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[ABSTRACTJ OBJECTIVE: To explore the association between nonsyndromic cleft lip with or without cleft
palate (NSCL/P) and genetic polymorphism of 824 rs1530300 in Chinese Han population located in Guangdong province.
METHODS: Blood samples from 168 NSCL/P patients and 127 unrelated healthy individuals of the Chinese Guangdong
population were collected. DNA was extracted and high resolution melting (HRM) was used to identify single nucleotide
polymorphism of rs1530300 in all samples. Chi square test was used to analyze the genotype and allele distribution between
case group, father group, mother group and control group. Transmission—disequilibrium test was also carried out.
RESULTS: The method for genotyping 8q24 rs1530300 was set up. The genotypic distribution of rs1530300 in case and
control group did not deviate from the Hardy—Weinberg equilibrium. There were no significant differences in the frequency
distributions of both genotypes and alleles when case group, or father group, or mother group was compared with control
group at the rs1530300 (P>0.05). We found no evidence of allele transmission—disequilibrium at rs1530300 in cleft case—
parent trios(P>0.05). CONCLUSION: In our study, the genetic polymorphism of 8q24 rs1530300 was not associated
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with the development of NSCL/P in Chinese Han population located in Guangdong province.

[KEY WORDS] nonsyndromic cleft lip with or without cleft palate; single nucleotide polymorphism; 824

rs1530300; high resolution melting

AE 25 B 1E M B 5 24 (nonsyndromic cleft lip with or
without cleft palate, NSCL/P)Jg&:—Fl & UL 4 a0 1 35 56 K
PERFIE , HURZRAEL/2 000~1/500", AR ABENSCL/PHE
WA 225, WIS PN AT Y O R ] & 5 T
JEMAHE, RERE TRERERSEX, BIEFEIR
1.65%", NSCL/PHYEIRIN R AR AR, WKt . ¥
BRRD N ZHENZLEAEN, S20EEEC, &2—
FhZ BB . AHC S RS E N b2 i T
K& 5%, A $E PVRLIY, TGF-beta3", MSXI",
TBX22", FGFs", PDGF-C"HIIRF6"%

A7 KT 8245 NSCL/PHY & i J2 75 AH G 1o A A5 2] —
B S R BFSE K P 8qR4RY T AN B 1 R £ A
(single nucleotide polymorphism, SNP){\ 1 rs987525%1
rs15303007E RN AR . 2P AFE R E AR, ZWET
R R 0 AR R NSCL/PI ik 25 U0 %
1. Hikida 5" S0 H A A 42 P 2 494 ok
8241115987525 Fl1rs1530300-5 NSCL/PI) & i 47 7E AH
PE o FRATHREZ T A 5T ke BRAE T AR EE DU
NBEF18¢24 1987525 5NSCL/P& LE %A Klk, {H8q4
rs15303007E H [E ) AREE DU AR 2R 5NSCL/PEA
AHOCPE v R UL iE . L, AR 58 BE B T 8q24
rs15303002 A 7 i1, RV H 5T R EE DUE A B P
NSCL/PHIAH M

1 BEREFE
1.1 HRIIH

AAHFFE T20094F3-10 ] AR AR FENSCL/PIE L
1686, HEHERR T2 A MEMEIZ 2L, W Van Der
Woude ZEAE . MeckelZE S AE | MREREL I 25 B AIE
WU 25 A AE . 1 X IR R 12744 5k [l Sk R4 s
B BER TR HERR M s s st 4% s (R
D)o FTAMIRXS RN REEIEN, HHEET
AUE R A, SREES mLAMNAE ML, EDTAYLEE. AW
(EEINIIDSyNE S = S (e e AR IRl
1.2 DNAIEEX

FDP3 18—l 2 H A 20 42 B & (R AR ZE AL BB
5wy Ud A PR IR I 20 M S T ZHDNA
1.3 SNP{L& Ay

%Hﬁ%ﬁ;ﬁ%%ﬁ’%(hlgh resolution melting, HRM)

CARCINO GENESIS . TERATOGENESIS & MUTA GENESIS 1

32

F1 ROIESIRARERTR

a1 f5%k L i == W N S P T G )
(AR (AR (H%) (H%)
PE5
7 110(65.5%)  13(48.1%) 97(68.8%) 85(65.4%)
g 58(34.5%) 14(51.9%) 44(31.2%) 44(34.6%)
JE 443
FiEIEZE 44(26.2%) - 44(31.2%) -
ZEMIERSEE 60(35.7%) - 60(42.6%) -
WANFIEZE 37(22.0%) - 37(26.2%) -
At 168 27 141 127

BARY G FE I DNA Fy B AT 2 R 3 78, L IE 1] 5
Y7 5" ~AGGAGGAGGAATTATATGGTCTAG=3", JZ Ifl]
519185 -CAGGCTCAAGATACAAACAGG=3", Hrr,

PCREL R Z 20 L, fU 7 KK 4l DNA 5 ng2
ul), dNTPs (10 mmol/L) 0.5 uL, 10 x PCRZE i 2
uL, Mg*(25 mmol/L) 2 uL, iE [ 5 & [[ 51 ¥ (10
pwmol)£$0.5 wL, Faststart TagDNAS (5 U/uL) 0.2
uL, 20 x EVA—green 1 pL, ddH,0 11.3 puL, PCRJZ ¥
KW, WASE: 95 €. 5 min, 95 °C. 30s, 51
C. 308, 72°C. 30s, H50MEHR, HiET72 C. 10
min, fe/i4 CIRAFE. P ITEIMLE ARG, XPCR™YILL
0.5 C/sfif45~95 CHIE ML oA, SR 5 53 PRI i

i 2R 2 BT 4 2R, DT A E AR A B9 SNPRE L, O
DN A 45 SR 56 UF HMRASIN 45 SR o 7 o
14 ZitoH

I R T A 56 oG 191) 2 R X R 4 R IR R E A7
Hardy—-Weinberg Vi 15 55 S 8 # J HACRESE A7 PR
H R R 5 RS L 9 LB T . M XCE R & A 2 T

H% 0> ZRBE SNPAE i R 47 55 67 5 TR A% 3 AN S 1087 A 36
(transmission disequilibrium test, TDT)73T,

2 & R
2.1 ZHAHRMBTERS R

T X R AU RE S R THRMAM B, i R fiE %
AR B 3 Ry 2 3 (R 43 FR PR (T LA, X3k PR b 2R A
Ko AU PCR7™“ W EA T P 55 0, 45 R R B TTH A=
RURICTAR G 2R IL R AL, ULEI1B,
2.2 ERFEZE S5 fEIHardy-WeinbergF &0 16

I 9 2H X HE A HE 1% 35 R R 25 Pearson x° 656,
Y55 A Hardy-Weinberg A K 56, ange2. KL, nIf
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A: HRMAER P RUEARINZE P s B: RS PCR™ i 5]
E1 HRMERFBILER

IR HAG B 2.3 ROIARHERXBSBAREFBMILERS T
%2  BERSZES 7 SHardy-Weinberg FE#H ] FR B NOHAC B 55 % BR 21 56 R R () 4 A R Fedse,

2 5] JE R 1Y iRk S X 1B PlE F3FT R . AErs153030007 5, JE 2 E Lk A I 2 B
I ZH TT 156 0.93 0.23 0.63

cT 12 0.07 L A RE A B AR IR AL I B 3 A
Mgl TT a0 0% o1 o35 ESMREIEENPHS005).
cr 7 0.06

&3 rs1530300f mERBEREH. WFRARMRANSHILE

SR A RIS R L Xof HR 44
i n=168) JRHEAIERm=141) 554 (n=27) EMn=167) F12En=157) (n=127)
TT 156(92.9%) 129(91.5%) 27(100%) 158(94.6%) 144(91.7%) 120(94.5%)
CT 12(7.1%) 12(8.5%) 0(0) 9(5.4%) 13(8.3%) 7(5.5%)
cc 0(0) 0(0) 0(0) 0(0) 0(0) 0(0)
Y(P) 0.32 (0.57) 0.91(0.34) 1.56 (0.21) 0.00 (0.96) 0. 82 (0.37) -
OR (95%CI)

CTvs TT 1.3(0.5~3.5) 1.6(0.6~4.2) 0 1.0(0.4~2.7) 1.5(0.6~4.0) =
CCvsTT 0 0 0 0 0 =
CT+CC vs TT 1.3(0.5~3.5) 1.6(0.6~4.2) 0.3(0.0~5.3) 1.0(0.4~2.7) 1.5(0.6~4.0) -

24 HHEARELXBEWBASCEESRILRMT  (0EH . AU S KA R0 IR 245 (3 5 A
R B RE0 NR LA O B DA B 70 A B b RA P 5 I AR T3 L (PH>0.05)
B, MFRAPR . 1Frs153030007 5, B 2Lu A e 2

*4 rs1530300f mEMERE AR EA. WFEARITBAMS LR

E— i e LR
e i B #n=168)  JRA LGS (=141) [124(n=27) A2 H(n=167) B (n=157) (n=127)
T 324(96.4%) 270(95.7%) 54(100%) 325(97.3%) 301(95.9%) 247(97.2%)
C 12(3.6%) 12(4.3%) 0(0) 9(2.7%) 13(4.1%) 7(2.8%)
(P) 0.3(0.58) 0.88(0.35) 1.52(0.22) 0.00(0.96) 0.79(0.37) -
2.5 TDT#L
Xt & A4 A T1E BUGERIAZ O K EE L1817 #5 rs15303001 s it N T
TDTHM T, 45557 . fErs15303000 &, C&gfy  _ SHAEN feid Jofeid X P
— oo %5 N N @ 10 8 0.44 0.51
FERTE RIS R B T ARG #(P=0.51), BERTSR - . o

T2ER L (P>0.05).
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AHIRGE 1 SR (61 ZE RN X BE 2N FRERE DR 78 - A 2
1T Hardy—Weinberghks 50 , 45 B Jf K % 25 Hardy—
Weinbergi H:(P>0.05), X —&5 K427, AR Fril
ERREAR BT — 2 M. U — 2 e 4l S
AL 2 5 %) R 2 27 1) 356 DR T R 28 7 5 RS SR A 43 A
&8 L % B9 191 26005 051 ALk 2 5 ) R 2 2 i) 6 R 0
SO IE TR 43 A7 22 RG24 X (P>0.05). )
XA 2G5 B SCEM O R EHITTDT N, &
Mrs153030017 o5 CAEA 3 PR 78 S s 24 (B 3 v NP e AL
1%(P=0.51).

AR SCHE SR R A B LA BE 5 1E X B SE A
R SR EEPU RS T R T, IR AR
HAps, BEZ 5 REHESZ R, TDTHAT
SURTHBR T BB BEAORG BRI 5 A4 75 55 25 S5 s BRI
oM, FEMIEBR A )25 R IR2ZE . AR IE 2R
B2 T 998 1 2 R AR5 1 5 X R 1 EL o AT A
TDTH AT, (EAFAHIE I 15 0 A 5GPk 445 S HL A Ao i
CIE¢

FE T iEPCRTEHA ROR A RE S, RS
CLRISNPA S iE AT X 43, AR i F HaE /0 B Ak
DU TR, ARG R A A 11 SNIPASE i ) 7 — 52 1 FR
], T 53 % [CLight Cycler™ 480HHRMAL AR TRAN T
XA, AHFSY IE 2 A e i HRME AR X 824
rs153030007 M A THRE | A HBSE PR 378

AHIF S 38 36 T AR FE DU A HENSCL/PE 168151
SEH X B 12751 530 4796 191 41 B A B 5 T %k R
LR AT HTFITDTRE R, R & 824 15153030017 £
1) 250 SNSCL/PHA MM, 5HAD AR R
EA—F"", AIaeRE i TS AR R, R
TR e e R RIS vt 2R B, AE b B AR B I
5 AP 8q24 1s987525 5 NSCL/P & A= A A6, T
IR R, T ARV R 824 19875251 4
AN R AR RS2 6.5% , 1T A I R 58 7 8 55 [ L
AN L R AR 20 A1 0 ) 209%~30% F1129%" ", ARIR
WE 5T 2 B, 9 161 4L RN 461 A BE 21 5 % B 4 b 8q24
rs 1530300107 s, 5537 3 R AL R R A 40 A AR, HL26 47
FE R CHY TR AR (<5%) o T 7E B FRIE" Y X ]I
NBES8q24 15153030013 45 FIMF 5T H & B, A7 JE K CHY
SR IE30% . % FIRATITHTFE B9 3X P75 1 45407
FEPUAREREAR, P, 8q24H Al X WS 22 253 4 il
RE A 2 [ T 2R B DU A HENSCL/P A& A= 1) 15t 4% )y Tk
.

B, ARSI T AR A BENSCL/PAIIE g5
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