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[ABSTRACT] Objective: To analyze the correlation between single nucleotide polymorphisms (SNP) of solute carrier family 22
member4 (SLC22A4) and runt-related transcription factor 1 (RUNX1) gene with rheumatoid arthritis (RA) and ankylosing
spondylitis(AS) in Chinese Han ethnicity. Methods: Case-control studies were conducted with an RA cohort (104 RA patients
and 109 healthy subjects) and an AS cohort (278 AS patients and 417 healthy controls). Three SNPs of SLC22A4 gene and an
SNP of RUNXI gene were genotyped by direct sequencing; we also assessed whether these alleles and genotypes were associated
with RA and AS. Results: No significant differences in the distribution of the alleles and genotypes of SLC22A4 and RUNX1
polymorphisms were found between patients with RA and AS and healthy controls. Conclusion;: Our results suggest that
SLC22A4 and RUNXI1 polymorphisms analyzed in the present study are not the susceptible genes for RA and AS in Chinese Han
ethnicity.
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(solute carrier family 22, member 4, SLC22A4) I
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phism, SNP){ii i slc2F1(rs2073838) 5 RA # 4
Kyt — BB REWF 5T & B, X A SNP i F— 4
RUNXI1 #E H5 SLC22A4 WL 75 L . Wi 52
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5.55) 4, M 229 i, 2ok 48 9, 1 91 R I G
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) PCR ¥ 84514 ( i 992 A= Y B AR A R 7D 1751
WR A7 F SLC22A4 1Y SNPs slc2F1 rs2073838 Fll
rs270607 IE M B4 .5'-CTC ACC AAG GAG GAA
GATG -3',J 1651 #).5'-TGC CCA CGA TGA CAA
ATA -3", 7= ¥ £ 270 bp; SLC22A4 F 5 — 4> SNP
rs1050152 AU IE M 514 .5 -TTA CAA CAG AAT GCT
GCC CTA C-3', m 5/ 4).5-TTC TTC CAT GCT
TAT TCT CCC T-3",7*#1# 195 bp;fii T RUNX1 I
) SNP runxl rs2268277 [ 1E [ 51 ¥ .5 -CGT GCT
TTA CAG CCA ATC T-3",Jx M 51 ¥).:5-TGA CAC
CCT AAG GCA TTA CA-3'.7=## 174 bp, PCR %
N R 15 11,10 X PCR 280 1. 5 1, DNA(10 ng/
pD1 pl 1B 2514 (10 pmol/1) 4 0. 48 pl.2 mmol/
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i (ABDO. 12 pl, F 3402 :94°C 2 min; 94°C 30 s,
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Tab 1 Genotype and allele frequencies of 3 SNPs in SLC22A4 and RUNXI1 in RA case-control samples

SI\_‘I’ (Major/ Group N Genotype frequency[n( %) ] HWE Genolype‘ Allele frequency[n(%)] » Allele

minor allele) MM Mm mm ¥ PUf=2) M m ¥ PWf=1 OR[95%CI]
rs2073838 RA 102 60(58.8) 40(39.2) 2(2.0)  0.108 1.728 0.422 160(78.4) 44(21.6) 0.025  0.874 1.04(0.65-1.67)
(/D Control 99  60(60.6) 34(34.3) 5(5.1)  0.948 154(77.8) 44(22.2)
rs270607 RA 102 39(38.2) 44(43.2) 19(18.6) 0.299 0.309  0.857 122(59.8) 82(40.2) 0.337  0.562 0.89(0.59-1.33)
(C/D Control 99  41(41.4) 42(42.4) 16(16.2) 0.351 124(62.6) 74(37.4)
rs2268277 RA 104 48(46.2) 42(40.3) 14(13.5) 0.329 0.114  0.945 138(66.3) 70(33.7) 0.057  0.812 0.95 (0. 64-1,43)
(G/O) Control 109  51(46.8) 45(41.3) 13(11.9) 0.531 147(67.4) 71(32.6)

HWE: Hardy-Weinberg equilibrium; OR: Odds rate; [95%CI]: 95% confidence interval
R 2 rs2073838 F rs270607 7£ RA 55 -3 R A f By S E RIS 2

Tab 2 Haplotype frequencies of rs2073838 and rs270607 in a RA case-control sample

SNP Haplotype frequencies
rs2073838 rs270607 Patient Control P OR[95%CI]
C C 78(0.47) 89(0.53) 0.353 1. 00(1. 00-1. 00)
C T 82(0.56) 65(0. 44) 0.297 1.43(0.91-2. 25)
T C 44(0. 56) 3500. 44) 0. 646 1.42(0.76-2.68)

* Haplotypes with a frequency higher than 0. 02 are shown

2.1 SLC22A4, RUNXI 5 RA # % 3 % #7

SLC22A4 FJ 2 4~ SNPs rs2073838. rs270607 Al
RUNXI1 4 1 4~ SNP rs2268277 ()35 R 7 1 25 v 3 K]
PRSI 1, KB R W L E 3 4 SNPs B 4F
A7 e PR LR DA B 23 A7 A A6 A RA J 2 AR 2 v 5
AEEZSE D2 D2 BN A rs2073838

rs270607 M EAET A Hr o R WL P22 % (R 2) .,
2.2 SLC22A4, RUNXI 5 AS # % B 5 #f
rs2073838.rs270607 Hl rs2268277 Hi% i i [K A1 %k
RS> i SR AE AS R SCH X BR A rp G 3 1k 22
S (3 3),1s2073838 Al rs270607 BAAF L A FE AS
BE- A P W E 2R (R D,

A=
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Tab 3 Genotype and allele frequencies of 3 SNP in SLC22A4 and RUNXI1 in AS case-control samples
SI\_‘P (Major/ Group N Genotype frequency[ n( %) ] HWE Genotype Allele frequency[n( %) ] Allele
minor allele) MM Mm mm ) M m ¥> PWdf=1) OR[95%CI]
rs2073838 AS 267 162(60.7) 88(33.0) 17¢(6.3)  0.287  0.997  0.607 412(77.2) 122(22.8) 0.267  0.605 0.93 (0.72-1.21)
(C/T Control 411 252(61.3) 140(34.1) 19(4.6)  0.937 644(78.3) 178(21.7)
rs270607 AS 265  95(35.9) 123(46.4) 47(17.7) 0.513  0.610  0.737 313(59.1) 217(40.9) 0.560  0.454 0.92(0.74-1.15)
/D Control 410 155(37.8) 191(46.6) 64(15.6) 0.685 501(61.1) 319(38.9)
rs2268277 AS 272 105(38.6) 131(48.2) 36(13.2) 0.627  0.275  0.945 341(62.7) 203(37.3) 0.266  0.606 0.94 (0.75-1.18)
(G/O) Control 409 165(40.3) 194(47.3) 50(12.4) 0.543 524(64.0) 294(36.0)
3 W o® SLC22A4 . RUNXI1 K5 RA R BEsE . 4 4
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W /N X H N (caucasian) DL K 55 —AS B A BF 58
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Tab 4 Haplotype frequencies of rs2073838 and rs270607 in a AS case-control sample

SNP Haplotype frequencies
rs2073838 rs270607 Patient Control P OR[95%CI]
C C 192(0. 36) 324(0.39) 0.234 1. 00(1. 00-1. 00)
C T 217¢0.41) 319€0.39) 0.462 1.15¢0. 90-1. 46)
T C 121¢0. 23) 177(0.22) 0.599 1.15¢0. 87-1. 54)

* Haplotypes with a frequency more than 0. 02 are shown
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