28 -« R -

(HEPAZH 2 & BFHBD)Y 2010 4555 2 H45 4 1

FR R It A Y 1 4% 5 1R 5 7 BT I2

R HR

K& gk

AR R~ B s A Sr BRBE ™ B, IR TFm 250021

F I A e & B T 88 1 L VI Ccoagulation
factor VI, FVID 1 35 4% 14 e B BBk =, DA SSCBE 1L 7% 1
Ae A — e DL X 3% B R M g A R R L 2 o
6 R I RS 1 85 %6, S H AT EL 48 BB 11 L
R PEB . BRI FRLY S 1/5 000,25 602
BE AR R L . B A 9 TCAR IR
HURE e B 1t PR VI b B0Rr 4 il 350 B A AR
I7 o A A T 100 B AT T RE AL R AL G 5 T LB
FHF VI & B (] ZE L 29 2. 490 ~50 % 1 BB E &
FEAHT EVIAY R R AARS RRBEAR T F VI £
I3 P A5 F VLA 2 AR OR AR L 28 TE 80 Sy R EE
FEE PR UTE M AR . T LA I A 485 717 2 |8 A S
T2 Wi A A0 ) S0 Ak R A% 3 L By 1k AL A
R AP A I 28 10 220 it I A 9 7 i 12 W 6T T O
TN 9% Z2 WAL 5 ) o DR I e FRBE 1Y 28 T LG
PR, HAA 0 (A s

1 BB 0% 1 & 15 5 i

PR L A 2 — R UL A X 3% B gt A%
PR o I T B LA i, 1k R s 2 L i AR
. @ WBAM A9 55 P AR 5 IR R M A L
T 100 % IE % Hite JL 100 %6 A #45  , JC H A9 1M A
i S B s @ TR R IR RORY I A L M A
505 HLF S0 IEH .50 % il s 4 JL 50 % 1
L5000 N A © WAL A Bk R S AL
LA L P48 S5 0 - LT 5000 1E 9. 506 &
9 s HoZe JL 50 20 I H L 500 KW D IEF B
PR 0L A2 L P AR A A S L LT 10006 3 L G

CEINEE  Fi. E-mail; wxt65@vip. 163. com

FEETH KA BT R 4 (2004GG3202025) 5 1 R A B %

B9 E (2010-3)

)L 100 %6 A7 #

76 HRY I AC 995 14 12 W o ) T 2 vk 48 Al 3 AR
B — AN L P E A 3 RO B
W RN AR B FE LU EE 2 A2 H
A R B ERESE s AR T 1 A B RY I A o 58 35 10 B
RO HFFZPEA AU LWHRRIMmARSEE. ©
A RE IS - Lo PR A B R B0 TP A AR A R R
&l B CFR A L B A R BUR
A LT 5 A e K8 1) e ok A Bt T i A 1 2 L5 il A
I FR SR 1 B RE AN A AT ) L L 1 AN LA I A
T B A Hofh 5% e A B BB A I AR I etk ©
MAC A v A3 40 % g B ks 1), He B R P G
b A B HE AR A o (E R ARG 2R AR ) SR I L DA R
PR

DA o I A 995 485 45 % J2 8 2 & 3k 43 A F0 FVIL TS
PECEVI O /i 48 M 1l 42 95 7 Bt i (VWEF: Ag) 1
T2 W S SR AL RE 2 W7 5520 ~ 60 % 1 5
WH . FVIEZ 1A BB e R 3k L 8 A48 1y
SRR FEE RAERMAR L M E S, AR
FERNE AR AR S0 L B4 1 A H R AR R
VEFABAT AT BB Y 1 T i) 28 AR 2 Y, il A9 92 9 1Y)
B RS W B K

2 HEN AR RS B

2.1 HAMKROHEERE MK

H At I A2 3k L i A A BRI HAM
STeRS CRIE S 1 900 ZFp AL FEEIfL | 4125
AR A AR T EE R R R I A R 22 Y T 45
L2 40% ~50% HR R/ R Bl Ok /4 A
(10. 2%0) FNJG SLEAF (9. 3%0) 5 T K Belik 2 (3%0)
BTRE A A R R AR (2. 6%0) WA b WL, fg
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Bagnall™ {18 . FVI R N & 7 — Wi 4 51 2 1 847
R 0 AR I A 1 5 00 . R AR R AR R i AC S
86 V0 4t AR AE W AM A A 5. 804 H AR R B AL fi]
GEAFNT . O LEREAE 1 R AL 1 R 58 42 v
K. WADBUBRE AN G T 1822 467, dK
AR R B AR SR, L NS B8 S R4 B
TR HAH SR A 5 e 90 I e IS AT A 3 6 PR 2
RN RS BB AR DA A s DR 7 9 M G ke G B0
A HEDN F8 KL A 1Y AN 3R 38 80 3R 35 A ¥ i Je mRNA
F PR R i I S B 2R SR R R R

2.2 F A KR 7R BB 7 &

2.1.1 ¥ HZF R AR (cordocentesis) & I & i 1
(20~35 DB 515 2 06 3l UG JL I # ki, 5%
BT o N S N s B S A e e )
DL A T VIS P A o 22 4 e 1 92 3 38 R L 20
TH 200 [ DA 1 T8 T 0 325 98 47 77 117 12 W il BRI i
Ja #EH DNA 5L K2 87

2.2.2 ZEMEEEZE IR (amniocentesis) il B /K
e AERT SRR 16~23 Ji] . BT FEKEZ G ILTFE
L FRNE S AT iR L. FT LB K P IR
JUR B v 2 i 2 e DNA AEZE 2 7. BN E A
= e T ey (08 YO 288 O 0 % 1t A R AT 7= i 12
PSR EINR

2.2.3 9 B W B AR (chorionic villi aspiration
R 9~11 JA4E B T 25 SR
HLBHL, BBRC S W% 2 B S LI DNA
HEATHE B A prt ™ Oy R A AR A L o AR
& BT AR L2 b A A o FL I 7 RO i
2.2.4 AR G0 M AR (BB BE 23 B9 L S WG BR 4
B HORAE 7 iR N 1A A0 ] I o 43 i i L AR L X
135 dE B 5 ¥ 77 12 e R . B T A BIF Y
S Z IR A R R L AN R E A 3 R B
B R ISR A N1 0 LR NI D OO @ B
Z AH T A 50 B P AR B AL 3% - 40 D 6 T Ry 5
PEBU R B PUARAE AR SR U IR LA . H AT X
T A TE R A SIS 1 AR L i Tl R B
2.2.5
JUR AR o ) AR A B R # DN A3 38 B i
AR, HATE A H PCR $ A AE B Y i A s 1Y 7=

sampling)

#H AR 12 W (preimplantation diagnosis)H®*"

C SR - 29

B2 W7 » B AR ASCAT A S sl 2 S 91 i L 4 A M R
i AN 8 T PR (HU RIS 2 T
2.3 fram FVIGE MARN MR TR h & E >
P

i JLUI T JE mT DL A= e it I - R 19 A 19 M
Ut 2 T E]) FVITR . ARk A0 264 4
19~36 Ji] Jify i A9 JF 47 L R AT 17 55 ot PR 305 P00 5
45 3R 7R S R v 9T AE R IR LR FVIE R 4504
~80 0, i T H AL I A 1912 Wi bs v, B2/ T v e
GEAR G LAY IR B VIS 4000 % mT A S PR of A
T e GG L™ BT O A A AT AT PE AR AR . i T VIS 1
W i it 1 T L A S FVIDG HEAR T 3000 1Y
LR FURBEM N 7 A S B A B A eme .
HERWRZ HHTRZRLT 507 BoR i B2 i
Polk . 55 Panigrahi &5 75 18~23 Jil (] i 5t i
5 A IR I o T 0L A2 0 R 3 o i S 0 B
B2 W7 25 SR R WL i L G 36 245 2R 1 06 )i O A 25
RBA 2. 15 FFRAE— ELR A ALK 20~35 J4
f R JLIBE A A FVI-C # vWF : Ag. i 2 Il 4 %
BOL ORI e AR — B0 A G A5 BV AS
RIC 22 . BONAEEYR 20 J8 LU 9 R LI 7 1L AT
LU 1L A2 9 199 7 /512 Wi e b a0 9 BH IS B X A
SR AE M TR B A 1 R L FV: C
206 ABFE PRSI I iR LT BE DT 1 4R FVIDKFIE
W AR JOR I B R 22 1 N AE . B H AT Lk R
A W B R AR R LI BV C #4912 B b o i
s BERBEAS Y IR IR 5
2.4 EAEBMNATFAE MK DB

PR L A 19 77 il A PR I2 W 23 DA A2 W A 1)
B W, EEAG I 1 T 4 7 38 A% BRBE . E TG 2K
5 P BY I A9 G IE# DNA FEAR K 88 3% 873 Hr R
REAR (L2 BT {5 Sl I L BE 52 )82 W » & i 112 Wi iy AT
FEME . DAAEARGIN N 5 7 22 {80037 38 % R ] Southern
BB S HAR E R AR L IR L WA
LIRS L HEBE R H AR AR O T [ £ 3 AR I i R AT
S5, 1M LD-PCR $¢ A U 8 f] {5 PR 3o i 45 00 i F VI 2
A 1 22 8460, JF BE A i 48 a7 . 2R 47 7= AT 2
Wit . Bagnall 8 gy 7RI Y& 7 1817 Y XL
EZHPCRMITE. M THERIIBE JHA (50
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bp) o A K5 i B ] 4 9 070 T U A6 R 98— i
H Southern E13fs 2% 28 7 & K I o X - B A B 2%
e NI B A L T X F VI3 R BT A G A X
M3 P9 5 F 5 51 K 5" s A 3" UTR #E 47 42 1 43
BB it 37 X514 14 BTG A i B H AN &
74, BiE PCR Bz B 1, Bk i 2 2 385 P 0)
BT 5 D5 RUEE 4 BT L 228 T B B2 8 IS v UK L A 22 B TE V)
E b G U E S L Yk SR 45 A DNA I P E 92
AT FVIEE N 28 0y i . 8 I A2 W s A
2.4.1 KW PCR  HHFTE NS A 2 & B D
FH LD-PCR £ AR W& F 22 #4712 W - O 1
M4 R MY B N & T 22 IO E T .

K % PCR(LD-PCR) 5| 4 5 11 K 46 I F VI 3%
RS 9 S B 2 22 & 3 A A SR (FVTA
AEWIB) EVIIA 78 F VIR E #2400 kb 2 500
kb A 2 A~[A VRS UL (A2 F1 A3) i T FTAL 5 FVI
A2 FVIA3 1 i B [ 5 7 51 K35 9.5 kb, B4z af &
A TE% 9.5 kb §i [ Y A o] A7 L TGk A L R UG
WA B M TTAE 9. 5 kb 551 L AN Y A 6] U E %)
X, 1% P.Q & 5T 1VS-22(22 N & FHIAD
B FWA TR 2Y 1. 2 kb AL P53 5149 A.B
MEFE S T FWLA2.F VA3 /Y P ] 45 29 100 ~
200 bpAb iy JF . SR 445597, B P.Q .
A B #17 LD- PCR B, G SR FE F 241 DNA WA
F VI PRI I8 206 51 ) PQ KB A AL F VLA K 45
F 12 kb B9 15 . N FWTAZFVIA3 J519) AB 1%
F) 10 kb By 1A . W R AR B A2 DNA 2 X Ff
S5 DR 51 7 1oy o 780 FE R I A AR R T DNAL K51 ) P
A BFSEE 11 Kb 1. 510 A5 QWA
FEAE RN P A R BEBD 11 kb A4 34447 5 [A] B o |y
FIZFEHEN Rk T FWTA2 K& FWTAS3 1 43
R 254 T o 1 AT SR DR R B A= AL, Rt ALB 5
YIXHTE R A axX — BF 2R A FVILA BEAR P34 10 kb 1
Y AR T EARE] 12 kb 2. WAR BN DNA J2 Kk
B 1A ¥, W H LD PCR ¥ ok A
11 kb,12 kb J%z 10 kb %4, X 3 Fhiy ™= e
FH 0.6 26 BN 58 o vl VAR 4 b 20 TP AT 224
P.Q.B & P.Q.A 3B RGE AT T — L
TS TSR,

(HEPAZH 2 & BFHBD)Y 2010 4555 2 H45 4 1

2.4.2 HPEWFE (direct sequencing, DS) 3@ 1
DNA B gl A F VI PR e kA7 0 7, 4 258
AR U AT R RO HERG I E R . BT
AR 2RI T PCR ™ 9, 5 WUk PCR & %41k
R HUEEIN PN . DS S i B R ER Y R K2 K
Tk AR T 0 B R AT A R
A 1) SRR T LA BRI A R R Z W BT
o

2.4.3 AR EERE B H Uk (denaturing gradient gel
ectrophoresis, DGGE) DGGE 2& 1 4 #8 DNA
AR IE B % DNA F Br g 8 R . F1) A B A= Al
A7 A DNA 728 P B2 B M v, DK i 72 P iE 3% 6
AR R A F R %€ 4% . PCR/DGGE %R 1E & F K
BE DR AR O 8 fF PCR ™ AR B9 WUEE DNA 7655
R 3o 1 I 8 P R PR 3R R R T ) 1) R e b H K
B DNA WIE % HAT 7 910 4R i A% e B il
DX XUHE T 8 T T 3 3 0 1) A B S BOT RS R R B
RAEGEAEW R BOV L 5 R IR AE AR A 28 P iR
LR AE AR L AT 5 IR AR A B SRR HE W AUA
1A i i ) 25 48 BRIV R R O v A R L G S Dk gl
fiJa17 DNA Y . 5 SSCP A It . DGGE #5 7] 4 |
Ko JC R 205 g AR DNA K EE8 N,
2.4.4 PBAEERY % £ 751 (single strand conformation
AR H ] PCR-BEEM R Z
AY4 1 (PCR-SSCP), PCR =¥ 25 PE 515 2 2
FHAMYBAEE A AT 1 R R R R A R
B As , 78 A A8 P 5 P9 9 Tt i € e (PAGE) L Ik
YIRS SRR AR | A 4R B 8 A8 A o5, 5 TR A 4
i (heterodup lex analysis, HA) [i] SSCP J5 3 4
oL, BE kX F /N B BE DNA RN T 300 bp) A #5084 7]
SSCP. SSCP ML mi 2 fif 8 55 17 » AN AHURR , A 2
PR 9878 2R 1 BRLAE AR 42 L /N 2 BN T 1 12 BT
PR o (H O BURE B DNA K EE 3 i A%, 52
o Fr B dicddi 4 B2 29 24 300 bp, AN I 350 bp.

2.4.5 B HUBEE BE B Pk (conformation sensitive
gel electrophoresis, CSGE) JR¥ 2L & PCR J;
PP B FVI 45 40 7 S HL 38 fn 57 3" X, 48
J5 5 IEH 1 PCR ™= YR A, & A 528 1) DNA J B
T RS AR TR % B AR MR R BRI LK . AR R

polymorphism, SSCP)
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T B L A AR A 2 5 | A SRR R g A kAR L AT
BEL 77 s A1 22 S — SR ) Fl DK R B L 5 T X RO [
FOHL UK SRy AR O o i A B 2R 1 R Bk
SRl 5 TR A5 20 T Y B B O
2.4.6 A8k B R W M 3% (denaturing  high
performance liquid chromatograthy, dHPLC) & 1
TP A e 850 F) 5 788 A I B A L X VI ) Ay 5% 28 Y
R 23k 96 %0 . I = 5080 HE €33 JE Bl e 1 A
DNASep 73 B FEFEATZH R A Be i o B Mo e . %
EPE A 5 T A sk, IE I SSCPLDGGE —
F, dHPLC AN BEHA & 8 748 1 BAR AL & (H A
K BE RT3k 1 500 bp A I
2.4.7 Ak 4B 2L R = (chemical mismatch
cleavage, CMC) J J5t B2 H [F] o K b 10 1 B 4E 7Y
DNA 4» T #1574 B 1) DNA (8 RNA) A BHiR & 7%
PE B2 I ADE M DNA-DNA 5 DNA-RNA 57 5 XL
L AR 5 X8 58 T AT 1) i TG B R AT A SR B A L R
P E e 748 Wi s 7T AR AR D B9 DNA 7 B, Jd i
7P SR VN T i 5 L Uk B A B R A E A

I FH B4 TR 12 W D7 i B AR T A i R 22
R A o R 1) e DR R A% L AH — B 20 191) o5 2 1 P
BER P A0 22 25 00 R HEAT 3% 41 00 Bir 2 3 i) 2 3k T
WAL i RS W AT 3E A 0 A 4
@ 4 i 22 AP A7 AR % B4 B L (HOR RE R B R A2
PR IR F 5 © A RE 0 E B3R A B Ak B 1) B %%
A5 FEA KA R FERENK R X THUK
MM ACIE A S8 BT BT AU REE Lo MR B i 2 38
PEAL RS 6] TSGR 2 I ) DL 2 P i 53 HEBR
i E Bz W . W Y A2 W 7 s

@ FR i B E £ S Mk (restriction
fragment length polymorphisms, RFLP) F| 8K
BN Ab i BRI M R B B 2 35 (RFLP) /R ¢
S 07 TG AR AR W) . G R 5 AR RO ) A O R
SE L2 93 DR 1) 38 4% 15 00« 64T DNA 22 254 70 #r
AL 242 Wy 327 . RFLP i i 5 %% 6 X 1)
RO R 0 B AN 200 B K™ ) ROR
S 1P E AL . B, RFLP f 1A H s R
PE B A S TE# WARAS 5 HUR B 2 2R 2%

C ERA - 31

Z BN G A J e B & Z2 4> RFLP A 1]
L. F VI3 P9 A YA 35 R P 22 25 1 7 05« Bel
I/W#&F 18 Hind /N & F 19.Xba [ /N & T
22 F Bgl 1 /& F 25, Fm A~ 55 B A0 22 285 1 AR
S .Taq T /4745 DXS52(St14DNA K36 il Bgl 11 /
fii 45 DXS15 (DX13DNA K58, H o fcf 5 B W
LS Sk FVI3E K Bel [ #1 Xbal \Taq | /Stl4,
W% PCR £ AN Hi&EE, W A PCR 454 [
fife 1E A7 BRI 1 P9 U0 R B K B A M 4y B (PCR-
RELP) AR T RELP, 5 i PR 4 %68 S 45 407 55 | v
HR I AC 9 19 7R R 2 W I 4 By ik 22—
PCR M5 Efgke T RFLP B R HIEE EA5 L
PR RFLP 28507 M 24

@ n]AZ% H rY B 5 % ¥ 51 (variable number
of tandem repeat, VNTR) ¥ Fr/N L& DNA, & A
RIERA TR L A LA B 2 A H /N
FBEL TG, HKE LN 60~70 bp, & ANFKIEH
IR WL 1 RS bRil . A a2, B RE
2 fh VNTR:int13 #l stl4 - 1 (DXS52), Hr Stl4
MM VNTR 2875, 5 FWIHE H %K %% 81,
PRI DA I oA 38t A% A i mT AT B AR i A s 1) A TR a2
Wi, DXS52(STIO N7 g7 & 1 A~ HA 245 5
i Al s %0 H B BE B 8 )Y (variable number
tandem repeat, VNTR)V i , 2o P 1) 2% & 500K 5 5 1
H PCR 4" 14 J5 AT B 2 96 17 B Big W F Uk 13 58 P okt
RAE F 47 45 51 20 B A3t 4% 5 180 43 BT B S BE 200
Stl4 fii g5 VNTR 5 FVIJE R A7 A B B4R

XtFAIEAEN ST 22 BINLI R R Ti8W &
7RIS W, R 3 R 22 28 P R AT 3t A% 1 B 43 A D)
WoAEEFE, —BTRELEFIE TR DAEMN 1
i, /R R 58 2 ARG AL hRic . T i2 s T s A5 Pk
F14 35 R 92 Wi 1A A 3 30 227

WA e £ 2 A . © Bz Rk
B H 77 A 8 1 A8 B A R B AR AE L () #212
Wi Al B A IE 6 1Y @ &K &R TR SEIEH L A hE
PO ARG 015 B E B T R AN R AT ©
MR RN R B UEE BR AR R 2 A
PO R Al T, AN E b B A SR A
AT S 45 3 B B T R TR ME s (D 2 8 1) 22 28 PR A A
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ARE SN KA A 2 IR .

LA H 157417 242 Wi 14 H A S DXl 3 SOE
Lok (i R RUIE B 0§ 7 SO 4 A A G L BEAT
LD RGN o DAGKE B0 8L A o fl T S SO 2 A
(i FVIE R 28 2O N & 22 80 A Jo 1k A
5 FY) S JEAL DR L X T HA W] BE 51 R R 12
Wy e 7 i 2 W A U5 & 2 LA B B LD-
PCR.Z H# PCR 977 I 4 I 2 15 A7 48 0 A . il
I 3006 1 AR5 B S W 08 T 08 8 3 1 R Y
PR IffL A A6 R L b R PR RY I A Y K &R AT
BRIk foe e X TS OR BE 12 W 9 e 1 R Bk I
TPy B 75 1% - DA 2 BB AL . % T JE S0 o 9 3
To U 14 - HEBR A0 5 B2 AT 25 I LR 5
PRRALNL A o T RTZ W7 I B B2 A AR 35 24 401 1 2
I R I BEOR L 1 52 R B M 42 T il 4 17 0 Ok 3k
P AR DT S o DR 2 T 5

LRI AR Bt 32 % 2 30 3 X 4R 8% 20~ 35 Ji Il A< 9
e HANA BRI LI 22 I AT = A2 . T 4Rk
20~35 JA .75 B 51 5 T AT LB e ko 2 A0 A
MR RO I FVIL: € AR A i 5 BT : C 45 2R 1
W iR JL R 5 S I A e fE L. L2 T T AR N 2
W7 R B HIE 1M 3% T VI . C G 00 25 2R i) vl 1k, AR S
5 2 e P2 1B £ 50 S AEL R 25 0 R AR B i
ARIE AT ML AT 1 e PR 22 PR 2 W T4

FYF=RI2 W e B 280 MR 3R 7= T2 1B (9 4[] 45 2
BTAFBEIL . FW-C R, KL RN 2 W2 R 55
AR ILEE T 507 FWL: C a5 2 1k 4 s B B . Kk
HIZ W45 RO W IR JLARSR AT IR . X T4 & 1 H
SRR 19 JAIESetT B R AG AL 40 o 2o MG LU 4k 25 4
W A AT 5 B2 W A W S R RTIZ T A
PERG LI ZEAT i LI FVI - C 60 AL K32 W7

55 R OB P57 o W NP = Y K T N
Ly 51 5 2 WA 22 B2 d e /8L I A
e 1AL L BUE I OO0 ik BR T XU
LA R R ™ I O RE » 4 K RE MIAL 22 R
TULE RGO . NI A 2 280 1A
T e S N AR B 28 30 R A AR B 38t A B A 0 7 T2
W7 L/ 1A S8 LA HE AR O D A A K BE Y
ML B,
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