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%% FE f5 85 1 248 (low density lipoprotein receptor, LDLR)
e — M ML R THHE R 1, 10 5T 45 A R R RRE R R G b AR E
FE 52 A (low density lipoprotein, LDL), £ JH [ B A% i i 2 A
REMABEZENEH. KEEREAZEKERMCTHE 195
Pt fR(pl3. 1~ pl3.3), A 45kb, EF I8 MMETFF 1T 4
WET, dide 839 MR A M R A . INE B IR
FZ R R R SHI B IEE A B MEIEEA E WNEHT R
SERIE B, 51 R 2K 14 = BH [ B I %F ( familial hypercholester
olemia, FH) . R & B A QUL J LA KA B i 2R 1 2 A Bt
] SR A% R BFF 7 3 Jg

1 REEREBZHERREHNENTS X
048 P BRI B 2 i R B2 1 3 R R I PRI 12 I T

[EBMN KB, &, 1963 F 4L, IR N, BI AR, BB
TG, W R AE A2 AR, WF A5 89 iR 26 11 5 5 k8 R A
1k, RFEL L 30 5.

Sl E A, KA
SHAARERIAEAN G AR L RN EERE. BFEHFLEIBE T TRk
SRk, ST SHIAM TR KA THSRHEEABAMIREELET LA, A

[ XERFRIREE] A

15 Southern FIV 37 2 FHL B Fik b 5 X FEL Wk ¥ ( pulse field gel
electrophoresis) < JJR 7. %¢ 't 4% 22 7% ( fluorescence in situ hybridiza-
tion) Ui 4% 3k — 2 S Hi%E R i ( polymerase chain reaction, PCR)
2 RIS R AR — AR BRI TLAE S BRI R )
ARG, A X e 5 R U B T VR 2 A IR R A2 AR R ]
WRAZ, Bz R TR R .

1.1 B4R LA M (single strand conformational polymor
phism, SSCP)

BEEM R 2 A M — Rl DNA SR SER Bk B R . 08
PR, B ) 22 oh A TR DA M TG AR R UK, B DNA
AL ol e 4 L B A7 N B SR A TR AR, AT B FE AR AL T
LKA . I 4R SR EEA B 2 SR T DR R
M HE A SZAREE K] 80% ~ 90% I sURAS, LM BRI R 2 35 1
IR LU I HH L BE DNA 48K 2 U5 51 (M 22 4k, JEH A2 150
~ 250 R E KA B IR B T HERR R o Jensen Y
JH P K 5 20 285 P 0ok % M P v M T T TR 2% A U I,
BT FHER 5 AR RS LR R A R IR R, 4
5124 W23X \W66GW5565.313+ 16~ A Fil 1846- 1G ™ A, TifE
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P A PR RR PN 72 ] N3 T N 2% 5 T e A v I ] R A ohFE
1 95% i 3 Fi oA 51 AL . Mozas 251 FI| I 2L #) % 2 A5 Mk kb
36 N JCAH K IR 6 B2 5% Tt 1P v UL ] 9 IR A K% B iR
| SZARFER B E) TR 5118 A S T A R 1 N & T 7 5
SIS, REL 19 N5 H X AR, 3L 20 MRA, K 3 AN RET R
A, 53E T AR N R B A R (1 55 i DY) B A A A R
A5, Callis 21 Fil Fi 5 U5 A5 24 5% 4 % %2 75 ¥ (heteroduplex
SSCP,HEX-SSCP) KIL T 3 ML, mENKET —FE
I 1M1 %5 HE 4K capillary electrophoresis) 5 6 B 55 1) R 22 25 P (flu-
orescene- based SSCP) 2, ZEARUESEEMESMEEEF
HoAb#E AT IR o s .

1.2 8B B IS EE K ( denaturing gradient gel electrophoresis,
DGGE)

AP FE U RS P K A XUE DA B I i #5438
FRAZ R (G PR PR B B 38 O ) EAT 100 56 TR0 0 T g vk i
RUKVE . BT AR BOIEB B B AN R 3 Ao e A2 AR 1, Ak 7
ANAHE) RN B BT DA 43 I SRR P 7] 1) B S 4%,
X HR I RAGUE R DL A Z — AN B 1 DNA | B2 OT -
AR Y A5 FEE TR JRZ P Pk T B K BB i IR SR AR, (ELAE A U s R AR
B AE S AL BIN—A 5 GC R I 45, BRI ILAE 7 T GC
BR8P K A W SR AR . AR P I R AR FRL VK IR A
AE ELEAL S B P A0 I Ak, e R R B e 7 kAT gk — 2B
FRol M X 3. B K& SR % v FE I 7 OfAE 5 A A4
P RE AR X A R, IF R T R E R
AR o Nissen 5 * A 78 ko6 J3F Vst el ok T A & 300 ¢ Ik i 7 R
] B ML 2K 2R o 1R LR, A AT 2 A R M v I [ A A
SR F HR R B A (1 5 0 U N 8 B2 F AR . Ekstrom %51 4
JRZZ AR BE BRI ALk AL T 2 A28 A8: E256K Al 1402, Firs
TR B A~ 2 M 1 e JIH T I L RE RS N 5 485 A X T R R AR
Lombardi 55" A FFJ 2 4 6 FEE S8 Ak Pl 141 AN 2807 )L A 1
B, RIAE —F R FLETF 111 A ILF . Day 550 28 1
FEBER H VK T 34T T B R, BRI B 1) B I R K ( micro-
plate array diagonal gel electrophoresis, MADGE) , {E N3 H 3 £
REeHE R M R — i, B T R
1.3 KEBE%EEYER F(long distance PCR)

B 22 TRl S T DA SRR B BOR 1) S, T EL AT
AR S B — S 2R R 1) B 7 2 16 ] 5 it X DL ) SR AR 2R
x
1.4 BRSIYMESRAEELES REFHE K M (universal primer
quantitative fluorescent multiplex- PCR, UPQFM-PCR)

WHEIME Rt L EL BT N AP 2 Rl
OB JRE, BF 2P (P1) X HRR E 510k 1% I Ah BT AT
86 5 T B(P2) R R 51 % PL o8 1 Fe 51 9 3, il
FIIH — B R e B (bR d, 28 U5 7R ABI DNA I /5 £ b Ul
JE o« UPQFM-PCR TEZNZ it i3t — 5 1 43 A B 77 it 5 6/ 41 2
TEREEH, Rt th 2 #RER 86% B E A, IF XSk #
AN EHECEEZE A 1 bp KN BB R Y
1.5 RTEERFMEFRFFFT A (mutant allele specific amr
plification, MASA)

Hopkins 251" 1999 4F Xt — /> 5% & WA % J& fig 2 11 52 14 3%
DR BEAT 07508, A 30— b B B0 SR 28, SR 5 U ok 5 R %o i K ik
12 AMAHR R RS W, RS T 7 AN aE TR, R
BT 58 M BE A SR 1 v L ] B I RE 4 K 5. 2000
S, AATSORBL T — FioET R AL, IF BAE B T % R AT
FEITEEE KT R B . Cantafora 561 i FH 122 75 15
EEREAZERERIETF 11 LRI —A SRR, i s
ST B AR SR AR B R X — R

HEAb, A Al H AR W 7 75 . Xenophontos %!
I i T A A EE R P B8 A% 4 B (microsatellite and  intragenic
haplotype) #F 701K 2 2 i 2 32 AR JE TR ) R AR, s il A R
FEAREE B2 IR 8 1 52 AR D] 28 11 5% g A 36 [ 1 AR UL, 3K [ I
A A AT TR X B b 358 5 A BT E A o Yamaki 251 FH 45 A UC iR
PCR- RFLP( mismatched PCR-RFLP) 2 5 Il 8 AN 5 3% 19 B 2%, 3
W O T S P v L] 8% AfLAE ) 3 T2 Wi . Pake cheung Chan
Fi| F Epsteirr Barr virus transformed lymphocytes( EBV-L) 51K % &
MR A ZEEA RS, O A R R A A 2R R R
AR % A, JF B AT W& B 80E T 9T 2L Raunaard
ST 4h 545 EBV-L 1 94 )6 U 3K 44 0 43 #r 43C ( fluorescence
flow cytometry assay) F 50 5848 o Hirata 25" 78 L 3 Fhill 5
% JE M5k S S ( RT-PCR) J7 iAAE AR % IR R A A B R R ik
f 22 5 I, RIS 4 1 30 e S 2 TR I % S S ( competitive RT-
PCR) #H %t - 4E 56 4+ 4 10 % 5 2 58 B % /X B ( noncompetitive
RT-PCR) féi b 7 43 #1342, 9F BEE— Rl B {EE D
(K] cDNA B[] A1 3%

2 REERZEAZHERREAUSST

FIF B AR, SRk AR I T K & 1K % B R
EAZRER IR, E 20009 H, FrikiE Mg ok
B 692 Fho WA Z AT EEFEA LS. 45 NIE, B
FTFHIRTIARIET 551 FRAB(H 79.6%), W& T 46 Ff
(i 6.65%), NEFHRTFRAX 86 F(  12.43%) . 1ER
AR T B R A MR E WA RAR ., A 125 Fi A
(5 18.06%) KAETHE T 4 L, ANFESE 152 A&7k K I
6 Pl AR, FTAE AR (IF R . AR T 15 EHRBL6
Rl AR TR L.

R ZIFAET AR AR EMEFR. €48 KR &M
Exe, RN RZEG R, BIEER ARG, BB R
a5 . B0 E80K 10% K A& 75 & [E ¥ 2 47 17 4% 3ok,
D147H 10% KA LA o A2 iE A5 7 BRI S 1 = I
il B2 1ML 96 28 2 R 65% ~ T0% W% B IR 2R (1 =% A 5 IRl 2
A5 2 D206E, 5% ~ 10% Jy D154N. 16 71 [H g #, 31 &k R 18
FRAE, Forp 7. 1% 9 1L393K, 4. 8% 73 C308Y

3 REEEEEZFERRETR DX

K% AR & O AR R RAR A 2 F 7y K77 ik, Ho A
WP PR R 45 AR X B BE M AR 1 B2 A 5 A R T e ) 52 i A
AR AR 2 fig B 52 % 2 R R A8 o s A A R ) B2 1 7 2K
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F AR KK 5 B2 IR B 1 52 1 45 A4 R T e 1 52 0 T DL SR AR
NS PR ZHREAGREKILZM, @2 kEiEZH
(BLIE ZAREEAZ 56 4 52 BHAN 52 A 2 0 3 P B IR v o), 092 A
kg axs, BERESaMNNZE, ZEEF
FELEBR B o R 35 B TG £ 1 52 M 2k D) 5% A8 o Il AR SRE IR 11
SO, NG IAL 53O 2 Bl 2 AR B Y (receptor defective) FI 5%
{4 i 25 7Y receptor negative) " o 3X 2 Fh AR TELE WA L T L A
BB Ik L R WO s B AR b B2 AR R 2R B ) 9
., LDL JiH [ B 7K ~F- BE 32 4 i [ 2 v 18% , HDLL JIH [&] B 7K 1
1% 5% , I+ B 1 35 98 K 7 4R 2 K % 9% ( coronary artery disease,
CAD) HY AR I 5 20% » ZARGREERLERA, LUR 3 A&
S R FE A 59 P Bk s if R 2% LDL AH & B /K S5 T
TESZARER Y 1) A b, 5T AS R B RGR I TR % CAD, LDL
JIEL T P B A 0, L BB CAD LR U 52 kB 2k 2 1
26% -

4 REEREZEESZHEERSTHIERNE

HUERE MK R E AR E R BT R LA/ T 5
P v FEL ] B2 L9 978 N B YE 7, (R T TR R N SR B L 45
WX LR AR 1 )L 38 K HE Bk T 66 AE O RO B4R B BRI IR R
8 . BB B S e 1 v L [0 e L 1) 32 W7 2 A o SRR B
M2 RE 2R 7K P LK i BRI R A R R R O I . F
FIX SIS Wi bR, 29 15% MR AL LEW R1Z. EFE
N, BT B B I R 3R R, 12 W 2 BRI Te AR 1K
FHERK RN, X E5REANERNEEREEE
9‘%[21] .

Nobe 251 75 B B 12 Wt 5% i 4 v L 1 I 5 £ (R0, e
T 346~ 12 F 8L B 50 4 1 JIH [ B2 (i iF 8 7] B8 Shin
HPLIT 4 MR, 3 BIX 4 DR REET A R
R0 5 e o v BRI LRE A, R ASAF LR T OE R AR A R .
Kotze 25" %2 Bl D154N . D206E F1 V408M 7E i 90% f 4L i 7
AR I BN HR 51 R 5% e M v BE R fLRE o A AT 85 AN AR
HHRBEM 221 M TFRE KN, 60 5B EF 56 B2
D154N.D206E B% V408M & & F R4, X 116 A%+ 12 fH [#H
/K ¥ F0 LDL AH [ B K SFARL, (A B & FHANEZ T
IX R WA 7 A R T BOSR v H E  fE  — A EE
NE . [HUETE L BT — S8 75 (¥ 2878 BEAT 4 T2 W, 7E 3R
B2 R 300 A R A P IR 2 )L 3 (9 IR )R R ds sl IR, T
DL R K B AR 52 i 7 B, A L R B R 0 R PR

B2 ek % P i 2R O 52 1 56 TN AR IR R 5 B 57 e ik
e L [ e LR =AY 51 7 5 B 10 K e A v L T R IR o A
K25 B Tl 2R 1 52 A 52 DR 98 AR A7 78 T 1B (LG 18 A Ak o, 3 o
BREARZ SN AEThRE N . Loux 58
TE— M e 5 7 5 1 v L T B L o 9k [ AR 2 b Ok B T70ST
ERGEAE W IAS NBEEF R T, — MUk, R — A6
FAEE 2 82 ML TP A4, T84 Horh s —
NRAGAN 2 1E B R EI L . N543H 1 2593del9 [8] B H 31
AR RETRET, 25 75% Z A REM 514,
A AR — AN RABIFAEZE R TR ik, E256K 1

140212 Fhoe 35 LA — 2 KA, 1402T 4 & S 82 ThRe
B, T B E256K AN B2 K 2 FE R &R A AR M Th Rk
AF — £ AR = F 1) 1o L[] B2 M9 075 A\ A R B P84S, fHL 7 Bk 5%
F2 R 3G SR M M T M MO, T R A 2 5 v M I A O
AR, A AT e B AR TR R A R B IR 3R R s R AR b R
—UefEA.

IR E NG R A 2R R R IR S, EEHE
HAEUTJIATTH:  BFRRER AL E, £ H KT L
LS RAR Aoz i, P 2 A B I 2 7S R 38 Y b 26 7E A
KE R AT LA K2 R RAR ;. @ FEAS A B 4k 2 1 SR AR 1
oA, X RELE O S RAZ R TR A R AL 2 10 R B A
it BRI )5 ot 7T SR AR 12 A R 27 B o X8 9 A s

TARAERAL A B AT B AN RN P IE R 751, T,
AE A8 Vi 2% A SR AL 1 PR A P i, D 2 e v ML [ 2 I A A 23 T
HOFEAT LW AR T IRBMER; UM EL A BRI AL R A2,
BRI 21 W PR VA B 59 S5 4R AR 9 RO, 45 R AT LA
KL s HAER N E TREARIIAENX . 5ok, RAEH
] LA R AR B A7 SRAA (A R B UTTE ) -

L% L RTIR, AR LG B S A IR R A DA B A ) S B
FRTE B E A I IR, A4S BE BT BOR B9 AN i B2, IR
i 5 1 52 A B R 9% 38 1 s R 32 Wi ANV 7R 3G AR T AR TR FE K
i A v L[ P IR 30 2% ) NATD
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