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SCAL2D B =TI HEH T 5 A3, PPP2R2B BIZF D
ERZBDOLVERLEETEFR/PNERED 1 KR
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Spinocerebellar ataxias(SCA) i, /MNNB X UEHICHREDOEEL D, EELRE
R L T BEMEMRBOBKHTH I, BEFEMTEISHEL—BHTHS. KARET
FERIEICINEHBIT B E R FETHEN, ~1270¥T 54 MXBFETIE, ~—F
—IEEEN R <, BEFRER EO/NFRICBIT 2ESERIT CORENITIXBARH o7, IF
EDODNA <A 7 a7 LA EWOERHIL, SNP(Single Nucleotide Polymorphism) D NA RV
— o N2 ) AT ERARIZL, B NSO SNP - X B EHMITIL, IFRRICE
WTHLYBVRHAZFEOZ LS HEFETE 5.

B2 T EEECHETRENNEED 1RRHOWT, H400D<A 7Y T 54 hv—b—%
AW CESEBIT 1TV, 5 efafk, D5S436 & D5S2014 & ORNICZHEKLOD X227 2.39 %
B, v —H—HBEN+LHTIEIRL, MEROVEMEEZRATIZ LIIRETH- 7.
4, ARFROEBBGFOLYIERR~ Yy 7 LRBREFORELZ BRIZ, DNA <A
sa7 LA 2R SNP Px ) H A TR NGESITEZITY, ARG TFOREGTF
EROEELHRIT L.

xR L Fik
DNA I[SU4E & BEXD SCA BT 2t REF 4L 2SLAFR 104505 L Lz, ABFRIX
EERFHEER S OABICE SN TIThTz. RAEM A MERY» SR L7457 A DNA &
FAV 7=, SCAL, SCA2, SCA3, SCA6, SCA7, SCA8, SCA10 SCA12, SCAl7 B X UERIREEHRiZYE
BRIV A REEHERE (DRPLA) O RERE S F D CAG/CTG U v — N REMBEOFELTET S
e, BBEFOMI Ly MY E— RIS EEO PCRBEZ B2V, 4% RV 77
U7 I FENLVTOERIKEI 21T - 7212 GeneScan Analysis Ver. 2. 0 (Perkin Elmer)iZ Xk ¥
TS A MENT AR 2 o7-. SCA5, SCA13, SCAl4, SCA27 IZ-oW\WTi, FhFhoRE
BEFICBIA =7 YU EBEPCHEIEL, “hbi2Fr 7 L—he LTy —27 22K
#4TV>, ABI PRISM 310 genetic analyzer (Applied Biosystems) iZ CHREATZ1To7-. SCAl5
W31 D CVIVE 38 X IR SCA31 /=B B puratrophin-1 BEFEROFEIZHSOWTIE, Zhb
DEN 2SR 2 S1e PCR EMZERNE L, BERKIXKH 21TV HER L7 (RPLP ).
SNPY = ) B A T L EGARIT  16DEEANDSCAZ KRS 2T L7=1%, 909, 622 SNPZ& e
the Genome-Wide Human SNP Array 6.0(Affymetrix) 2T, V= /¥ A U T ETo 7.
NS A NY o 7 EGRNTIE, RTY 7 b & LTAllegroZ VY, LODR =2 7 i EMEBRE,
BiEEI00%, HRMTORSOELML R, EETFHE0IZRELTHEINE. £
72, LT D272 3SNPEZEIR LT : Hardy-Weinberg¥{#>0. 05, call rate=1,
confidence score<0.02. X 5%, 80~120kbDETHE LA F—T LIVEEEN SV SNPZ 2
R U AVWE Min-Maxik). BEFEOFEEREDN-REMK T, £SNP~—h—Z
X YMLINKZ AW CHRT 2B Z7no 7.
DNAY— 7 = R BB GT T D PPPZR2B(protein phosphatase 2, regulatory subunit
B, bisoform) D7 VU ID2DODATFA AEREELIT I YV BT ut—F —EiEk
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DDNAE ZEEF DR 24T - 72

& R
BEADSCA & DRI SCA1, SCA2, SCA3, SCA6, SCA7, SCA8, SCA10, SCA1735 L TUDRPLA®D
BHEBBETFICBITACAG/CICY ¥ — MO BEMIRIIFR D o7, £/, SCAS5,
SCA13, SCA143 X URSCA27 DE-I& HBE{= 12381 B ORF (Open Reading Frame) N REIE BRI
BHobhiahrotz., E5HIZ, SCAISE X USCASLIZ B W CHESSAEEICH 5 Bz FLH L 3R
bR hot.
Sq~DEG ZRAENTD D, 5q31-¢33. LUCTETET 5 4. 28MFEIRIC, AFKRITH T BB
BRETHHELRLODARAaT2.40883HF bz, £, “HRLODAa 716, EEHEKOER
1, By b 2 7 RIBER D rs681591 & rs10477291 & ORI, T v A TR M rs741580 &
rs32682 & DRIZFET A L E X bz, Z OFEIRICITISCAI2O EREETF T 5 PPPIRIBE
BFREEND.
PPPZRZBDDNAY —J TV R AFERICBWTIL, SCAI2ORMIER L S5 PPPIRIBD 71
— & —EBIZBIT HCACY B — N OREREIIED b b ol (ERIEHIZEBVTL6/17
Yyr—hk) . F£7-, FEEFORF, 7Yy A burEREEBLION I ue—&—4
BICBITORER, RE, HBATRED NI,
AFZROBEREB BRICETT 2MENMEEBS AT 2 HEHET5. U_Elﬂﬁfzti?ﬁls DEE)
, BEEE, RUOMRRKESEELRD 5N, —HICFHEEES GERIER 22D
% . FBENIE, /\—ﬂ?// b, KEHREE, BREMEEEFEZED2V. M MBI TIEEH
RANENEZ RO D
£ £
SCA12 |X PPP2RZB D7 a1 &—Z —4aIHD CAG V ¥ — M BEHIRICERT 2 ERT L)L 55
~T8 U B — b, IEH 7~32)2%, AR TOMETRV. AFEFHR TILSCAI2 DEFERTHAHTHE
BRI TRIE L7 1 B35 508, BREITIHEOMEY MM EBILFH %2 2 L, SCAL2 'CF:’E
B DNWAREE, REWREE, BEMNREE, R—% 0V =XLDEERIRD
v E£72, BMRI TIXUE AMERINZERE 2389 5 SCAL2 Izxt L, K%ﬁfkill\ﬂléh_ﬁﬂﬁ
LTWa., ZDXkHIT, SCAL2 L ARAFRTIIRR-BERBEREL, KFRORELL,
PPP2R2B \ZBITHCACY ¥— NOBREMELFT, AFKRIISCAL2 LITEEFHICRRS
RBTHHLEZDNDH, SCAL2 EARFERIEIT VR THATREELE X OIS,
ARRITBIT S 4. 28Mb OFEMEEIRICIL 44 OBEFNEEND. 5%, PPPIRZBDA v b
nrEEtXY r“ﬁﬁfﬂﬁ?ﬁkfﬁ#ﬁﬁiﬁmkb‘Zafm@ﬁ{‘%@%{i@ﬁm_ob\fmﬁ—m
NELEINhS.
= B
FEHE R H/EEMEED 1 ZRICBWT, RBBEFEOEMERZE s RtakER L
4. 28Mb SEIRICEE L7z, [F4EBRICIY, SCAL2 OEEBIETF THD PPPIRIB NEEN DM,
FIf=F D ORF, 7uaEt— & —FRICITRMEREZRE DRI o,
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B £ # K ¥ K E R
B & # B fErk F HE

FAWXEH

SCA120B{ZT-HE - 4T 545, PPP2R2B iﬁfiaﬁ@
EELBD L VENEEEEH/PNEED 1 5

Spinocerebellar ataxia(SCA) %, /MR LI UBFHITHKEDOTES LD, EENELH L TE
FELTHBEEMEEREOBHTH LN, BEENICESHEL—BTHS. WELSKAE
BFERFEE SN TORWEEREME/DNEATRE (ADCA) FR LE. EEHMEIT KB EE
FEREDDDHEIRFETHHH, HEROFEZHRDNAAL 77 LAk’ —&
E%ﬂ (SNP) #A B TIZEVBOENTEHD SN 2~ —Hh— & UI-BEEHRTIL, IFE

BWTHLIEVEWRBAZESZ LN RINTNA.

THLEEREEEXT, ARIXTIE, ADCAD 1 RRICHOWTEREBEFED v Y
T ERBEBETOREZEMNE LT, DNA~A 707 LA ZRAWVWESNP Z A B RN
HEMBT 21TV, S OIERBEBETICRBT2EROFELRT L.

MNBRIBEEARBEZEL I0ANPDLRDLIRRTH D, BEAHD SCAIZHODWTIHUTDO L S
WZEHM LIRS L=, 9723>%, SCAL, SCA2, MJD/SCA3, SCA6, SCA7, SCA8, SCA10 SCA12,
SCA17 B X UHRIR B IREE B BR /L A (RZEREEE (DRPLA) 12DV TIX. CAG/CTG U ¥ — kD R
ROFEE DNA 7T 7 A MENTICTEME L. F£7-, SCA5, SCA13, SCA14, SCA27 {Z-D\>
Tit, EREABGFOI Y VBT RER, REOFEERFA VI Fo—T R
TTEMlL7-. X 51T, SCAI6 3 L TNSCA3L I DWTiE, EEREHEICH A BEFSEOH
fEIT-DOVNT PCR-RFLP JEIC K D EFME L7z, BERID SCA Z R4 2%, DNA~=A 7 a7 L AT
XVFAEC T LSNP E—I— L LTRT AN v 7 EEMIT 2B 22, 5931-933. 1
£ AMb FIRIC, ARRIZBITH2HEHEHRKMETH S LOD 227 2.408 215 7-. REHIZIT
SCA12 DIRBBIETFTH D PPP2ZRZBBEEND M, AERBWTiL, SCAI2 DERTHD
PPPZRZB 7" w1 & — & —fRIKD CAG U ' FEFEHELZRDT, £/, REGEFOTIYUE
LT oE—4 —EHRICLBETEENRNWI L2 AV bo—7 2V AIEIC L D HER
L7z, AREFRIISCALZ LERRBZRIZL, BEEHICERIKRATHY, HORSCATH
HEEEMITRREN, SBREBBEFRED DEMEROEMIRINBSLEL INS.

ARARRICHT--> T, IILDICEIEDEREF LY, SCA12 & 7 VAROBRIZH B 7
%&&%@&ﬁﬁ&komrgﬁm%b REEE X, TV AROF & LT SCA6 DfFl % 217,
K%%kkﬁé?vwﬁ@? EMEIIBETE RV, MIFRTIIAFRIZEBIT S PPP2R2B

WIHEREZRBDRP T ERATA FBIOXMEZSI A LA OEE L. £, £~
M ZBITHAEROREIEZOWTOERNH Y, HiEEIT SCA3L DI 2ET, VE—
FNOREMEREODEERNBFETIHE/ICEITIF T oy hEAVWTRET LLEDES
BRHTEDWEERSHDZ &%, XMESIALCEIZ L. £7-, PPP2RIBihDFEMEEIE
F T D ADRB2R° HTR4 BB DB FEMEICOWTHEMN H YV, BEEE L, PPPIRZB LI

BEAZEREL TV, MIERMSERNTERVWI L%, XEKESIALELELE. &5
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SHBOMIEOFEMEE LT, MUANORBERBEZAVTRITEZITI ZEOEEKIZONT
T RS AR T,

TNT, EEDOHESR LY, SCAI2 FRICBITABEFRHEEREOEVICOVWTOE
Rid 0, HFEEIL CAGYE— FORBEHIEFHXBELTVAY, 4V FORRTII—F
VI RAPREMNETT, ORPRR-ERFEARFOILENHONTEY, FORRICS
WTIERBATHA Z &%, XMESIALTEE Lz, £, AFERITEBIT D PPP2RIB D
large deletion M AIREMEIZOWTERIAH Y, BEEIL, RKREET—F &L LT array CGH
TR Y TR L, ERMESCTFEIZIE large deletion b E D B —HERI Wb o 1
ZEEEmE L. X6, SEBROMEDOFAME UTRENTORESE 2N 7- L THRTFE
75 £57 FAL B BT,

B#%IZ, BECEARER LY, SHOKRBEBBTFREDTEZOOFIEZ OO TEM® H
v, BEFEEE, KRS —7 =P —IiC K DREEROBRENZIEEES| OREFEINE S 72
FEOODEDEEZBNDZ %, XBEFALEIZE L.

DRI, HO772SCADFETHAREEEZTRE TR TESTFMIN, SBOKE
BEFRENPHFEIND. BEERIR, ThomBEE2ESTEL, RERRRBRICBITS
HEESCIREREMZ UL HFEENEL (B ORUEZRT 20K REREZETIH
DEHFE L. :
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