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HEp ki (deep vein thrombosis, DVT) & & fl il & &
(pulmonary embolism, PE) - ¥ /& F # Jk il # #& % 5E (venous
thromboembolism, VTE), #ifiI&F—EHRYAEEZRER .
DVT iy R4 RREF M INTIE &, R BEHL TR IR,
FREABHERENEMRENREE LR ZHEFR
BEEREREMBN, LB 5 RIE, 5REREERK
FURERERKDE S EERI, tho] &4 5 bk 2
E. MRERIRETHARIARRE HAEBERLR.
mEFR MY %,

B RIE T 1965 4 B3 Egeberg M — MER K Kt 5
HHU % if1 8§ (antithrombin, AT) 5t Z fE 4 M #2 EHf T, &
3k, ZIANE XEY KB H A A B8 %A 840l kg
845 2R (R BA B L R F R A 0 AL Bk B AR B R
FHEM. HRMB LS RIS &GO C(protein C, PC) B4
#E . & S(protein S, PS) Bt K i (AT BtBA & A T V Leiden
(factor V Leiden, FVL) 22 35 FI 8¢ it 8§ /£ 20210A REF , & N
ERABRBIBHENEBRLME)ERRERE TR, KKLEE
BESENOZSIEORRIEREIOBREEATEAS.
B A FRAERS S FEHNE— R, TTESEE S
WREOEAESEKENE NEREFTERES Y, B
BERMNGRENLHRAAREENER. AXKEFERS
BAEH R BE N E MRS R — R,

1 PC R&G iR

PC ARG LB A B R AKRER.PC AER MK
HhEEMTIEAL, & PC.PS. m# & A (thrombomod-
ulin, TM), WE 4 EH C %4 (endothelial protein C re-
cepter, EPCR) L i , 5o PC AR AR SEM XS . PC A
PS 2y iFRE A RN AR K RBEMEQ ,PC LI IRBE R
FETOES EAAKAREZEERELEEERELNES
C(activated protein C, APC); AN , MK 5 TM 54 RE
BYE ERBY PCEA {6 PCIELEREN M, APC 518
HYEAFPSERGAREREIEAXRAREZLEF VM
VILR#EME T Xa S/MRES RH#FEBEHER

PC.PS BrFGHE BB B R BB Z 5kFs ,PC HIPS BRZ B
HEABS VIE EERREE,WATRES VIE R4

HEBEXRE, BANEILEHREPIRAIE L H LRI R
5 PC.PS Wt fe R pa T %o AT RPIREZE S H & RE W PC
FPSHEMEMEEL XETHERNELNER X PSH
WU BHE EEBFERXR A0 ES9SHIMEP, &
¥ PS MG HELL BYEIR 16%., £ H A ANBE , y- R BRI R
BEHBMERN LA S PC M PS MEHA KB, A REEE
BT yv-RECREMBEERMKESEE R KRB0
REARKFRHBEHMER, BARKERY PCHEXE
EHERAPRE FERTHRREFZAL TR RAHEREA
KR EHEE,
1.1 PCHNELE PCHEHEMTFE 25 PG (2q13-q14),
ENK 11kb, 3 cDNA BB TR, G 5" EHBX (73 bp),
FFH P EAE SR (1383 bp) 3 JE A5 X (296 bp) K polyA B (38
bp)., PC BtBsr N R, | WEIGA PC WK 580 WAL ,
TnxENERE, IBRINSH, BEHHRES L
BRUERBEERAHEXR. PCHEERERZANER
¥ DVT 5b 30 W RN B R VS50 . ¥ B AR IR FE e
/MR ER FBUELEARLS . 58 &L
FHRAENMBRHER AHEEETRE. ZETFEER
BERMRERRK, BEARARMENE,
PCENREMBESSUEBRRENEERKEE,
EPENEARD,PC HER-1641A/-1654C 5/ ERGH
X FHEBRMEBMENBIERELY &FPCARLEH
P DPIRE ARRP MR EN e ST, EERE PC
TR RN & B, AU 3 Bk o #5816 F R S gk
I R 40t % 3¢ A B FoAth 5 7 0 40 AR G TR 01 2 A o 7 AR [ 4
M, X3 F 2B 00 B & 3 i 3 R K b P R AL
PC.TM . B L T |4 ¥ B I 15 1L 40 %1 /] -1 (plasiminogen acti-
vator inhibitor, PAI-1) 1 2 #5165 8 £ 15 B £ %
HiEY. IEYFEMIEOREZAEREEW, FAdd2
AR mRY, )L PC S 3 TREM S RIERRE %
ARG 5 R A 3, 0T LAR R AR A i B R R B K L AE , B
o, EETET LR RESHYHRH,
L2 PSEFEEK PSERMTEISREHK L ,cDNA K
1.8 kb, PS Yy PC WiHB I F, AT 4R B APC Ay 351, BT LA PS kB4



- 48 - LA E Mz 2011 4F 3 H 35 3 %4
A SBmMBER. MKPHPSHRHRE,5%8 PS 5
WECIhEAEALREEY, CHHETFHEME, KR 35%H
PS EWEARAE £ PS MEHERA PS BEMBE I FXA Spl
ERAFXE, ZRXHERTERANERX R, PSGRET
AHIH: IHABORE WEPS5EPSHELS, BATF
GHWEYN: IRARORYE, SRARD M LR TR R
BWPSEL HRAPSRIER,

Mm¥ PSIRELEBERE T otk, LHEERNAE R
BB HREHEERNBEA ML SR ATOTR
fRm3K PS W E . A B FRHESTHEM K 24K beta 1730GNA £
AU GCCHEMMTLREHAS PSIEWRHEBRA LW,
PS iE L ZEME 3 K 24k beta 1730GNA X H £ 45 AA {45
WEHALPEME, RATHEMEZANSESARELS
Spl MAMEEEMTFH T RME. PSBREEABTHRE
EWAREE, Y 3% VIE B 5 M35 PS Wk EREE, fiZEE
X RNH 1.3%, R EATFE PS 28Kl —1
BEGRET (UELEEENEREMM2EEE,HE
W ERERBREDROHE,

13 ™ TMER{UFE20SR6EHK, 2—HENHEHE,
cDNA & 3.7 kb, & 5 JE 4w #5 X (146 bp) , I FEHE R (1725
bp, 5 575 BEMAEAE),3 FEHLK (17790 bp) & 40
bp 1 polyA B, 5 PC &+ FH R, B A TM £ 1E T 5 i ln
AN BT LB P R A B o SR N B A L B R A L
MR RBERH R RERLBEARPBE R
™FERENENMIERLIEEYEHN, —FMH,
T™MENELEZESRNG 1 S4B RTEMHHITH
HEAYE, RESPCES, # PCHEALMAEREL 1000
&, 42 APC REFIRER; TM-BNBE SV 5IEE
MABEWHRE, FROMERTHALFRESE RIE L
REEARBEMEEnEFV M. XIsERTM @S
EALA B I R F Xa 5 & Sk 0 ) % B 7 X 8% 1 BG JR 10 05 1L 1
FA;TM R KR MES F v ASIMA, SBEEEEBERE
mERARREER. 5—FE. TM-EnBESYrTEk
ABENBYA G RHAREOQBER, X BRENER,

™ &M E &S FR—F, S 5 HEm e ™E .,
WREAMHEE, MERNEFEARBETMOXFRBEER
i, AR IEH AR R R, B R TM R
T L3 o koK T 41, T B4R 16 R BF TR BH , i
ZORMMERR WRER,ILBERNRBERITHE®
RE T RXAKFHBEEL, HR2KBENETR 49 £
BEFE B 0 30 4 SF % R vk B AR DT AL A (R B X IRE BT ER
BBERA Cl418T EERER 5% A M L, mE R L
Git¥ER RARERREHERREAMMERBE KRR
HEREK, TM KFEAREARTERTES —LERH

14 EPCR EPCR P {; Fiftfufk 20q11.2, K 6 kb, B—F
ERMEECEPCR AR T A WA HTE, K AL f1 A3
BT R 4678G/C 1 4600A/G £ A HEIRiC. Al TR
& BT LAE 33 9% 0 i 3 7P APC ¥R B R FRAE 52 7= L0 LR ST/
BB ;A3 8D B ZE 3 4 48 4 7T 7 ¢ EPCR ¥ BE (9 6 4%,
B BAR 0 WURESE B B, SR T AR DL AR T 2

Xt Bk % E O M KRB E SR & % T,PROCR
Ser219Gly REKGH L EMATHHE FPCR ER KM XK, A
RS E%E PCHX, {28 % IEH# % PROCR Ser219Gly
5.0 MERKRAE % B 5 —1%E A9 PROCR 2 b 12069948
Hmes M REX, M R ,PROCR Z
rs2069948 AT LAPEAK 8 & 7735 % , 3F B v UM {& PROCR mR-
NAZEHEREMME P RE, PC-EPCR AR ENEREEH
KRS E M, A5 PROCR s2069948 %f B 14 £ LAY
RMME L WA X, Fat e &5 APC 7838 77 ™ 5t W i 4E B
B9 35 40 4826 . A F $5 HE B 12069948 #1 EDEM2 & GSS K 1%
HEAMRBER EDEM2 R CSS AR X RABARE &
R A3 45 R B o R A — 2 3L At 0 40 U 33 2 5RF % PROCR
5 B Bk f S 8 5 0 38R AV P o
2 AT

ATROE T BREENHEDRZ— AL AT XHNT
1 S8 agKE (1923-25), KA 135kb, 81 7T MR FH
A HET,EEHFHRAR. ATThagEnEFI M,
K.X.XI,milmeER, K52 EREABERNEEAC
ABLF Arg393-Ser394 &b, X MM A RAFT LAY, B R
BRERAMZBFRAKMBE. ATSHMLEKREARH
MHYNFRAE T PAISERERFI W ERREE.
ATHHRBHM A ZHBEREZERAT, MAeDRSZHH
ERERBERTENTRP ATHIBREE". XRSHE
IR K= E B T A e i R
3 BmMEAFVIEIG/A RTHMEFNLES C KR

BnETFVRESFHEME B RS RN —Fh R
B . AEMSBRPETAIBREREOLRBHOZICA, &
ARG F RS RENBER. 2 Xa RBEHEL,
EeEmM ATV aTieeg Xa filXa 055, RCTRH,
B AT VHEE 1691 fi 5 %5 (G—A), f 506 £ # 1% R AL
B BN, KNy FVL, 6 APC 3t 8 m Bl F V 8 X ik
PO S 08 55 o 1 AR L RS R, XM LR TV X APC
R R B AR M iR AL B 9 C #E4L (activated protein C
resistant, APCR) , APCR 5 B It ¥ # 8 AR 75 , W 35 7k v 8 1 F1
HUEEV-H5 , BLBEAE FHWR 55 , AN 17 458 I B2 2% 6 DXL BS: 3 10

FVL 1 I ¥5 /7 G20210A 2225tk & DVT B #1719 i %
B, FRERXEREE - EEENTHPEFEEEN
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fEA BB EORBELHEE P, FVLHREREGFH A
FREBEESRETBRERN—FRE ARERBARS
BAORS, MEDVTHBEZREHE FVLEE AHRE
EHEEBEN FVLREHERER FVLREN &S FHE
ESERFEMLR FVLEERN LS FHEEMMT 85k
o #E T R KU . 4R T 72 B 42 \DVT #1 PE B & o ,FVL &
THBAERESLREFNAMKERBI AT B,
FVL ZEHEETREBKOROBE L — WA, LETF
MEEMEER A APCR T L FVL REMERPELA
HETF V506 i EEM R EE(HTF V Cambridge) 5 815
HMEFVRE, EESFVLEREEREBRLEREN
fEB & T FVL ZEEY,

4 BmBEEE G20210A (F I G20210A) %%

B BB IR R M AR, SEREZEOET VMV, &
AEFOARETNFETHE 1996 48 KR8 5% MR EHE
3 W%k R X 20210 i 5 BIne 2675 N IR B 0E (G—A) 5 3 3
nEMESEABEL EOBEEFEYSE, 2BKREM
BHERBNEREZZ—, FIG20210A &4 £ it FVL A%t
BHM VIE R EEX., MM ERKERS FIG20210A
ERBHE SR ERR(OREBRE . ER.FA . Q6H)
HMEBREE, ARREPEZA, R T#1EE R (AT.PC.PS
BZ KB ETF V1691G/A %) EWIE, 5 FI1G20210A %
XM VIE BERERXBAN 34 5. UER I EHE
L FEZBES S5 F LT FTG20210A 326 £ # % 85
MEREE, B&REFESRGRERH A 3 mAE
Ro MR, EEKBEF @S 20U L), FIG20210A £EEE
B ARERMR . X T4 H# PEW#kne S& FIG20210A
ERESWE SRk B 25480 ,F I G20210A #4#%
ARSI FEZER PE HEAM X, BFsEPI%H,FI1G20210A
REEDPEABRPERSR, IR VIE £ PE (ML R
HE,

5 =B & 35t & & (homocysteine, HCY) I £ #1 I B & /Y
& M % ;£ JE & (methylenetet rahydrofolate reductase,
MTHFR) & H C677T £

¥ HCY i &2 Xt B A M A M AL R 3¢ b HCY
FE B IEFEEY 95%M £ KR K HCY Bk BA B
ABB:. —AREGEHERBERMER, FTMHHERB AR
BABER BAENHEF B —LARLEPEALRBRERNE
AR FEEXB, MMTHFR 85, FHilt, &4 % B 4R
B, M B8 Z f1 MTHFR Bt 508k B & HLAS Y 3 % 45 0T 1 AR,
HCY A% . & HCY A5 VIE Mil# S 4R/ E Fr Rk
B G RN F RS INR Em T VEYE
MM AEEARFOUMNRR DEORG R
BBRAX ERAAFHRFRTLUT , TR RALNHK.

DNA 1 7 4L F8 2 5E R ™,
EFHAPHBFREE, 5 HCY miE . i i v B
H 4% B, N VIE f9 057 i % . 18 MTHFR % C677T
HEMEH VIE KB IM A RA K, #EAE PR HCY
MEMMHBRKRZEVIENBIERER, "EREZES
HCY M ik R E 22—, 7 MTHFR %A C677T £ & A £5]
EHBRRZOBERETDS, E+E A MTHIR £ K
CO7TT AR EH B & Tl H AR,
1993 4¢ APCR §9 % 3L .1994 48 FVL 2875 ) # 37 1995
4 MTHFR 2 B 677C—T & % LA & 1996 4F & ifl 8§ I
G20210A ZHM KM, KAWL T AR AR VIE W EEfE
SRERER. ATMEAH APENHE LA FVYL #% n KR
G20210A EXREIEXK LN ,PC REMRF K& HCY M5
HABETHHIAR, RANTEAVIENEERREE, R
AVIEBEHERERFEEREER, TUREESRE
MEEFHK, Bl A VIE B& FVL 52 7% M8 1 8 5
G20210A 7 H& %> 50%, T PC.PS M (2)ATI 5= 9
REZZEE, APENRAIHREEAOREEY<1%, T
WEVIE AESTRX3IHNBEFEARZHB O EHARINE
B4, ABO M5 VIE R WX ZBAEBEANZR,EO
i B R B W i T R R, 3X 7E — R A B T
FESHITENHRERE, AXRTEA,PCHRIKLV
B F % M85 R G20210A i A R H 5 S B MR K
ARRPER BEUSRESBRMAXLERFERER,
EAFEREFFEN AL, & 49%~65% B M4 T R 15
PSR, TEE® SR EZ S RA 18%~22%, 3 KR i
T 3-84%,Hia SRk, KB AMRBEEBENBH YA HERE,
SREMNBEHAERERE  ERNEAFAHTHES
FHEMEN, BERESREROERFE, Bt ER 55
%N ER R EERNER TR ERBEN R
FE#—FHRR, NBHMRIT IR EREELZHIKE,
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