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Spinocerebellar Ataxia Type6 (SCA6) D
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#58/MMZMERE ( spinocerebellar degeneration; BAF SCD) I3 #®)a0% i@ s L.
PR R IR R B 2 & 2T - ROEHKBOBHTH 5. BiEHE SCD 2L
TREBETREORNINS, BEXTCRETRNMBAING 11 KBOSB5., THRAKR
BT CAG VE—- FORBEHESNREICHEL TS, XEBELEZBETREEATIH
BERP)TILy MUE— MR 550 CAG VE- FMIEBICBRINTRU NS I >
BHICRBAZETBRARIITINIIVREBHRINTNS, BEKMZETIX. UE— MER
RIEEMPEEE LAOHNERL., REHAKREEOIREDKERNS B,

Spinocerebellar ataxia type 6 (AT SCAB)IXR U FIVF I IRICR T 5 &4 B EH SCD
TH5. TORRBGETIIE 19 BREMAEEK 19p13.1 © P/Q ¥ 1 FTENEEHEAIN T L
Fr PRIV alA-F T2y MCACNAIABEFTH D, FERKEBETFD 3" fI5E 47 =
7Y CBRESICMNETS CAG VE—- FOBEREHRICKORET S, AL, FEIRM
ORYZNFIIRERREZY, 20 CAG Y E- M MEEIREL, EXTIX 4~18 H, KA
BEFTIE 21~33 BEITHY, WHHEOEIDLINIVE—- FOETLMN RN, T/, #HARM
TYUE— MUMORY VY I BICHARKET, EFIFILDRD SNBVEHND
%, SCA6 DEFERIT 40~50 RFEEORRETEO/NKEEHLFETH . BHEBERKHE
BREM/INNEME ( dominant inherited cortical cerebellar atrophy;CAF DCCA)DO—BT
H5, BEOHRBITOWTIIMO SCD Flkk. BHFERTERBORA SN TV,

SCA6 12 1997 £ F0RETREEMMASINTUR, BETEINRINERZR. £H
KEVWRBTHILMHEEEINE. TIT. FHARS FREENFRICETE SCA6 O
ERAEEEZHONITTEHI &L, SCA6 DERITBITE AAEDRIIDOVTRMNTIHIE
2ENE LITbNz., £ MATERE TIE SCA6 OREKEIBICD EFFMMICHTL. 8k
& U SCA6 O allelic disorder T 5 RKEFEEMER KME 2 B (episodic ataxia type2;
UT EA2)DHREFEEL THAZINTVUSTEF /52 RO SCA6 KT S HRBHRICOL
TRt A =,
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9" SCA6 DEEICDOVTIE. 1997 ERRICBVTRETFREMNERLL DCCA 23 FH
DI5B, BAEKD 12 FHRH SCA6 THAHI EHHHALZ. i, LibEEEOREZME SCD
BE 179 ADDB, BHEhobDIX SCA6 T 34%. DWT MID/SCA3 2 20%TH-
7=, SCAL, SCA2 13&®IZ 6%. DRPLA 3% THoi. BALXY, BB TIZ SCA6
PBROLBNEEHE SCD THD ZEMNHBAL =,

RIZ SCA6 DRBAEYRIZDONT 21 FRIZBLWTRH L. TORKFE. D19S1150-TF
) > 8 single nucleotide polymorphisms (BL'F SNPs)- ¥V > 16 SNPs ONTay 17
13 17 KRIZBVT 5-C-BTHD, 4 FREBLT I-C-BTHo k. I—H—HOHHEF
PRI T, METFRY—H—TH5 DIOSLIS0 LTV > 8. 16 /9 SNPs KowTid
VTN B IRV EBR TS 2B 2 P<0.0001), /=, D19S226 R 885 KBV THENFE
n P<0.0001, P< 0.005 OHESARLH EZRD . MNTOF1T7EbREIFO—ILE
HELRVWARENTOS L T EEX BN (P<0.001). £, 26 HAORKREICBITS
D19S1150~ T¥*Y > 8 SNPs- TV > 16 SNPs \FT¥ 1 F13 5-C-B NSOy 1 Ttk
BICHIEETHY, TFY > 8SNPs- TFYV 2 16 SNPsNT Oy SR C-BNTay 17
PERICEEETH 2. ZOZ X, D SCA6 MHE—DRIBERGELOIREL
EERBL TN,

RIZ, SCA6 DBH 25 AT DWW THHRERE S NCHBEBR OB Z RS Lz, TORE.
T2%BVIETHENT, 28BRARESTTREL Tz, BREBEOHB L LTI
DENEZEVEL, DOWTERBETHEDO/NMMEESAFNBELL T<EBELLHON
TEE D, HRROMELENFTRTIE, RICRBROBEN 96% EFEM ok, BRFIER
R LERMIRREA TER TN, DARIBEBAREEMZ OB TRENHRCERI NS
Abdolz (20%). THSEET 2 AHERIE SCA6 @ allelic disorder THh 3 EA2 IZIEM
LTWwabDEBEbhE, ZOLDRERBIIMOBENE SCD IZ3HTHD. SCA6 IZHMH

THBHENLS,

. SCA6 DFHEEKSE L TOMKBEEMT S EA2 KBLTRT SV 53 KAEHTHS
ZEN, REREDHESNTWSE, T T, SCA6 BE 9 27y /5 REENHKSL,
FOBRBYHREBRMN L. TORKE. ataxia rating scale BFRITBVWTHRS 2 ABUMEX
DEBBRE RS LD (P< 0.01), L8 7. ME/NEEBAROEE TI3KE 32 &
BETICARICHELED, BRIIKZSH 2 @~ BIC—BEICHEEMESL LD DOHT
Hole. £ie, BLEHEE TIIPABAIRK O BEAIRH & 72 0 OBBIIEREOLNG/TIME) K U ES)
BEEERMS area)icBNTHS 16 HEURBRCBWTHERRUEEZALDE (P<0.05). 7t
/5 2 RH SCAB IZOERNTH 2 alREHEARB I Nz,
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Spinocerebellar ataxia type 6 (BAF SCABIZRY 7V ¥ 3 TR RT HEIERIEH
BE/INNERETHS. TOFHREBETIIE 19 BYaM44EH 19013.1 O P/Q 1 TEfL
BEEAIN DI LF Y >3V alA-H T2y MCACNALAEEFTH D, FEITEE
BEF0 3 QB 47 T2V CBRESICMETS CAG U E— FOBEREHERICIDRE
T5, AL, ZERMORIY NI HERRRD, £ CAG VE- MEEIREL,
E¥TIE 4~18 [H, EBBEFTE 21~33 BITHD. HHOEIHLTMNIVE—-hDE
TN, 2, HRMTY E—MERMOR) FNVF I RCHNEET, 1 F
ZLhEBH SN WERENDH D, SCA6 OFERIT 40~50 RFEDOBRRETHD /N
EEERETHY ., EEECEREENRBEREO—HTH 5, FEOCHBFITDOVTIIM
OEHM/NREHEFE, BRLKTESRBORASNTNARN,

SCA6 1% 1997 ECZTOREGTFREMNBHAINTUR., BEFHERANRINT-HR. &
RICBWERTH B EMMESINAE. T2 T AR HTEEENFIEICE T E SCA6
DEMBEEZHONITB I L L, SCA6 DEFITHBIT S AIBENRICIOVTRINTS
ZEEBMELETDNE, £ MATEHEHRTII SCAS ORRKBIBITD ZFMICHTL,
BERLD SCA6 @ allelic disorder TdH 5 RERIEMEB)LFE 2 8 ( episodic ataxia
type2; AT EA2) DR &L L THAINTVD 7SV S5 I RO SCA6 ICRT 5 R
RIZOWTREH RS2,

FOREFE, SCA6 OHEEIZONTIE., dLHEEIZBNTIZI SCAS B H XN EHLME SCD
THAHZEMHGMIEINE,  RICEEREEBTICED, FFD SCA6 HHE—DORIN
ERAKIODRELEZEZHASMILE. SCA6 DEERGIZOVWTIR, 8T 3 9HIE
RSB TH D, ZORHIT allelic disorder TH S EA2 IZEBL TWA I &EERLE,
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%72 EA2 DIBETH BT 5/ 53 RAISCAG K bAYTH D iTREME 2 RB L 7=,
NERBERICH> T, BIEQ/NMEIENS [SCA6 ® CAG V) P— A foRY Y
W I RCHARTAENT & EFERFEEOREICDOWT] OBMNS -, BEER
XMEEBIAL, U E— MNRRDROANS, IS AF v O RVBERE 208
MELHBT D LEE L. R [RERSEOEMNOBREIZOVT) ORENS -,
HEEIL, SRFAEMAREHMEMEL. SCA6 IHHARBEEERRITED Shznd, &
EHEATRREERVEELTIERMNDD L. TOBEELY gain of toxic
function OEREHENH B LEE L7z, KiZ TL#EED EA2 OEFICONWT) OBENS
of. HEEIR EAKRIDOROSHEARENR, NEARTEAZAL TR EEE L.
ROT, BEOBRBEENS TSCA6 TTIVF > TR BENAROINEEINDZ &
oWT) BENS Sk, BHHEER. XREEIAL, DHEROWRMICE > THRE
NTW3EEELE. KIZ SCA6 DRIERDEEICDNT] ORMABH o/, HEHII,
BRAICBVTEARRESLEDMEROBEEZRD L LORVAVEEELE, KiC
DNBESEB AR L D RENBEERZ LICDONT) ORENS -, HEET. XS
ZEAL. ANVIZOLAF Y XONF—LLTOBKBERLTVWAEEELE. RIT
[SCA6 28T 57124/ 53 ROEBBIFICONT] OBENS -, HHEBIL. MK
MFEOHMT B Z EICKBTEMES, Fr o X VBEORBICLBTEENS S EEEL
Foo KOT. FEOHARKRENS [SCA6 OF U7 TOHEEEAFEEICDWT) OEMN
Bofr. BEEL, SCA6 B7 D7 HBMTIRARERVWTHEENENT & &, BKERA
AETRINTOFA FIECHS B EEE L. R [7E5V 53 RESEHAOEHN
IREBBEICOWT) ORENS -k, HEFI. HR 6 HIT 88 ME THABZRLTL
DEEBRN. PRITMENTHDAEMEND B EEELE,
KFRREBICBNT SCAS ABEETHB T EE, JETHNTOFATERML.
cis-acting factor OFEZREL THBD, FRA3HERFOMPOFHMND L 2EER
CHIRTHB. £, WKFTR & OB, S FEBBEQTRERRBLTEY, SHOE
RAEBIHIEI NG,

BER—FIR. ThOORRERSHMEL. KERBEICH T OPRMOMBEAIZE S
PreHEEN L (B ORUESTEORKNREREETILOEHELR,
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