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1 Schematic representation of human Factor VII gene and protein
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Table 1 Mutation type and location on FVII gene in patient with Factor VII deficiency

exon/intron  cases

missences mutation

nonsenes mutation  deltion insertion

5frank 5
exla

ex2

ex4

ex5

ex6

ex7

ex8§ 4
IVSla

IVS2

IVS3

IVS4

IVS5

IVS6

IVS7

Dl H DN = H W U0 3D
w
W H DN H = W 00 Ul Ul 3 = Ul &= Ul

Table 2 Clinical severity and Genetical condition in patient with

Factor VII deficiency

clinical severity total homo hetero double hetero
severe bleeding 66 44 4 17
mild-moderate 66 31 10 18
asymptom 88 26 35 23

EAEHML, 1 FISERE~SEE, 4 Bl IERE R T
Ho, x> 512iZ 35 BIOEHRAER O FkH
Ronzdd, 2055 6TR%VEFEHNTH S, Z
iz F Y r51fiiEd % FVII R100Q 2 £
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DMEFEIRTH 5. FVII A294V 2585\ 13 E
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t s TF & v ¥ TF iz X 2 FVIc i figif % 2
TELERGITH B, REESEBITHIZE A
CIEREMR TH 5. splice site DIREFBE LI 13
11 BID A3 B 5 53, 16 BIHSEAE 7% & UITIE
~HEED HIMER 2 25 5.

FVII R ZfE OBELFENTIEEH © OREEE T

KL T, FEFIN DL TEEEE /2
W (Tel & Fax ; 0263-37-2391, e-mail ; itosamu
@gipac.shinshu-u.ac.jp).
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> 7 @ variable number of tandem repeat
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Table 3 Clinical siverity and location on FVII gene in patient with Factor VII

deficiency
exon/intron cases severe bleeding mild-moderate asymptomatic

5frank 7 1 4

exla 3 1 2

ex2 6 4 1 1

ex4 6 3 1 2

ex5 35 23 4 8

ex6 8 3 1 4

ex7 1 1

ex8 128 19 50 59

IVSla 1 1

1VS2 1 1

1VS3

1VS4 3 2 1

IVS5 2 1 1

1VS6 2 2

1VSs7 11 5 4 2

Table 4 Polymorphism of Factor VII gene
Polymorphism type nucleotide position location amino acid FVII
dimorphism —402 (G>A) 5’region !
dimorphism —401 (G>T) 5’region T
insertion —323 (+CCTATATCCT) 5’region l
dimorphism 74 (G>A) intron la
dimorphism 7,880 (C>T) exonb Hisl115
dimorphism 10,916 (G>A) exon8 Ser333
dimorphism 10,976 (G>A) exon8 Arg353GIn !
dimorphism 10,523 (G>A) intron7
VNTR 1VS7 !

T3 2%, Lip35 T, FVII O@EFEHO
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LD, EPETTADENTI S H DT
S5IPTRD,
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