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Y= B B i =% 22
HE B 1 i I iy 22 (K] 58 AR it 7 0k
Bl Sx®, BRI F4&
(REBEHARFAMLFEHSE, REFT 300070)
[EBE] BEaORFE, ARFTE, SE&a9hsi;, ZTKRHKER, Alheimer s 5

[ E| R GMEANE QR A R, BRI R B A MR E RS B G b R Sk
BB i Fa B B, ¥R S A RSB RS O R0 R B R . LSRR ok A 89 BT LS B 00 5L B M
BhEN IO REREOGE, HERME ST AWEHRG KR SR, IBE O M8 %R T & L0 &S L
WARETREMEE., ALARSABLUBEORGBEEE ARG RS L &5 BUREGIEE G

i B A B R T A £ AT AL AR A9BSR .
[FEISFES] R541.4

Mg 25 1 JIE JUi B8 ( lipoprotein lipase, LPL) 7& 2 [K| 58 7% i Ay
FEMEARZ —. RREMAERINET - HETHED)
T, RS R FRAERNR L . RAVEFEAE T i E .
FEARIBRK . X LPL 5 H 2222 fE M A R R T 4
Xof M B 7K T B SRR, S A B R B2 2 i 2 AN TT T o A STAUR
LPL A KW 735 B4 1 5 D] SR A8 ot SRR ] B 7= AR 1K T
R — SRk .

1 BEEBREGL

JIg 5 1 D 0 B, 4 Pk O = T Tt O £ I T 2 K A B
(triacylglyceroprotein acylhydrolase) , > 5% 1 %% 4 B & A g Wi
. AEL LPL(EC 3. 1. 1. 34) & H 448 AN 5 56 1 7% 35 4 %
(R A", 4 74 55 kDao LPL % 2 61 flg 107 40 i . O L
B B LS T A0 SE 0T 20 MG a0 b, RO ML S5, £ B R FF
WML RS SEB M W b Ry R
AL AN B S5 5 TR B R R A, e Ak 0 B Ser132.
Aspl56.His241 4% . #ASEE C &N LPL BGEH'"

I 2 1 0 i Al ) 3 AR FE T B KA MLV b A H
=W ( wriglyceride, TG) I 8 A P 89 = MR 1 Hath, A= B a0 H b
Jig Wi R T it A S AL 73 i R IR G RE R . e R R i L BE fROKE
( chylomicron, CM) Fl A% ft% % £ JI§ 25 1 ( very low density lipopro-
tein, VLDL) iX 24 JIg &5 AW S B A 1

I 2 1 0 7 i 1) 5% A8 A T B S 0 LA AL T R, L i K
7 2 A0 DA H il = K T D 32 AR A v L BE OB ML,
I — RFVEPRAIR . WM LPL B[ 2 — Pl 4% 1 i
HAREEAL, 2 FE RO ARRIESEE AR, BT LPL

[WHSEEA]  2002-01-14 [f&EIHEA]  2002-06-19

[TEE®N B, B,1975 4F 6 H 4, Mk, Bh#, REER K
AW 2 5 4y AR SR T AT S A A0 T A W R AR
. ARAHAL, 3, 1943 A4, KR R K 22 A4 b SO0 5= 0%, T
AN, EEERRENER, PEENESREA L WAL RN
TP GRS E X ERBE I S, PARBRE =%
WRIR AT R P = 554, RSB RAE#, Wi 022- 23542521,
F-mail: TJXieYH@ sina. com o

[ SZERARIRED] A

DhREGR A, M3 rhH i = 3 R ST OB, 3 8 8 I H i = g K
PR E T R A OV RIS R B AR, R PR TR
A& 2E A BHE B2 ( low density lipoprotein cholesterol, LDLC) 1 5 %
£ A 25 1 JE [5] B (high density lipoprotein cholesterol, HDLC) &
8. EEIRRRILY R ARAE IO AL B AR 28 8 1R AL 0 Ji
RIS I R v B0m, @ R B RS . LPL
P BCR v T i = R AAE 55 0 bk DA A B AL PR 5% AR 1 R A2
HESE

N LPL JE[K € fiz T 8 5 e (R A2 B 8p22 I, 42K 30 kb,
EHIOANNE T 10 MR . H AR 19 LPL R 5
AR EIE 105 b, 38 R XA S T RSN T, R SR 3
HRZRFEMNEARL —. XEREWRAMEE S ID)
BRI 5% 2 1) 18 DR IR NER B TPL (R AL HLEE, BIRRiS Wi A
RORIT AL T = REEL

2 BRRTENGE

FUAE TPL S AR I 00 N 3 O B4 o £ SR et i M e
5 2 v AL BEORL INUE A 2R 5. LPL 2lifb AH S M s, HE A
JiFF B2 AN cDNA (1A% B8 )5 ZIHE I H R 1) . 4r FAE P 24
AR BIRSR R JRAH LPL 58748 (A6 I 5 7% 2 BE [K 2 DNA, JF4r
T— RPN AR . IX 3 R 1 58 3 A K AF 7 K0
Bl A STl LPL RS A AT RS . S T HT 1) LPL 58 A8 4 R T
R S=

il LPL 57485 F B 5 VA A Bt RN — R i 5
% A5 (PCR-SSCP) , TR A By S N2 — R i K 2 &k (PCR-
RFLP) , A4 I B —SE % B R R 4 24 52 (PCR-AS0) , B &
it S5z L —7 M o ek B HL K ( PCR-DGGE) , % 45 Tl % J= oL
—A5 1 5 IR VMR €0 4% ( PCR- dHPLC) , 35 8 8 42 0 2 A (0
(PCR-TmHPLC) "', PCR- BL 320/, 5% 45 g i ) . — B 414 W
¥K(PCR-CE) , BV 5 SSCP, ¥ % 5t R & W45 [ S ( RT-PCR) J&
BB %,

BRI LPL S0 R % e R 118 o B i = B
MILRE B2 5% H 14 55 A ILAE F 998 A, %998 A B JE R4 DNA B 8%
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W B I R AN R (BN & B 3T R BY) PCR P24
AT ERE T o A6 H RS, R ISR AR AR T R il 1 9 1)
BB V1AL A, SR EX RFLP J7 ik /e N8Pk AT 0 ik . Bh S
HRAR T 46 B PCR-SSCP & 46 i 58748, FilkAT M P . A
/D 5RAF 2 ] PCR-DGGE 1546 H .

i 5 11 R 7 Pl A G T B R A o 7 T R IR ) R AR
R AW —HE BT R RLMEAR, A1 PCR-
SSCP.PCR-DGGE.PCR 7=# B £ I /5, {H I [ 475 g 5% 22 i i
(& b, R ILRAR J5 A7) 75 S8 W F LAIE 55 55 — 4 B
R H TR SR RAE, R HAE AR IR . AR
A8 T MgV AL A, AT PCR-RFLP (75 78 K RE AR A BE
HEAT IR A, B I 1) % REH AT PCR-ASO. 7E KFEA N BEH
75 2 01 98 A% A SR BB 3 R 8 4 B 1 7 vk o

A A HS 1 RS R HE 43 4 9 F PCR-SSCP J7 VA At 5%
AR J5 P A4S 3 (1) 45 R, 40 Trp- 14stop, Asp9Asn, Asp21Val,
Trp86Arg, 1le205Ser, Cys239stop, Leu252Val, Tyr302stop,
Ser323Cys, Serdd7stop 55 o 8 3 T4 Fx ¥) A 10 1k H He M T 1
FE, Wi: Asnd3Ser, Tyr61stop, Val69Leu, Gly105Arg, Glnl06stop,
Vall08Val, Glyl42Glu, Asp204Glu, Ser259Gly 2. /b % i@ it
PCR-DGGE # I, #1: Glul18GIu ( A X) ( GC 3 #], DGGE),
Asn291Ser'” , Thr361Thr( [7] X) , Ser447stop.

3 REAEREBRHEBEREHNSH

FI BT SCERIR 25 19 LPL 2% [H 58 28 £ 34 105 F. HHp iy
X 4 Fh: — 93T G, 51444 & T 5 Pk Bk & 1 B ML J5E ( Familial
combined hyperlipidemia, FCHL) , {3 7 4R 3 ik 95 93 IRUBS: 38 i, &5
Asp9Asn ¥ - 53G T C, Ji B TG PEFEAR, 7T fg i R FCHL;
- 39T C, 8B TE M AR, AT AES R FCHL; + 137 + 19CC,
SAERMBEXEA, BERESFEE. WS T8M: W& T 1
(-2 Z- 48R, SFET2BEER), & T 2G™ A, S
BRA), AE T 2067 A, ik Pt s RmA), A& T 3(C
T, B2 A HHHE /0 57 3 6 bp), W& T 6(42121/C, 4509T/C,
4576A/C)"Y, W% ¥ 8(Hind @% &1k, 5 SerddTstop & ) «
42 93 Fh KAEASE T X LPL 48 7 X AR R 538 W
1o 75 10 M2 F o, BRAME F 10 SM 396 N RS
FEOHREREN 9 AMMETH, LIANET 6 715 1 HRAE
FhREL, 0N 26 F1 25 2, HIKNANE T 3, 8 15
B DM 1 R R RB RS, U 14

NEEC RN RS R R AT R E L SR TFRVINHE
(F ) . WFETH LA TE SRR L5AR 46 F 4
N, EIXERA R DI NREBENERZ, & 64 Fh, TR
ABH 12 P, [F) LR AR (synonymous, BT %5 AL - (1) 181,
B3 B o 3 R D R R R (1 ) 3, L R A (&
PR (3R NN B R S5 A, A (3 R D) 14 B[R] R
AP T USRS TS LSS B T B R AR B ) s R
Hodp A YRR E RIS AR R . 7E & Fh o2
B SCRAR TG URAR RAE AR I, 5 SRR R 98 R
i N

4 FEEBRMEINE FREXEEME . MAE7K T
A LVSESTE S PR

FUE R 1) LPL 2[5 5 AR TSP 4= 30 UM T 7™ =19 = 1
I =R IRE A, BT LAER 22 563 LPL 35 [R S AR X 1 Jig 7K ~F 4%
Sl 72 H v = R K ST (0 e, 3 D8] v 2L B AROR I R 28 AR ARG
TN LPL £ K RAZAR 2 W, HOR AR E N A TI 2
— o i LPL AR B A (0 508 A0 AH G AT T2 HR IR N, AH R
FRAMRE SR AT BRI 1 Je 3807 0 2 i 45 # 3 [X]
PR BR T B K, RN T B E LA G 0 E E R
1105 M BB =, RABMFHBEEMITWE AT CRE
B — AN S AR L R B R B X AT B AA 179 Y5 S DY,
ZRAZ (R 2 R A A v Il =R IRE R R B2 T,
e S FUR AR, B R T RE RS E A .

R EEZR A  Asp9Asn. Asn291Ser Gly188Glu . Serd47stop
X URh AR A A LU 32, 10 ELAE %% R B 2R & T A
WA . TE TR I X 2 A B, Asp9Asn. Asn291Ser,
Gly188Glu 1 Al — Lk A5 A2 AH i 541K 1) 9% 748 36 o 45 1M 2K v B
i =8 IC HDLC &% K% 14 5768 4R 3y K 9% 9 ( coronary artery dis-
ease, CAD) MIEAER, HE Serd47stop B HERHE R & — MR
MR E, A CAD K RMIVER . SerddTstop K2 G H i
B LPL 552 SR A 3 . — T0URE (g R o 22 58 M I
7R Serd47stop 5 HDLC 3 =1 2% TG B&ARAH 2, AT LAHE M, ixX
ANENEE 235 T E RS J 0wk sl ok m & &,
Serd47stop AL 1577 FH B AR T F A T = ¥ HDLC K UK
TG, $&7~ H X CAD Jw N R G R /EH . 7E Framingham T 50
':F'm TEERAIET 17% N Serd47stop KA H, I HAE
B IR R 9 AR 58 m HDLC RUBHIR TG A 5%, X 5 1k 58 9%
BERRYIER .

ZEHR LN DIET M 4 67 B R, Baum 17 )
i TERSEH WA W Fh LPL 48 5 Asn291Ser FH Serd47stop 7F &
SR R AN 2 X B T (R 4 Ao A AT R BT R R IR BR
9 ( Alzheimer’ s disease, AD) 4 Serd47stop HJ 55 fir 2 K 41 R
(9.4%) W B AKX F 5+ B4 (13. 7%), P = 0. 10. 1 %} F
Asn291Ser RAF M AH K, AD 455 A7 BRI (1. 3% ) =1 T 0T R
H(0.0%) . XFhZRLENKEZ W AD HE NHE,
Serdd7stop 4> N 9. 8% ((IEH N) 1 3. 8% (AD % N),
Asn291Ser 7379 1. 1% (1IEH N) #15.1% (AD i N) , A
BENES . EEFRNIRE H SerddTstop 27 K (1) AD &
R 2H 23 5 0] T 2H A BUA 5020 1) 00 BB B | 4o £ 4 o G 4
BANE RIS AE 35 A 9 BRl IR 2 B i B IE 3 A
BB Asn291Ser S0 K SerddTstop S M1 %, H B
H Serd47stop [ AD I N K i H B & A5 Serdd7stop 1198 N A
LA U SR R . D BTt B e T
LPL T & 52 0¥ 5 (4 T G X i R A BTy i LPL i 1 1 4%
MR SHIEED £ AR EIEE O 2@ AHCE O MER, X
BEHL T BT BE T R . FRHEWS H Serdd7stop 2 BH 1R B IR 7%
BRI KR, T Asn291Ser 23 E S 1K &

Y8 LPL AR 5 5 B AL IR 7K~ 3 06 ™ S 2 i, {2 5
HE B R 3R SO B IR 3% A 9 I 00 7= A 7 B I PR RE R
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BRI A E2 FMRAETE A SR & & 1S Yk b, 2l T HL A
HAfied @UEREALE. B2 41417 5 A0 B85
1%~ 2% , B UG 2%~ 5% A BEIEKERN GREREEN
MLSE o Zhang 251 R 35, AT T 2 6% G & E & A M
SER E22 44 F 1) LPL 4 & T DNA J7 %1, & R BRI N
LPL 42 F 6 1¥] Asn291Ser 5 L RAF . #—DW 5%, (£ 5 @Y
7 Ml &R 1 IUAE 9 18 1 B2/2 44 7R 22 9 B2 & 1 43 )
K th 5 IR0 6 913% LPL 28 5 . T 7 230 151 1E & it fig ) %o e 40
A R T 3 B, 784 o E2 A LPL [ 4H TAEF 2 @ & g
B A LRE R B B R 2

#=1. ANEBERERBERMEFRETLA.

G5 EEBmEE  REEE R i K 25 X
1 Trpldstop TGG ™ TGA TN A SRR M e
2 Asp9Asn GAC™ AAC YN & TG, {% HDL
2 Asp2IVal GAC™ GIC FE U151 FCHL
2 Asnd3Ser AAT ™ AGT A6 L BE R il
2 His#lyr CACTTAC #1151 FCHL
2 mwswae O ij O g s
2 ;‘;?ﬁsfw (GAG™ A+ GAG) AN LR AR
3 Ty6lstop TAT ” TAA T LBk M
3 Tipbdstop TCG ™ TAG Fe XU PR M RE
3 Val9Leu GIG™ CIG BT PR M
3 Tyi73stop TAC™ TAA Tt FLEEAORL AR
3 Arg75Ser AGA ™ AGT RSO L BEROR AR
3 Tip86Arg TGG ™ CGG U FLBERORL ITAE
3 Trp86Gly TGG™ CGG AU LB ML E
3 Ser8877? FEUT FLBETORL IE
3 Thrl01Ala ACC™ GCC I8 &G
3 Clyl0SArg GGA ™~ AGA g0 FLBE R
3 GInl06stop CAG™ TAG Fe X LB I
3 VallogVal GTG™ GTA ] (120210 R
R T VLT
3 ke 560-564 AACTG B ekl FLEERORL fLRE

frame  shit
3 B stopl 19 ( CCGC # F&rglll FLEEROR M3
%, GG #hN)
4 Glull8Glu GAG ™ GAA 02 FRE
4 His136Arg CAT™ CGT RSO FLBEROR AR
4 Glyl139Ser GGC ™ AGC HEU0 FLBEAORL AR
4 Gly142Glu GGA™ GAA RSO LBEROR AR
4 4bp HLA(162) el FLBEOREL ML iE
(=]
" PETIOWE g s
5 Glyl54Ser GGC™ AGC R LB RO M E
5 Clyl54val GGC™ GIC fEUBL FLBERRL ME
5 AsplS6Asn GAT ™ AAT BT PR M
5 Aspl56Gly GAT ™ GGT AU FLBEAORE IURE
5  Prol57Arg CCA™ CCA HEST FLBEORL AR
5 Alal58Thr GCr~ ACT AU FLBERIORL IR
5 Glul63Gly GAG™ GGG HEXL FLBERORL MRE
5 Serl72Cys TCT T TGT g3 Zi ) L BE ORI I i
5 Alal76Thr GCA ™ ACA BT FLBEAORE I RE
5 Aspl80Glu GAC™ GAG ST LB ML E
5  HisI83Asp CAC™ GAC AU FLBEARORL AR
5 His183GIn CAC™ CAG AT LB I
5 Clyl88Arg GGG~ AGG Y8 BTG
5 GlyI88Glu GGG~ GAG AT LR M

5 Argl92stop CGA ~TGA eyl %ﬁﬁ RER,
5 Argl92GIn CGA ™ CAA B 1200 GO
5 Serl93Arg AGC™ AGA /G w00 FLBEAROR AR
5 1lel94Thr ATT ™ ACT o SLBE SOk I i
5 Glyl95GIu GGA™ GAA L FUBE ok
5 Asp204Glu GAC™ GAG e STLIOT ZUBERMOR i
5 Ie205Ser ATT ~ AGT 1 FLBE AR
5 Pro207Leu ccG™ CrG BT BRI I
5 Cys216Ser TGI ~ AGT B U LRk I g
5  Ie225Thr ATT ~ ACT A 3t FLBEORL M 5E
(GCT ™ CT, G916
5 Ala221 Btk TSR Gl FLEE IR M
IPLarita
s ooypofEa  (CUA CORTA 0 s
AATATT)
VAR A
6 Cys239Tip TGC™ TGG L e, RERAE
O MR R
6 Cys239stop TGC™ TGA X EEFETG
6 Chi242lys GAG ™ AAG g0 FLBEAROR AR
6  Arg243Cys CGCTTGC AN LSRR I g
6 Arg243His CCC™ CAC w00 FLBEARORE RE
6  Ser244Thr TCC™ ACC BT LB O I i
6 Asp250Asn GAC™ AAC BT LB AOR I RE
6 Ser251Cys TCT ™ TGT BT LRk I g
6 Leu252Val CIG ™ GTG AL FLBEORL M 5E
6 Leu252Arg CIG™ CGG AT LR ORI
6 Leu252stop Te 128 FLEERORE M AE
6 Ser259Gly AGI ™ GGT A1 FUBE AR
6  Ser259Arg AGT ™ AGA B3 LRk I g
6  Ala261Thr GCCTACC gt FLEEORE ML 5E
6 Tyr262His TAC™ CAC B BRSOk I g
6 Tyr262stop TAC ™ TAA/G Fe XU LB ARt RE
6 Ser266Pro TCC™ CCC AT L BEROR i
6 Phe270Leu TIT TG HE 030 S LPL
6 Leu286Pro Cré~ cce Y8 EHTG
6  Asn291Ser AAT ™ AGT L &4 T FCHL, CAD
6 Mei301Thr ATG™ ACG R LB I E
6 Tyr302stop TAC™ TAA Tt FLBEARORL RE
6 Leu303Pro Cré~ ccG AT LB I i
6  Asn291 sk (AAT ™ AT) ekt FLEEORL M iE
6 Leu252 sk (CTG™ 2 bp del) gl FLBEROR AR
6 2 kb A MR o s i
) L1
7 Ser323Cys TCT ™ TGT I RAFETG
7 Ala334Thr GCC™ACC A3t FLBEORL M 5E
8  Phe3SiLeu TIC T TTG 1 31 " }’T‘ s
HE R
8 The361Thr ACC ~ ACA FY20-2.2530 R
8 Leu365Val CTA” GTA e FLEEORL M RE
8  Trp382stop TGG™ TGA T FLEERORY M
8o (AGTCCCER) BN ABEAUE
9  Glu4lOLys GAG ™ AAG A 3231 A BEROR
9 GludlOVal GAG ™ GIG HEXH FLBERORL E
9 Cys418Iyr TGT ~ TAT BT LRk I g
9 Ghé2llys GAG ™ AAG i METHME TG
9  Serd47stop TCA ~ TGA I L1351 %]fé FAR TG,
75 HDL
9 3kb del sl FLBE SR I i
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T IEEN R AR LPL A BUR W EER T, d%
SEGRME B H WM B R &, I 4E ok — 550+ 1PL =48
(IR A TRY) 52MERNIRES NEE. Ma %
Wt — & KiE &, @8R5 L TG | 3. 4 mmol/L J+ & & 22.5
mmol/L, 3 51 & JFE i 5, K5 #5 N LPL Ser172Cys 2 [F 8 4%,
Keilson' " 254 5 7 WA 2k 75 PR Z2 391 ) % 4 i Mg of e A0 bk
JEERR 5, RIS S AE S WP IR 38 45 A 1E, B3 (0 H Tl = BB K
FRERE. WAL REAREINH.WA2EZTE~E 1
MHRW. R AW NEEMNERAN. WFRILA
Glyl88GIu Z% & 72748 . #EULIEE N A, PRZ 0T, 734 45 H il
ZHEKCE 1 LPL 2SR AR . LPL 28 A8 4555 A ib T i i
R KR o Xk LPL % & RATTEVE T N 2 K A A 83 i,
AfE R AR AR WERN, BEEE KMREN
Glud21Lys 24 + Z2 0 75 Z2 W A v H 98 = i i 96 12 it i
9, RS R IIW = A, 2% 5 3 A AT H i =18
i R AR AT

Hubel %" F1] Fi] 25 7 55 A 45 5 1tk B0 A% 5 IR FC 2 0 52 7
VRS S IR T 4E RN I R G R 6 R ZH ) N291S 2% DON/T-93G
TR R AR IR AT GL T S 0, AT R LA Sk TR A
N291S Fll DON/T-93G ()78 B2 43 Al 4 11. 1% F17. 1%, T i
YRATHELH S BN 2.9% N 1. 4% , B a B ENS %25,
$E7 N291S F1 DON/T-93G 1 g2 S Ik 79 I s 4% fa I IF %% .
Suga " 4R 5 — 40 % H A Ltk 4 LPL JE 538 ( Trp382stop)
BIAEE 7, 5T 3 YRUE g 3 SR 1 H T = R IR A0 R R 4%, B
BRTE, B 4 IR GR 28 77 % AR B 2 1) oK R AR S R TR %, T
B LM — 5 )L KLU, BEYR T B B N E LPL RABFT
TR TG IUARE A 20 A B 28 0 f 165 9 £ &2 BESERIAR )L
{8, T e T BRI

CL L EHE R B, 5 4 TPL AR, I A 2 BT
HEWE JTa 22—, NAlkE FIMET X 17% ~ 2%
(Serd47stop) "' o EAR LPL ZER A 5 Lk KR KB R A
et —PUEsE, (H 2/ 2B T LPL R FERAB LW 2
M. SEATLATRE, B 5 2 R M R AR 71 T2 R
N, LPL 546 5y & LA B LA £ B 52 1 09 T 904 2 B AR 3 —
It .
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