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[EZE] By E DR ARE HAIRY -AND-ENHANCER-OF-SPLIT-7(HES7) & R £ 5Pk 5 5 K L5 4 )
I™ (congenital scoliosis,CS) Y IR . 3% :2005 4F 9 J1~2007 4 5 7 763 B A1 B 16 97 191 51 5 4F % 56 4 UG fid
[ CS f 5 FEE & B M T 90 J o O IR ) 25 123 ], 39 R 0 , A AM AL il rh 42 SRS P 4 DNA L DA 3% T [ S
AW EARAE B L (NCBL) d 7 1 B HES7 3 H rs3027279 Fl rs1442849 B A~ 5 4% 1 Mk £ 25 7 (single
nucleotide polymorphisms , SNPs ) 5 , >f F 8 /55 38 f SNP 43 5 58 G5 6] 33 9 A~ 67 i 08 47 35 PR 43 280, S0 kG 0 5 SR
4T Hardy—Weinberg (H-W )V 45 5% | K 77 () k3 3% 9 F 4 (linkage disequilibrium, LD) 53 87 | B A7 i E
Z1F Logistic 181343 H7 F1 22 437 5 B A% B AR 55 1F Logistic BIA20#1, FIWF HES7 28065 CS 5 8k 52 5 17 46 %
IRPE 25 R A SNP (S B A 28, ¥R G H-W P 13027279 {7 5, C R A T 465 37 5 P 1) 07 %
P HRALR CS 41 10] A4 22 5 B AT 835 M (x2=4.651,P<0.05) ; C/C F1 C/A Wifh 3L DX 76 W 21 18] 1) 22 5 LA I 35 1
(*=5.857,P<0.05) , 11442849 fii si ™, A Fl G PIRN A&7 FE D ZE PR 2 ) ) 25 S LA B 35 M (=7.963,P<0.05) ;
G/G .G/A Fl A/JA = Fp Ik I ARVTE P ALIR] 1) 25 524 Ge 24 8 0 (¥*=7.919,P<0.05) . JE4 1 Logistic A4 4347 2% B
151442849 i £ iy A/A B B XS CS W RE HoAT R4 1E ] (P=0.018<0.05,0R=0.35,95% C1=0.17~0.74 ), Ifii
153027279 7 mi i C/A FEDI R AT RE 2314 i CS 19 & 9 KBS (P=0.015<0.05,0R=1.93,95%CI=1.13~3.30) , LD 43 #7
TR S AFAE 8 HUREA§ 5C R (D'=0.923,1°=0.3812) , B Bk 55 Logistic 1174397 3 W] #L4% 7 Hap3-GA
Al g &4 CS B & KU (P=0.008<0.01,0R=2.14,95%CI=1.23~3.74), & . T EHXE A#E HES7 &)
153027279 Hl 151442849 Wi 8UAFTE 28 IZ WM OLS M 2B ETTRE S CS 1 5 AT — 8 QIR .
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[Abstract]  Objective:To explore the association between genetic polymorphisms of HAIRY -AND -EN-
HANCER-OF-SPLIT-7 (HES7) and congenital scoliosis (CS) in Han population.Method:246 cases of con-
genital scoliosis and noncongenital controls in our hospital were collected repectively,in which the age and
sex were fully matched.All paticipants were Chinese Han population.The genome DNA was extracted from pe-
ripheral blood sample.Two SNPs were defined for HES7 using NCBI database.The genotypes of two SNPs were
determined by SNPstream UHT Genotyping System.Statistical analysis,including Hardy —Weinberg equilibrium
test, Pearson chi-square test,linkage disequilibrium analysis,single SNP unconditional Logistic regression analy-
sis and multiple SNPs unconditional Logistic regression analysis,were performed to determine the association
between the polymorphisms of HES7 and the susceptibility of nonsyndromal CS.Result:Polymorphisms were
found in both SNPs and in accordance with Hardy—Weinberg equilibrium.For SNP rs3027279,the difference of
two alleles (C and A) frequencies between CS and control groups was statistically significant (y*=4.651,P<
0.05).Analysis also showed the difference of two genotypes(C/C and C/A) frequencies between two groups was
significant (y*=5.857,P<0.05).For SNP 151442849 ,hoth difference of two alleles(A and G) frequencies and dif-

ference of three genotypes(G/G,G/A and AA) frequencies between two groups were shown statistically signifi-
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cant (¥*=7.963,P<0.05;
A/A genotype of SNP 151442849 may be a protective factor (P=0.018<0.05,0R=0.35,95%CI=0.17-0.74) for
the onset of CS,while C/A genotype of SNP 1s3027279 increased the onset risk (P=0.015<0.05,0R=1.93,95%
CI=1.13-3.30)
tween the two SNPs.The haplotype unconditional Logistic regression analysis showed Hap3—-GA may increase
the onset risk (P=0.008<0.01,0R=2.14,95%CI=1.23-3.74)
rs1442849 and 1s3027279 of HES7 exist in Chinese Han population.The polymorphisms of these two SNPs

X>=7.919, P<0.05 ;respectively).The unconditional Logistic regression analysis showed

of CS.Linkage disequilibrium analysis demonstrated the existence of linkage disequilibrium be-

of CS. Conclusion:The genetic polymorphisms in

may be associated with the susceptibility of congenital scoliosis.
[Key words] Congenital scoliosis;Single nucleotide polymorphisms;Hairy—and—enhancer—of-split—7 ; Association
analysis
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Hap2 G o 0.3556  0.4087 1.47(0.96~2.26)
Hap3” G A 0.1282 02012 2.14(1.23~3.74)
Hap4 A A 0.0060 0.0061 1.62(0.09~27.71)
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