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T 5 R e R B A PR | [ I R P X B 4
(FXL: C)REAR, ELARE AT A A A L I PR 2 AT 45
AP o AT T8 e e F XTSI P e PR A2
55 FXL: C AR AR AR (AR MR e b o AT
Xt 10 955 A% 1k F XU AR A8 & 1) FLLBEPRLEA T ARG, AR
THEHIT T S RHLE] -5 R B AR

w5 7%

1 R FR GOk 10 0 26 2% 0 R 1935t A% M F XL P E 5K
FRPSEIEE (5 161, L9 Bi)) , A% 20 ~ 64 %, 3B K IEFFAE
IEREISHLE R . LBIEIEE P RAETTH B HEF T 5 3
P i R L, DL R i Lk R IR BE HEI2 5 L B A
AR H I L S 5 1SR A S I 22 5 9 9 e iE
PRI AR A A5 [R5 £ 350 40268 100 345 JE EsF () CAPTT ) Y 4 4 4K
fifiiz

150 44 1F %) IR 3R Be (A %, T3 8144, 0 69 44,
HAF AR IS 32(18 ~ 60) %/, ¥ TG 'E DRSS , TG H I A i A%
1. I ZRE MG R,

2 bR AR AR MR R R G R AL B3 B L
FIBm NG AR # K AR, L1 0.109 mol/L Mikmash 1: 945
Bto bRARAr 240y ,— 0 FH T HELFE AR, 2 h YA 58 HE 5
Ji— 1y T DNAFEEL, — 40 CHAFFK

3. B I A A A - BB I Al DR (8] (PT) \APTT  FVIIAE B
RV C) (FIX(EEEE 1 (FIX :C) JFXI : C FI FXIfR & P
(FXIL: C) S548 bR FH — 15 [ 72/ 72 1] Stago STA-R 4= H 5
BRI (Ko 2SR 70) 2k [ Stago 2 wl#E43E) s FXT: Ag R
FHELISAEINE o A # /e G A B B i 7 o

4. DNA I PCRH™ 14 « R FA M-S A i #3210 1)
ShJE I3 ZH DNA, Z HRSCHk [ 2 ]33 PCR 514, th 115
JEAEIRHA R A F S . PCRY™ 1 . 2 ARFAAE 50 ul, £
1% Tagq PCR Mastermix 25 ul.ddH,0 18 pl . DNA##y 3 pul ., iF
ME2 W w512 ple SN 25 A% 95 CHiAEME 5 min,
95 CASIE 30 s, MHE A7) 51 4 LAAR AR AGRLEE (60 ~ 64 °C)iR
k305,72 CHEAH 45 s(F: 35 AMIFIR) , 72 CHEAH 10 min, B
PP 5 ul 22 1.5 % BillR RIS L T %

5. DNA T 43471 : PCR ¥ ¥4 =y alifb J5 3% LSk Je
W TR BR S W) DN, T A ABI PRISM
3730, 7455 Chromas $ {455 3¢ [ NCBI 3 R 2 Jir A AR
1 F11 3L K 751 (Genbank M17262) #E4T He X, 4k 3L 2878
D7 NI R A 1 4 D) S [ 0 P37 LA S, P 3
MR R AR AP B, X 150 44 fit X6 BB 20 A HF A
NIRRT PCR ™3 N7, FHFHERR LR 2381 .

6. pMD18-TTA FeFEZ A < 153 F ii R S8 A8 19 7 1) o e
A pMD18-TTA FEREZEAAR 43 HI e A AR 1Y H Ak e
M 1 FLL IR R A0 U o

% &R

1. I 4 bR I 25 5L« T A e R 1Y APTT ¥ RE 4 |
FXI: C A, 9 fl5CHE % FXL: Ag 1.6% ~ 29% , % Z HA il it
[ APTT IE# s E K, FXI: C . FXI : Ag 1E # s[4, JeilE# M
FEZW O PT FVII: C FIX : C . FXI: C 476 1E % JE BN .
10 () S I AR L2 1

2. F11 KR 978 R « DAL R 41 GENEBANK BT A i Y
M17262 7 FIAE ks, i 1o X 10 58451 FXDBi B AE ST IE
Y FLL SE DR A 7 S 35" 3l g A X 3 2
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1 10f5E AL ERR LN 5 XTBRFEAE S R SEIER A I R GORE

2 101 LR i P XUBRFERE 2% 2R S50 1 F11 L]

PeT—— iEly APTT  FXI:C  FXI:Ag I PR e
(%) (s) (%) (%) FH s BmAr /A AMNRT TIREX AR
1 % 20 50.0 225 29.0 SR EIN 1 c.841C>T GIn263stop 8 Ap3 Tty
2 i@ 39 60.0 4.0 6.8 il 2 .841C>T GIn263stop 8 Ap3 alify
3 % 32 78.4 2.0 17.6 Uiy 3 CT738G>A Trp228stop 7 Ap3 UL
4 E’g 64 59.3 13.0 76.0 ToRER ¢.1500C>G Cys482Trp 12 SP
5 i 51 69.6 6.0 10.7 TCRER 4 .1562A>G Tyr503Cys 13 SP alify
6 E'S 25 75.7 2.0 8.0 TORER 5 C.738G>A Trp228stop 7 AP3  XWAG
7 s 30 49.4 17.0 19.0 PRTEIN ¢.1556G>C Trp501Ser 13 SP
8 b’y 46 54.7 3.0 1.6 gy 6 c.841C>T GIn263stop 8 AP3 ai s
9 5 28 2.2 1.0 1.3 BN 7 c1546G>A  Val498Met 13 SP ety
10 % 32 84.2 3.0 8.6 BRI 8 .841C>T GlIn263stop 8 AP3 XA
s APTT I AL 3 43 I % i 0 1] , 2% {15 29.0 ~ 43.0 55 c.1546G>A  Val498Met 13 sP
FXI:C 810 1 XUE B 1, 2% (1 82.0% ~ 118.0% ;FXI: Ag: i 9  c1103G>A  Gly350Glu 10 AP4  URA
T FXIHE , 2 %15 90.0% ~ 110.0% c.1556G>A  Trp501stop 13 SP
10 €.738G>A Trp228stop 7 AP3  XUZA
QR AN 15 D REPI 28 (55 2) , HirP 13 4h i T ¢.1562A>G c.1325delT  Leud24Cys 12 sp
(Tyr503Cys) . 12 4 &l - ¢.1325delT (Leud24Cys) 2 Fift ¢ 1% e oo
KB 1) 5 O F M PR S8 49 5 A AR SN 1K, o R
1 A ol B 2k 28 A% €.1325del T (Leud24Cys) , 3 Fif Jo L 8 A8
(GIn263stop . Trp228stop . Trp501stop ) , 4% 5 F K4t X 975 47
6 Fh S A8 Jo A A 22 IR B B AL B (SP) ik 3 & A= 7

Ak i 1k B (AP3. AP4) ; % £ 3 il £ 7E GIn263stop Fil
Trp228stop £l {5 sk 2 A 2878 X P I 28 2R 7R TE R 4 K R K
ZrhEE I, SEIEH 14 GIn263stop 244 A8, SEiE#H 2.
6 41 GIn263stop £l & 58747 , JE il & 7 4 Vald98Met 48 A 58 7%
SEHIE & 3.5.8.9.,10 43 5l 24 Trp228stop Fl1 Cys482Trp.
Trp228stop Fil  Trp501Ser, GIn263stop FI  Val498Met .,
Gly350GIu 1 Trp501stop . Trp228stop il Leud24Cys X L4 58
A5, B 28 SRR W 5 FTE (CRM) B 5 S ik 4 Oy
Tyr503Cys Zli45 2875 , 22 30y CRM BHE 3 %o 58 R Bt b ok
B, SEUE (4 L PR 58 A8 24t A AL SR AN (5 B2k, Hor 34
RE U 2.4 6) AR R IR IO R

W’

FLL BB AL T 45 Y 0 R B H R K o 4935, 421 23 kb,
AN LA T A FXT R A AH R o F
I 22 JIREEE T R Y R R AR R
T 44 BIREE F 1Y) AP S5 #ay 3l il — Ak bk . APL 5 A7 Bk
LS A7 5, AP2 &4 HMWK 45 &0 15, AP3 & A T 2%
FIX i /)N O 26 11 1D 25 7503 A5, APA 5 321 7 F Ik 2 i
(Cys321) &= W4~ FXT A 1 — i i SRR3R
WAL PE F XL FA T %5 FLL L P 28 4 56, 1953 4F
Rosenthal %> & 3. FXTHIEARE ) & 5 26 15 B R 58 AR 2k L
AR Wi i F11 3L N AR B R S i, 518
L4 FXUBR A AE 1 28 457G 200 A3, 58748 4R = 20 4T 48 L
ZAF T X SRAE BYYIZRAE /N A BEER R BN Ay HAh 28 A 28

B 1 F11 5K 13 4h 5 1 c.1562A>G 4l 4 578 (A) Fl 12 4h i 1
€.1325del T X% & 22 A e 11 (B)

A5, T FLL A S 8O A R A i R ThRE
1 AZ 50, FXIKSFREAR . a8 FXTBRPEAE i) 22 B 2 28 ]
A3 J A . CRM I, FXL: C i FXL: Ag /K 144K ; CRM
PE XL CREAR, FXT: AgIEH o AFSE Hh3kAT1 & 21 10 1953k 1%
P F XU AE S5 A7 AF O P AU Y L1 JE IR 2874, Horp 1341
i 7 ¢.1562A>G (Tyr503Cys) . 12 4 % ¥ c.1325delT
(Leud24Cys)2 F e A5 J 2878 | 58 AR R A 548 L2748 TG
NRAFFERREAE o 45 AN I RSN B FIX, Hop
6 Pl o8 A8 2 HE7E SP X, 3PP 9 A8 e A= 7E AP3-AP4 X, AJ L3
BB X AT gAML X FLL 36 R A B e tE A8 I S8 FXT Rl A
SEH I T X, I S R T A X AR S BuR%
P FXI B BE AY 28 A8 #4050 A 3 il & A GIn263stop il
Trp228stop 4l A3 ok % & 5848 , IX P P28 A TE TR 2k K RINK
R ES I, Shao 55 & LK PN 58 A8 e o A FXT
B AR 278 . Quelin S5 45 gt f4 1 F XTI i 3o PR 28728
AiA TR A2 A TR S FXL: CREZE 15% AR 5 #—
PR RAR I TR 15% ~T0% o ABFFE SR 2848 5% 2 5
HEH FIZ 2R 5 FXL: C K5 A A



AR MR A 2285 2020 4F 12 H 5541 %55 128]  Chin J Hematol, December 2020, Vol. 41, No. 12

-1043-

F XTS5 B 7E B 455 0 T AR AR S A H L3 22 02 ey UL H
M FHY T A 2Pt g L, ARG 5T A AT & BE 3 4
Al SR W SETEA I PR L5330 S R B RITCHE AR 5 ASTR] )
BEERBIMIRFRAERZE R R il TohE
R ARREE G AR A 2% G 28R I R R AR 7 e e — 2%
BPERAR R, 2 R AR IR IUN TCRE R . AT K I
10 I5EiF# FXL: C /T 23% , Hirp 7 (i 95iF# 19 FXL: C ok
F-/NTF-6% ,9 11 FXT: Ag R R#AI% . Guéguen 7R BLFXI:C
TCT T A H X R 7 A B, 77 B 9% H A ) A —
FE SR AR FXT: CKAF- . 3t 28 B 3t % FXTRfes iE
ARG R RS FXL: C R LR JE N A8 2K TR G
AHSCME . ARSI KR T R, SEUEE B R AR Yy
WAL A AR (E) L 3 AT R IREL, B RN
ali 5 =8 R SEES IS A 5 R Bos AL Pk FXUBRBA 8 5

W 1 3 PR SR A, R DR 5 AR 7 s X F XA 5 i [
FEE S, IRATIE & BT R C R IE 19 %8 7F : GIn263stop .
Trp228stop . Cys482Trp . Trp501Ser ., Val498Met , Gly350GIu #1
Trp501stop, 45 %t GIn263stop HUAIF ST & 3R , 1% e X %%
T4 A 263 57 (1 2 FERR P T 1) IRZC Ak 25 R, TE At 28
Ay SR S A R B T AR, R AN Y R
WP, 3830 45X Trp228stop HUWFST & BR , Trp228 4k it
P AP SEREI 1% TC M 9878 B W J R 11 2k AP4 Jfi
AGTEPEL, IR 1 ) 254 FE S8 R T RE 2 25 . 1%
AE0T%) Cysa82Trp U BIFSY & IR, Cys482 4% JL i T+ SP X, 4
Trp B Cys J& , Hi 4 55 His267 2 8] JE nl 25 8] i B , 5
Cys362 2 [H] fY) it 5 % Hz-th 32 B 5w, T 5 80K 1 4544
HOEE . XUWRBRAE T Trp501Ser IIAFFE & R, Trp501 28715 Jy
Ser50L J J AT AR I, SR IN , B A D 2k
J5T PP sl 1 AR i AR B T AR, 2 Rl R b B s A1
RS . Kwon 25525 Val498Met BF 5% %& ¥IL , Val498
Met498 UM 5 (i AL I Es 4 s | = A= T RE S 1) S5 3R Ak
SEFXIr s, %58 2 FXL:C R[4 1%, Kravtsov
AERI%T Gly350GIu BT A PR, 1 28 78 AT 5350 F X4~ B {4
ANRETE 20 M Y 2R AT SR AR T Tk 4 U B AR A A, A A
M3 EXL: C KPR AR AR IOR 2], #5095 X
Trp501stop AYRIFFE & B, Trp501 1 T~ SP IX., 28748 J 7= Ak 4
SIS I Y AR I Y = By PN Ve TR s 31150
Rafe, S EUEIA FXT: CUAIR . AN 5T ol R BRGS0t f%
1 F XL B Y 98 722 037 25 Tyr503Cys . Leud24Cys it FXI D fig
MISZI A T il — 20 .
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