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rs2295079(G>C), rs2295080(C>A) 7 15 1) 55 o 3 PRI R 5 5L PR BT 0 A 25 57 R GE 32478 X
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Association between single nucleotide polymorphism

Abstract

rs2295080 and rs2295080 in mTOR gene
and Kawasaki disease

LIU Rui*, LUO Jie*, ZHA Luting, QIAN Yujie, LIU Xin, YANG Zuocheng
(Department of Pediatrics, Third Xiangya Hospital, Central South University, Changsha 410013, China)

Objective: To investigate the association of single nucleotide polymorphism (SNP) of loci rs2295079 (G>C) and
152295080 (C>A) in mammalian target of rapamycin (mTOR) gene with the susceptibility of Kawasaki disease
(KD) and coronary artery lesion (CAL). Methods: A case-control study was performed by recruitment of 100
children with KD (KD group) and 100 healthy children (control group) as controls. In the KD group, there were
20 children with CAL (KD-CAL group) and 80 children without CAL (KD-WO group). Genotypes of these two
SNP were detected and analyzed. Results: No significant difference was found in the frequency distribution of

allele and genotype of SNP of loci rs2295079 (G>C) and rs2295080 (C>A) between the KD group and controls,
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the KD-CAL group and KD-WO group. Conclusion: No association is found between SNP of loci rs2295079
(G>C) and 52295080 (C>A) in mTOR gene and the development of KD.
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a=0.05; FIEIEUE T KDY 5@ X I 4ImTOR
FeHrs2295079, 22950801 i K R HY K 2543 KL A
W, N FH SPSS19. 0F A K 0 b 358 4% 4 1) 49 o L
Z5 ., P<0.0SHESAGITFE X,

2 AR

2.1 PCR¥HEER

K HER A0 o3 606 BE AR I 36 [ DN A, 4521
B /R0D,e/OD, B N1.7~2.0, FFHEK, mTORKL
R34 R B 750 bp (1) .

2000 bp—>

1000 bp —>

750 bp —3

500 bp —3

250 bp —

1 mTOREE i R PCRY™ 1 7= FE ik &

Figurel Electrophoresis of PCR amplification product of
mTOR gene fragment

M: DNA marker; 1~3VKii: mTORIEHMAR BtPCR™¥;
750 bps

M: DNA marker; Lane 1-3: PCR amplification product for mTOR
gene fragment A, 750 bp.

2.2 mTOR ERE 2 MIESSERNERBEN

BPCRITG =W A7 Ly o 25 2R BoR
rs22950790 i fFAECC, GC, GG 3FpHEH M,
rs229508017 S fF/EAA, AC, CC 37Fh 3 Al
(K2, 3).

2.3 FEVEERIE

FIH Hard-Weinbergist & - i i H & 5 2H
(i) 5 D] 28U 0 R Pl W) 5 B . KD ZH L filt B X R
HmTORKEHrs2295079, rs2295080 1 & 3k
RS R o A TE R A R 2 R TSI B (B
P>0.05), i B AN ST 19 32 3 X 5 4 () 5 1A 7Y
WR AT A AL e, T & B B AR AR
LK1k

2.4 mTOR E A rs2295079 x Z &M E F 8
NEREMEFERRLER

KDYl 5 HEXT M4 i, mTORZE K
rs22950790 S HICC, GC, GG & 41 Ji
RER LG H ¥ E X (x*=1.080, P>0.05); KD
ZH 5 fd R BRAH B C L G A o B DR R L A
R LG5 X (x’=0.964, P>0.05), KD-
CALA 5KD-WO#lHyCcC, GC, GGH:H M1
R LRI, ZRLGI¥E L (*=2.226,
P>0.05); KD-CALH 5KD-WOZHC, GHfi
FEMRLE, 2R EHEIT¥E X (x*=0.075,
P>0.05; #1, 2).

[l

El2 mTORE: Flrs22950794% S PCR= i = &

Figure 2 Sequencing of PCR products of mTOR gene locus rs2295079
(A)F kK FR CELIE UL IIZAE A CCali g 15 (B)ETLIT/RG, CXUEBIIIZMANCGAYE T (C)Fi kTR GELIGE UL %A

AHRGGLEIE T

(A) C single peak showed by the arrow indicates CC genotype; (B) C, G double peaks showed by the arrow indicate CG genotype; (C) G

single peak showed by the arrow indicates GG genotype.
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Figure 3 Sequencing of PCR products of mTOR gene locus rs2295080 site PCR product

(A) ik TR AR BE I IZFEA AAZE G F5 (B)Fi Sk IT/RA . CRUEUEINIZMEANACTS T (C)ffi kTR CHLE L %A
AccHit T

(A) A single peak showed by the arrow indicates AA genotype; (B) A, C double peaks showed by the arrow indicate AC genotype; (C) C

single peak showed by the arrow indicates CC genotype.

1 BRI RASKDAPmTORE Ers22950790 R B SN EE B R S EE XS
Table 1 Genotype and allele frequency distribution of mTOR gene locus rs2295079 polymorphism in the control group and KD group

a3 . PR/ [51(%)] SR B/ (1511 (%)]
cC GC GG C G

{EERREXT IR 2 100 61 (61.0) 32 (32.0) 7(7.0) 154 (77.0) 46 (23.0)

KD4 100 66 (66.0) 30(30.0) 4 (4.0) 162 (81.0) 38 (19.0)

X 1.080 0.964

P 0.583 0.326

2 KD-WOE 5KD-CALA FmTORE Frs22950790L S £ A MM EE R RS EFAES
Table 2 Genotype and allele frequency distribution of mMTOR gene locus rs2295079 polymorphism in the KD-WO group and KD-

CAL group

a5 ) SEIHAL/[451](9)] S HE PR/ (1] (96)]
cC GC GG C G

KD-WOZH 80 55 (68.8) 21 (26.2) 4(5.0) 131 (81.9) 29 (18.1)

KD-CALZH 20 12 (60.0) 8 (40.0) 0 (0.0) 32 (80.0) 8 (20.0)

e 2.226 0.075

P 0.329 0.785

2.5 mTOR & [ rs2295080 i S Z MR EER T4t 2F 7 X (x’=0.387, P>0.05), KD-CAL#]
NEREMEFRMELLE 5 KD-WOZ MAA, AC, CCH:PH oA B % 1

KD SR BALK, mTORERH B, 2R LG I¥E X (x’=2.719, P>0.05);
rs229508017 S MAA, AC, CCHEP B4 A i % KD-CAL# 5KD-WOHAL A, CZ5 A7 KR
EZ R TLG %8 L (x*=0.367, P>0.05); KD4H g, 2R T4 i2%E X (x’=0.032, P>0.05;
g BAMA, CHEMBRFRILE, 257 %3, 4),
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R3 BRI A SKDAPmTORE Ers22950800 = B MM EE B R S EEAER S
Table 3 Genotype and allele frequency distribution of mTOR gene locus rs2295080 polymorphism in the control group and KD group

" ) LR AL/ [(1(%)] S PRATRR / [151] (%) ]
ccC GG C G
{eE R HE 2 100 63 (63.0) 31 (31.0) 6(6.0) 157 (78.5) 43 (21.5)
KDZH 100 67 (67.0) 28 (28.0) 5(5.0) 162 (81.0) 38 (19.0)
g 0.367 0.387
P 0.833 0.534

F4 KD-WOA 5KD-CALA FmTORE Frs22950801L = LA MM E R R R S EFRE N1
Table 4 Genotype and allele frequency distribution of mTOR gene locus rs2295080 polymorphism in the KD-WO group and KD-

CAL group
o . FEINEY /) (%)] SR HEPIABAR /[ ] (%))
cC GG C G

KD-WO #H 80 55(68.8) 20 (25.0) 5(6.2) 130 (81.3) 30 (18.7)
KD-CAL #H 20 12 (60.0) 8 (40.0) 0 (0.0) 32 (80.0) 8 (20.0)

? 0.032

0.857
3 itig e mp™, MR W 1s2295079(G>C),

KD B K ML i R BT T, 2200 RAE 5 H g
IE N EEEN, B 7R W KD 2Lk
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BB A 7 X, 3 SNPAL A Y 2 81 A g
S WZ AL Y R , DTS2 Wil mT O RAE PH 46 35 1Y)

rs2295080(C>A) i i1 2 AP 5| AL ) mTORFE [H 32 35
i S puN R AR A T NS T OR-S 7 VI ©)
FEANM B A . AR B PR T, 5 S A R PR e
B, B PR 45 B R A I Y S R
PR DIAOC ;TR ISF AT 5% 0 200 it A e AR, 52
DR IG 1 J iA 521, mTORIE [N 26 3K A 5 3 B 114
SEWEAS 5 RBER N AN, BEYRE
PER . BEREANAR AL . oA TG {4 T
o K AR, Il s mTORC1 e mTORC2(1 3%
P 35 A 5 0 T 40 M A 8 A A BN Gao P
KIL, mTORIER F& 3k o B 1% 1k 5 etk 3l ke
R EIERNRERIERSBAEEEDRKR. BN
ShFFE T, Al A B 08 2R (rapamycin) ) il mTOREE
Rl ik, 7 sl Py A AU v m 5 38 [ AEC s 75 1 0 L 5%
RO LA AR A 1 ) L e e I s 4 45 R Y
T4 B JAE FE P I PR B T B R AR T
B S e HE 7 RO Y 2 A2 it — 4 KB mTOR
FL PR 3¢ 3K 0 K 19 506 b SORE B TR B Ao B SO

¥ FKD MmTORY RGE K 5 1 i £ Bk
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