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ZHHD Arg & 38 BB D Gly OREHYIWT & 11,
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HAIfERAT S ($/112)  HHE (%)
iz dautiil} 90/112 #7809%
JZ R H I 67 60
B i e 62 50
CIREN (BER) Him 33 30
FEE Stk 33 30
il fatiiil 30 27
S O Hif 29 26
BEATPY H i 27 24
fiigedasliiil 19 17
JEES oD Hi I 16 14
Xl 11 10
SR I 10 9
B HIm 9 8
ARAH 7 6
AR HA I 3 3
THALAE H I 3 3
JoR I 3 3
B 2 2
Jafis H i 1 1
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HiIMzE 23 21
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—HOEZENHIMIE, < Sl fT#ER L 0st
BrRICASND Z D% L, #130%I12% DEEE
DHER S, 209 BRPEEIBETE L TWw 5,
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B DR L T, BB, BT I,
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BY, TOBEBICL2HEOERIRVES TH
3. oMok e LT, FTIHIMm, &K
Tz & EEEICED N TS, L,
MUAR I FRD & 41 2 BEET P HH S /5 Y P H 1 2
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XIIT AL S0RRRE L s TEB Y, AEE
Dfite 7 1, HEMEO XTI N TETHEL %
7 OEGIREOREBIE 2L I LT v, Db
% 90 Floks DR TIE, 13 FAIG G ROELE
DRED BN TV B2, LI HIROHERNICIX, H D
BED XIT KAEESLEE SNTEB D, NE
OZWEZETIE, BEEREDRERNE Sk
H 52,

3. ERPRESHR

SERME X1 P RIBE T, BEERDO A 7 Y
—=VIBRBETHHENTWS PT ® APTT
WWHEEIIED WL, RNEREES & &2, XIII
HFOFEMELPUR 2 HE L, R 2 (KB
WENNITHBAIBRZ T TE 5, ZOBOD
HEX, T (G 1%T ./ 7 o VEER 5
MIRFRIC LD 7 1 7 VYRERRE) ¥ ERSE
WK : 77 v 7 AEEEE) L0 bEsEE
ERIEE, £/ 5 yvh IR ik, R
Laurell i, ELISA ) T1T5 Z EEF LW,

4. EEFEERT

e R M XTI R FRIBHE D FAESHE X, Lor-
and & PSIENC B W TIEFI 500 FAIZ 1A &
ELTW» 32, BRI E a5 s
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=v MZ, BIXDBETIZL > TEEFEShT»
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Zy b2a—RFRFTEH5DNABIZo—=0 7 &
NTLk, ZREXNIAFFAY»72=y b2
B 50 FHMFRIBNHIRE & 75 5 72, 1992
0 Kamura 5% 12 & 2 0] O8ELISE, TLE
FTI6HED AV 7 2=y MERTFOERED
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2=y MEBETFERICESTWE, ZOH0F
BOES XIS ARV AERTHY, BVIZSF &
VAR, AT TA v IO RGRAE,
REPHARETH S, g TOHRETI,
MG B EE 2R 2EHIZ RV, EBT
ZEEIZ X D, mRNA QAR S EHADERK, Hl
fIN T OEEA OB, @i, Mt~
Wh3BEREOoOwWTFhCEERL2E LTV S
», MEFTOIZ) 7T UABTTHEL TS S
DEEZSNTWS, AFETIEAYT2=v b
KAEHE (type II) @ 1 FKARDEFARAER, Bl
WA AT R, R T 2R T %%,

1. &

1. & fl

FEG 1(X] 2 1I1-2) : 51 OB, Mz v &
ZHENS, Ath 18 E O H M O BEA R D
BT HMERD S D, 24 I SR ED
ZWR R INT WD, 34 EEIC AT H
1ML, FEED 35 BEREIC M I % X 72 L7z, 36 %
Rk 0 XID K FEMEEA O B 1E O E#H#%
530 BTSN Tw 5, Z20%, HIMERIXIZ
LAERDTHRN,

FEF 2 (X 2 111-4) : 46 RO B, 21 KR
PP RO, 25 R & 0 22K BR O NN HH I % #g
DIRL TWwiz, 28 BRI RN HIIM, 33 RIS

AR BRER I 2 38, oD M 3BT & 3158 %
BDIRL Tz, 35N 2 B H OREEAN I
ZHEL, 2O S XII HFEmEsso A 1 EH
DEREBMEITIN TV S, %O HIME
RIZIFEAEFED TRV, KEFOHE XN
I EEERF TR O TR L T 5, &
T AGEBNZ, FRED & 5 HER 1 & MigkBEIR
WZhY, 2o IORRTIFFE RO HEH
DLW EPHERIN TS,

2. M#E XIII JFE4E e RS
ARADHCTHRERRETH - BHE 24 L%
DR S DA XII NFIiEEMEE A, BY
Ta=v b EnFhOPRE (Laurell ) 2%
2T, BE 2 LIIEEME, AV 7 2=y M
g bICHHEELUTTHAY, B 72=y
by 37%, 41% EIETL Tz,

3. XIMMEFAHTa1=y MEEFOEER

el

XMHRFAY7T2=y VERTDA >+
VIZ7 Y CEEHEEDET 7Y VHEB R R
Ry b0, 15D PCR 774 ~—%2EHKL
Jo. £z, MRS NI EREZHER T 5720, 11
FoD I A=y F2HA LT Mutagenic 77 A
~—, F13E11 Mut 3 & ' F 13 Emut % B
L7z(ER 3. LTI ~—2HT# L
&Z%, 7YY 14 RO 2068 #F OHEETIE
FlcChmoe TREREL Tz, ZOERIZL-

2 SR XTI WFXRIBE OFKRK
B homozygote, (1 D heterozygote, 1 & deceased.
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Subject Sex Activity (%) A subunit (%) B subunit (%)
1I-1 M 51 32 60
11-2 F 54 32 61
1111 F 116 125 131
II1-2 (case 1) M <1 <5 37
I11-3 M 136 121 126
II1-4 (case 2) M <1 <5 41
V-1 F 72 60 77

N.D. : not determined

xR 3 XIIKWFAY72=y MRIZF#NH PCR 774 ~—

Exon primer Sequence
1 F13E1F 5~ (Fwd) (BamHI) TGACCAAAGGGGACGGGTGG-3
F13E1R 5-TGGCTCATAGGGTGCAGGGG-3’
2 F13E2F 5~ (Fwd) (BamHI) ACATGCCTTTTCTGTTGTC-3
F13E2R 5~ (Rev) (CcoRI) GGGAAGGGGGGTATGCTCAT-3
3 F13E3F 5-(Fwd) (BamHI)GATTATTTTCTTCAACCCTTG-3
F13E3R 5-TCTACAATGCAACCCATGG-3
4 F13E4F 5-(Fwd) (BamHI) AATGGCTTGTGAAATCAACC-3
F13E4R 5-(Rev) (EcoRI) GAAAACTAAATGTCTGCCTC-3
5 F13E5F 5-(Fwd) (BamHI) AACAGTCTGGTTTGGTAATA-3
F13E5R 5-GAAGTAAAAATGTCCTTGAC-3
6 F13E6F 5-(Fwd) (BamHI) CTTGCAGAGTGAACACTAGT-3
F13E6R 5-AGGCAAATGACAGGTGTAAC-3
7 F13E7F 5-(Fwd) (BamHI) CTTTCTTCCTTCTCACTTCT-3
F13E7R 5-TGTCTTAGAGTGAAGTTTCC-3
8 F13E8F 5-(Fwd) (BamHI) GGAAGAAAGCCCCTACAAGA-3
F13E8R 5-CTGTGCTGTTGAATGGCTCT-3
9 F13E9F 5-(Fwd) (BamHI) TTAACCTTTCTGGGCTTGTG-3
F13E9R 5-TAGAAGCAAGTTCCCAGAGG-¥
10 F13E10F 5-(Fwd) (BamHI) TGAAGTTGGGAACACTGGTC-3
F13E10R 5~ (Rev) (EcoRI) GTTGGGGAGAAAAACAGCAC-3
11 F13E11F 5-(Fwd) (BamHI) ATGGCTAATGCTCTCCTCTC-3’
F13E11R 5-CTCAATGGACTTGGGCAAAT-3
12 F13E12F 5-(Fwd) (BamHI) TGCCTGTCATTATCTCTGGA-3
F13E12R 5~ (Rev) (EcoRI) GACAGCGAGTCTCACAAAGA-3
13 F13E13F 5-(Fwd) (BamHI) AAAGTAAAGCAGACCCTGTC-3
F13E13R 5-TGAGACGCTAAGACTGACCT-3
14 F13E14F 5~ (Fwd) (BamHI) TGCTGCTAATGACCTGCATTC-3
F13E14R 5-(Rev) (EcoRI) ACAGCTCTGCACTGCCTG-3’
15 F13E15F 5-(Fwd) (BamHI) GAACCTCTCCTCTCTTTTCC-3
F13E15R 5-CTCTTATGAGCTTAGAGAGC-3

F13E11Mut 5-AAATGTGGATGCCACCTACA-3¥
F13E14Mut 5-CAGGACCATCCAGGTGTACCCAGACATTGC-3

Fwd:5-TGTAAAACGACGGCCAGT-3 BamHI : 5-CGGATCCG-3’

Rev : 5’-gaaacagcttagaccatg-3’ EcoRI:5-CGAATTCG-3
T 661 %D Arg (CGA) 1% stop codon (TGA) 4. Mutagenic 754 v—%FUL/z PCR
Wb, ki, MEETOREFEIIFEDSNT, EYI DR

ZDEEIMFEAR EEZ >Nz, Arg 661 stop: F13E 14 Mut % F \» T ¥ iF
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Lz 27V 14 ® PCREY % Cfol TYIW
L, ZROBEEMBT L., EEEETThN
1163 bp @ PCR EMIZ, Cfo 1 T 133bp & 30
bp @ 2 R IZHIMr & % 25, KFKRD 2 FEHIZ
163bp D/ K DO ADFRD &, HEHEFLTOfFE
Bt 5 &[4k Arg 661 stop DA S % KR EHE
RTHELTWSZ PN TH- T, F,
111,23 & O'IV-1 T3 163bp & 133bp O i
FFDNY RISFED 54, Arg 661 stop DEEHE %
AT OEEERTEL TS Z EHEIL 72,
5. {REERSHR

WE, FREZEFZAY 722y b B L OVEEE
BIEH D 40~70% LK FLTED, B 72=
v MIZBWTH 70~909% & T DK T E[HE 5
moohs, ZOfEAIE ELISA ETHHERS
NTW53, 1978 F1 Barbui 539 35 R
DODEFE»r Y7 2=v b BIAKEHET 2 Z
LRV IRREORENAREEREL, ZTDH
MR RRE S RHIE S bIEML TCWw5, b
NbNOBHTH ZDHIZK 1.5 EEEE -
TBY, ZOkERkD B 2L b HERELZKHO—
Bt bnrBbnsd, KRRATIE, ¥20D
7 =% LR OB TN L D, FRE X I,
2 IV1D3fLE2kLT.

IV. BROES « TR

1. JAEEE

AHED XTI RFRFEREIC I, DA 41
Pt MmAE (FFP) 27 V) A4 4 isls] 7z £
v s Tz, Z Ok, Bt XIIT K7 (i1
Ek) Td 2 XII N EERA (A) 28w
STz, BETE N F—EET, Hgv4
VAT ¥ DGFEN F = v 7 AR A sk o
XTI R FEmESEE (7 4« 7alh I v®P, 7R
FA4RAT77—<:AB) BHVLLENATWVES, X
siEVarerr b XIMMEFLEFEINATS
D, IEWEERFIAAREIC 2 2 2 L HIEE S R
239,

2. XIII FF&HI D& AFRENILER & 35

XII B FEmaFgs e X 2EEEO L&
%, 1.52+0.67%/U/kg (V) FHERZE)
THY, EAEANEINIEIL 99.7£14.49% CF¥+
IEHEMRZE), MmAEdEE 10.1+3.3 H CFy+
EEHEIRZE) T H %40, BEME|RF O i3 gy
FRAREREADSR <, Bpl e HEBERME 2 U
X, e S iz XTI RF ORE IR R S
na, #nzfEL T, XIIKFREEREIC
13 XTI K PRSI o B 50 & 2 BT
FAbsizan s,

3. ‘E5ELHESHRE

—ic e R XTI KHFREZEICAS>NSH
W /NBMOEE, BEikme WS E» 672
U A AU IS XL KTV ~L 2 2~59%12 B
2 720 CIEMBERIZ A % £ DE|ENL <, X
RFEFH D 1 [ & - CTEE R EmsE S
ns, L»L, KRELFMERT 25518
o XII FAFOHEEBIRKE W &, £1-8I5
B LEZ XTIERFOB & b FET 5 &,
XIMERF LRV EESIZETFTBL APFE
L, bihvbiid, TEENIMEREMOE, it
fif e XA F8F 2 %5 L T 100%H - 72
1M % XTIT R 35 P 3T I #2112 5096 £ T4
L, BHIOENES 21T IER 2 EE L Tw
L, ZhoDEEdbLICLT, HEAONS
NI T I mAE XTI JF v ~v % 10%i2, BF
BAH IS0 AR oD BV EEER A AN H I T
20~30% 12, /INFATRRICIX 50% A Fic, BEEN
HiIfl 72 & O FEHE 7 HIM S R FAMIEE I X 100924
Ledszer2—coERE LU TR % L
TTWw5, (EROMERICIE, XIIFRFLVR
W% 5% LA TR D & 9 AT S LB 2
b3,

—Ri, HEEA~~ 27 ) v b XD IERRIMN
g xRk, XIIRHFHEE (74 7wy 0@
P) oB5E%5HE T 5. BEHEMFEH o XIITH
FiEMEE2 1 U/ml 100%) £ Lice &7 470
A2 F 250 U84 7T, 2,500 mi OFF
BRIMFEETHNIE 1351 7 )V Ol < XA
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FlT 10% D EAPHRFTE 5, Lo L, YN
Fhli e £ DOBE 1T B O AR 2 T o TEMRE
WEIEESLIMAFERH = R L, S SIAST
DEEEF THER L L TREREPERGREE
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NHIMOBEED )12, 1,000~1,250 U &5
%z 4 HERTITY, BAMMOEE I EREL,
EEDOBE DB ENELN T 53, B
b, B5 4B % om s XIT K T8
5~T%THY, invitro T7 47V D y-¥A4

<~ —JESTED ST Wb, FIE, EHNTE
Be5z X v XIII /7 RIBE O £ ar T REF
ThbEVWZLD,

V. R - BEUTREER DB

FeRM: XIIT 7 RABE D RS - AT 13 RO R
FER G RIRHEEHEE LU TERE D FRESF
ETITbhTw3,
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