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B /N AR5 R TR 2y 1 AR A W Ml IR 23

WAL A HE DI PEILEE 1 (spinocerebellar ataxia, SCA) A&l PRH WL —Fhfh & R G4 B
(1], fEphgeiifemi 1e A fa s =[2] . SCAUIEZ Al i AR R R AR M SN SR, LA 557 (SCAT) £
KREIFATEN, T E AR DN IS T 1T (autosomal dominant cerebellar ataxia
II, ADCA 1I), WHPRZRINCA/NIGPEILTE O . R 9aR « FIR ALBRISE A A0 194 J65 2, 35 it 2R A M A R iR 3] o Al 16
36 NSCAZK AR MIASBI LA . 38 ASCAEE . 60K AR “AEHE” AR Je44 44 IEH R DAEAT T SCATHEA
(CAG) n = #ZHIRERY WA, 8T TSCATHIGIRRILLL K (CAG) nsh A58 ALIIRE A5 .

IR R S IDARES

L1 IfmRZEE

LI AE36 4N SCAZK R A3 FEE FI38 I UK SCATESE, AT AR WM T 78 2Bl TLPRSEHIX UGN .
SCAZF ImIKIZ Wik HardingbrifE [4] o 43014 BHPE G S ISCAIE, 526, L1741, Fig22754%, V¥
36%, WIFE3TTAE; 38WIMUASCARE, H24M, Zc144, FRE16758%, TI45X, WifE2 8. 60K KA
CHERE” AR AT, JLH B28Hl, L3241, FERR27764%, FINATR . 444 oIS OC R AR AAE XS
W, JLrp 523, 21y, Hik22759%, FH32%.

1.2 SEETTk

1.2.1 A BEPIZIDNATRI  FHXSCAE . KAWL IEH NBIAME K10 ml, RBABRAER -5
FHHR VP I DK ZHDNA A A PCRARAR

1.2.2 SCATHEH (CAG) nEE B 1Y SCATHIATIIAEPCRY 3. JEHIZ W HEERSCA3. SCA2. SCAL.
SCA6 JaidkAT, MRFE ik (31 & MPCRG 4. 4U1024: 5" -TGT TAC ATT GTA GGA GCG GAA-3"; 4UT716:
5 -CAC GAC TGT CCC AGC ATC ACT T-3" . PCRIMNAKZR: HIHKDNA 200 ng, 51415 pmol, HN=HER
SR (ANTP) K E400 umol /L, Taq DNAZAM2. 5 U, 2XBuffer 25 pl, Mg® HZIKEL. 5
mmol/L, MIXUE LB T/KBEARB0 plo PCRIRMNAAE: 95 CHIAZMES min, 95 C 45 s, 57 C 30 s,
72 °C 45 s, 35MEH. 572 CHEMPS min, {EPEI600 PCRJ NAXH HEATPCRY 1.

1.2.3 PCR/™MIKIIN M5 pl PCRYIG™H) 55 pl 2XARVE EREEMBIR S, 99 CAME9 min. EIK
F5 min, MFET8%(m/V) &8 mol/LIRZE. 25% (V/V) HI k) S8 N M b ek (Acr @ Bis=19 : 1), 1XTBE,
200 V, HJK18 h, 4Ry (A,

1.2.4  PCRI=WIMAHRS 4 BT AL AICAGHS VIEUK B E AR CAIDNAAHXS 7 BrEsbn id A B, Al
FATFEALES AL/ T8 4F (Quantity one 4. 4. 0) Wl H IDNAZ T 1 BEATAE 3, LA hnvie i 2%
lgY=a+blgX. FF& LUK TR FACAPRUE M Ze, SKAFEFIIDNA T BUWAC L, CAGEE & 145 DUECADNA Jv B
KR ECAGE E P4 B X A RE ) 1/3[5] .

1.2.5 SEYRABNT SRR B IR UK. DNABERR R & (DNA Gel



Extraction Kit, _¥Sangon) [B[W)E, HIDNAM X5 & (DNA Sequecing Kit, PEAHE]) 1ENT &MY, T
ABI373 H gl A BT .

2.1 SCA7 (CAG) nHE & J7Hka

K 2K R B IO B, BRAREG 1. LRSEAEERY IER, CAGER/nlA12, 12, 11
W, P1LEERT I 1 5%, ZADNAIFECAGE 65 65, 631K, XN =41449 bp/idi, UFSZASCATHE .
H A3 NSCAZK RA26 538« STAHURMESCAR . 606 MR “1IEH N7 I Ay 1E 7 5 FR 57 F5 K]
4 BEKEAE280 bp/Aidy, CAGERI 191K,

2.2 IwIKBEEMM T

FRMEEZ —, Lk, 298, FIHMTHEBRAT. W FBEI3EREZ . BRI REER, M
0.170.2, WAR EAE. AMEEME, 1SRN+, LRE, RELMIALE A, SIRFEHEAYE, ZAMn Wil
Ho WENG, SWER%, WM. V. PKDEARIER, BRMEK, BREEZE (1) . fRaidE, 530
VRSN, BRI (1) o WRIELE, BAKMIE () . EREA (V) , EWELE G, PREEE G, £
T KAME IS . B, AMEAT S s (1) .
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K1 SCATEEFRRIE-1
Fig.1 The pedigree of SCA7T-1
[II-2: Proband (arrow)

KRG =, Bk, 148, HEESCR. BUEL) e AR, M0 PR L, 4ie B LA ATk
MR ERIEAR . IRBHIR R R G R R B HEBR L eber AL PR ML 2890 0 PRAE g SCAR T R At 12 . BRI AL
730. 1, HRJR AT Sk i, HhBe 2 £5 m L 00 L P 7 XCHIR BB P o S W08 Ak 385 BRI, AL A I 2 1
AN B R IR R vy (I3 4) o RUN e S S REE R, FLAR WL B3 IR AR IR R A7 AE R AR
PR, BIHE DR IR ERE AL, TR RN E, HAL36 % MTEAFGER, BUUI20 % i
i HAEARB RFAF I, 58 L0 SR BOR AR S B2 A
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K2 SCATHEERRRNE-2
Fig.2 The pedigree of SCA7T-2
[II-2: Proband (arrow)
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Fig.3 mERG showing significant fall-off of the reaction peak on the bilateral macula
lutea
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Fig.4 HRT showing increased edema index of the bilateral macula lutea

R T N

WO G, Lotk 32%, DHTEARS. M FRESSERME . B B IR E AL, 4k O A
W, SIEEHL YUK, REHTYERRE, SN CARMAIATE. AR REIER . XL RSER, Xt
SASIREE. AL FEEUEL, ATHR30 emfRH, AHRERATREL MR, M, S3e w4l



MDA s ZhLe AR EAEAZPR, ARILAREE, THRZ)(+) o LR, e NG, BReRiliE . AL
245, USRI W s, U0V -2, DUIRCRE BSR Jet, WUMEREEZE (+) , XU IRAE (+) , XU 22 HL 3
i (4) o VRERIEGERWAW . Fadn . BRI AT, RRa o, & IRAE (+) o SKMIMRTZR: AICRERT I /)
M4 o AR S G 3R ML I 5 S s MM B (AR P BB O P PR S 8L

FREE GG TR E . WAL IR M TR, TREAEAYT, AR AN .

3 e

SCAT BIVRHUREATY i /> o 22 i AR B, o — b s e f R PRI AL I 2 RGBT, LA/ Pk 35 2k
W AT PERL I B 2R B TR AN RORFE, IR RS e e SR Wi oo 2)Wr . IR IULTK sk
ko TESCATH, WFEMIMEICERKAETE/AMN. T, FELeiiph2rz . Poife T hosEi . SMUBeIR A4k &
PR AR e s 2 o [RIFESCAT HAT HoAh (CAG) n =A% IR B i (e i (1) A IRBS R -t 52 AAH
Ky HEBWEREAA — 2 RR, {ESCATHISCASHFIXFA K K R % . (2) BHEHINIMG:, Fr T SCA6, it
F LI G 0] ULF BT S CAGH 1445 O IISCA, JULASCATERWIE . (3) WAL ENil: KA AEAEA L FE P Ar et
MR IS . {ESCATLL K SCAL, 2. 3FEDN, A Rist A4 I CAG & P41 B By i ARt — 29 3, T SCASIIIAE
RER AL 25 5 KA Yo X0 B 12K B SRR IR [ IR G (AR B A FE A AR D e i 22 5. DRI, — 480
BEDR1 1544995 1) 2 I FE AR A1 15 2652 5 BE DR (1) SR AR IS RE WA T 77 AR SR N o (4) etk TR E R AR
B2 ZRREY R P RATEW, BRI AR b AR 40 i A7 AE G AR A 52 M R LS

199545, I PR LA S £ 4L 0 55 €5, 38 A o 3 23R I IR SCA Y. 284 1) 35005 ik R 4 v A2 T-3p12-21[6] [ 7]
[8]. 19974, David&[31¥MBURILRER T3 pIfrilE TiZAER], PROASCATIE, KB T HN Kl 54
BT —2BMCACER)PY, IEWANERT-1TIR, 15%N10K, BAMEM N . SFHEE38T 130K,
SCATHERRIC3 969 bp, EH1IAN2 727 bplM R AESE, ML L5892 LR IL I, Ry
ataxin-7, AHXZFREZ130 0007180 000, W&H—BMCACEEFH4miLN] Poly Qs. Utb4h, TMISCAT
KL 553787 3940 0 - dm i 4l f % sE i 5, i ffataxin-7h — Rz E A . 5HALSCARIAK)JE, SCAT
(CAG) nEE R AT EMER I th, JF TSI W gtk S i %, BV RMAZE . ARGl (CAG) nFE
HEAR, JCHA A b (9],

Jonasson%5 [ 10138 FAT W F W FUR I, SCATHAZ ., et S N 1AM % iE4. 5% 11. 6%, {H7E]L
KK [ St RS 22 SCAT A d5e 5 WLIFIADCA o A LU FU 418 B 0 AE ] P 4RI UK PESCA  f8 8 [ SCAT SR 58747
(6] o A3 A AR Z LBIHU RG], RIS, BP0 5L BN P 5% ek, AT Bk
BOD I N, A AR, ATET VLA . IRURRSE . 1R BAE, 5 E N AMRIE SCAT B I R R I
A1) 0127,

b5 7> Tk R e, SCAZ AN WAL SER g e 7 [11], SCAL. 2. 3. 6. 7. 8, 10, 12, 17,
DRPLAZEDE CLgl ve e, EBIO M vl LA ESCA3. 4. 5. 11, 13. 14, 15, 16, 18, 19. 21. 22, XffiILNL
Wr. SRR WI R AT . ZEAHEIT, SCA3442%, SCA247%, SCA1A5%, SCA642%, SCA1241%, SCA7
2143, 7%, A HSCA8. SCA10. SCA17. DRPLA. Friedre-ichdLy%2cif] (FRDA) B3, & H AN H ARG R
[12][13],

T SCAS W RIGIRRIME A2, H B (MRS, BRAl A I I R AE A DOG A 2 Wy J i . 4
ZHABSCAEAY, SCATHA H CBVFRHETE RN —— D P35 R 0 . PSRt AL B A 2, 85 %0l
SCATHE TR AT 5w I AR A, 75 BEPE I 1) 2 LR R S 400 3 I E B AT IR [14], (AR IRPRIZ Wiy
HAL. RIS SCAT G 2 5 Leber Bt AL PR A2 LA ACKE PRI TERR I B AR VE . EE e A vl . 2 R PR A5 & I L
Drokifls A NS, B B EUR PESCATINE 43 - 1A “# 2 Wik .

H A hy, RESCATLEN L2 M =A% H R E WSBMA. HD. SCA1. 2. 3. 17. DRPLAZE, [T CAGHE
B WR AR MIBER & AR N, KRS B R ARSI IIEE, A A 2 R AW
FIAERE N5 | 22 Tl o0 T A, T S0h i R IR AL RS T o 5 22 SRS SRR (1) A B AR AR &8 e 4l A%




WIE IR L BEDTA, BN A2 B Ze AL T IR IR L13 ] o 538~ B0 P g i DAL A A QU I 5 38 »
AR TS, PR TR VEI K. AR, AR KRR o TR CEIREIRR A
RIRSE 2P DURURAE, BRI 2 K MREREE % . JIT @RS 5 T m I AowpLEI [15] . (R,
FECAC =T 1R T S HIAREE PER S 1 1 23 1 HL S 22 TR A S W 1 SR A A 19 i 52 g R A pe 48 31
G A0, HAMAERE. HarRATET T4 W ASCA B A DNAMRA . JERS W 50 A5 T4, IR
IEAEXSCA3 T RIFHLENE RFIBIFT, 0T Hriz W (B FS A BT AL 22 W) « s+ 2, Jfaf
LS AT REME BRR YT B3 b 2L 1) 44
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