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e, B3 3% AL I I B I 1R) CAPTT ) K ¢ ifiL B[] (TT) 1E
H L FVIEPE(FVI: CO)BAIC,  H A FVISE N 28 A8 5 22 6 36 T
279 P P BGR AL PE FVIB = SEAYRAE . FRATTHE A8 1 B30
P12 B AR R BT R — AL 1t PV 2 0 K R AT
FEH T, R AL o

R T ik

L RFRGRSEUEH 1(1,) B, 34 %, A4 5t
I B2 B JRSFRBE , T IR I Ao B 5675 L5 e 2( M)« &
PE,32 % R ATAKS K& BLPT 4E , S G @ H it fii i, 6 A
St Z R WA . R TPILA AL T ), ACREE R
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(IEW 5% 11~15s) ,F VI : C 435Ik 2.5%F1 3.2% , HoAbEE I
HFiE PR APTT TT RILF 4 R & w1/ MR EL
UL INREIE %, TCHFIERR R i 2 KBLZ o AR 281
PEEE R R IR B B 2R b o il . K R B 2 4
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2. FVIEH T RE X IR PCR Y1 - el 3 B R £ 53
KB 5 ml, DL 3.2% k45 e 4 1: 9 e i A 28O0 A vk
DNA #i B #1) & (17 2% Fermentas 23 &) 7 b ) 4 L A 41
DNA, HAREAES RO R & B, 9 s KaE =4
YT RRAT BN B B, LR R A G i DX 3L 51) B 5 I
X, B P A B K RGR KCR E S BESCHk (2]
(F1). AR ST N 25 pl: £ K 41 DNA (100 ng/ul)
2 pl; PCR mixture (bt 50 425X 4 20 7 77 i ) 12.5 pl; 514 (10
pmol/L) 45 1 pl, 4544 : 95 “CHIAEP: 5 min, 95 CAE 1 30 s, 1R
k 30's,72 CIEAH 30 s, 1 30 MEH 5 72 *CIEAH 10 min,

3. FVILEEE Thfe X BT 4347 - FFH ABI3730 %2 DNA
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R BRI VIZER DIREX I PCR YIS W51 v BOR/ N AHIIR Gl B

HNET EiE1H(5—3) 19 (5—3) H i B (bp) 1B JGREE(C)

JAshx+1 GCATGATTGCTATGGGACAA CTGCCCTTCCACCAAGTTTA 491 58
2 GTGGGCTGTGAGGGACAGT GCAGGGAACACCCTCCTT 282 58
3 GTGGGCCGTGGGGCGGTCTC GCCCCACGCGGCCTGGTTCA 302 64
445 TGGTGTGTCCAGTGCTTACC CAATTTCCAACTGGGCTGAG 425 58
6 CTTCCAGGCAGAACACCACT ATCCCACCTCACAATTGGTC 388 58

CTCAGAGGATGGGTGTTTCTG TGCTAGGTGTGCTGACTTGG 330 64
8 AGGGCGAGTCATCAGAGAAA AGTGGTACCCACCCAGCAC 386 58
9A CTTGCCCCAGAAGGAGACT TCTCCCACCTTCCGTGACT 452 58
9B CTGGAGCTCATGGTCCTCA TGCCCTCCTCTACCCCATTA 441 58
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FPASCR FH U SR BE 28 11325 PCR BE A RIS =Wy dt A7 B 420
JFCHRAEE S GRRIEEA AR MR . B 7514 H
Pairwise BLAST (www.ncbi.nlm.nih.gov/blast) 5 A= %1 F VI
FE K 41 (GenBank accession NG_009262) #E47 X, A4
M5 F VLK 58438 B0 22 (HMGD, http://www.hgmd.cf.ac.uk/
ac/gene.php?gene=F7) 1T L4, %o F A 21 1) 28 A8 1647
A B 1 I M ASGAE . FVISEE AR A TR 5 S 18
cDNA J7 51 NM_000131 it 44 , ATG & 4 % 5% 7 1) Ay +1,
FILRR 52 B PV 751 NP_000122 fir 44 , ATG i th %
4Rt Met A+1,

4. FEWME B 2FJ7 1 - i A Clustal Omega 75 PU i L 3
WONZE BR8PV A = 18] iE 47 [R50 LT
BEA T AR E HERR RSP YE ST . (1] PolyPhen-2(Poly-
morphism Phenotyping) F1 SIFT (Sorting Intolerant from Toler-
ant) PP T BT Lo A8 % FVILER K 4546 R ) BB 1A 52 1)
{8 FH PyMOL 5 43 Bl L2878 FVILER (119 3D 2544 . fili
GRASP2 43 bl L5725 FVILER 11 3% 1H7 L A A%

s R

1. FVIHE PR AL 285 5L - 2 (i) e iie s FVILHE R 56 55
F BT LA 5 B .430+1G>A 24 A 575 (8 2) , HMGD
2 PubMed B4 R 235 R WL 2874 . [RIBS 2R 9 Ak i 1
& PR c.1009C>T 2% 4 98748 (181 3) , 55 337 (i % i ¥t CGC A%
JTGC, T3 & I h Arg 28y Cys, WO R 8 4F . BE3
(1)K —FZ W 1K c.430+1G>A By a1 5 5 A8 sy
# A1) 2l p.Arg337Cys 5 LA HET 4 , X 3B FR L
A — AR A AV FE A BOTE I ARE R

2. FVIZE [H 4 X 5875 p.Arg337Cys B LE {5 B2 b 2
1] Clustal Omega #4172 BLER IR ~F M 23 i d s FVILEE
5 337 o R FHE R Arg 7E YR A i35 AR SF, PolyPhen Tl 45
4 “probably damaging” , 1 4+ S 1, SIFT fiit P 5 2R 4
“intolerant” , fdf i} PyMOL %k {44341 p.Arg337Cys 4 X 5 7%
FVIEE 19 3D 4544, & DL 251k (K1 4) . fi i GRASP2 4
Mr p.Arg337Cys it X 28745 F VI 1 T H fof , $2 7R 28 A8 BT 7
TE LT, AR fE S B LA (1] 5) .
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N VIR F Y {1k 13934, 41K 12 850 bp, cDNA
2462 bp, & 9NN F A8 & T, FVILE—Fh4E
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PR FEF e FVIE R 5848 B F VI = 5 | et i
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7SR g% PRI BB 15 50 €.430+1G > A, ARSIy B et
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DX s B R 5 R TR 22 A5 kR st AR B A TP M A
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[RI T- P02 1 22 ] (A LA S e 2 L D RE , 128 SR 7B A7
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