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B, RERAE SRR N A T 2 — TR MR N P&
5 1/4501 o H B R AR B A1y TR S ok, e
FURAE DEE IS PRI 25 R 2F R LB 22 0L, A &P i af /b
DL, FEPE 28 5 2 o AR SR — g A T FXTBRFEAE 5 R 5E
1 FE TR FLL K PRI 2 SR R L7 B HL

MNRE5HE

1 RRGRSEIEH , 4,44 % BRI G, BT S Sh e
W B H AU T IRYT , AR M T REHE b SR 61
BB AT E LI B 1R] (APTT) 4 93.9 s(Z: % 29.0 ~ 43.0 5) H.
RERE IEH R A I, FXIWEYE(FXT:C)2% , FXIHL (FXI -
AQ)4.5% ,HABEE N DI REFEHR I IER . HE R MO (348
5 )70 H I B A 5, S UE AR RISl . KR
L L 1,

@ p.Leu60Profllp.Gly400ValE &2 A As otk X Jeilbd

D.Gly400ValZs & 5625 5 1
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2. fEFREXT HRLH . 1F & %k B8k 100 44 3k B fdt e 1A 2, LA
AL ARG W BRI GBS Y B S L T HERR R R 2 4

Mo H534 ., AT 4 i 22 ~56 % I TCH B TIRESOR
A ARG . I 22 B A TRl

3 TR ACRAR R B - R AE PTG 235 AMAL 1L 2.7 ml, 109
mmol/L FIRIREM 1: 9 HTEE , 5325 2 i/ MR LS | il 20, 535
FHF I R ARG I LR 4 DNAFRHL

4. S FEEE N AR FRATI < >R ] Stago-STA-R 4 [ 2l Il #¢
(3 ] Stago 23 vl 7= il S e A1) ) — JUT0E [P T2 ARG e 1 7
JRETE (PT) (APTT (£F4E 8 1 I (FIB) (BRI A [] (TT) L 5E
I VG 4 (FVI: ©) LB 1. R 7 IX 36 PR (FIX : C) JFXIT:C
B 1M 7 XTG4 (P X = ©O) FRIEHLE Y o Hoi LL i G
D- IR (D-D). KA ELISAZEME FXI:Ag.

5. 41l FE K 20 DNA R HUK PCR Y™ - i i b 5t RAR 4=
TR A B R B A I 3R AR 5 DI 41 DNA $ 7R 6 42 B
23 F 4 DNA, PCREIYH Lifg R e AR A
B, 51T 2 W SCHR (4] PCRIW AR 25 ul, Hidr Tag
PCR Mastermix 12.5 pl, DNA AT 2 pl, IE [ 514 1 ul, 217
51471 wl,ddH.0 8.5 pl, PCR M5 : 95 CCHHAEPE 5 min,
95 CA8ME 305,55 °C ~ 60 °Ci 4k 30 s, 72 CHEH 30 559" 4
30MEFRJR , 72 CCHEH 10 min, P45 HS , BUPCR 74
5 ul £ 15 g/L Bl 8 I F ik 46 5 , A Goldview T #7ic PCR
PRI

6. F11JE R 7 - 8 PCR Y™ ¥ F=i% LR e -9 T A%
A BRI HEATIF . Chromas 5445 0 e 45 51 55 56
NCBI & [H 5 23 #i 119 F11 %L H 77 41 (GenBank AY191837) b
XF, FAR G AR A, P AT S Y HEAT R . A B A S8 AR
DS FRBOR SR 2R 5 AR R 97 A5 11 PCR Y™ 18 ST

7. WA B 2E R - Clustal X-2.1-win #44-6F A
K FXI AR R 5 HFR YA /NS R (Mus musculus) | 22
P45 (Pan troglodytes) . ¢ K (Canis lupus familiaris) . 4~ (Bos
Taurus ) Fl175 75 )TV (Xenopus tropicalis) ([ 75 9l & J: 2 ¢
H13k 5 - https://www.ncbi.nlm.nih.gov/ homologene ) fit) 24 552



-688- hAE I R 25 2021 4E 8 H 4542 #5581 Chin J Hematol, August 2021, Vol. 42, No. 8

JFHNHEAT EUXT, 0 B 2 R 1 A 5T 1 5 R A MutationTaster
(http://www.mutationtaster.org) . PolyPhen- 2 (http://genetics.
bwh.harvard.edu/pph2/index.shtml) ,PROVEAN FI SIFT (http:
/lprovean.jevi.org/index.php) 114k 28 25 24 L i X & 1 DI BE Y
o (& (i 2 % 1D PO3951, & 1 i & % # 5t ID
ENST00000403665) ; fifi Ff] Swiss-PdbViewer4.0.1 5 443 #r F
XUAE R 5 700 i i 2 Ak 1R 45 A TR % S 42 (P XD 1
FERI S pdb : 283) .

s R

L SEUEE MR F L BE M AR PR A« JeiE APTT 4E
493.9s,FXI:CHIFXL: Ag 510 2% F1 4.5% ; S il & 155 |
JLT & JLAPTTREFE K, FXI: C FIFXI: Ag W R, il %
LR F AR HAEE M AR FE R 3 SN TR ILR 1,

2. FIL LN P25 5% - F1L S RO AT & RS UE & A 7E 24
SRARSER AT 4550 B F 11% ¢.233T>C (p.Leu6OPro)
Fe A USRS A 11 541 2 F 11 ¢.1253G>T (p.Gly400Val )
Ze ks LAy BESE RN ) LA H p.LeuBOPro 2241, JL T4
i p.Gly400Val 225+, LR NEFA R (141 2) , p.Leu6OPro %€
AR TE 100 44 e FREAR KL 5 b A T, AT HERR T 5L R 225k
A5 [52) [ PN A1 SCHR B AR 5 1, 2 UL p.Leu60Pro 28 28 7 14 )
it

3. RAL G IR AR SF 43 4 - FH Clustal X-2.1-win 4%
N5 A REY A CRIER R R 4 NF R P E)
1 FLL 5L PR UL 77 51 04T 22 58 LT, 25 51 7R Leu60 7647
] A i B LR (1813)

4. ZE75 K (A T RE WU P43 - DU FE 2R AR ) M B
MutationTaster 4 1.00 43 . PolyPhen-2 4 1.000 43 .PROVEAN
}-3.044% .SIFT 70.001 43, 1 i 715 p.Leu6OPro %8 715 A5 3
[, AT RESE M 2R 1T DR, A — 2 Bom T

5. 2K IR Z0 4T - 40 M p.LeuB0Pro 28 A5 i JE B A, 76 1
AR IR Leu60 4% 5 1le17 4% . Thri8 EHEZIE I — & A
HE, 4 Leu60 €72 2 Pro60 A, H AL 5 A WU B T —
AR R RS & T OAE . LR 4,

A:C.233T>C A 2748 M ;B ¢.233T>C B4 1Y C. ¢.1253G>T A+ 5 &
AR D+ .1253G>T B/ Y
B2 FLIERF 45 115500 FFE
¥ LEU60

3 F11EEIM Leu60 o ARSI M4 31

Wi

FXI 22 DL 22 SRR 08 A R Y U T I, S5 e
Sy FRKIE (HMWK) DB ES SR I S8 By
T 160x10°, FXI Fh 9/~ 5] 442 75 607 A 0 6 1R 11 o {4
W FELL AL, 75 Cys321 3 o B S 34 W i R U5 — SR AR 2544
AN AL A 4 4 AP S8 . APL 45 45 BE I il , AP2 45 4
HMWK , AP3 &5 45 #E 1 F 1 IX (FIX) L il /MR & T b
(GP I b) FITZ , AP4 i~ FXI A A Cys321 i 3T — kit
ST BRI R

A UEF APTT B i 4EK: (93.9's) ,FXI: C fIFXI : Ag

K1 SGIEH R RN A BRI R BR R4S

SRR PT APTT FIB T D-D FVI:C FIX:C  FXI:C  FXI:C  FX:Ag
(s) (s) (g/L) (s) (mg/L) (%) (%) (%) (%) (%)
SEiE# (1,) 14.1 93.9 3.86 14.2 0.23 98 96 97 2 45
BEE(T ) 13.6 48.2 3.45 16.7 0.14 110 104 106 46 55.0
LR(TL) 13.1 34.4 3.29 18.2 0.11 120 110 112 105 101.0
JLF (1) 13.9 51.6 2.06 15.2 0.20 114 101 103 32 43.0
)LL) 14.3 53.3 227 16.1 0.16 106 99 101 31 41.0
B 11.6~14.6 29.0~430 2.00~4.00 140~200 <050 86~125 86~114 82~118 82~118 90.0~110.0

T2 PT 358 LGSR 18] 5 TT < 368 L AR (B] s APTT < 33 AL 43458 1L 3 [ o) (1) 5 FIB : £F 2 2 1 i s D-D: D- 3R A4 FXT: Ag s 1l A7~ XTHL 5
FVII: C .FIX:C .FXI:CFXIl: C 435Ik i B 7 VIL X XT XTI
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B4 p.Leu6OProzEAE#I

YU AR, 12 R 1 B35t et FXUBRIASE . L DR 317 A 2
SEUEEAFAE FLL N 454 g T p.LeuBOPro 4 A4 SL 275 il
115 51 i F p.Gly400Val 7% 15 4t L5278, B 2% Fl & JLAE A
p.LeuBOPro 2% & 4 X 2875 | JL 17 1F p.Gly400Val 2% & 45 X
AR MR AL R R P W p.Leu60Pro 28 748 Sk I -1 3%
p.Gly400Val BZ RV T JeiF# Tl i3 . Gly400 2 T FXIT
T FE R ST O 4 S R AL 25 P sk BT, 49 Val U, AT ek
AR TR A RAS A R RE . A BT R T Y (4 40 8
F% o LR #I0 R ) p.Gly400Val By FXI 2 A 5, 9F B 78
p.Gly400Val 11 41 it ) F XTI & 11 i 7K - 45 BF 2 A R A%
22.2% ~53.5%" , X FR W% HE [ 1 ik it 8 L 7 A 80 FXTE
P, 1587 S SR FXUK SRR R IR 2 —

Leu60 fii T APL I #LEE ¥ v, 2 5T iU 241 45 il s 1)
FATHIB-HE o [A) PRS0 s Leu60 76 6 Ry A E {4 15
FEARSE , RIHZAL S AR RPN E L ER . 1O ELE
YIE B3R5 7R p.Leu60Pro S8 45 A 35 58748 , W] RE 23 RE
FXIZEH S HRINEE . AT R, [R7E APL &5 F 3k P Y
p.Thr33Pro A5 AR 25z FXIE A 1L, (H & B FXIE 1 4
WAL T RE SR T - BREAS T4 I B IR 5 S APL 254 Bl AT &
BRI AR 17, p.Leub0Pro 28 48 A] fiE th2x 45 5 p. Thr33Pro 2845
ALY 43 T BOWALEE . AT IR 28 AR 0T o
Leub0 =45 1le17 . Thrl8 F 4k Z [ 45 A AF7E— 2k 2, 2%
AR IR Z R , LRI A By, (RS 17—
ASTRIR 3R P AR R/ IN v R B A R IR R
FERAS A=A T BN, T AR A 8 A R 4 I
HIEAE

£: |, p.Gly400Val il p.LeuB0Pro & 45 2= 45 i L 7878 J2:
FEORR ZRSUEH FXIFRACAY 3222 )5 4, p.LeuBOPro 4415 4
SLGEAR Sy itk WA E 3 R 52 AR 1, AR 43— SO AL
F Rl — Y
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