Mutation database of Japanese congenital factor VII deficiency

clinical

FVII.C

No| exon/intron | A.A change 1 | A.A change 2 Mutation sex Phenotype PT/reagent* /reagentk FVII:Ag Reference
Promoter Nagaizumi K; Br J
1 IVs4 -96T>C IVS4+1G>A | compound hetero female sever <1%/Rb 6% Haematol 119: 1052-
1058, 2002
brother Nagaizumi K; Br J
2| Promoter -96T>C hetero Nol asymp 57% 57% Haematol 119: 1052-
1058, 2002
3| exonlA Lue—26Pro homo male asymp 13.3 sec 10.7%/h 11% %z;vz;j;g&igglgaematol
exon 2 exon - . 19.1 sec/Rb 9%/Rb &R F:HARMALEM
4 Glu20Lys Arg277His | compound hetero female mild 12.7 sec/th 53%/rh 102% £515:458,2004
SR F: H4aELEE
5 exon 2 Glu20Lys hetero female mild 114454 ::cc //r|:| %552//5:: ﬂﬁi#’ wRE.
exon 2 exon . Nagaizumi K; Br J
6 Glu25Lys His348GIn | compound hetero male asymp 1%/Rb 21% Haematol 119: 1052-
1058, 2002
BRET: BUEIRE
7 exon 5 Tyr68Cys& 1bp deletion | compound hetero female sever <1%/rh <1% Eﬁﬁilﬁ’%—‘%m
£ 2007
16.4 sec/Rb 11%/Rb Takamiya O;
8 exon 4 Arg79GIn homo male asymp 11.0 sec/h 100%/h 93% Haemostasis 25: 89-97,
35.3 sec/b 150/b 1995
Takamiya O;
9 exon 4 Arg79GIn homo brﬁtoléer asymp 8133/:,’,{{?}? 100% Il-lgagesn'nostasis 25: 89-97,
43%/Rb Takamiya O;
10| exon4 Arg79GIn hetero children No8 asymp o 89% Haemostasis 25: 89-97,
101%/h 1995
Takamiya O;
11 exon 4 Arg79GIn hetero "ﬁs;w asymp ?%:/%5: 82% Il-lgage;'nostasis 25: 89-97,
6%/Rb
12 exon 4 Arg79GIn homo female asymp %8&//:‘ gﬁ Img;so' Clin Chem
68%/b
44%/Rb
sister 95%/rh 105% Takamiya O: Clin Chem
13| exond Arg79GIn hetero Nol2 asymp 80%/h 34%  [44:9, 1998

120%/b




38%/Rb

95%/rh 100% |Takamiya O: Clin Chem
14 exon 4 hetero father Nol2 asymp 90%/h 39%  |44:9, 1998
110%/b
brother Nagaizumi K; Br J
15 VsS4 IVS4+1G>A hetero Nol asymp 68%/Rb 57% Haematol 119: 1052-
1058, 2002
Takamiya O; Br J
16| Ivs4 IVS4 splice hetero “;\f;g‘fr asymp 53% 45%  |Haematol 114:369-374,
2001
17| exon5 Gly97Ser hetero female asymp 43% 46% |[RERM@WE W)
Suto m: Blood Coagul
18 exon 5 Argl10Cys homo male asymp 25%/h 28% Fibrinolysis 11:415-9,
2000
Suto m: Blood Coagul
19 exon 5 Argl10Cys hetero father Nol8 asymp 62%/h 58% Fibrinolysis 11:415-9,
2000
mother Suto m: Blood Coagul
exon ys etero asymp ibrinolysis 11:415-9,
20 5 Argl10C h Nol8 73%/h 79% Fibrinolysis 11:415-9,
2000
21 IVS4  exon GIn211 . Takamiya O; ?rj
8 stop IVS4 splice | compound hetero male sever 24.0 sec/Rb <1.5%/rh <5% ?;;{naﬁol 114:369-374,
Takamiya O; Br J
22| exon8 Gln211stop hetero father No2l  asymp 47% 40%  |Haematol 114:369-374,
2001
" 28%/Rb Ohiwa M: Thrombo
23 exon 8 Arg24THis homo female asymp 15.8 sec 24%/h 25.9% Haemosta 71:773-7,1994
. sister 18.5%/Rb Ohiwa M: Thrombo
24 exon 8 Arg247His homo No23 asymp 15.8 sec 16.5%/h 16.7% Haemosta 71:773-7,1994
" sister 25.5%/Rb Ohiwa M: Thrombo
25 exon 8 Arg24THis homo No23 asymp 14.8 sec 26.5%/h 27.5% Haemosta 71:773-7,1994
" . 42%/Rb Ohiwa M: Thrombo
26 exon 8 Arg24THis hetero child 1 No23 asymp 14 sec 41%/h 47.4% Haemosta 71:773-7,1994
" . 52%/Rb Ohiwa M: Thrombo
27 exon 8 Arg24THis hetero child 2 No23 asymp 14 sec 50%/h 65.0% Haemosta 71:773-7,1994
28| exon8 Arg247His hetero  |miece No23|  asymp 12.9 sec 662?‘.,{/'1" er.a%  [Oniva M: ';'1‘57"'7'5"_"7,199 .
" grandfather 52%/Rb Ohiwa M: Thrombo
29 exon 8 Arg247His hetero No23 asymp 14.1 sec 60%/h 69.6% Haemosta 71:773-7,1994
. grandmother 52%/Rb Ohiwa M: Thrombo
30 exon 8 Arg24THis hetero No23 asymp 13.8 sec 48%/h 65.9% Haemosta 71:773-7,1994




KRETF; AAMRIER

31 exon8 Gly283Ser hetero female mild 52%/Rb 73% & 12(2):133-143,2001
40.8 sec/Rb <5%/Rb
21.5 sec/ rh 454ng/ml |Matsushita: J Biol Chem
32| exon8 Arg304Trp homo male asymp 1889sec/ | W/ | (350-520) (269:7355-63, 1994
(48.4-58.4)
1.2%/th Takamiya O: thromb
33 exon8 Gly331Ser homo female asymp 35.4 sec 1'8%/Rb 84% Haemosta 93:414-9,
: 2005
Takamiya O:Clin Lab
34 exon8 Ser339Cys hetero male asymp 14.4 sec/Rb 34%/rh 40% Haematol,24:233,02
mother Takamiya O:Clin Lab
35 exon8 Ser339Cys hetero No34 asymp 36%/rh 42% Haematol.24:233,02
60ng/ml Katsumi A: thromb
36 exon8 His348GIn homo male moderate 31.5 sec/Rb 5.2%/Rb Haemost 83:239-43,
(350-520) 2000
XRETF; AARMRIE M
37 exon8 His348GIn hetero male asymp 23%/Rb 24%  |E2EE 12(2):133-
143,2001
38 exon8 His348GIn hetero female asymp 14.8 sec 44%/Rb 40% ,i;gﬁﬁg gsfﬂlgéhm
39|  exon8 His348GIn hetero female asymp 14.3 sec/Rb 56%/Rb RER(BE #)
40|  exon8 His348GIn IVsS5-1 compound hetero REXR(WE )
Takamiya O; Br J
41 exon8 Gly354Cys homo female mild 14.1 sec 5% 7.30% |Haematol 124:336-342,
2004
brather Takamiya O; Br J
42 exon8 Gly354Cys hetero asymp 56.6% 62% Haematol 124:336-342,
No41 2004
Tekamiya O; Br J
43 exon8 Gly354Cys hetero father No4l asymp 52.9% 41% Haematol 124:336-342,
2004
mother Takamiya O; Br J
44 exon8 Gly354Cys hetero asymp 52% 45.50% [Haematol 124:336-342,
No41 2004
1.6%h Ozawa T: thromb
45 exon8 Thr359Met homo female sever 36.4 sec 0 é%/Rb 2 Haemosta 78:987-9,
- 1997
46 exon8 Thr359Met homo female sever <1%/Rb 2% g*lzi(;’l%ﬁﬁ%éﬁim
. oy
47 exon8 Thr359Met homo male asymp 78.9 sec 5% 1% gg&ﬁgiﬁgmﬁ*
48 exon8 Thr359Met hetero ﬂﬁ; asymp 13 sec 52% 46% gg@’g@?_‘g“ﬁ*
49 exon8 Thr359Met homo male asymp 30.5 sec/h 1.35%/h <1% B AR 0

22 16: 98-103, 2005




50| exon8 Thr359Met homo male asymp 0.90% 0.80% [REXRWE #)
51 exon8 Thr359Met homo male sever 5%/Rb 1% | RFBE BERETF)
bleedin {=F RFH ; SE54/E A A
52|  exon8 Thr359Met homo male tonden c" 31.9 sec <3% RESRAREE 2T
Yy £ 2007
R H540 A A
53|  exon8 Thr359Met homo male epistaxis 49.9 sec/Rb 3% mmmz*%m
& 2007
hematemesis {3 RIEHEH; 5854[R] B A
54|  exon8 Arg402Stop hetero male /discharge | 16.4 sec/Rb 29% BRERREEZ L FHE
after operation £ 2007
BEE R ; #8548 B AR
55|  exon8 Arg402Stop Thr359Met | compound hetero |  female mild % IRREEFIFMES
2007

reagent#: Rb:rabbit brain/lung TPL, h; human placenta TPL, rh; recombinant human TPL, b; bovine brain TPL

BE H: BERAADOEREVIEFXRZ REEOREGFER. BAMBRIEMZESEE 19(1) : 64-76, 2008




