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Abstract

AIM: To investigate the polymorphic backgrounds
of the cystic fibrosis trans-membrane conductance
regulator gene (CFTR) in Chinese people and
the correlation between these polymorphisms
and those in Caucasians and other Asian
populations.

METHODS: Polymerase chain reaction was used
to amplify Exon 10 of the CFTR gene. Hph  was
used to detect the M470V polymorphism.

RESULTS: The M/V polymorphism at position
470 was similar to that in Caucasians and other
Asian populations. The V allele was slightly more
frequent than the M allele (50.00% vs 43.94%). The
frequency of genotypes MV, VV and MM was
45.5%, 33.3% and 21.21%, respectively.

CONCLUSION: The data on the M470V poly-

morphism in exon 10, provide genotype infor-
mation for the CFTR gene.
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CFTR M470V

AT NARAER, W L. PEIIE . W1k
T R R PRIE AR, T LR 4 )
KB WSS TR R A E
VRN, CFTRIEEN 545 5 L CFTR & (I
ol T S EEE AT 4k (cystic fibrosis, CF).
CFAE AR P2 B WL I B P Y (R Bk
TRARPEBS, AN &8 D R A M4ATOV
Z &M JECFTRIENAESN L T10_E47047 fTA—~
GZ A FHM ARG e, LIRS FEFM/V
Z AR I CFTRAR (& il oh et
CFTRAE EFHEMAE FiliE, MAT0OVES
PESCFTRE &2 11838 D) ReAH G, 7R 51,
CFTRIER 5AF e 2 25k — BB HS. 13k
FE BN /D3 FLAF Y, A RS CFTRIE I [ 5 ARLE
TR D WA 52, MATOV 22 245 1 7 T AR
H A AR AR IE. 4 T BB CF TR
RIS 5%, BRATE W AAT TYLIR X 13244 4 FE A
CFTRIEFIMA70VZ &1k, Jh [ECFTRIEH A
FEAH ST (PSP L F B 1 a4 2 W R

1 SRIRSE

1.1 FR A 04 R R ), 55 eANIR, AEVL IR
i DXCRAE 132461 1 JELIALRE . R4 B 3 b A R
ANMASN R ML bR A, EDTA$UEE, -80°C {147

1.2

1.2.1 DNA PCR : V]
QIAamp Blood DNA Mini Kit({ [£Qiagen’ )
FEIUAN R L 4 DN A, $4E 20 B i i Wl 1k
1T, WR¥5Z2% CHR[2] B THCFTR Exon 10_i775]
M): 5-TTGTGCATAGCAGAGTACCTGAAA-3',
514 5-GCTTCTTAAAGCATAGGTCAT
GTG-3', ¥ #771#506 bp. 514 H Lt
W al Gk, Al S E. PCRR NV S 1A
L A50 uL, FEKZIDNA 100 ng, 10XEx Taq
Buffer(Mg®" Plus)5 pL, dNTP Mixture($%2.5
mmol)4 pL, 50 umol/LI¥) EFUET 4% 1 uL, Ex
Taq Polymerase(5 X 10° U/L)0.3 pL(TaKaRa K%
LY TREA A D), KB 281 K2 4 AR
50 pL. NS HN: 94 CHIAETES min, 94°C 30
s, 60°C 30 s, 72°C 30 s, 35MEFR, 72°CLEH10
min. PCRY™ 7795 uL, 15 g/LEIRAEEIR B ik,
Hi R 4120 'V, IS EI 2930 min, BEIRE RSE(E
[EBLO-RADZ w7 #r 4 R (141). HIHigh Pure
PCR Product Purification kit(Roche’A ®])4fift,
PCRFAPES 38 s NV, #5420 SR i W 5 3R 47
1.2.2 Hph : M470V 3
RIA20 pL e AR, HrpalifhPCR VY ™45
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1000 bp
500 bp 506 bp
300 bp
1 Exon 10 PCRY B4R,
M MM wW MV
500 bp 506 bp
300 bp 305 bp
200 bp 201 bp

B 2 MA470VHph | BELDER.

pL, 10XNE Buffer 2 uL, Hph I 0.5 uL(NEBZ2
), KI5 B T/K12.5 pL, 37°CHF A L, 20 pL
) =) B RE LK, 20 g/LEE AR e i FL vk, HR
JE4100 V, I £150 min. #EIR S 5 5835
BLO-RADA RN M ic sk fRAFSEH 4550, %
TEMATOVIEE 73 1 (K]2).

2 B8
2.1 CFTR  M470V

CFTRIELKAME 710 M4T0VAT 3k
K38, 3B AMM. MV, VVIERAY 347145
BT T 13265 5, R BM VK R Y 451 2 o vy
(45.5%), FR MV VIR (33.3%), MM 1Y
(21.2%). 2645<DNAFEH, VATOE7 KR AR2E 5y
T-MAT05E A7 BE A, 43 51l 4956.1%F143.9%.
2.2 CFTR
M470V SEEPN
CFTRIEEF A 710 M4A70V 2457 55 K 55 37 1 H
by TR 5% K i g A ARABL, V4705540 5 DR 41 % 3%
T MATOEEALFER, MV, VV. MM =
5 DR Y 0 A AR A 5 I HeAth [ 5% s iR A
LR D).

3118
CFTRIE R & — PP B & B 7l TE. 19894F,
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CFTR
M470v S ERBEHB IR (%) ENTERHSTIAE(%)
MM W\ W M Vv
CFTR Chinese(132) 28(21.2) 60(45.5) 44(33.3) 116(43.9) 148(56.1)
, Caucasians(50) 9(18.0) 22(44.0) 19(38.0) 40(40.0) 60(60.0)
CFCTFRTR Japanese(50) 8(16.0)  19(38.0)  23(46.0) 35(35.0) 65(65.0)
Vietnamese(495) 106(21.4)  250(50.5)  139(28.1) 460(46.7) 528(53.3)
N éBAVD

Riordan et a/' ¢ k7L T CFTRIE A, HAT A1
TE 5B R Em AR K 1(7q31), &2 K250
kb, HH27HNEFRI26 A 5 T cDNAS K
6129 bp, 7148012 HEMR, 70 1245 15 v B
(M1-M12). H T CRIECFTRIEF A 10002 Fh
FRAFN200% B 2 I H . Horpig i WL 548
HAF508, B4R G110 1 3-bplkt 2k 51 # 84 [ 5t
5087 mi RN ZIR 2%, AF5084 5 CFTRAEEH
A 35%. CFTRIE K2 AE 5| I CFTR 2R [ 6
IR B T B AT 4G (CF). CFZ AR
HH B DL )R Y (0 AR BRI B AR R, R R
PAPERK . A6BR R b2 NHE R, 29°01/2500, Tfi
L5 Nl 2 905 ARG, £91/100 000, CF &
HILTHA 40 5y W S RE AR 2 %2 5% i, (H 7R 5
ROK, Z DA AR 52 8800 . T A0 o0 e itk
BTk O, TP ZE S WA i, AT 51 RS AR R )
e AR I, Qe il s, mrBHZE00E, 5 il sk
e, e g E R SRRSO K, 7E
JEERR, HHF R oy W2 B, IR AAS R R
Haw. 1B L. IR 4E. CFTR
K& R SRR AT AR J 3T R I R AN A T A
5%, CFTRIEER ARyl A W, H
A hHE L B A O A B N CF TR AR
PRl T K 2, S8 A R IAE RPN R L
CFTRIELX ¥ HE A4S, W AF508. N1303K. A
1507. WI1282A. RI117A. R334W. R1162X.

2789+5G-AZE 1 CETR ALK 5848 W] 4 LA R
SHFHT ()G X527, ()% X3RA%, (3B 5eAs,
(4)BYFEAT S EAR, (5) B 1 i R W AF508. 1X
YESAR U] 4y R N 5% 1 9% A EM A R
K, 2% 85 AN LA R, 34 & TliE
PPEBIE, 490 WBS T T RE R B, 5
P A DTS IR N X R RS R )
TRAR . AT R IR 4, M Aok b T &5
P K Thfie IE % MCFTR AR (8. —BEA M1,

283 AR AR R A H M E R A G R, M4T0V
JE T SCSRAR, SR AN T 10 R 47047 s R IR

FEWR A TR WFURWIMATOV 2 S BLA b
g S CFTREE F S Il TG P, V4705547
FE AR CF TR AR 380 30 7% PR T M4 705547 55 K]
RUR B B, S g
E K IIXTCFTREE IR AR Je 2 A T AN BES
SCWFIT, 1R HZ I R R R .
WA, BAR T E N CFA 8 m I Rm A&, H
R S 7 DR PR ¢t 6 T B 2 RN, R
i E NCFR G K1/100)7 4, /0420007 LA
CFTRIS AL R . H i 3 g ok oo
CFTREEKIMATOV 2 3547 s BIFFURIE. AT E
YOIHT T T SR M X 1324 1 H A BECF TR
KIM4A70V Z &1, 45 R Box 38 E DIM VR 2
HF(45.45%), HRCNVVEL(33.33%). MMZ#!
(21.21%), VAT05E {7 FE [R5 4 56.06%, 43Ik
T HANEE65% S s g A#F60%. F[EM470V
ik DR 7Y R 6 A 5 DRI A 2 B g AE AL, mT R 3k
[Fi) 7 i b 3 7 e AN KA oG T I L R R A
TATE VGRS T A EYL IR X CFTR Exon 10
M470VEEAL B PR 3 8, O 2 E CETRAE K A
FOAH DR BT US4 T ) 35t A% 2 B R
AGZIGATHLE T A 710 MATOVEER 3 7Y, &
THE5CFTRE WARALAH KM L CFTRE 1)
RE T BSOS W S E IR B IR K
CBAVD(congenital bilateral absence of the vas
deferens) S AH AT A F it — P BT
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