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FIRPERNE B Bloo BRI AE

R

S

(HHEHAFHMBE _ERECOERILF AR, K 41001D

B IE E H Bioo i B AE (familial defective
apolipoprotein Bige» FDAB)TF 1986 £ H K X Hl, Vega
ZNEPROFERBEKFPEREASHARR, &
EAOHZFRENKEEBEA Uow density lipopro-
tein, LDLOEA N BB ERE® . MH LDL #Z&
EEIE R R WRERE LDL B ESR¥EFAHN. &
F LDL FHBEEHEALFREEREA B, BT
ATEREIEER B AR IGHRK M LDL 52444
A, Eib W LDL EA AN S BREER. HEY
PRIEL T X —#e0, AEBARRBEA BTl
3 500 {iz I B9 ¥4 & B (arginine, Arg) 8 & Bt B (glu-
tamine, Glu) i B # (Args seo—~Glu), i & & X fr ik
EHRIEEAB.HMLDL 5Z&EZE4HEB. BR,
FDAB f1 &% ¥ #£ & JH & B I 3£ (familial hyperc-
holesterolemia, FHO # /& i T LDL 4 B B BB i
5| & By = AE [ P70 AE 4R T PR B 30 RE [ RE 0 AE
R4 YL A E . FDAB 2H SR E A BB &R
B A ¢4k B B3, T FHC W LDL Z 4k 878 5681651
.
1 #AEE B B MESHF0ThaE

AKLDL ¥z ek ERAEEAR, LDL F.4
BEH AR PR R (E = E R A
LTI H AN RE SR ERR L R B, A R B AR
EEH Buor FHM. ATFRIEED Bofr FEK R
BERARE, BESAREEIE, RS ZEY
FAEH R ER . EENH T RIELEAEEH Bio mR-
NA K EH 14.5 kb R BAMIBIBE H Bioo & 4 536 ™8
B4R H 550 000, 15 10%HIBRAKILE B,
HEA B RESHR FEP—-REMNTTER
KOEOF., BEOFEAE =18 LDL A5
EH Buo, HUIHH AR AT EEER B
H, BIEEA B EEKE R 43 kb, K 28 +H
EFM2METF AT 2 SREKR EEHERR
K7,

—BAABHEELE B E N . C2 5K
ER ERASTPE S HH-REER . QRBESTE

JE & H (very low density lipoprotein, VLDL)#1 LDL %4
HWRG:@SHRKELHFEAMEHEARES 4§ X
A ST HGE BEPER W45 & LDL A %:@D5 LDL %4
%4 % LDL I3 Fi& 6.

HHREW . BIEEA Biolj LDL ZHGE AWM
W R 3 249 (L E EBAREMNETH A 3 000~4 000
NEEMBREZED, HEAFXEHEEAD B 2%
BHEMRURBESNARE—SBE.

2 FDAB MRS IERENFHEP

NT FRF & v E B R M R L At 15
PimEEERKEPEEATERTHR. BH2R
N IE % xS B W LDL SEATRCE HEARIC S BB IEA
FREEHAWEFF LDL AN HHERERL. &3
Hdr 10 f3%A%#M LDL 5E¥ K LDL fEA K ERE
MRS S HEREH S LDL Adk X iFprEsE
HIEH LDL 248,54 1 6 LDL R EEUHEFH
50%. BFERWERET,2/3 3/4 4 LDL B % ey FF ik
P LDL #{hk B0, R 5 fFiR &M LDL 5
R LDL S#AGEM A £ MR B#E— 4 KRB, X
LDL 5 AR A EFARE L LDL Za&pyEM AL NE
# LDL # 32%, X# ARHMESEIMNIRSE
REE—EW BRRETRAENLDL 5HEAEEHEE
B,

MEFXHAEZELEFRBE LDL #TSEH S
b R RAXF LDL SR M S ER LDL LHE
HEBARE. A EEREEER R EREORAE L
¥ # LDL MBR K/AMNRERE E RS . ST EE
BEEEE L EXFLDL AR R, Hih. X}
FRENBIEED Bt TUAHR . BB AN EE
XFLDL PHEEEA B FAEERN FRERER
wALL,

EFERAHREE. T AANLAK B LN LDL &
HWEXERERN MNAEZEESES. EUTER
BISEA Bk MM EA T ERM R, M X RE
WRUEFHIEETESRESHERR. RA4AR
JEEA B fF RSB ETA MR E RN, AH
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Hbh—#E TR & MBI EEH LDL 5%4&
FEMAKM. X—ARRTRRBEH By REMLLLE
D F MB., #31 [F B a2 5 36402 . T MB., B3 IR o 52 58
BHIBED BT 3 442~3 569 A BE, Hmx
B RERALTF 3 490~3 510 (I E B AR E !,

ATHE—SHEFEZEEFTRBYHRERALL,
MEEEH BiooEE %M 7 500~11 916 #ATFF 4
.2 TR A B EHEEL BuwH 2 488 E 3 901
MNEER.BETZEESEHR. IRERNRASE
26 M4 BF 10 708 i B HBR R (G—~A) BIRIBE
JEEH Bio® 3500 L HEMMEZTFR CGG RAH
CAG,Hmi#ER 3 500 L LM MERBE SR EHR,
WG, % B % 484 k F (polymerase chain reaction,
PCROGH-HRELERFH FE TRETEM R
MBIEEBE Bioo B 3500 il LML ARE., BrRIM
FDAB ¥ H AR AT H AR E H By DNA REU K
LDL 5% 4 K. %t FDAB BE#HITHRER
%, % FDAB 2% RE4& BYE# 1%, BrH FDAB &1
HREFE.

BAR, B #3 FDAB BRI R R A S-S RER
FREFTHL S RRT  ZRBERAMIRR &)
BEABRAENEMER, BER. OFEFEENIR
B, TR AP SRR B AE ST RHBEMNER
HEARTHESEMNEE, ALERTENRFENS
. BIBEH Bioo(Arg; seo—>GIn) 228 H £ 5 F s A IR
B it 9 LD BB A A B BB AL, (B T B AR, AT
£ PCR = HE[EWBALE", HFEC R H
FHR BB IEE H Bioo (Args soo—~Glu T, HEHE
EEEHARHENYER. R, RS EHRTHE
., FERHERBR B K3 PCR 4.

FEA AR HAXHYE PCR ISR
PCR, A=A EHETRSIW, A TRE (Argi s
GlREM FHFEATFAREBEEMERESE. R
AXABEETRAENIBELEE FARESH
WA E AR TR

oAb, —E B B REK AR S A (a pool-
ing strategy)" X K ZFI AP RIEE A B
(Argsso—>Glu) R, ik 5WRE DNA #REF
VAR 8 PCR MW H B B2, 3 F B £4 W FDAB
REMGERAZE BRMTHGMA, BMERRF
BER e R YR SURHED
3 ﬁ'ﬂEEB Bwo(Argasoo_’GlU)QEE&{*%
BINEEOXT

—A R, ALK F LDL RN EHE—42F

HAEEH Bioo & T FDABEA RN W EER M
LDL ¥k Bl —f LDL BH SF EFHHEEH B
H—F LDL MR NEERTEHEIEES Biw. MEFH
FEBE XA LDL MR A E R E
REHRIBES B LDL B 524 ESRBHE
B EARR R dik Bl MB, A RE LDL Bk
FHEEED B R A AR R AT, S FEEREES
Buoo Y EFMEE AR 11 50, FrId Al MBS
MEWE, TN FDAB # & FEHEME P BEHE &
BB AEE A Buofy LDL 34> . WX 4 LDL 5F M
FEEIAERN 10%. BFRAXHTESE LK
HEERTRISEN Bl LDL HRBRAERY
LDL (K& 5% ~7%), BT #E 0 %% 69 LDL Bk
Ff EXRA 3% ~5%IEH LDL IZAE SN . &
BEA B 2—1TH 4536 MEABRARMWEAR. L
NEESE —FEREER . BTERS24E40E
HEERB . HTE LS AR,

NRWEEYHEFEPRER,3 500 fLRAT
FIRBIEERA B AN FREA. TREBF Ak
o @IER WM FDAB 9 LDL R &5H#, R I & E 4
AR . (B2, R H*C BR iR AR %M, FDAB % LDL
6 MREBMOMIAERAE T Y2, 52 oK i 8.
97284 10.5. EMNBMEAMBRELZEEILEA B 524
SO, R ATTHREEE S B 3 500 ik
M OB E RS, T 60T 204 5 A F i #i
BREEN K . BEMEMBEREL B.WZEEED
RERRI®), dyMbHEM (o SRR AR E R S ThEE
BOBGH=ZRENARTERETL AT SZHES
BRI,
4 HIEEB B .EAMRHAERESSER
FDAB K8 &8I 4R

HRBEEH B RERX AT HEEERRH
H B K ¥ £ A9 (restriction fragment length polymor-
phism, RFLPY4r#7. Ffif RFLP 21511k DNA Ai#%
FOBRNERNDENEHFISNERABRKRERETH
25, H R 2 DNA R4 SR Bk i NS E HERT
W, XTHEES B EEYFZEHRE 1961 £RH
REEBETA -T2 REZROMEALEFESD
AR B LDL itk . X F U AR PHEEERRL N
HEEA B  HFHEMATHIHRFEE. CEESRE
¥ & B AR Bt #9 91 JR 5 (antigen group, Ag) i S 4 5l H
Ag(C/g) Ag(t/2).Ag(h/i) Agla/y)F Agla,/d), X
SA Ag IEBHEMERIEL HRIBEER Bo—REH
FHETTEBRBEERHTR",
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FDAB 2B £ ERE, WA AT RE
ZHIEE 0.2%" . 5 AR T FHC kMY, HE.
FHC #12 % LDL %&£ 4 AE A a TEHBE. U,
AMTE M5 FDAB OB R B — R R A M E R 4EW
HFEFE R TREX /Y, TRETAFREES
Bioo % B () & RFLP . Bt A B A~ R %% & FDAB %,
HEBIEEH Bio(Args sco>Glu) A8 B R F T “4HE 1
TS B IR REFE . XHOTEHR A FDAB &Y
RFLP # & (haplotype) 7+ ¥7, H BT F FX M4y
PERARIT A 10 f (LR DI A YRR E X
£ ¥ FDAB M F IR E A B & E RFLP 24X R &
R AR SR EEF . BRRFDAB B—KEREH
R, JLFF AR FDAB E R S HEH BH X, MARE
BB BIEES BB ERHREH FDAB %, W TR
AR, HIEE S Buo(Args so—Glu) RAEEEH.
BE.FE. A2 HTAEERERES TEEX
B BRSPS IR BA A BT R AR, A 2 2 AT ORI UL
FREAY . ETKEFLFDAB W RE R WX
HEEERMHCEELTE REHHRS T 8.
R BIRIEH, W RR A Rk X 3L A FDAB & (In
FEME TS U TREB R IEE A Broo B KA, HER
%B BlOO%E RFLP Q{%ﬁ%ﬁ%ﬁ‘o %5& »Bersot -%

KA A PEMLEER FDAB %, HBHERA B BH
RFLP BRI 5B HRiEN AR !,

*1. FDAB H#IEE B B B ER ST
A3 L #R
5 (TG 5' R 14

Sp SP E +
ApoLl aaTl E.+
Hinc I — IL,—
Pvu 1 — L—
Alu 1 aa591 Ein+
Xba 1 aa2248 Ex+
EcoR [ aadl54 En+
3'HVE IRE 48

+RFERBLA, - ARFERBN LA Sp+RH 94
BEMEA Sp— RALEMITA ;00— HERE=SEF I
=KEF.
5 FDAB 89l BRAFHE

A Ok 4 A RE I H FDAB fE— AR P & 4
32, N ERER FDAB R #14 k S JE X B E
[ I A BT B B R B (g 2)(e 00w,

%2 FEMEEZE B..REEFTHRIFERRERE

EE ER W ES ) % E Fif ® & R X
1. Tybjarg—Hansen % 1990 R B E R M HOH 3%(6/173)
1, AEAsE A IAE = H 3% (3/91)
J& B sh Bk AR T F 2%(1/57)
EE. Nz
2. Innerarity % 1990 IE# R 45w E R R AR 5 1%(11/1 100)
4 F
3. Schuster % 1990 1, AEAEE A ML HE 3%(8/243)
4. Talmud % 1991 F R ¥ B IR [ AR I 5E xE 3%2/7D)
5. Corsini % 1991 = A R )-Swl 1 Bifm A
6. Hosking % 1991 R A AR R ME WK FH] L 5%(2/37)
7. Hlingworth % 1992 1, MEiEE A ME * H 6% (22/350)
8. Bersot % 1993 EEAR £ H 0.08%(4/5 160)

7 —Rx ANBE$ FDAB ¥ & 4 & A5t A 1/500~1/
700181

FDAB R EMMAER # A FUFE S5 RE F FHC

FHER, TER M ¥ 2 ME FE 8 (total cholesterol, TC)
A 25 ¥ 1% 3 M JE B B% (LDL cholesterol, LDLCYK T
R EHE AR (k pEennl
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F 3 RIEMFIBEED B REEESIEEBERIE
fe& A SEE EFIM/F) FEH#F) TClamol/L)x  LDLC(mmol/L) » it RE
1, Tybjarg — Hansen % 9.6 7.6
5/5 ~
1990 L A 400 (7.1~13. 6 (5.5~9.0) 2
2. Innerarity 3 1990 11 6/5 34~68 8.0 5.9(4.2~7.6) 41
. (6.0~10.1)
. . - 9.1 7.1
3.Schuster & 1990 8 4/4 23~60 (5. et 1.76) (5. 3 5LE) 18
9.2 7.7
= q 2/0 ~
4. Talmud % 1991 2 /e 49~55 (7. 6~10.1) (5. 1~9.3) 2
5.Corsini % 1991 1 1/0 10 7.5 - 9
. 9.7 8.0
6.Hosking & 1991 2 0/2 41~62 (8. 5~10. 8) (6. 9~9. 1) 4
8.5 6.4
. / _
7.1llingworth % 1992 22 7/15 5—66 (6. 3~10. 9) 3. 6~8. %) 33

» HME.EYTHBEME.

FDAB B Z& %, M3 TC K ¥FE®F AZ TC k¥
95% R E L 81%; 1% LDLC K ¥ & F AR LDLC
KF95% ERE L 90% X FES8L 5 FHC B &N
¥ TC f1 LDLC F#+ & Al SR7i .FDAB & il & &
J¥ 15 & A JH # B% (high density lipoprotein cholesterol,
HDLC).VLDLC M BM=E 5 HEEA B & H L.
3 2%, FDAB B & 3K HDLC /K ¥—MIEH ,
FHC # #14 HDLC K P& TR FDAB #4810
3% HDLC.VLDLC fiH M =B K FIER , XHEMAN
HEOHM=MAEEARBRERN™. HBAAR
23, 58 —xE+43E FDAB ZH# LK . FDAB &%
9 I3 H W = B5 K F3 &, T HDLC K FE8 K. |
FOEHH=EEERMT VLDL f1 VLDL s&ZH 4,
X fk MR FDAB ¥4k 3 VLDL A1 VLDL B ¥
SBRBERKT. B2, MEA XU RLFHEX
R,

HEAGLEEZARBOELR —KLD
FDAB il €W MEMKEAFHBENKT
FHC B# . 3 £, 5 FHC # L4 ,FDAB £5]&
S5 1 B R A L A0 A E R e R R R X
RH % FDAB £ % LDL F4RIE#¥#,VLDL fi+
4 % B8 & [ (intermediate density lipoprotein.IDL)
BRUSBKENE S DL SAZ TG ESYD
M. SRR IRIE L FDAB %8 VLDL #1 IDL 5%
BESRBRERH. Bl FDAB # i & LDL j
k#1 LDL S Hw N AT &K TE LDL S5 %

BFBFHC #. AR 20%LDL % H ik LDL 246K
AR B HATRB 1 FDAB Z & R P8 #F LDL Bk
(EXMBEHY LDL FRSHZARKH A EEME

#1. R, XBFF LDL Bd 4 LDL FA a0
WIAAEE . 5 LDL SR (A HAEE H 100 3 500 i
EHEABMIZE LDL ZaRBEHEZEX . TRE
LDL B0 (CEL P 49 288 3 11 B1oo3500 fir &4 B O W £
W, B R EEEREKEAS.

— A ABRIA AN LEERRESBE
MAEEEMEAEANES R, FDAB HHMARRUE
RS FMmEMAEERA RN, B, BAE XN
W RRRAE EREAFT BEELSE 2514
S I B e, F & BISERE 284K
Rw FHC MAERMAE K FER. ER MTHIEER
Fl Bioo(Argasoe>GIORER T H HIEEQE ET5H
Ik WAk R MK B B R K PRy E R SR
BHR AAKRBIEERSL E ZB4EXT FDAB T4
[ g M 3 B B R K P A B B B R HIER
ABPEIEED E MZ iR R, & FDAB A&\ ,E;
# I 3% A8 B R K P B AR T E,,. 2 JU) 0 3% A8 B B K F

e, BEEWRAT.EB&E, IEEA S @y
hm, 51 A RE LDL 3 & T3, 46 1 AF BE 38 B LDL &
>, T (8 AL 3K AB B B K F B+, TifE FDAB &, X 4
B A EME T LDL 5 LDL 644 4 EBEmHY
SSELARAETE X W M FE E. $57 FDAB &, 3% R B A%
KFET E, BWE. $5ED E. B4 84 FDAB.
HTRIEESDE: M B35 LDL ZHEHEH, 3l
HEIFBERKEST E, FDAB #. M4, E&XBE,
FDAB ## LDL # HERSHEEAMLHIE T E.
FDAB,

B4R, B4« FDAB & # JLE S # £ i, LDLC
KFPEHBEF BHEESRMBK. MK TC M
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LDLC 24k5E 7M. A i Fh A B BT o 9 45 8 28U
£ FDAB & P B LR £ R . H ¥ FDAB & 7 60
FUE, ERBR R ARF = E X R E R SR
FHINERHVESAERE. ETHAERNER. &
I FE R % 5K % #0 BE 3 E (lipoprotein A,LpA) Bl
HEEEEHISEH Buoo(Args s> Gl R F I E
Fl. % T i#38 . 1 F FDAB % LDL 24 E# ,LpA HI%
B PFFRTESEEEY Bouo(Arg s> Gl REH
MEAEA,

FDAB % 5 B @ LR AR 5 FHC &A%,
60 ¥R RAROCRERALE =42 —. NREEME
EMEN 8% EFABS 28% T BB LR
Hh48% . KE$ FDAB LA ELFRH NN 43F
AWILE™,

6  FDAB 8347

W Eit, EIRATAY LDL S REHBEHN=
REZPERM WS A HMG-CoA) 7 JF R 7 # 3 £
MR % & x4 T 1497 FDAB iy R E R M A
RYFMBUR. FDAB W& P LDL ZF4RBIER,
LDL %4k %k LiBA {23 VLDL # IDL 8 #8, H
## LDL f9RTHR L. R+, LDL ZE&MMFA R Mt
{2 E# LDL B (HHHIBEH B3 500 LW E
B iER. s HMG-CoA EFRMA AN T B BB
M VLDL & TR LDL B7=4 . W4 s KWL
LX Pt FDAB H A BT REIERRE™. 81
B A 1% & 2 (lovastatin) 20 mg, ¥] {§ FDB & & ¥
LDLC ¥ FHREMK 20% (10%~33%),. M H R A
40 mg N 7] f# LDLC ¥ J&¥ F 3 & K 32% (19% ~
42901 B A E & H AR B 2 K (simvastatin)20
mg. f# LDLC JREREM 19%~34% . (HRERHENA
ERFIRIT FDAB R AR S AEE,{(UFE TC f1
LDLC ¥ 43 SRR 12% 1 16 %1%, IR 1K 1% BB Rk
A {# FDAB # LDLC % B REAE 1426 ~44 %0 BRAE
FM¥EEREKS M H, WA {# LDLC % & T B >
50%'% ,FDAB B i [ HAb 2 R m B8 M AE & —#¢ X
ERAYEITH RN ETFESEER.
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