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The association study between polymorphism of GABBR1 gene and
idiopathic generalize epilepsy
YAN Ning,et al
(Department of Biology,College of Basical Medicine ,Chongging Medical University)

[ Abstract] Objective: To investigate whether or not they —aminobutyric acid (GABA )receptor subtype B genes are associated
with idiopathic generalize epilepsy (IGE). Methods:three single nucleotide polymorphisms (SNPs) which loci nearly exon 7
was used as genetic markers. Both case-control study as well as based on Bi-PASA technique were used in 110 with IGE
and 110 controls to conduct association analysis. Results:The allele frequencies of these SNPs in Chinese normal population
are in good agreement with Hardy—Weinberg equilibrium. The heterozygosity of SNP rs3025627 and rs3025628 and 1529220 are
0.412 and 0.426 and 0.412 respectively. The allele of frequency of heterozygote type of the mutation type of TT in rs3025627
are higher in IGE patients than those in normal controls (P<0.05). Conclusions: All of these SNP 1s29220 and 13025627
and 183025628 are good genetic markers. The rs3025627 are associated with IGE,but need more samples. All of these SNP
rs29220 and rs3025627 and rs3025628 are good genetic markers.

[Key words) Idiopathic generalize; GABBR ;Single nucleotide polymorphisms

B R 2R R W — M1, 2R
A 3%8 NTE—H F 0] BBA 1o WO SRR R
fE. BMEEDLN 0% THRIFE, RERER
i T 60%MEELELIAESHREHRAEH
WHEE R, SR 9 IR R YRR , SRR R R . &
BBt R E N R YRR RIS S REEES
Ko ITHENR , 23 BT R S B AR & AL
il P A R B B R I S o Winterer 250K ) Y-

EENE:. £ 71974~ ), 5, £6EW, ¥4,
FEMRHE BB ELE AWELE,

BEWH: A FHELLRMAHL 2004-12-1),
AT LA AKERM(%HF 2004-03-11)

FETH B BZIK(GABBRDERSI BT 1.7,
11 By 2751 15 2% Pl 1 o B (EEG ) BUEE AR 2%
. RBSNBT 7 MERSSHET. Fr5H
EEG SR B — 81, HhZImBowtig 3
GABBR ERH ] e 5 R MW & VU H W EER
THEXES, 27K GABBR 2 H MM 515 & teli
H15 BAYEAF R TR R . IBFST GABBR £ 5
FEFERBXUEAR IGE WXR, RITEETE
WBETSABFAMASTFHHN 3 MABRERES
# (Sigle nucleotide polymophism, SNPs){E R i {%
AR, R XU PRSI B 5 3 v (BI-PASA) , L
Py il X3 BRI 5T J7 3 110 B v 61 G ot DX 00


http://www.cqvip.com

— 806 —

D 000 http://www.cqvip.com]

BERERICESIE 2007 £ 3255 88 (Joumnal of Chongging Medical University 2007. Vol.32 No.8)

ekt emtE®i (Idiopathic generalize epilepsy,
IGE) & Kok HF—HIX# 110 BlIEH A#ITXR
BT o

1 WN&E5FTE

1.1 BrRsT%

748 110 Bl IGE H & N E K ERI K21 R2E B J ]
EREMKPEINES, By ERBERX KRR,
AR EREE 1981 FE RPN H A 2 2o Wibn g, #F
BB A B0 B A RE R VRN . A e 308 1:1 LW R HETE
WXTE, 110 FIEH X BEREB R X, F# R R
5MRALR, RETFRA RS SRR REE. oF
FHER (24 +£2.35) %5 ; IERHXTERA(25.5 £4.56) % (P>0.1),
12 &

Ampli Taq.dNTP R5|¥& B3k LA TAR=M,
13 #F &

131 REHFE BREENSEIKIE 1989 4 EFRTUR
Pre R BT R IR 55 B T 2L AR

1.3.2 DNA #H RAYUGHEK Miller’s b Ak BN A i
DNA.

1.33 PCR #'3 /¥ 3% F BI-PASA ¥ 7%& SNPs 3455

W# 1, PCR RIKRN 20pl, & S0pg EHNM DNA,
3.0mmol/L (5 MgCl,,60 w mol/L ) dNTP,0.2U 4 Taq B8, % 5|
7 0.06 . mol/L. 7E Gene CyclerTMPCR ¥ 34 _Li#47 PCR 2
28

134 PCR =Yk RENSE K 3ul PCR=YHE 2%
ISR P AT K . Quality one 3G ITR G, HEH
AR,

135 GoiteEsrtt AR ENES BERAR P SR
SRR ¢ K, FATRMYY IGE X0, &
SPSS11.0 4 43 o #E 47 o e SCER 7 ek X+ B R B8 1k
Hardy-Weinberg ‘F Y & E R IF T HNEE,

2 &5 R

2.1 EFHBASNP ASEHF

LR KA Hardy—Weinberg Y4, 245 (H)
4 B rs3025627:0.412,1s3025628:0.426,1s29220:
0.412,
22  AB-SEHAR

233 R, BT A st B8 4 A8 e, SNP
1s3025627 Y TT B RUF ARB 9T 4 = F 5% FR 4 (<
0.05);rs3025627 B AT Z+& By B R RIS BT AH

F 1 SIMFIIRETHHEKE

319 1 314 2
rs3025627 5’—~ATCTGGTAGTTGGTACTAG-3’ 5’-TAAAGTAGGTTCAATCCAAA-3’
3’ ~CTAAGTCTGGTAAGAAGAGA-5’ 3’ ~ACTCTCTCTTCGGCTGTCTG-5"
rs3025628 5’-TCTGTCTGCTCATTTGCCTC-3’ 3’-TGTAAACGGAGAACTCCAAC-5’
3’~GAGAACTCCAACTGTAGTAC-5' 5’~AGACCATTCTTCTCTGATCC
rs29220 3’~CGAGACTTCTGTAGACCGAA-5’ 5’-TGTTTACGGAGGGACCAA-3’
5’ ~-GGGATGGGAAATCAAAGCTC-3’ 3’~AAACACTCCACCTCAACC-5’
AT EBZH (P<0.05) 0 rs3025628 Fl rs29220 H:H v-BE T BR(GABA) BT MAERL (CNS)
BREMARDHFLER (L 2). BRI 208 R, WO R AR S & ¢

2.3 SNP £42R 547

BT SNPs JE BRI AR RIS BB SNP 2 T
EEZHREER , T AR RS 55 RAE XK
FAHBITHAERE AREH,

AR T 3 A SNP WA S R A B2 Y
DHRENER(RE ), BRBBARITHEE L,

3 it i

AHEIESL, B 5 GABA /-3 Ry VE R 18 55 2
HKAHXK . GABA WINEER HZAWAY, BRicam 5
FMA XM GABA ZH GABA(A)FI GABBR. H
BIEERE—FREERE, E—MAEHMNE
iH, 45020 B1.B2 PIANIE#4T, Bl BN EH R B 5%
FHEE B9, GABA A B TRYS ¢ EAGE
J& IS A IR T R IR LB (cAMP) R 5 R4
ISR AT 5B b Kl R EE N, W Cal
HEA, =AERKBME RS B3 {3 (Long-lasting
inhibaitory postsynaptic potential ), 3 i ) i 22 fik 5
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RS R (/0 FE R 3o 22088 TR, D5 L S Al R Y
WETOREA. BB EETBTA , EES5WHR
B S S Y AR MA TEBEIRE K. B
., GABBR 3 R 7E 500 & A AL P BOVE I & 32 5%

¥, 2001 %F Grambardella P43 T GABBR1 #:H
H) G1465A BIL AN SHM- RN XEK, B7EFE
R e, 3R FESI. GABBR %K
LM R T SERAFE R BRI R EWE K,

% 2 GABBRI1 EH SNP ERBRE IGE RXIRAE SRR L

B1%(n) MW N HHRA(110) X BEEH(110) P
AA >0.50
0.282 0.309
rs3025627
AT 0.355 0.4454 <0.05
T 0.3634 0.246 <0.05
ERR cc 0.209 0.164 >0.20
(Genotype frequency)
rs3025628 CT 0.455 0.436 >0.50
TT 0.336 04 >0.10
GG 0.236 0.219 >0.50
rs29220 GC 0.445 0.436 >0.50
CC 0.319 0.345 >0.50

£ :IGE vs Normal control, 2} P<0.05, v =n-1

%3 GABBRI1 EBE SNP B{S 87 IGE R RAEMIH iR LR

L &3 BiRd xF B4R P

A-C-G 0.107 0.109 >0.5
A-C-C 0.107 0.111 >0.5
A-T-G 0.143 0.169 >0.5
A-T-C 0.144 0.142 >0.5
T-C-G 0.104 0.112 >0.5
T-C-C 0.105 0.097 >0.5
T-T-G 0.167 0.124 >0.4
T-T-C 0.123 0.136 >0.5

7% :IGE vs Normal control, v =n-~1

AREERE GABBR1 #HE 7 408 F A%
&, ST e E VR b XA B GABBR1 #H &
B 5 IGE FAHEXE . T3 7 M B FHEA SNP fif
BFTE, RABHE NCBI H SNP 5038 A A B B3
B, ZEBETRIGESE 75 8B F K rs3025627.
rs3025628 1 rs29220 3 M SNPs HRFKXT 5,
{8 P SCER 53 B F 451 X BRAA 5T B i, s 3 Ee 43
H7 IGE &35 FIxt BRZ [B]3X 3 1~ SNP Ay 2 H f 3 H
RIMHEREHER, FIWF GABBR 2HEE 7408 F
ZRMTARE 5P EEREBX IUEARF IGE
R RILHIAE X

R ER T Bi-PASA MR ik, XF kM
M TET ORI LUF T TS 1 e hr & ok s Hl Y-
B R T B, R A T B B A X 1 R — 22 A
IR ZEHE R QLR ER R, RFE—IK PCR 1T
AR R R —OL S R FIEE R, B T A% %k
BEBUR, LB PCR #B4Erh 5 R A 15 Y iy 8k @O
FE—1I5 Y R REFESE R UCECRT A RE Y 18, SR ae
HIRETR RS, BB H MR R
Xt B8 2H P 1s3025628.rs29220.1s3025627 K
SNPs 2K RUFH S Hardy-Weinberg 4, i
(F#Z 829 R)
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