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[Abstract] Objectives: To investigate the association of interleukin—17 receptor C(IL-17RC) gene polymor-
phisms with the susceptibility of adolescent idiopathic scoliosis(AIS) in Chinese Han population. Methods: A
total of 529 Chinese girls with AIS and 512 healthy age—-matched controls were recruited in this study. Poly-
merase chain reaction—restriction fragment length polymorphism(PCR-RFLP) technique was used to detect the
genotype and allele frequency distribution in single nucleotide polymorphism(SNP) rs708567 and rs279545 in
both AIS group and control group. Results: The sample size had an 81% power to detect the AlS-relevant
SNP within the IL-17RC gene. The genotype frequencies showed no significant deviation from the Hardy-
Weinberg equilibrium in either AIS group or control group. For SNP rs708567, both GG genotype and G al-
lele frequencies in AIS patients were significantly higher than those of normal controls (GG: 90.17% vs.
85.55%, P=0.023; G: 95.1% vs. 92.8%, P=0.028). In addition, the study showed that GG genotype of IL-
17RC gene was independently associated with the risk of scoliosis (odds ratio=1.55; 95% CI: 1.45-3.11).
While, for SNP rs279545, no statistically significant differences were found either in genotype or allele fre-
quencies between AIS patients and controls. Conclusions: 1L-17RC gene rs708567 polymorphism is associated
with the susceptibility of adolescent idiopathic scoliosis in Chinese Han population.
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% 1 PCR-RFLP &4 &=
Table 1 Conditions and product of PCR-RFLP

Np 3% BIGHECC)  PCREHI(bp) MR W78 (bp)
Primers Annealing temperature ~ PCR products  Restriction endonuclease Digestion products
5708567  L{i#(Upstream)
5'-GTAGGGTAGGCCTGGAAGG-3'
N 57 210 Hinfl 161+49
T (Downstream)
5'-CACTGGGAAGAGCCTGAAGA-3’
15279545 EiiF(Upstream)
5'-GGTGGCCTGATCTCCAAAAT-3’
. 57 126 Apol 109+17
T Ui (Downstream)

5'-GCCAGATTTGGTATGGAAGAA-3'

(1D

(12
AN
B1 AU HIkE a SNP 15708567 PCR =¥ V) ik DS : GG ik PF RS (58 4 WYY ), i ) 7= 4y v, Yk i vl UL B 5%
Sty , K/NR 161bp (B /N 5t 49bp K 552 ) ; @@ . AG FE B (RS 43 B V) ), B VD 7™ 4 v WK R o DL 7 2% ety , /N 4333 oA
161bp Fl 210bp (4 /N 2% 49bp A 252 ) ;@ : PCR 7= ¥ K L Mg HL vk 454l , K/l 210bp] b SNP 15279545 PCR ™ ¥y fiff
DIk F Q@G : AA KE R (58 AR DI ) , WY1 9 L K AT UL B 4% 25, K/l 109bp (B8N 17bp K 52 ) ; ©D®):
AG R R (843 BB ) 6 0 7= v VKO FT DL IR 2% 254, /A3 5l 126bp AT 109bp (/0 %47 17bp K 5% );3): GG HE A
B (SE A AN BERG YL ), D17 40 H UK T LB 2% 25, K/ 126bp s (D PCR 7™ 9 oK £ il T B UK 457415, R/ 126bp]

Figure 1 Electropherogram results of digestion products a Digestion products of SNP rs708567 PCR products, DB®:
GG genotype(complete digestion), a single bright band sized 161bp was observed(a smaller strip sized 49bp was not able
to be observed); @@: AG genotype(partial digestion), two bright bands sized respectively 161bp and 210bp was observed
(a smaller strip sized 17bp was not able to be observed); ©: PCR products sized 210bp without digestion b Digestion
products of SNP 1s279545 PCR products, @@®): AA genotype (complete digestion), a single bright band sized 109bp
was observed(a smaller strip sized 49bp was not able to be observed); @@®): AG genotype(partial digestion), two bright
bands sized respectively 126bp and 109bp was observed.(a smaller strip sized 17bp was not able to be observed); 3:
GG genotype (could not be digested), a single bright band sized 126bp was observed; (D: PCR products sized 126bp

without digestion
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Table 2 Frequency distribution of genotypes and alleles

SNP B[R] Y /554 AIS4 X BRZH (15 550/%) Pl ORAH (95% 7 {5 X [ )
b Genotypes/alleles AIS group(Cases/%) Control  group(Cases/%) OR(95% confidence interval )
rs708567 GG 477(90.17%) 438(85.55%) 1.550(1.062~2.261)
AG 52(9.83%) 74(14.45%) 0.023 0.645(0.442~0.941)
AA — — —
G 1006 (95.1%) 950 (92.8%)
0.028 1.507 (1.046~2.172)
52 (4.9%) 74 (7.2%)
rs279545 GG 21 (3.97%) 33 (6.45%) —
AG 160 (30.25%) 150 (29.30%) 0.197 —
AA 348 (65.78%) 329 (64.25%) —
G 202 (19.1%) 216 (21.1%)
0.254 —
A 856 (80.9%) 808 (78.9%)
3 it P v [ DU RE ATS 19 & A2 J6 2 25 AH G 1 b
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AIS 9 & A4 #H & ;Chen & P & M matrilinl
(MATN1) R BAZ AT R 22 245 P Al 5 v 0 DU A
BEAIS W B A M Bboh, @z 1
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BB ALS 19 K A A 2,

T 3T W — I00 3% 1% 2% SNP AH & M BF 52
Dormans Z55% ¥ IL-17RC 3 [N B H W £ 5
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K T 45 R UGE S L N R R S8 AIS
RAMEERNEZ — SR, 1% 2 W R REG L
SRR AR I R PR R S5 2, 46 5000 A HERE
ARHEE /N SRR R SR AN IR R AY
VEPE2E 5 DL R S N B R (] 1) 22 S 50, E —
TUSEF 53 ] AIS FB 3 1 206 11 g S5 % B HE 1Y)
1ot {5 SNP AH AR 58 v Aulisa 45008 YR e 18
R4 R U 3(MMP=-3) 5 H 41/ £ -6 (11—
6) IR BAZ AT IR 22 A M 5 B R R AH#Eh AIS 1)
RAHA K, BRI, Liu S0 Bl J5 0 — T 40 45 487
Bl Lt AIS B A 494 ) Lo 1 1w T D4R Y & il
WEoE v & B MMP-3 5 1L-6 3t K Fp% iR 2 25

AR Aulisa 55 1O A5 00F 5 445 S 0] 6 o0 18 PH 4 25
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17RC FE N Z P07 5 15708567 (1) GG FE P L4y
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