOY A AITHET S 3 fisd
KR LEEEASN, FRENONTOY A
TOMEEEE A, SCA6 D FEsESIE O H Y
NMECEET L ENREaNnT-.

E #5i#

BAAN SCA6 RRBIIZIHEFOLEENTOY
A THEEL, 036 1 EHPE - B
HORROBATHETL, SCA6 OREMEED
USRI MEICEET S,

F. fZEEfalafi®m 7zl

G. WrER*E

1.0da M, Maruyama H, Komure O, Morino H,"
Terasawa H, lzumi Y, Imamura T, Yasuda M,
Ichikawa K, Ogawa M, Matsumoto M’. Kawakami:
H. Expansion of 44-47 CAG/CAA Repeats in the
TATA-Binding Protein Gene May Not be Fully”
Penetrat in Spinocerebellar Atxia 17. Archives of
Neurology (in press)

2 Terasawa H, Oda M, Morino H, Miyachi T, 1zumi
Y, Maruyama H, Matsumoto M, Kawakami H.
Molecular basis of prevalence and founder effect for
Japanese SCA6 population. Neuroscience Lett (in
press)

3. Honjo K, Ohshita T, Kawakami H, Naka H, ITmon
Y, Maruyama H, Mimeori Y, Matsumoto M.
Quantitative assessment of cerchral blood flow in
genetically confirmed spinocerebellar ataxia type 6

Archives of Neurology (in press)
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KL RN EREOEHEBN
~Multiplex family Z &8 & L - S2HEREOEBRZHERFRIES

RHTO7 7Oo0—F~

SRFRE DEFE FBXEMFERHBEGBZEY V- AR F—

kmEFRE R BEY,
e By,
BARA®D, %k

EhE-T,

HELE? wTFHEAY, £FHR=Y, HEHAE"Y,
BxAOD #9,
B, i+ HkY

IEYEREY,
THEREZ ", KEFER,

R 2 1) ERENHER 2) FRXEMEATHEAR 3) FRRERBTREETHR L mPE
) Y- AR F— 4y FBKEMARFHERE S) sARTRFRm SR BT R R
RE ) NTHREMRARAE DERERFHEAEAR §) EximfEt &7 — )l
FABEAREANF 9) RRKERFERIEF RV ERHENR

MEBE  SRHEEHBREMSA)FTAECERENBOONGTNVERLINTERD, B
BIZ1 Y MSA ORENREF OHENBRONTWS. £FIT, MSA DBREGFLHLL
ERBRPMERFOREXAMIZ, NAX—Ty FEEBEEBIHOATLAEEEL, 3
REEXNRIZLYT / LA OEHEARNT 517 5 1. Parametric BH TIAH B EHIBLZRATE
TEUMHFEA, BEETFILESLESEL LI non parametric S TIE1,2,4,5,7, 11,13, 16

EBpaEL(ZFAFNR NPL score >1.0 DFEREEEHT1-.

BOARRDERIDETHD.

Sig, BREEERYATIZIEE

A THERD

INE CTERBERECLT MSA)IFILH
HOFH/IHESEOREK & &, HBislE
NEBOLNBWEBTHD L ENTW,
L L, Fxid 3 EZFZRD MSA ORIRRIE
HlERBR L. (RFO2EPBECTHE, 11
FHEO MSA FEFINBEENLTND.)
T OFEENP S, MSA ORIEIZ B RT3 B
b4 25 & D RaE 3T, MSA OFEER
FHINVIEBRZIEREGTORELZRD
(o, &4 ) AERO parametric 3 £ U non
parametric MR 21T o 7.

B. BF3E ik

Gilman @ consensus criteria iIZ5 2 L.
B{=FHEFTICT SCAL 2, 3, 6, DRPLA 3
FHE S, »»>MRI L MSA #X& 455

R OUPB+ BN, Bo+F¥1 . ik
BAMUOREES) 2HL. RRBEET%
423 3 F%%Z (A B, C, definite 1 4,
probable 3 4, possible 2 #) ZHRIZ, &
) R i @ parametric B X O
non-parametric HEH BT X 17 - 7=,

Genotyping (213277 / A% ) 4.6cM 8
f& Torfid 5 811 @ microsatellite marker
A7z, Parametric f@IFDET /L& LT
i, MROMKEEZ 1 FRA FRIED
HZ bk, BRRBELZROLNI EPLESR
GERLEHEEOETAEZBE LN, B, C
EZRTHMBHOMESLBORVENDE
CFEEOEWAEETLERE L, 2
RREAr O3 E 121X LINKAGE program
(ver 5.1)® MLINK % . % 2 fEHIiZik
Allegro (ver 1L.DE@FEH L7, E-40E.
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Allegro IZL HHBWETH 77 A V&,
Excel @ typing data 7> 5 HEIRNIZ AR TS
program “ MakeLink (ver 1.2)" % {Erk L.
HHEOZhRI, M#E{LE idd o7,

© (EmE TORR)

B LT - gsRE
RIFLREBHERZITHZ &
EEICLAMBAEITWY, AT — ALK
Ay hERE, £, TIANRN—%

SELHIHTHREBRREERT o7,

”li\DNAOD
(2 2W T OEE

C. BFoeisH
2 EIESHMr Tl s BRAMKEIC 2 EET
(D58422, D5S2050), 1 1&B:Gealkiz 1 #ar

(D11S4174)F N LOD>2.0 O locus &
DM, E locus DEIR % & HIZEFIC AR
#r L7 fE R, LA Ti3 LOD<1.0 KT
LB O ATREMITIEV EE X b, —F.
Non-parametric B SHFFHT OFE R TIiE, 1,2, 4,
5,7, 11, 13, 16 FRAME EIZEIFH NPL
score >1.0 DK B D/,

Fi, SEEE UisnAg AN—T v Mg
ATk, &5 7 AHEHED
genotyping 13892 » A, 1 FRICETH LS
J LD LODEEH 1 B OERM T L
Ay

D. 8

Non-parametric 38 #EHT 13 parametric #1H
A & e BT O T L3 ) X ADEV )
b, BEERLCREEXZR ERAHOEBRSR
SHREFRABOBITIATETHD LI K
TRFENRHDN, —HEER LOD score
PRAHICIEROFRELELTEHO

SHIOFECLIVE-ABEBERD 23
ITELFRROEREPLARBTH D, Fit,
4 A% B R @ program & L THEE®D
GENEHUNTER D #$6E % #4558 L 7= Allegro %
AL, ZABFIT—RIC 2 ST

~X, haplotype Z#ARPLHEEITO 129
false positive 22D WHF R b D55, KA
HEZITO O, HBECHEEZEL, 1o
AT T DWRIETEOFKLHIB SN T,
LarL, 2@ Allegro ®EAIZ L DD
GENEHUNTER @ 3 O %D & THENT
A, MORE LT DHEMEFED JEHBIZIT
2B E DT ol lo . EHEAET A KEIC
NAAN—T METBZERTER, &
HOBEE LTL, BERNICTE LTS
—RBFUPERAEREL, MITE2ED TV
ZERETFTOND. £, RFEIERSHE
MIEED MSA 2B L LI KEER
association study *ZhE L ED D HDHE
BRAT v 7EEBEZLNRA.
E. #55
1) Parametric 35 & Uf non-parametric 25 S f# 4T
DA AN —T o MNp U AT AEFEE L
7o
2) MSA ORIEREX*HTII3IFRETH
& UTe&y /) LA OEHBT 21TV,
HEFREOEWEEET LIZLS
parametric ¥ 6T TI3H B E K
IXRE T & 720> 72 h, Non-parametric
AT T, 2,4,5,7, 11, 13, 16 B
Bk FIZF N1 NPL score >1.0 DHEIK
75:* &57‘:0
3) 4%, BHEEREZRL D
wﬁfﬁ RET 5,

WIXELFER

F SIEHEEK

(FEEHEK)

rOWF, BETEN FHRZ, fFESEX, L
MR, = B, HKE—, K0 f, F
BEY, KFEH, BERES, %E A, it
B B4 AE QAR FSHRS 2003.5.15 H1
iR

Kenju H, Takao H, Mitsuteru S, Kenshi T, Akinori
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M, Ryozo K, Akemi K, Hitoshi T, Susumu T,
Motoyuki H, Yoshikuni M, Jun G, and Shoji T:
Clinical and Genetic Analysis of Familial Multiple
System Atrophy. 55" Annual Meeting of the
American Academy of Neurology 2003.3.29-4.5,

Honolulu, Hawaii
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BEATBREMARMBE (EEEE AT RYE)
(815 - »i8) MRBE
MSA ZEFIZ DN TDOT o — FBEsE R

SEHEE i BR FERKFERERER R IR E BRI i
EEEIAE EE OmEE1 R#E IF2
B R R FBEIE F R0
1. 2V=ANR LA 75T 47 AR =y FRIERFRRBEEE
2. PR BN R R AT

MAEE ZHREEME (multiple system atrophy; MSA) OBERF%80 5 Mz
T, BAMREEHME 3695 4 238 MSA ZERFIDBRAEIC OV TLEH
WOT7 or— MVREEX{T-o7T, ¥R, MSAFRFI% 11 ERER L, O bERRER
i 10 F%, EHSIT 2 R, RBA (MSA-P. H5W LI MSAC) B—HBLAERRIL
6 FRThole, E/o. FRMIC PD REET S MSA BEDOERE 8 R (5 bifd
B1ER) BRLL, E6ICHMLEOHARKENS, L MSA CHRERFRGFETS -
DOTHNT, HLREREFESERERERAPHR SN, SEIORETERIT MSA BEIC

BT REREFFEOFER AT TILOLEbNS, XLIERRBESLINETS
TENREBFHAOEELRANIIRLILEZLNS, '

A. BFRED

MSA IZERARIED B BB IER, /—
¥ =X A, MEER, SERERE
ETHETHMREMEBRTH D, FEK
BiIdEsk, MBUERLEZILNTET
BY., REREFORBILZENTI A
Mmofe, LL, HERBEMICSE S
NIEBEREFIRBEEER S, ToR
FE BT ABRBEEFBERBEIR3ICE-
TW3, SEHR 4 EEEREORE 1T
W FEORFRAFE MSA JEF & ZFREN
{Z/3—% Y 9 (Parkinson disease;
PD) %%JE L7 MSA EFORELIT-
7o

B. B3l

HAMEFEEME 3695 AICEXT
Y= P ES—KRF|EET, (1) H
—HFRNT, B D MSA BEFIORBE
#. (2) MSA EFIOERAIC PD 17F
ELlr—2OBBRHEO ZREHBL
oo [BBBRBHD) LOREVHONLE
. BRIV KT 7y — bEROFH
Al D Eic, BERFEAR LI T
il B 72 BB & 1T o e,

C. FEER
2004 fF 1 H 5 ADOREST, 2088 4
(56.5%) & ¥ —RFEDEERE LN,
(1) A—%HFBNT, HD MSA RiEH]
DR H D, L OEEY 121 4 (5.8%),
(2) MSA JEBIDEFZPT PD MBIFEL



T —ADRBRBRHD, LDIREXR 884
(4.2%) BT,
ELI_KAERZEDDHLICLY,

BEE T MSA HREI% 11 FHRRERL

2o 9 bERBEFIT 10 FH, AT

2 R, RBEE (MSAP, 5 \ik

MSA-C) R—BELEERII6EEZTH-

7o
F7- . FHRAUZ PD B3HET S MSA A&

FOFELZE 8FEFR (5 HirHl 1 ER)

L7,

D. B%

PD i B REFEORIC L Y | AR
W PD THHBED 5~6%» MSA T
AIEBRBEEINTWS, B BRD
TR Z ERICHBEETE RV, MSA
KHRAD IPD BF | BEIIMSATHD
ATREME. & BV PD & MSA DRIEIC o
VR IbA S RF—E UTHBORER
FERBNTW AR RE2E XTI,

T, BRATROMoTWAESR,
LOBELLO¥EREEfT-T- e 2 A, Rk
(Fisher, 1934) Cit p=0.072~0.262, &t
:(Haldane, 1938)Tid p =0.142~0.264
Thot. b L MSA ITBRERTFAEFEET
HZ0THIE. Bk ksSURERE
A ThH D AEESHERI ST,

E. iR

MSA KIBEETFREFELLEVWES
2N TEENR, SEHORERKRITEZD
FEOTEEEZTHRT IO L Bbh b,
EOIERBEFAZIET 52 EBRIE
BRFRPEOEELRQIRZSEFLDLN
Bo

F. @BELKRIEH
Feioie L

G. BiRER*

1. WBXRE

2L
2. FERR

1) Y. Momose, J. Goto, M. Murata, T.
Tsuji. Hospital-based survey for family
history in multiple system atrophy. The
American Society of Human Genetics
53  Annual (2003, Los
Angels).

2) EEEBHE, RBIE, HHEME, ¥4
K. EREEBECRB T HI>FERRAE.
BARAEREGFESE 48 BAL (2003 4
Fg) .

Meeting
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ERRERIEIZBT 2B MWBIFARIZONT

NEBARICET 2RERUSHERFICEET 558 SR

B B ZREBEEIDODVWTOBERT—FIR—AOBERDERZV LUEBR
UG TFORREENE LALERBOLZBRIRAMRLERT -0, BEHR%
FLEUTHEAMRI N — T4 L. JAMSAC(Japan Multiple System Atrophy

Consortium) =& 3¢, HRFFEZHBL .

A.# 8§

FHEERFICHT 2R ERVRERF
BT HHEH LT, 2RFEBEE
OWTOLEEROL BRI FRHE %
KI5k, BREEZEFLELED
—F TN TIC KB EEEED,
JAMSAC (Japan Multiple System Atrophy
Consortium) &% JiF, EAF OBMEDILRE
BrssEpaLs L 7.

B. HMAME

BIZART LI, iIKiIL. 2EBE#ED
REK X — & R — 2 O & B L T IR
RO2EEMOBEREINE. Fh¥Fho
BMBZLTOED THoD,

1. BERTFT—FR—-R

LEHREO MSA IO TORBEEREN—
SN—ADOHFEEZEHESLL, EARE
HOLEEHTH. HohriTH &
MTERVWUTOAEEERL. F—%

R—2EHET 5,

O RN TF—IR—-ZET 5,

@ BETRITFEELOHERNTET
HELIITHET S,

@ HE®E, BEEEH TREHTE
BNRTOITA DL ST 3.,

@ BABREZELOBRELE., BRI
TORHOMMETHEEL L L
T, EfTELRBEOR VT —F [UH
275,

2. RETFHRIIR
MSA OWEFIIEBRZIERET

OREETEEELTWS, ¥—22

hO—IVR & RikG (REBERE

FH) BIRO 2RI TTITS.

@ F—Ra>bO—)LBHR: BE 1000
FIEEORENEEEESL T, B
ARTHARETD.

@ =ikl (BAEBERERR) WA
HEMMTIC X 2R ETD.



