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Bl SCA1 AnlsaneUIas1e 419U 30 ATBUATY H4UIUTYAY 54 e

2IMINARLA
Family | No. | (W@ mqéuuam ataxia | cerebellar sign [nystagmus| dysarthria | dysphagia
faInNI7
1 1| w 45 1 2 2 1 0
2 |ty 29 0
3 |ty 0
2 1| w 0
3 1| 0
4 1w 0
2 | 4 0
5 1 bl 0
6 1| w 0
2 | 1
7 1| w 0
8 1 ki 0
9 1 b 0
2 | 1 0
3 | 0
10 1 31] 0
1 1] w 0
12 1| w 0
2 | oy 0
13 1 1 1 0
14 q ﬁ 0
15 | 1 % o 4
2 1 43 1 1 i 0 0
3| w - 1 1 2 1 0
16 1] w 6 3 3 3 2 0
17 1| w 39 2 2 1 1 1
18 1| 44 3 2 1 1 0
19 1w - 1 1 2 0 0
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27N1INARLA
Family | No. | tna mqé‘uuﬂm ataxia | cerebellar sign [nystagmus| dysarthria | dysphagia
21N13
19 2 T - 0 0 0 0 0
3 | w . 0 0 0 0 0
20 1 3] = 0 0 0 0 0
21 1| 56 1 2 1 2 2
2 | w 0 0
3| w 0 0
4 | o 1 0
5 | 2 0
6 | 2 0
7 | w 0 0
8 | w 0 0
9 | 1 1 0
10 | \ 1 0
22 1| 1 2
2 | . -
23 1| 0 0
24 1 |l w 2 0
25 | 1| oy = 7 0
26 | 1| 1 Sl 1
27 1| - 0 0
28 1w .0 0
29 [ 1|1 ‘i 1
2 | w Y
AN TRR
30 19 T 1 1
2 | w . 0 0 0 0 0
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ANTNAN 4. agddnmourennsresgilas SCA1 (Clinical features of Spinocerebella

ataxia type |)

ANMOUTeINNINNARTATeNERlaE SCAT

ugileviannn (Affected examinated) (n) 54
78l / UeYe (Men / women) 14/ 40
anglaftrasngiFuuantenas (Median fafefGonset) (vears) 34.45114.10
5m:rm:mmﬁ'm»m§/ aTUAU L (AT wlafidust

Ataxia 75.5% (40/53)

Cerebellar sign 73.6% (39/53)

Nystagmus 71.7% (38/53)
Dysarthria 54.7% (29/53)
Dysphagia 13.2% (7/53)
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m
W Iy

2. ﬂﬁ?kﬂﬂﬁ?ﬁﬂﬂﬁ?ﬂﬁﬂlﬂﬂﬂﬂ’)ﬂ ua"am%n’l.un‘:ﬂunswmﬂﬂ'mwmminm

‘ﬁ UHANBNINYINT

M&i R AR LAt TR g loN (1< L i

q02M EDTA 250 lulpsams LL@’)LﬂUﬁ')ﬂﬂﬁ\lLaﬂﬂhﬂﬂmﬂﬂu 4°cC
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ptiag, PCR TASIHNNIALATIZWIN

AMNRALNRY8sEY ataxin — CA1 @Azl band fsTu 2
band luauln@aznwu 1 band $UNL 200 N91 base pairs
A’ g ~“v idigdls an ’ ' @ : o

il Feludilosazny band Mg #ig> 300 ni1 base pairs AUl Fagl

2NN 8.

M P N HO

7107 8. unuFudauAiduwenssdielsn SCAT uazAuLng Feuandon 2%
agarose : nusieve uazfiansaeiespantuslug (M = marker 100 base
pair P = patient £filoei SCA1 N = normal Q’ﬂwﬁlﬁlﬁ’ﬂoﬂé’qeﬂm
SCA1  H,0=1)
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42 anmsnanasiaeldianisAnmuun PCR wudnlupseuaiafiamnsoiiu

o [l L 9/:’/ ] . 3 ' ' . L e;d
fatinadenlFfaus 2 generations aull WudusaT generation ATWUEINENHBINTNN
patia uazannisnasedlusziuluanailinanimaaeaily posiive fulsa SCAT At

o [ d‘ o =< =; < o 1 o b4 s ' s
fhathsfiuninliluaseusionilsianunsaiusoetnadenld 2 generations Tagwudwin
anmsnaeatiadiy SCA Wethamegauiu primer iduwizianzasiulsa SCA1 uazgnan
2 pu fnudindieonBsdndfilussiugunansoitiaduléidniu Tea sCA1 (Fagn on uaz

9.7)

I L

ﬂuzggajngm 13
ARIANTUUNINGIAE

i‘ﬂ‘/l 9. n. ‘YNW]’J@ (pedigree) ‘II’rJ\‘iﬂ‘J"ﬂUﬂ‘é")‘Vl1 sznavson wa winsiennng wazgn 4 AU
‘N 2 AULLAANAINNT
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5. mssimduIudresdsuug CAG luABuaresdie uszanndn
Tuasaundrrasdiloe TaeldiE gene scan

MENAIRINNTTN1 PCR 1aeins run gel electrophoresis A28 2% nusieve :
agarose gel U&7 A MUUILE1 PCR product Wifispunaest lAAsvigaduiLanuiuesy

! : _a A’ i > i 1 o H
41 band 129M9AUUNE uarAuld FUN base pairs il aswen PCR product Nlailyl

¥ gene scan aNN15l4T5 gene scan @wsnszyldetNaniBuAdIAuLNG visedileeni

317 10. n. gene scan IBIAULNG

9. gene scan 184filaeitlaesonlsa SCA1
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e gene scan wepuld uavasndnlupsausizesruldvionnn 200 Au YN

AW CAG repeat Taelldigns (The European Molecular Genetics Quality Network)

(n*-123)/3

Tne® n* A8 ANNEN9T89 base pairs

o i ° d‘ o o Y o d"
[MNABENNITNI ge g 10. aunsnviunAwanslinaei

ANGRAT ALK (266422l 3 48 Gm-AME TS WNAF LA CAG Tidn

48 91 WethanAunlaii R ge CAG Tepeats ARSI 5. LUaT 6.

AT 5. au 1901M9aN TN I UATELIATITEY

gloeeAunnLEY SCA

31-40 fﬁ 13 @/ 5 | 11285
ﬂﬂﬁ@Vﬂﬁiﬂﬂanﬁ "
AT IRENA

waneug * lutesdnuan CAG 79 wuneils duautesd g CAG fisnluaung
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TN 6. uasBnIesd uINEseasUILa CAG luauld uwazaundnluaseu

pFvasauldunsAuiinuiu SCAT uazeneNizuuanaInig a1 30 98

No. | WA | @1gMBN | CAG repeat

ULamRIpIN1g

45 44

L2

= = g




No. | WA 'ﬂ’lt,l"?';ﬁ.‘u CAG repeat
WAANAINIT
27 | 44 46
28 3l - 65
29 | 7 = 56
30 1] - 57
u
arm™
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6. NsANEA1ALLLE Laeld95 sequence DNA
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Model 377 17Ataxia46-1-Rep-1.ab1

2. $Y
Signal G:75 A:34 T:121 C:50 Page oo, Page 1 of 1
g_b Version 3.7 - DT377{BD}.mob Wed, Jun 12, 2002 7:21 PM
S Basecaller-377.bcp Ataxia46-1-Rep-1 hmo..m.@”mv...... q BD_MatrixV2.mtx Wed, Jun 12, 2002 12:25 PM
PRISM  gc 1300 Cap 17 Points 1038 to 4500 Pk 1 Loc: 1038 Spacing: 11.14{11.14}
TTTNAAG ACCCTTT Oﬂaqﬂﬂaq)ﬂmbgb CCOITT GAAGA ACCGC CCCGGAGC QGHOOZQB QH.OOHZO TGNT GCTGECTGCTGC T Q.%HQO TGCTGCTGCTNC TETTGC NGCNG ATGCTGCTG
10 30 40 50 80 100 110 120
'8 AW/ . A AR “».&a E ,: r Fm,,b. »»:;»:
OHHWH%H GCTGC HMM%OﬂZ ngm%ﬂnn Gl X y AR .t a3 Bﬂﬂ?o OH>>W%%HO@O>>O MMWHDPPZQH QWWQOO.H_,

TG NI TR )

T GCTT_GANT AGGGCA NANACCANAT GAA
260 270 280

WQ&QOPQO@HWWQO&ZOZOH m T GAC GTGCAAATCNATC NCCAAATN TGGEGGCT AAAGAC TAN

320 330 40 W 350
qq

._.;2;7. .z.r‘ ’: E> :..,.r; e LA :s .:Z ,,E.F,,,_, ..: »E;—.: F

-r
oldd 44 gs:ss CAG .Ez%m_ SCA1 5..%523 Pak =1




Model 377 30eAtaxia46/1/Rep-2
g—b Version 3.4 .
vz—mgi ABI100 Ataxia46/1 \30U-M
Version 3.2 Lane 30

To...,.mu.ﬁ.......p

Signal G:92 A:29 T:20 C:26

DT {BD Set Any-Primer}

BD Matrix Std.Jan31,01.

Points 1144 to 4500 Pk 1 Loc: 1144

Page...iee0f.ccoiia

-

Page 1 of 1

Wed, Apr 17, 2002 07:16

Thu, Apr 11, 2002 16:18
Spacing: 10.18{10.18}

10 ﬁwo 30

40 50 60

|

NCGGGGNT CATCAC CNNGGGGT CCCCC

i ///
Iy

240 250 260

CCACAT
1

GAGAGTOEG NGNATGGT TGAGNAGCAGTNG (AGONGCAGCA GCAG CAGONG CAGCAT (A GCAGCA GCAGCA GCA GCAGCAG CAGCAG CAGC AGCAGCAGC AGCAGCNT CTCAGGNGGG CT

70 80 90 100

11 2

TAT NN
210

190 oad
= C
o o

NCNCN GPW6CC N TCAT TNC TNNMN T'T'T CTAONCACC TN CT

220 230

g1t 12. dvduia CAG Wtlon SCA1 TaeldInawed Rep -2
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7. WBseUANNANNUSSE NI UINTIBIRA LIS CAG URINIVNG
ARUARIRIlaE SCAT

7.1 anngugilaelsa SCA1 visnns 54 318 wudiengiadeaedilos SCA1 agjlutos

v {
35451 14.10 (mean * SD.) uazduaudIIesaIsLILE CAG egludae 58.07 * 10.05
(mean * SD.) ann1sldAaDALsunsn SPSS 10.0 AATIZHANNENNUSTTUINIUIUEN

° o o IQ‘ i i £ o &
AL AuengiiEnuansens  (deyaanenseit 6.) TaamaduilseAnaandunug

80
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9 o -~ a IS . IS 1o o o A o
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aun sy annsldAnanRLuLAN s ANBandNRuS I Faufa AN uINg11es /N S ULE
v ] ] '
CAG MUBININNARLAT 5 WU 7ISTAUAIANNITENE 95% WudNTuuolHuAuduwuE
= Y v = o ’0’ o o aNa -3
WULATY AR ONEeNAUINTIIBIAIALLLA CAG NN NITUAAIEANTEIBINITNNAREANAY

= . P . Py a
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Sefilefidunudnmesifuia CAG n waasliiivlugnewid 14. 15, 16. 17. uaz
18.
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35 .
3.0, #* *
254
(D 2.0- * . *
P
»w 1.5 e
S
Z DU
O 104 sx %% ___-x-x"""" %%

QW'l ﬁ‘iflJﬁJWl’J‘ﬂEJ’lmJ

= -

7L 18, AadNRUfsE NN NNUTIIEIRIALLLE CAG U sTAuaMsresdiloaiiuans

AMNNFANANUTANAUALIN (dysphagia) (r = 0.046) (P = 0.741)



	บทที่ 4 ผลการทดลอง
	ศึกษาอาการทางคลีนิคจากแฟ้มประวัติของผู้ป่วย
	การเก็บตัวอย่างเลือดของผู้ป่วย
	การสกัดจีโนมิกดีเอ็นเอ จากตัวอย่างเลือดของผู้ป่วย
	การเพิ่มขยายส่วนของลำดับเบส CAG ที่ซํ้า
	การวิเคราะห์หาจำนวนซํ้าของลำดับเบส CAG
	การศึกษาลำดับเบส โดยใช้วิธี Sequence DNA


