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1. #& - BE

ATII X, 43207 3 /B X VRS 55
T 58,000 D—AREDOFEEHE CTH L. FL L
THIETER S, MEEFIZH 15~27 mg/d]
DEETHEET S, ATIIIIZ vy, EHE
1b3E X, IX, XI, XII WF7% L OMwEEEx Y
»7us 77— U THEER (a7 —
YIHEWEME) 23, ZOBEEFEMIZ, ATII
SFOCKEELS ORICEAL TH 3
P1 (Arg393) & P1 (Ser394) ofin7o 7
7T=XiZLvish, P17 ur—X¥oDiE
ML TH S S1 (Ser) & O THEEERITR
EhbZ ek FEsns, —Fh, AT 4
FDANY UHEEEAL (Argl129H % » ik
Arg 47 &t~ v 7 A D) IZ~08) USEES
T2 L, ZOEGHRIEEGIEEP»ICHTL,
a7 7 —EEENRIRICHE SRS (~3%Y)
vea7y 8 —iEE) V.

AT III @5ERIy 7z RIBW & 0 HUR/ER
BETL, MBENLFHT 2 EBHAISNS. 1965
1z Egeberg 12 & D RZRKZBBI|ME SN TLL
B2, AT Il O3 FREFEICB W THRZIAE L

FIRRICIMBEN S F T 5 Z EWHs I E N
7o. T &S RERIIZERIC X0 IMERESFE
fE LS WiRREIXY, %AW (thrombophilia) &
LTHIsNn5?, HEANCBY 548K AT 11T
IRABSE D FERESERE 13, 0.189% & HEHI & Y, Wk
B SHEE0.02~0.17% £ IZIZEETH 5.

2. & R

AE X F QOB 0@ GERETHD, ~
TOEASRE L TEDONS, REEAERIIE
T EEZ 630, FFREREFEICBVL TR
TG TD 200D ETIEH 20 HwEINT
w5,

AT TII R EH D 80~90%IZ B \» T I3,
50~60 % £ CICIMBIENFIET % LHME S I
%, 10~357% (& D b} 14 5RLIE) CWIFT 5
Z % L, MBREDR) 70% 3545, Fifr, I&F
IR, RIGBESEONRZ &, B CIXIMERESR
FEWCES WX S BEHLTHERIC X > 5 &k
¥ EEZHNBEY, BRREZBWTIE, AT
HIKIEICTA TVHEVRTFEE, ErO#EE
RN ER T 2 L9, FHETEEZMRE%
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ioBE ERMET VT burEX L (AT D KAEGE 75

FIET 2 Z EDME SN D, THRETHEIKIC S
JAIMBROFENS > &£ b <, MFIERE
PR R FR AR > IS IRFR IR 72 £ 38 1) 2 FiE
bIRG e NG, REMOIMARE X BN TH
%, 26 OIMEEE DK 609133 2 Emz
bV, FFEEOEHN 0RIHRDSNS,

3. EfRTHEEM

AT Ul & mTFI, Jetfik1q23-25 g 13.4
kb DEETHEEL, TODT 7Y (1, 2, 3A,
3B, 4, 5, 6) £62DA > o>k iERKS
na, ~X) UiEHEBE 7Y 28503
A, RIGEOIEEIE 7Y v 6ica—FanT
W3, REBLETICIIEL OBLTEEBEET
LZEPHIOGND, A Y dNOEL B
VE 8 Alu KBTI B 2 %8, HIEESR
Pt Tickv@ishsdzryy40a v
30512815 (CAA/CAG) D IEEMLF] % B
(sequence polymorphism), FHaRBALGa N &
0 345 bp SENCELEL, BamHI 20 L35
Avall, Mspl, Shpl 7z L2 L D EFZRI N5 76
bpDE & D HEK% %% (length polymor-
phism) 2 ENREFER L DD E L TETSND,

SR AT NI REEIZARH—REERTH
D, ZOIEIEupENRAAONTVE, B
LT, SEEMcHlE I N5 PiREZ o il
EEE (o7 7 —YHEHEEEL L %Y
Va7 77— ORFEC XSS,
MEBFEF WA LT B REEE (Type D) &,
VIRRIIERE CTH 2 VHEERECEE 2D S
SFREE (Type II) i Kil&#5. Lane
5%, Type II 2EETEE OFELL O E
WX DHSHET L ERRIBL, Type II-RS
(reactive site defect : IGEBAIFEI D HEH),
Type II-HBS (heparin binding site defect : ~
N UHEEERAIEE D EE) 8 L U Typell-PE
(pleiotropic effect: HHIK A E b7z 6 F
HE) ZXHILT»5,

Lane 5 O HEICHEY, BAEE TS »IC

ENTVIEETFREICOWTHEI T 27,

1) Typel

HHRY AT I RZHE (AT aigad) L LT
HonzdbDThy, AT I JURE & EHED
MEMEE (EFEOH50%) Zmd. H—iE
HOBH, PEEREOREKD L WIFHEA, EIE
FOEDHDLVIFESRBICLDIISE IS
%%, M—HEOBEWNY &V BEBEHES S
& (missense mutation) 2B W Tix, &%
fEELEE SRS L, BRI
R o ADOHEEER (nonsense mutation) TIFER
TEEEAVEK SN, ATIIIORZZ24LC 5
EHERHIS NS, DBIEEDORED B WITHAT
X, FEAED BN TOXK (inframe deltion)
E, AMO BT ORI RED L WIFHA
(frameshift deletion/insertion) 3% S 5.
251, AT BETFDOTED 2 WIFEsHKE
W2 & O RZHE %R & 12 TP TIE D 5 03k
b,

2) Type 1T

PURZEIZIERT Th 2 WHEEECEE 2789
%, missense mutation IZ & %> FEEEDS,
COHEBICHEI NG, RRWMAOHEC L 2
KRB DR 2 ROFENPXFIE NS,

a) Type II-RS

P 1 (Arg 393 — Cys/His/Pro), P 2(Gly 392
— Asp), P1'(Ser394 —» Leu) 2 ¥D X 512K
ISERAL 2L & L7 IR TH B, TuT
7 —X L OEERERSEE SN, HEEED
BTFT 2., RIGEHAMEALD P12 (Ala 382 —
Thr), P 10(Ala 384 — Pro) D& Iz B W T I3,
AT I ix7a 77 —X¥OFEEH & o> THIK &
a0, rur7—¥LeEE LiEEERERK
Lgwizs, HEEENFHE I L,

b) Type II-HBS

AN VERBRICRE DL HDTHY,
ANXY v ea Ty 7 —EHENET T .
Arg 24 — Cys, Arg47 — Cys/Ser/His,
Arg 129 —» Gln %2 E1%, ~%) USSR OE
B R ThH 5. —77, Leu99 — Phe 2175
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F12Hk Hles

Ile 7 — Asn, Pro4l1 — Leu, Leu99 — Val,
Ser 116 — Pro, GIn118 — Pro OZE TlX, ~
XY ¥ DOFEE T LB TS DR BRICED
S5, ~NN) UEEGREBEEINS EELON
%.lle 7— Asn TIZ, #7212 Asn IS0
SNT, ~N) UERRICEET L EEZ N
5.

c) Type II-PE

H—DEEBLHENEERE 2 RT DT
b3, RISEAL T %2 P9 (Phe 402)
~P 14’ (Pro 407) OFEBMOZERE, Y077 —
CIHEWEED &7 6 3~ UEEERRIC b
T5ZEDNNBEBEOHEN LIV » TSN
%, iz, MilEANTO AT I EEH O, FEi
EHDLWITSWOREER LD, MPDEH
VAULMETR T 5 2 e bl SN G,

e
¥

[*ﬁ

1) BRAREIR

MEFEE, 10~357% (& Db 14 LR ©
FHEWCBWT, FL L THIRRCIIFET 2. F
T, BIGRHED CEBOMRGEICREEL
R WEENCH B, FTe, FRAMEMRE
DOEBIRD S5, MBI TR ESEIRC
bo b db% <, FRFCHZEREDGIHEENS
WZrbE;EIns, —%H, TAREIR B
R, MSREIRR 72 &, MARESS I E h
BEACED D 2 L0, WE TIXIMRLE %2
SlEH I I Wv XD Mg, Filt, TR, 5,
RRYYE, BOMHEREONRE EPFERE RS 2
EDRREEINBY, FT2, ~oNY  OPTEEETER
i, Ao AT I VA_OVICHREES 2728, ~o%
Y > % O I ARIMEERIR I IR NS 2 & 725
ZEbHIons,

2) H®EMR

KEDOZKZMF O ATIL v~)v (HiFEE
BIOEM) OETICEDREINS, HEEN
WHIEE NS ATHI OHREBIEE ThH-o T
b, TFEREDL:DICERERBICOHEZE 23

DB BTH, PERLEEEZFRRRC
WET 22 enEE L, AT I IFHE 2
RERESE, A ML Efx OBRRIER
WEDIERTT 2700, MAEFBRETFHET 2 LT
EENLETH L, iz, ZOXKIBIZEHMAIC
BLRAFRERB BRSNS 2 EE
¥ L<, ZHOMEICITEEFEE ZHS IS
THLIEBBREEEZOND,

— I ERmI NS S0 ko E U, 1E
MALES b a v RS AF VR, 747D
7ol 74 7Y vorfEEEY) (FDP) e EIfl
WBEE « AR ORI RZE 2R 20
%N, —F, FulurbEy .75 7%
YF(F1+2), DDFAR—%ED, Wb
IR T~ —h —DEEEEZRT Z E0D
5.

5. B &

MBRZEREFSE O AMIHIC B WL, RN
SR 2 EHEE L &b ICHUIIRERE S F
NG, FUMBEEICIE, ELo» RHigE e
DGO N5~V TR TIMARE D Vv
S5Nb, ~XNY roPugEEAIZmF o AT III
VAWVIIREET 272, AT I KIBEICBWT
A8 O+ e TR EER 3R T & 7,
AT I EiEEEN L 2R BEEEINSD,

REZDOEMGTHRIE, FEREH LKL TH
BREERVESNDD, EERICIBREL KB
L, & EICBEEMNRIMBRERERFIET 5 2
DO, MARIEDOBED H 5 BHIZB W TIFRO
PLEEEISE B 2 W ISPV MR DO e 5 D fkise 3 b
EThd, YNT7 7V rh )y ABESEAE
ZBWTIE, ©4 ¥ KREFEEOEREERNT
ThHs7ur4 > CPC)RTas A S(PS)
METFLTC, —@EOBEERES b5 Sh
Lran, ~oN) U EERHAT AR L LE
TH 2, AT I BIFEEFNIIHERN T T 240
Hizmwy, M5, Filf, EiR - Hhxy, I
BEFAE OB SFET 2RI B W TIE,



ioBE ERMET VT burEX L (AT D KAEGE 7

FINBENE EEZ L, HEKRORBE IS
% RIAMNC 36 & SPUBERER I, itk & OHE
DfERRMEZFFER L Ic L TEMTRE LE 2
55, MRAEI 14 AR FEIE S 2 S 3
<5 NRENCIZ TR D72 O R R
HNC FEhif S 170w,

7. FRAR - SWRRERR DREN

WEBINIERRER FHE —NRPEEE T, R
M AT I RIBRE %43 & 3 % IS S 25 E
DLW, BFEERTT> TW3, BfE, KEOHE
= FRNT 2 S s © DIREE % 52 0 THEREL T
B, EFIOEFEREIC XL D REOFKIE DS TFHF
ZoNRENHMIZENE Z LR E N
5.
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