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Clinical and genetic study on a cohort of spinocerebellar ataxia patients in
Chongqing
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Military Medical University , Chongqing, 400038 )

[ Abstract | Objective To undertake a clinical and genetic spectrum analysis in patients with
hereditary spinocerebellar ataxia (SCA) in Chongqing district. Methods SCA 1,2, 3,6, 7, 12, 17 and
dentatorubral-palliodoluysian atrophy ( DRPLA ) nucleotide repeat mutations were detected in 10 autosomal
dominant SCA families and 9 sporadic SCA patients by PCR, agarose gel electrophoresis and DNA
sequencing. The clinical data was also analyzed. Results There were 8 SCA3 families, the other 2 families
and the sporadic cases were genetically unidentified. In the 8 SCA3 families, 15 patients were confirmed, with
CAG repeat 58 to 71 times. Seven family members diagnosed to be presymptomatic patients, with CAG repeat
56 to 71 times. There was typical genetic anticipation, with cerebellar ataxia, dysarthria and tentorium brain
atrophy. Conclusion SCA3 is substantially the most common subtype in SCA patients in Chongqing district,
manifested by cerebellar ataxia, dysarthria and tentorium brain atrophy. The clinical symptoms are more
serious in sporadic SCA patients than SCA patients with familly history. The degree of brain stem atrophy is
associated with the course of disease, and the longer the duration, the more serious the brain stem atrophy.
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TG e/ MK HE 57 2 I ( spinocerebellar ataxias,
SCA) ZVI— RN 2 RGBT THEAR o £ EE R I 5=
I, 7N A S HAE Y A AEF 2 01 7 MR AL A AR Y
HRVERAE . AR EAG & B I R B S i, I IR R PR
%%, 45 I (AL AE A S, MU I, RER I DA /IN P e 355 2k
Wk, A e RS IR BRAE B 5 H ) B A
LA ER R RAE 32 S B fg R o T s sh g
TOIR LA S ev 1 J B P 25955 45 . B SCAT [ 30 K
DB R s ST B X A 114 L R F 5 7 4 i A e
F ARG R B T Z RS R B 2N . BT SCA 1935t
2 A RAR BT IZ AR B A B 32 Fh SCA LAY, 45
5l SCA1-SCA37 ( H:d SCA9 k # », SCAIS 5
SCA16 #f[A], SCA19 5 SCA22 #H[n], SCA24 i Y 4,
IRt L 1 SCA,SCA33 K45 ) .

REAEFSY R, SCAs T AR H L SCAL .2 3 .6,
7 IR Rt e, A ) 3t XN 4% R oA U
ZE5¢ ,SCAL FER KA F Ak B 248 0L, SCA2 #E K
A FEvE b BB SR PYREFE UL, SCA3 FEL Y hE |
B A fEE L, SCA6 7E252% Bl midkE
KA UL, b 22 S 5 it S Ay o6, FRlE ok
REA AT 2 s op [ Rl SCA B LA 3
R UL, RO 1.2 88,6 .7 12 17 .35 RIUH B
1, HPRHLIX IR SCA KRB m L IX 22—, T
v R 2 R AR T ()38 A 22 E 5T, DR I FRATT X 2 R
X 10 /> SCA ZZHH1 9 il & SCA B F #1755 W, SCA
IV PR B0H 3 PR 11 35 A% 24 i A, %) 8 3 I PR R BRI
1R RFE VR T 00T o

1 xd&5hH%

1.1 #HRs+%

A WFFEXT Sk A TEHIX 2011 -2014 476,
FHERERR MRS — 55 B B2 B o B BE /M ik
LI B BB U A3 T S R, AR F R EE ALK
EHHESE B PR R S HE, 10 MR R
Yo R g st %, IS M bR As 47 51 (550 22 1],
ok 25 ) Ho R 19 B B PE 1 ], ok 8 ) .
U BUR BE MR AR 9 il (S5 6], ik 4 ), I
RIS WHA R Harding $RAE™ o BT 2R % B DU A
HE, JCTRS S 250000 FH L 8 L 90E 0 L7995 /0 ik
JoE S AT RS R/ M AL R R B FLA B . R MR
BHZ A TCIML S G FR o fat Fe 0T R AR o - [F] 1 7E
HREE B R 22 BB 55 — B8 B (KRG o0 R AT IR KR 1Y
20 A fEFERN (M 10 24, % 10 24) , DU, TTHK %
WAL, 5 FR B E R LM% KRR
1.2 Wik

12,1 i FENZH DNA 230 REUSCA B K

FRR B AR S R A AP b AL 2 mL, fifE ] EDTA-
K2 e, >R ] 42 1 55 N 41 DNA $2 B & (b Kk
M) S UL 41 DNA,

1.2.2 PCR 5|¥cit  AASIHBH At Primer
Premier 5.0 ¥+ T SCA1.SCA2 SCA3 SCA6.SCAT7.
SCA12 .SCA17 .DRPLA #jjgdt[X PCR ¥ 5|4(F% 1),
HIAE B KRR FRZ Rl G A

1 SIWFNRBARE

A S FIMFSIGS 37 BRI CC)

SCAl  ATXN1 CAACATGGGCAGTCTGAG 57
AACTGGAAATGTGGACGTA

SCA2  ATXN2 GGGCCCCTCACCATGTCG 57
CGGGCTTGCGGACATTGG

SCA3  ATXN3 CCAGTGACTACTTTGATTCG 57
CTTACCTAGATCACTCCCAA

SCA6 CACNA1A CACGTGTCCTATTCCCCTGTGATCC 62 ~57°
TGGGTACCTCCGAGGGCCGCTGGTG

SCA7  ATXN7 TGTTACATTGTAGGAGCGGAA 62 ~57°
CACGACTGTCCCAGCATCACTT

SCA12 PPP2R2B TGCTGGGAAAGAGTCGTG 60
GCCAGCGCACTCACCCTC

SCA17 TBP ATGCCTTATGGCACTGGACTG 60
CTGCTGGGACGTTGACTGCTG

DRPLA  ATN1  TCAGAGACCCCAGGGAGGGAGACAT 65

TAGCCAACAGCAATGCCCATCCAG
a:{&# /A touch-down #9 7 %347 PCR ¥ 3¢

1.2.3 PCR §"14 50 pL A& RZHE4T PCR S Vi, [
W95 CHiAE M 5 min,95 °C7AF M 30 s, 1Bk 30 s
CRBEWE 1) ,72 CHEfif 40 5,30 NMER, 5572 C
JE{H 5 min,
1.2.4  PCR =¥yl 5 0 iy K1 2% B e b e
JE LUK P ) AT ARG I, Xt H Dk SR 2 AT V) T
W (SnaPrep #1: 3 DNA J a1 i) &, b st KAR ) | %t
IS 8 3 25ty >R TR I 5 | 4 B 4200y ( ABT 3130
WAL HAN) 3% CAG =R BRI B, T %X
W T S5 A T U I IR 7y o
L3 BRTHEGGRFRE

FH 48— 35U B2 DT I A8 O 98 6 A T 4 s
SR T ARRS KA, X SCAs R AT R R, L H K
FE, I 2% Philips 23 W) A2 77 19 3. OT % M 4R AL
(Achieva 3.0T TX) Xf 7 58 F i34 J 9 Bk i &
FIIERAR R A, PRI ZE 4 R B A T2 0 20 W IE
W1 O NERE AR 2 Sy RS 3 oy SR

2 HR

2.1 AR RE

10 4~ SCA K& 8 MK F N SCA3 HY, ) 2 MEFR
F19 WA B F IR RE AR LIS A 40 Y, T A R RS Mt
SR REAAGIN 2] SCA3 S 45 . ANWFFEAR &I SCAL |
SCA2 .SCA6,SCA7 . SCA12 ,SCA17 }% DRPLA 7l i 3.
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8 INSCA3 ZK A Lkt i E 15 (I (5% 9 4], 2otk
6 i) , RAZH ] CAG HEZ KN 58 ~ 71 (65.20 +
4.25) U REARAT L 7 01 (B 1R 3 B, &tk 4 4]) , R
AFZENTFER CAG R IREH 56 ~71(62.86 £5.36)
UGB 2845 75 BN IE BB R 19 fl. 1 H 0 g4l
CAG HAZ RN 8 ~39 Ko
2.2 RAESM

10 DR AP H Gk B L. 1S fi] SCA3
BETA 8 B AR, Ul AR, 8 B R
i B E R 1 LR E RS AR R A TRAL, HoR
7B IR R BB, R AR PEAT 3 ~ 22 4F
7 PR R AR EE T L2 BB TR RS
FGAF IR ACHRERAT 2 ~ 3 4F . W8 7 BAER AT &
4 B R L CAG B RBIIECRAIE N2 45

AL R R o I T 2 A DU A 25 45 22 LI AR B O
L, /NI ZE G LA/ NI 51 45 7 R, I LA B g,
SCA3 BH/NREEROR W 248 . P R E K 1Y
SCA3 & HBL T T2244 , M A B Y SCA3 3%
RPN T4, BRI TOR R e
CAC ERUMZ MM R R UL 3,3 4 o WU B3
B SCA3 BB/ NNZE AR ™ 8, iidl MR Z5R
7, SCA3 B /NI R ZE 45 , b/ IMikis| T S W A, fiki 3
BEE R TR ASTEA I, AT R MR A, 5
DU ZE 37K SCA JE /MK B A2 A /N, il 16 22
WETE T I S 22 4, MiAT LI T 5 4 1 k%, 9 G iy
T /NI B S DU R BRI YR S ik S
PR ARSSE (1) o
x2 BRNREFRABERAKIH (%)

1M 3 ilBE R AL CAG 5 &2 YOBH R AR AR ] 2l ik 2> P R R SCA3 .5
1~2 7K, g (n=9) (n=15)
RYIEN FeyF 100 100
2.3 MR or 100 100
ZRILRRIN B 1 o8 SCA3 AU 8 DR AR, S H5A i S 56 80
TSI 15 183 BRIl 41 ~58(49.6 £5.6) % % ?géffjj; 506 "
. . N IS il 53
FE2 ~22 4, 9 IR BE RINAEIE A 24 ~67(48.4 + JL3K I 53 33 47
15.2) % SR 1 ~ 14 4, Frf BEA SRR EE /N ik Lk T3 11 13
VEEIR VA B 25 R, 650 K AT 5 DL s - -
Ji 5w MRBREEE MR G R 45 | WILIR 2= 40 | AR LRI g CET 2 47
PRAE FHME JEAARIRR A LR B ) | i UL B 12 B 32 B, Egﬁi@ 22 :(7)
> VRl G FHLAIE -
AR SRR I R . B IRIRTE R LR 2, e 0 33
2.4 HBRFTH RePRIEA 2 33
5 f5] SCA3 i 2 AR TR R B HE DL 9 Ik gﬁifﬁ 101 Z
~, T 5 — S i
KIBF AT T Sk PR, P BR 1 BlECR B - " 0
NN LN e U =5 P =R Y- - P e W N A 0 0
PRBEHOHE T I 47, T A0 L 0 W LR L . :
£33 BBENRLFERAREMEREENITINER
EHH
/%\ =) (. ) 51‘; 3 A/_“/’U
il N ER Wb g ORFIRCE)ORRCR) CAG MUK
KE1° 1 1 0 0 0 58 2 67
FRE2" 2 1 0 1 1 56 11 58
KE 3 1 0 0 0 0 48 2 69
KR 4" 1 1 1 3 1 44 22 64
KE5" 1 0 0 0 0 50 4 71
KE 6" 1 0 0 0 1 46 2
KERT 1 0 0 0 0 52 6
Wk 1 1 1 0 0 0 27 4
Wk 2 2 1 0 1 0 42 2
W3 3 2 0 3 1 55 1
Bk 4 3 2 0 2 0 55 1
kS 3 2 0 2 1 46 2
A6 3 1 0 1 0 59 1
Bk T 3 1 1 0 2 24 14
HA 8 1 1 0 0 0 58 2
HOE 9 0 0 0 0 0 70 12
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SCA3 & 5 51.2+«5.8 1.2 0.5 0.2 0.8 0.4
WkEE 9 48.4+15.2 2.1 1.2 0.1 1 0.4

A:SCA3 &4 ;B A &4
B 1 &8/ B E N ER MRI R

3 itig

SCA — ey 2 9 57 3 S B M 2B AT PR ,
RN R LT A A B R R X T R
WA HER T BRI R M 5 R U B, Rt
I R BRI 24 5 2% R B iy SCA 2 3L Atk
alGR AR R 2 W 8, EL D SCAT 40 i 1
B, SCALL 1Y tau ZE 1 5 4, SCA20 1) H 1R 45 1k,
SCA31 3 15 TP 40 o )2 35 11 AR, SCA32 Y Toks T-4E
DL R SCA34 iy i 2528100 | 2% SCA BT SIS
ML BEEERRTE & PP E KR 2 M Bk E L
SCA3 1% L, SCAL 1 J& % o 5 UL iy 37 50 22 — 200
AT K 80% (W5 F K Ol SCA3 Y, K & L EL
% SCA3 (B, $275% SCA3 B2 T P X J5 3 LAY 7
R 5 DRI 45 R — 30, R B H A SCA ME A, AT fE
R T AT 78 o A AW REA NS 5

SCA3 13U 3K o ATXN3 , Efvi T 14g32. 1, 7%
HF4i% X CAG JFFI Y s, 8 T2 R a A M
W' . & HbIX SCA3 % CAG | EUH —
EFES BTG 65 ~89 WP A TN 65 ~85 P,
HAN 61 ~84 ¥k [ /MR IE 19 el CAG A UL
45 Y, TR E SCA3 M KB CAG T
YB3 %8¢ [ A/, )5 R 59 ~ 70 W W1 EE A
49 ~86 UK 59 ~ 81 KM dE LK L 59 ~
74 WP E N HGE B9 SCA3 B B CAG &2 B
43 Y B E M. ABFSE Hf SCA3 # % CAG

FEUWHCH 58 ~T1 W IR AT H CAG R KEHN
56 ~71 W, AR B /N CAG B4 Y5 [ P Ho A b
KB ET o T i B0% CAG 55 & OB U 1| K% it
B X AW A, 5 A0 PG L X, R R A5 S
Ja BT REA R /N ] REAFAE SE BV E R A o ATERF
FEIGE I RIR A 40 27 A G135 2 9 A 1%
H49.6 B AR EMEZESR, WTREH TAN L= &
K CAG FEZ WBUNFEA BT

A 1) T B PR pii Ay a8t 1 R TR R R R S R
it A% LB AR FE PRI 2 AR e M A
Ko AWFFEHAT 9 Bl SCA3 B K Iy AT, Horh
TR R AL, HAC RGN R G EE R
TR LRI 2 54 4] CAG 553 YRR AR I i) iE
RATEE I B, SCA3 [ fL B, 754 R 1% 18 iR
HPOU R, XS SR 15 ] HRIE — 5 k(3 ]
1B CAG USRI A4 I AH DG, T 55 9 1 )™
FEEEBE ARG o (HABFTE Hok A RFRIRE R 2 B
FEHAUARZE 1 4~ CAG FEE FA, H &R 4 I 214 22
14 %, A W3R [ R —H X 7] — R AN [ K & 1R
B B AR R sk AH L CAG T YR B A I AE % 20 AT
DIAHZER K, SEEX —IEWPLE A, fTie S
WRAGENE MBI ATXNS [ 38 R 2 50 ) 3R 5 A
ZAHX . PR SCA BE KM K2 R IX
e A B AT A DA K /)N G R R 2 T T2
FRPT S A E I B T AR 2 SR T A B
filh , MUFEAR R K R A Z B RRIAR, [F— %K &
ANFEEBE G IR FZ BT RE T 22 0. N3 2 Hml il
SCA3 35 MR A IMIRFR I ZE AR, NI IRF I
AT X A SCA % WA, 3 H 2 W & E—f 2

AR R SCA3 U S RF A BUR B ¥ /N
2R 45, B4y B F A T 2548, KINZs 45 /0 W 3B )5
FR, BUOR FBE  T  25 45 FE B 4 SCA3 R 40 )™
H, AR 2 BIFATER T ZE 47 1) SCA3 B FE o7
BIh 11 4F R 22 4F T FE 850 00 19 3 491) H6 25 R s B
fiT2545 . X SCA3 B T2 40 F2 T fg 5
A O, e e A, T 25 4 B ™ L, TR R
RS T Z4 R A . BT AR AR
KRB SCA3 A H FINESHRIE S CAGC EE K
BRI C R o T H 2 35 7 HEBR &0 4F 18 S CAG
AL YA G | & B A I 5 I 25 4 R )
AHICHY— b 37 R 2R, R I & 6 19 22 47 JR 3 LT
BUSE MG T A LKA 2 S 2 W AR
JEE B SRy T /0 ik 25 0 A N 51O R B R B 43
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SCA3 [ E/IMIKFBRR DLW IR 2245 , 487 /)i s R 45/
iR AZ N . E NG 25 E X SCA2 B3 AT
Hiki 0 FE PR 3 4148 ( MRS) Ji5 % /M ] 8 NAA/Cr [
Cho/ Cr P984, 17 /I 2 Bk NAA/Cr 52 J3 F&AI%, Cho/
CriEw ™ ENEXT SCA3 K SCAT MH AT 126
ARFTE A AR R A 25 SR X Se i TE S — A A%
EPITIE 17 7] ik 451950 52 453 25/ I~ 3K 5 i S 1) R o

ARG YT WME, H AT FZNXRETRYT , HEk = AR A
PEVRIT I 5 . EANE A S E M/ T4E RNA )
HoTER T IR L Sh AR R S AR 1 ATXINS R P, X
R TR AE AR T AR B R B T AR KR HESIER
ZHOR HATR T AL 5E , 02 5 BB 0542 2 AU I
T AIEA F it — 058, I - R &k
AHLARTIE RIS AR5 BB, 2 R B ) B
T ARIEREME PARA L REARA G B R L2
B =
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