A4 BEFR BB & EHR IR BT IRITIE F2E)
(IR E &

B RICE T 2 FKBETRFED ADCA KR 05 FBIRFRIMRAT

syibtRE

HEEIVIL Y FMRFEAENFEE =L Y

W E  VEKKESR 2, MEFAE D, KMMT 2, HHERR Y,
RATERE Y, @it s, mEE—?
IR P IIFBEARR AR BRI RERES FERE, MEMNRERET B

MEEE

E B RICHERET 5 RRBETRAE O F Y AR M B8/ N ZE R IE 0O 97 K #7 H
ZEME LTz, RBREHHE O 3 ZROEHMT CIIABRREFIIHB TE Lol
23, 16q22 fEIE D TAGA02 2 THR AKX LOD fE 2.4 #7147, HERICFHEINLE
puratrophin-1 @E7-16C>TBHRDOERERR LI L ZAZKR I2ZADRBED I L
114 THEThoT-, 20 11 413 D16S421~D16S3085 (2B L TRI—D /7' Z A
TERIE L TOAARMERRB I A3, -16C>T BHIRMED 14 Tk D16S421 355
TOREEZ BNIE Sz, MOREEFR R 64 FRDIENT T 48 FRITT-16C>T B
BRBNT-, BB RIZIE puratrophin-1 BEENZHERL TWVD Z LR INTZD,
FEEEBRICE LTI EOBRRTIIARWAEM L B0 TZORBERFT A& LE

2B

A, HFERERY

EWRICBT 2 ERaFEERIETN
- JNIMZEESE (autosomal dominant cerebellar
ataxia, ADCA)112 FFR DFHTIC LiiE,
SCA6 % 18 5%(16%). DRPLA 2% 9 FH
(8%) & Z D& TEEDK 1/14 2L D5, —
. RRBETREAEERIT 75 ZHR(E6T%)
Th Y RAERROEEILE N DM &
EE L THEDEoTHEY, 20 HDORFEE
RRIIEA, RE 72 ERANOEEHR T
HIBICERETHEABROND, ET-EDR
HIIEER NI LRI FE U HBRY

TR E 2 LD My MK T H D,
ZITINOLEFRICZHERE T HRE

BETRAEZROWHEREZMAT LI L&

AFEOBHET D,

B. #FFEHE
REAERFRDELHEFMDO—DOTHD
EBRETOFNMIRE Y 3 K% (32 4.
ILBBEIT 124) ZEBELE, WThth
FRPRADICIE 40-60 5B ICRAE L, BB IREIT I
DRRBE R AP NRETH T, TD I H
BERE 1L ERBE LLEEL 1FERE



% 4112 B> T ABI PRISM Linkage
Mapping Set (version 2.5)% i\ \7-&%4 )
DEGHIRT 21T o 72, LOD fEDE HIZIX
LINKAGE Program Package (FASTLINK
software, version 5.1)% iV, FEBIIIEHZ RS
EE LT,

WWTLETL W BARARFE ADCA %%
DFERBLEFEE L TEEINTWSE 16
FYu o kR HE(16922)12B8 L T, #7- 72 DNA
= —Z BN L CEHEET 21T o7, &5
WEFEIZ/R>s TZOHEBICRILESh T
puratrophin-1 E{x 7 OFERBAEENA L Y
16 #HiFE i C—T(-16C>T)EHRDAH EIZ
DUNTHENT U7z, ¥ 7= puratrophin-1 &{&F
1L &% DNA < — 7 — (D16S3086 .
GATAO01, D16S421. TA001. GAO0O1.
TTTA001, CATGO003, 17msm, D16S3085)
ZHWT 16922 DO ANT 1 & 4 T Oast
1T o Tz, IR BARIIEM KEEFER &
CHIET Y R FERFPREZHER O MEE
Bl THEHBIN, AREH/,

C. WFotHRE

RKH 41 DY ) NEHEENT T LOD>3
DHEE/NEEEZRTDNA~—I —% R4
ZEIETE Moz, 16922 SEIRICIBM LT
17272 DNA = — 7 —IZ B} 5 3R RO
TIX TAGAO2 I THR K LOD 1 2.4 #1577,
F % 41 ® puratrophin-1 B{&FD-16C>T
BEROBIT T REBEFE T4DH>BL6AICE
WTUHBEEBRSR O, -16C>T BE#:
DRONIRP -T2 14 ORBHEIIHE 61 5%
DEMETH Y, 65 WMENOHITROS LD
&, FHOMLBEBEELZBRE L Qs
PR LIIE OO TRERTH - 7=, 16922 48
WoNT v B AT O Cri-16C>T BHE

PR 6 4 DRBFIZHOVTIE D16S3086~
D16S3085 ® _EE DNA v —#F —iZE L CH
—DNTaEATEEFE LTS Z &M
SRR ENTZ, -16C>T BHEMED 1 412
L TiX puratrophin-1 B+ XVt b
ATRID D16S421 O UT4E T OHAHE 2 A3 R
Shiz, o 2 FRIZBALTIZ, BEE 5
HBEEN-16C>T BEBMETH Y, »OKHR
41 TRONIAT aZ A4 FEIEF LTS
ZEREEENT,

SOIZKRFAEADCAF R 64 FR T1 4D
B 2BV T puratrophin-1 &f&F-16C>T
BEARBE LT L 25 48 KR(T5%)51 ¥
IZRBWT-16C>T BHBIE ThH -7, Zhb
-16C>T EH#GMEAE OREFERIT 60.2+
9.3 7% (-16C>T BN 16 5LR 18 B TIZ
37. 91208 B ThoTz, ThHDEEIT
BWTIL 2 ¥R 3 A &kkE, D16S421~
D16S3085 D 72D DNA~—XF —{ZBAL T
FE 3 HEREBE—DONTRFAL TEIEL
TWHAEEMENE 2 bz, -16C>T B#fe
PED 16 ZHR(25%)18 BFIZE LTI, =D
5 11 RRCTITEFRE, FRSCHAI B
FER 72 & D/NHSMEIR B & 272 R BEHE R,
R EOBRIBEERRONTZ, —FEY D
5 AR TIZ-16C>T BB MHFE R & IXEEER
W2 RRIR 20 o Tz,

D. B8 LiEwR

SR DOFERD b KB IRIZiX puratrophin-1
B FREENBEEICEBRLTNS L
DRI SN T, BIFRE A TIX ADCALI2 R D
95 51 FER(46%ITT-16C>T BHLA F 5 AL,
puratrophin-1 8= T & FEIX RN Cld&xHE
DIRETH 5, F 7= puratrophin-1 Eix+/A
WONT v A FIE L TIRRA TR



BRI AT EAETRTOREIIBY
THRORIRENT B E A T LE—DNT
n¥ A 7EETHAREREZ LN,

-16C>T BHBMFERICH>T 1 AT
-16C>T BHARMEORBEPER SN &
IARBHROFHERMNEREZE XD ETRER
BRI, ABEVNBIBARMOERIZLD
phenocopy T 5 AJREME & puratrophin-1
BEFO-16C>T BRPREOHE TSRS,
KR~——ThoAlEErSRRFT LT
W LB D D,

E. f@REEREHR
L

F. Wroose#

1. FmCHER

1) Shimojima Y, Hashimoto T, Kaneko K,
Yazaki M, Yoshida K, Goto T, Yamada R,
Hongo K, Ikeda S. Thalamic stimulation
for disabling tremor in a patient with
spinocerebellar degeneration. Stereotact
Funct Neurosurg 83: 131-134, 2005.

2. FRFER

1) FHHEIE, FHARKESR, MEFAE, ShEE,
BB, MAEME, MAE—. REIREH
[T 5 RNEETREEOEMRE
T BE/ UM OB BHAEAT. 55 46 [E] B AR
B EE . 2005.5.25-27. BIRE.

2) TEUKEER, HHEME, ERBEE, MEE
—. R RN ICERT I RRERT
SR [R) E D AR BE /NN MESE D BRI
DWW, 5 46 Bl A AR FRBR.
2005.5.25-27. BIRB.

3y EMAE, WAEEE, ML, SR,

BB, MAER, B — RERELH
TR D BRI/ NN MEE D
BT, AARNEBRETSE S0 ERE.
2005.9.19-22. BH#.

G. 5RO PEME O HFE - BER (T EZ B Te)
L



A BRI ML E R ER B TR ESE)
() oo &

167 BRI HETY 5 W YA R/ NI TRE R N AR TR O R 7

KR FHREMERRERERMRAERSE iR

Al gk, Bl RO, HEET

iR, HERET]

FORER R R ER B At BB

=5

Bx IATRNCIFET 2 IRARFEE OEEB GBI/ NNEEIED 5 b, El16BYGKERIC
Y D (16¢22.1-linked ADCA)DJERBERZ1T > TE i, ZHE TEIDS2ERITON
THEMERANOBET 2T X THIT L & 25, DKFZP4341216 & U CEBER RGO S,
T4 2387 U < puratrophin-1 (Purkinje cell atrophy associated protein-1) & 4 L7- @57 0. BN
PASE RN B I6EE EROY v h b F I v~0 1 HEBERY R L, 2 0B bid s
50044121370 < BB IR R Th o 72, REBETELEE T 5 & in vitro luciferase assay Til#z
BERRNTHRLZ LR, BEPukinieETIOBEBANEAEEZEHR L TWD 2 LV LT,
LIEDRERN O AR TIRABRIIARBICER BET L Th D & E 2T,

A. WFEOBK

AIRDOBRE/IINEMEIE DK 40% R EITE
IBETH D L EbiL, TOKES B HLRAMAE
EBEEEETHD EEDRTWS, B EE
BUAFRE/ NN MR I, TR EER T2
FEOXICMBEINTEBY., TD 20%0
Machado-Joseph 7. (ZIEEIE SR EE/ AL 3R
JEB6 A (SCA6) EEX LN TS, Z Dft,
IR IR AZ R BV 1 (R ZEHE AE (DRPLA) 72
ENE B AKRE LTRERAHORER AL
EMBRETERE/ NN EMERE D 20~40%1F1(E
THEFbh T3,

B2 TR AR F O JRE AR O FEE
BRI/ NN MERE DN B 1 6B A b F
DAFBE/ MM R FIE AT (SCAL) B AR T FE I 8
THZELEFRA L, EDOHOR YT 3
Ja—= 7L Lo TARR O RRERIC
BV 2OH B, AFFEOBRNLIZ OFERIOR
NEEFEREL., KIZHFEETHREARH
OIFTIDRRZ H i~ IZEHT L Th B,

B. #FFED Ik
AFRD IRNFEHIZ 53703 5 S OMRAFE

BMMERICBITA2EMER I OE 2@
TOREBRROIHAEEC A 2ERE
ER LI BYID 8RRICTL - TH 16 BB
BEBE 16q22.1 D 1 A T ~_— ZEEIT DN
TFEMRIBE T B (genotype) DFEIT 21TV &
TTHEBBTOHINT OIS THED Z & HH
L7729, COFEEEERMICMOFERT
HEENT EAT o 72,

BERFERICEET S 2BREFICOVT,
Ensembl 7& EDNBRT —F RX— 2 & VT
RSN BEFEZ LN REL . BRT Y
YL XDWIRDA b a CESEHS RS
ek oIz, 7oA~ - BERHLAETOHEE
Bl¥Z PCR I & - THIBHR EHEERRSIZ
fEFE LT — A _N—R L LT,

£, BESNTBBFIZOWTIEHHETO
BIRFHEBLRILE RT-PCR ¥£% W CTHEE MM
THRAE LT,

S DITEMEIRIZ 2T, BAC(Bacterial
artificial chromosome)? @ — 1 7 & Y 5 {48
k% & e cosmid clone ZHEE L., “ha 7o
—7ICHEER L UMEEE DNA 2V g
TV EALE—T g BRI Lo TR L FEA



oYt EOBERNZNHERE LT,

(REE~DOERE)

B TR

. SCEBEE - RAETBAE - B

%E%%i@$%wﬁwﬁumréﬂttb
5 I B RN RIC BT 2 R E(F
165512 A 28 B £288kET. k1746 H29H
—SETWZ A » TIT o T B, T ARZEOM
HEFICL > THFALZETIToTRY mHE
A H FEOEEL TV D,

.1)

2)

3)

FuRER

RRONT O ZA TN, B/
FERERIT~— I —GCAFRONT B
A TN D B/ ME R E BT
GATAO01 7°5 17msm £TEB 2 LN
7ro ZOFEBRIZOWT, T—FN—R
WCHEAETHIECOREKBTE BST &2#
¥r L7z & Z A, Puratrophin-1 B+ D
5UTR D C—>TOEEBFEELR LN
Tro ZOMIZITBEEMICER DEL
X722 o Tz,

Puratrophin-1 85T 1%. & MENTHE
MIZmRNA & LTRBELTRY &
FI{bE2AE T 5 mRNA b HBES L7,
Z D C—T OEIE SSUTR IZFEEL.
T BBBRIIELRVEAES
iz, EBIZZ OBRBRFEMIG LT
ERIL 72 R Y 7 o —F VPR CHRAT.
Lt A . ZOBEBETEMIER S
LCHEELTWAZ EREMT LN

L CWABERB R GIT,

4)  Puratrophin-1 & HiZ. /M Purkinje
FACHEBAL TRV EOMOMRHAD
THRREZBO T, FREMRUA T
RO B 7 oMM TR L
T\, BRI LT, BT 7 F
i & 8 o> BERE R K 4 %w%ﬁié
WHAHEHMIEIZ S puratrophin-1 H H
DREEL TN, —FH.BFE/NK
Purkinje fIfE CiX Z OB AN MREN
TEHELTWABRBALNT,

5) Fex o L% (Am J Hum Genet 77:
280-296, 2005)D %% AFRDZELDHEFR
THMBEICABEFREEORKN 2
Eh, BREKREEOEEERM SCD
BEOFCHERBIIZIORELHD
WO REEZITTCND

D. &5

K%A%@E@iéfﬁ?ﬁﬁﬁ§@%f&é@
2, BERIEAE TH D7 HIT informative
REZVDERLOLWZ k Zfi?ﬁ$f)>9ﬁ
WEIMRESIREAET HIDIC, BERT
Bons Bz TREERT I ’Wﬁ%%ﬁ%
TEHLERERNI &L BETLNE,

UL, SEIOWHRERNL DR ED
puratrophin-1 85D RE D 16 FYARK
ERlCHmH3 2 AR O BEF 130 < BhE
THHDEEZOND, ZOBGTRRE
20 TN A U D D\ NI 20T
. 2B BELEB COMTNEET, &

7o T DEALL spectrin repeat £ Rho szgiﬁ{ﬁ%ﬁﬁ%f??‘év ‘7%@“2;%
U F ok OREAITEGT B MR E e
BEATHD EEZ ORI, B fEse

. 73 A

D C-T OEEFRFEIL. RT-PCR
THEMNT L72FR ¥ alternative transcription
RS A AR EN Th o7z,
— 7. luciferase VR —F —Y AT A%
FAWTHET Line 25 ZORETR
EREBERORBAOEKE TEZ oL
TUND ATREME SRR S 7z, A KA
T TaqMan IE COEHTTH, BH MK
T puratrophin-1 mRNA EMET

B2 IARFRICTFET D[RR K FE OB
RPN MERE T T & b B AR
BWEEZLND, B 16 FRAEERK
(2B 8 5 % Y(16922.1-linked ADCA)IZ
DWTEHEMD DAL BB FREOR
B puratrophin-1 BETWNO 1 EREEHR
DER BRE A Z LR RH LT,



F@RERER

BRIz L
G Mk
1 FwCHE
1) Ishikawa K., Toru S., Tsunemi T, et
al.  An autosomal dominant
cerebellar  ataxia  linked to

2)

2FRRR

)]

2)

3)

4)

chromosome 16q22.1 is associated
with a single-nucleotide substitution
in the 5’untranslated region of the
gene encoding a protein with
spectrin repeat and Rho
guanine-nucleotide exchange-factor
domains. Am J Hum Genet 77:
280-296, 2005.

Owada K., Ishikawa K., Toru S., et
al. A clinical, genetic, and
neuropathological study in a family
with 16g-linked ADCA type III.
Neurology 65: 629-632, 2005.

AN FERY B 3 R
BB RN
46 [E] B AP RIRE i 48
& FHEVE. 200545 B 12 HH»
514 H

AWM 516 F YA R biE
SHIEE MBS M/ MY B B
(16q-ADCCA) DEGIR - i « Bix
RO 5 46 [B] B ARMIR 2
&, BV, 2005 45 J 25 H A
» 27 H

F)NERHL & - R AR B BB I AF
EL. AlAEDREROHE 16
B Yo 1 B ool GH A Y G R
P s MR YA M E
(16q-ADCA) DJRRBR TR A
ANFRIEFEEORKRE, A
B, 2005649 B 19 A5 22 A
Ishikawa K., et al. A single
nucleotide substitution in the
5-UTR in the gene encoding
spectrin repeat and Rho guanine
nucleotide exchange factor domains
is  strongly associated  with

5)

autosomal dominant cerebellar
ataxia linked to chromosome
16g22.1. American Society of
Human Genetics, 55" Annual
Meeting, Salt Lake 717
20054 10 B 25 A5 29 H
Ishikawa K. Clinical and molecular
genetics of autosomal dominant
cerebellar  ataxia  linked to
chromosome 16q22.1. Ataxia 2005,
Gold Coast, Australia,
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BT @R E IR RS ( BAMREST RIS )
(f8) WrEmEE

RERRR IR Y V2 I R ThoH eEZ BN

255k, 2 HHp
BEETF Y, WASH D, HKEN?D, HEKE D, BERININAEE,

r

ANEFSE Y THEBIEE YD H5iE B
1) PRI WIS 2) B ImEiai g
3) HHR KT ZE TR PR 45 5

©y

L=

EE HEEh A, NEEEER), BREEARE L. ERIRMICHEEZET 0N EEE
Toh o HBENZIWT, MM OENICR Y V2 IV OERBLET D
2ER2EFIBHIE R Uc 2 & SBERIDORY 7NV F I OB T RET
LE SN BETRRBAEOHHERY I NVZIVFHTHE I ENREBENT,
SEHRER LT 2 FEBIO X DI R Y F 8 I VR TH D Z & DR
AL, 1C2 & A 7o western blotting CIREEHORIE 2L, T2 D
ELICEATHREECTRRETELDDEE I OND, 5. /MK,
BRENGE, AEEEIEENR &8 & b7 o IEFIOSIRIM ORERIZIT 102 T 6

HEELREREE &2 D,

A IFIUBIZ

WETZRE D 00> 6 IR E R O R
BlEEL . BEREOEMIIZ K TH 5,
FORRZEDITHET, T E TR
FRAEE b ThEh TRy, BEFIE
W FEE DBBIIFERTH o7z, Bxl3F
B 15 FEE DOARSTHIZI W T REEERER
FIRPLRY) INVEIVIFTHDH L& R
WS LB TR AR TR 2 fEE L
SCA 17 ® homozygote ¥l & 4 Lz, "z o
& O T ERR I 2 M ARHERE 72 SCD H 61 2>
by WY TNE I ISR DR T
H51C2 FHWERERAEZANWDZ LT
REMEBFEICR Y 702 2 R RRE
<HIHT 2 Z EWRAIEETH D, MHEEFERIZ
RYITNEIVHRTHDLZ EBER I
IX. 1C2 # RV 7= western blotting CIR[A &
BOREZHA T Irb & bIEATHE

HECFZRETE 2 DLEEZLND,

Forid, EHBIRH, FRERED. FRBAE
ZE2 L. BERMICHEEZHPRETH -7
BRI T, MR ORI ) 7
WA I DEBERT D 28R 2ERYIE
AL, 261 bBEMORY 7z 2w
HOBIRTRFEITTATHESN, BT
BREVEDFHARNY JNEZ I HTHD T
EDITRIR ST, ABEESE TIX T LB EES
DIFEFINEERT B 2T T 5,

B. JE#

FEGI 1, 66k, B, TN VE ZIET,
FIICEEZRO D5, SBRETF v 7HROE
RV EBHE, HLICUEOREEEEN
HHID X0y, PRS2 EDEN
Y% < 7 olc, 62 5%, RIFILEBEAZEN
FABL, B, O dyskinesia, PAf% DR



RN REEEED, SN DIETAA b,

X 1. fEH 1 BEE MR A: T1 SR &k 2

Wr, B: T2 5% 2 bk e

Wide-based gait 237 BV, BRI L,
FERCHEA T KROFEIZHWT T E 2
o7, SEARAEIR REE L L, B MRI
TIIRREOFEIRETH Y . KRR
HEOLREL T2 &ETE., (1) BED
/NMZERE DT, MARTR T, mh
acanthocyte 72 L, T A YV — < )LEERIEH,
MR EIEBRIER, FERITET L, 64 5
BT REEL 2D BFEETE R
7oy, BREIRPETFOETITTRETH 27,
66 ik, L1,

FEGI 2, —IMERA R Ofli( 774 H)IZ [FEk
DFER S 0 o 60 B TR AL EIZILY |
HBE THR/NMEME DR M2 5 1 7,
EDBRRBIZHTREAL, BETH LD
(Z78 o7, 66 %, RIRALRBEABEIZE R D
Te O ANBt, FEEER, HREKEE) saccadic,
slurred speech & 0 TURRE LT H O, &
FOEE SR TUAE RIS 72 Lo rigidity 72 Lo
BEFL initial hesitation & Y . HITED H OIX
FFMEST, LR ERRR TR EEE b

Do MRI: /MEOZEMEE, KIKT, HE
HEIZXFRMED T2 &5, ARk, Vo
B CRORBITRE LB, HITIREIC
REFER VBB L L Roleid, REE
HENIE S/ o T alz, . B
ERRHBOND LD RoT, 716, FE
EEE 720 0 | FAENEIT Lin T2 AR,
74 5% B TRENHEL U BIERE L 12D,
75 W BENRIE D 7= DIET,

C. JREARRR BT R

FEGI 1, BMEE 1,110g . FEEHR OB T,
HITATE DB DFHRER A b, KMEE &
/INHBTEEEZE L, BIREOBRE OE
RO BT, EMF 2, BHE 890g, PIHRAY
VAT DR EE D g & N E OJER %38
O, INHDOFEREIH L TH o7, Mk
B R T, 2 B & b /MM Purkinje #EAS
DEE OB BRI 0O 5 2% BB 2 A
biv, (K2A,B) B L Ha ClIp &g
DN R AR D PLIE R TBD BTz, (
2 CD), TAV—TETHHREEDEMEMN
RO LAz, KK TILEE 1L, IV J& /Nl
AR OB, 77U A — T 2R LT,
( ®2EG), £7-. HETIHIAGE LRI v
LHERRD T (KB REERALD 7Y
F—v 23S, I COERERE -
TEMOMBR IR D b,

1C2 e geEiT R, (B3) FEF 1 I\ T
WARRZEIR, BB O oligodendrocyte, /JNMEE
PR O ENIZ KL 7 v 4 2 v DS
RO, JEG 2 THERMEE, B,
MR, T2 Y — 7 OO



AR ZNE IV DEREEZRD. DEO
WEFAE S TFTE Lo, 2 JE G O BRI
Py B AR L7 DNA % VRS L s 5, BE
HMORY TNE I RIETNCEHE SN,

X 2. FEF 1 (A). FEF 2 B)YD /N R, Purkinje FEIE O S E DY & Bergmann glia O
HAEZRD D, HE, C; EF 1 ORRE:, FEEOMBMEME L 7 ) -V 2280 2,
HE[)EW2@&MO S EE MR & KRR E OFEENR D bivd, HE, B; E
] 2 OETEELE, AENEEmIcRaEr R, Itk (EBN) 325 & oligodendrocyte ¥
B7pnNz kzbﬁé K-B, JEF] 1 OKEMFEE HE(F) & GFAP(G) %efa, FEE IV IE D/
U S TE U RIEBALIC SO E T A bt FOHEE A5,

X 3.1C2 et CIIZHOBMHZEIRD bz, A EF 1B, B EAl 1 KIMEE,
FEG] 2 KM B (HEED., D EH 2 KM E M RAIEIZRD Bﬂf:fzmﬂj\ﬁio E
FEF 1 KM AE oligodendrocyte . F AEFI 2 {E CAL MiRMAE (HRR),



D. EE

R U7 2 EBNE, BRERADIZRFN, Tk
FOED), RRAEA R L. RO BED
P ITEEERRD Bz, LrL, 1C2
TR e CIE, FEB 1 T2 ORISR
FHETBOHRTHolz0x LT, ER 2
TR L Z B OB 2 RO 7o,
ZOF R 2 RN —RERDIERETH D
ATBEME 2 RIES 5 2%, DRPLA CIx% OFK
BT CAG U v — MIUT L » TEPES
AR B E O DB ERRE M KX <
BRpHZePMOENTEY, R LE2E
FINFR—REBTY ¥ NN R D FTRENE
HIETE RV, BUE 2 FEGI OB ER %
AWTEHREGETOREEZRATND,

E. 30k

1) Toyoshima Y, Yamada M, Onodera O,
Shimohata M, Inenaga C, Fujita N, Morita M,
Tsuji S, Takahashi H (2004) SCA17
homozygote showing Huntington's disease-like

phenotype. Ann Neurol 55: 281-286



JRAEFBF TR e A ER B RITFE )

(5348) Bt

£ RMERIEICE
sy HERFZEE BRIGT TR
s E

MR B

T E

S B FENR/IME

Ent VAL U T R T e
AT JIHBR, HERE, & FH

HEMRIZEICBRMBERREZE=F — T 5 RIHDOIEFEZEZRETHY . £DOEKR
(2 L REEIR PR S R D BRSO BRI B D i FE e FLIR GRIRIEIE R & DB &
B SN TW5, MSA TIHEEBRRIZX T A MEUCEROE T A|ME SN TND Z &b
& 1T, MSA TIHHEEBARVMANEEZE SN D & WO RELE 72 T, HR&E (MSA3 4, PD1
F. ALS1 ) & HAWI-IEHEFHIZERIRRE (Light cell ® G o 5FIG & ME O Lo 5E1E
DEEAFE) &#1To70, T L72 MSA Tl light cell 23554 LT\ 7225, PDFITY
BREOBDERLE, L L, MEERIZOWTIE MSA TLO#Kk LTV, —f&RiC
light cell D/ 1% COPD BE TAH LALLM, ERLORERITHEIZKER SR ME O FFge i 72
TR T & 9 MSA OBHENIR/MEIZ T HEEESR TR 32 TR MR R ZE ) & TH
FRRICE S KRENEL) omENEE LTS & Bbhi,

A HFEEE/Y
FEWOIMAIL (CB). BIRMF OISR - %
LIRS « pH 2T DR LEZRERO—D
TH Y. FORIMEA L7 YV R LETRERE 2
U T DINSAZII N2 ) | & B2 IR AR~
mxbivd, CB OBIBRIC LY R REE DR
Mo BTG x EFREIOEEN, PAZEM IR AR
DOHBRA ERnHiE S TR Y . ELIEZERE
JEBERRIZ BT 5 CB OFRBEIZ OV TOHE S
B, —, LRMENE (MSA) TIFZHRIE
SRR OSHTI L MbNTRY . £
7= HE ISR OBEN L | RS MIEIZME> T
THdHE DR REREFFZ RV &V SIS
NI D, 2002 ST, 29 LI-BIRPEMT D
L 912, MSA TIHEEERICR T HHKULE DS

KT LTS EWORERPHE Shiz, Zib
DT EnbFEAE, THEEMAL, MSAIZE
I % vulnerable lesion D—2>TH Y | FDREET
ZESRICOFER R D2 U SRR E T 5] vy
MEERE LT, TORGRERTT D Z & BAMFFED
HTH D,

B. BH55EE
KGIIER MSA 3 fil3 L OYRERTHR 2 f1] (R
1) Thbd, w~ CEEEOEEIRN G,
ERREMEE T R MA RO L, JES
SuDRT 7 4 AR R (VB X T
A5 520 BIR) . AEREER SIS L ONIAE A HE
T BHDT Y YR L OFEIRE FHuEic &
BHEFYE TV, BERE LD, £7. 7
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