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R\ e B 1 i 7 Al 2 A 59 38 1 W

BFTF, IFEH, B, BT & B, XHEHF, FAL
(REBEHARFAMLFHSE, REFT 300070)

[RHIE) o T4AYF BEABVBYOARNRTE, ROBEANL —FLHMELIEN, BEOKWE X
HRE, SHEhZBaE
[ ] HE RFEXREZRRXBEOBVBEANTTHEX, ARFT LS LB KFOH0. FE FRARLSEE

B —# ek % % MR R 386 1A A (Al E F 40 278 1), A fiE 5+ F 40 108 7)) 69 5 & & R By B Ak H i 4T
REFE, N THRELEWT EHEZET DNA FIIM R, S TRERZN LS5, FIANTRF LR R bz &
ARAREBHERERFA KRS ERRITER. R ABVIHAT, AL 4MRE AEEA 14.5%, L+ 1
% B AT E NI A LIRE I 2 F 3 Leu'™ ~ Leu FIXNRERAT, 1B H BTN ERGIETS Pro” " Leu ® %
KAFIBAEFITATHELSLEHFO6bp & CTT 4%ty % T AT, 15 Ser™” - stop B T #.4F, 50 4 Ser™ ™~
stop REZALTF. HBip KREREREABAALE 2 REaRBART R RMEA LS K SHKXBRMAY
Ser ™ stop ZAMAZE, LEA A FHEE.
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[ ABSTRACT] Aim To screen the mutations of lipoprotein lipase gene in Chinese peoples and to study the possible effects

of the mutations on the lipoprotein metabolism. Methods The lipoprotein lipase fragments were examined with polymerase
chain reactiorr single strand conformation polymorphism analysis, and the polymerase chain reaction products showing abnormal

Results Four

kinds of mutations were found in 386 Chinese people, including one samesense mutation (Leu'” ~ Leu in exon 3) in one sample,

pattern on single strand conformation polymorphism were sequenced using dideoxy chain termination method.

— .. - . . . e .. .
a C T transition at 6 bp upstream from acceptor splicing site of intron 3 detected in three samples, a C875 T transition resulting
. . - . - . . . = - . - ind
in a P207L mutation in exon 5 in one hypertriglyceidemic patient, and a C1595 G transversion resulting in a Ser™ ~ stop mutar
. . . . ~ =
tion.  One homozygous and fifty heterozygous mutations were found. Conclusions Except for Ser™ stop, the character of

mutations of the lipoprotein lipase gene occurred in Chinese population is different from the Europe and American population.
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Jig & [ 5 5 B ( Lipoprotein lipase, LPL) #2& Ifil %%
P BRAR A G R, G 3 AR T O AR K A L BE
TIORE AN B A1 5 2 G 2 A Hh i H il = B8 (wilyceride,
TG) 4y H A0 2 e i B L AL 2R . LPL Z5 # AN
Ty BE ) 25038 A2 T B e A L A 1) o v H ik = g I
(hypertriglycerolimia, HTG) ) % 5 % ) JA Kl 2 —12
BEE 7 T A B R R A BOR ) &, LPL 3%
BRI 38 S BRI T 52 R, R I AR 75 A 2 AT 2R e il
. R E O LPL 3 [N % L 2% 32 () Ff
I RS RE A B REE, B AC LPL R R R S

[Yi= HEA]  2006-01-04 [f&EIHEA] 2006-07-14

[EE€WMB] KETHARFEES(033607311) %)
[PEZ®MA  BFF, Bl LB e, 28N 1AW s A

7, Ermail A tjzhaoll @ yahoo. com. cno EEME, WA, Bh#, *
BENESTFAEYF MBI R BINEE BB, 282, L5
A T, N F T AW AR R AT

HTG ST B 5% 2R, A5 SOR 3R 6 Il B S I —
FLEE M) B %2 & M ( polymerase chain reactionrsingle
strand conformation polymorphism, PCR-SSCP) ST AR
Nof LPL 3 DR ke 4f A 1% 140 bp BAP HIIA 91X,
SMET 2~ O(BHFEN G T M ETRARX) #1471
RATHLE o

1 NR57FE

1.1 W&

386 17l #f A i & B HTG & 3 FofE iR A 2
Hk, YLt TG 1.7 mmol/L 4 -, i % TG <1.7
mmol/L % 11 A§ IE % 41, 3t 278 #l; L ¥ TG> 1.7
mmol/L. 7 1 fig 5% 4, £ 108 .

1.2 ZE[F4H DNA BI1RE
B B Fe koM, L7 Z 2R, A
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TKM ' 42 B [H 4 DNA .
1.3 BrERERY E

| F| % 4 Bg 4% K N ( polymerase chain reaction,
PCR) ¥ W X S8 F 2~ 9, 5l 4 3+ & B X mk

RAMEAEZENTRARNE . KAKRHE
AR A 25 UL, 5 45 4 95 CTAE M S min~ 94°C
B 1 min_ BK 1min 72 CHEM# 1 min, 3£ # 4T 30
RAER, ' Ja 72 CEIEMH 7 min. 2% 37 A5 ¥E %t fx

[4], B LWL T A TEA R & &, PCR A X

®1. 3|FFIRRNERE

w4 PCR =¥, 514175 R

BOKIEE L% 1

B3R A B 5197 %1 TR B 1B KR
- EW5I¥ 5 -GGGTTGATCCTCATTACTGTTTGC 3 — s A s
1] -1 ~ + 61 [
T #5140 5 -GGGCAGCTAGAAGTGGGCAGC3 p ( 3 p)
E#%514 5 - CTCCAGTTAACCTCATATCCA- 3’
SNETF2 . 36 bp+ 161 bp+ 32 bp= 229 bp 54C
R 514 5’ - CAATCCACTCITCCCCAAAG-3
: #5149 5 - AAGCTTGTGTCATCATCITC-3’
ST 3 e 25 bp+ 180 bp+ 27 bp= 232 bp 56°C
R 514 5 - ATAAGTCCTCCITTCT CCCAGT-3°
v L3514 5 -TTGGCAGAACTGTAAGCACCT-3’
SET 4 . 43 bp+ 112 bp+ 46 bp= 201 bp 57°C
T #5149 5 - AGTCTTTTCACCTCTTATGATA-3’
EW 514 5 -CCTGCTTTTTTCCCTTTTAAGGCC-3
SNETFS 20 bp+ 234 bp+ 24 bp= 278 bp 56C
T #5149 5 - AATTCGCTTCTAAATAATATTTACCT G- 3
] L5149 5 -TCTGCCGAGATACAATCTTGG-3
SNET 6 o 39 bp+ 243 bp+ 38 bp= 320 bp 56°C
R #5514 5’ - CTCCTTGGTTITCCITATITAC- 3’
v L3514 5 - CTGAATTGCCTGACTATTTGG-3’
SNRTT s, 75 bp+ 122 bp+ 40 bp= 238 bp 58°C
Ri#51 %) 5’ - GACTGGTGCCATGATGAC-3
Ei%514) 5 - GCTGATCTCTATAACTAACC-3°
BT 8 43 bp+ 183 bp+ 67 bp= 293 bp 58°C
#5149 5 - ATACAGCCCCTAGGTCCTGA-3’
Ei#514) 5 - GTTCTACATGGCATATTCAG 3’
SEF9 38 bp+ 105 bp+ 37 bp= 180 bp 58°C

T 31#% 5 -TCAGGATGCCCAGTCAGCIT-3

e P B E=

1.4 BEHRZEMHSH

B 15 VL PCR =4, 5 15 WL T F #Z WK
(B 9.6 mL FBEAL.S mg IR E 3 A7 400 ML 0. 5 mol/LL
LMW BREH T R) BA. 95 CE M 10 min 5
TRIE FOkIE . B30 UL KM A B R, KRR
K 8% ~ 10% , S BRE K 2% T A M BE fik % B ( 160
mmx 180 mm % 1 mm) % H & 3, 4 C= 15 CE I,
S0 150 V 10 min A & #E R, ZKUUEHE 5 W
W 3~ 8ho HLIkKEEREFHBRALEERE.
1.5 DNA MR

PCR-SSCP B r & WA MY ¥ r &% Lig A
W AR A IR 8 Fr 3R & I BAA IR 8 W F
1.6 REMERN —IREIFKSSMHESHT

LPL 4 % F 9 SSCP ik F i &~ 7 & # A B
B, T H PR Y DNA AT R, 4
AN DNA BAREHHATY W, LF LEIHT
T, THERAERT %, £F 5 A 5-TAGC

A AMANETHZINETTAK ZHARTRE+ FMASTHZIETZAKX

CCAGAATGCTCACCAGACT-3’ ©
M X 4 B Hinf ivet 7847 .

¥ - IR

2 4R

2.1 BEREFBIEFREMERN RN
REEMDH

386 17 B it R LG Y 56 1] S Rk T B, 98
4 FhANE T, Hoh s 3 ANE T LB, 5 4 AN T 3 4,
FSHEFIH, HIMNBETFSIHIELD.
2.2 HBE DNA #HAMRFT
22,1 2F3 1FIREWHENT GRS
DNA Il FFAESE NAMNE T 3 C562T 3 # RAB A& T,
HI R S8 Leu'™ ™ Leu A L FK k(B 2) . %A
H AT E N AR WARE, FR7E GenBank - yF M3, 3k
FRVEM 54 DQO83390.
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Bl EEEEHBIETIA4SMINBEEERRN —RHAKRSTSHEIKE

A CHANE T3, VKIE 2.5 ISR BAE A A

NRBRAET, HRGIE MK IEF AT, BASMNEF 4, JGE 1.7 MBI W0 R, HAR S MBI NIER BEEHE; CASMEFS, WK
W RIER S M KR H R, 27 EONMKIEH SEd: DOVSMET 9, WKIE 1.3.5 AP R IEH BAE, 2 NS TRE, 4 HEREFZ

W% RE R, NRETRE,

TGTCCGCGGGCTACACCAAANTG
10 120 130

A \ l '
"Aiﬁ“"ﬁM}Mwﬁ*M [

E 2. EF3RELTLETFH DNA WENNFER
SLARig A el WA, AR 31 CTT Hih A A

222 hET4 3FIREHEENTHEABS
DNA U FFUE SE XN A& 1 3 19 37- 2 A0 BT #2407 53
(3’-acceptor splice site, 3"-ass) FJF 6 bp i1 C7 T #
P RERET(E 3) .

30 40 50
TCTTTTTCT TN CAAAGGAGTG GA

c/T . &
WVETEETL

B3 AET3IRERETH DNA YFER
ALK O/T, AWE T30 CTT HRRERET.

i kAR id b

2.2.3 42F5 1 B Y A R A
DNA W FFIESE N4 2T 5 C87T5T i RAZ & 1,
B R S8 Pro” ~ Leu BN RIEZ(E 4 .

CCCACCAN TTGGTGTAGCCCGCGG A

30 40
. l A A .'
ﬁ(‘ ‘\/\\‘ \ l\f v ‘N' JZXX\,\
A AL L Yy

A RSNT 3 YT BOR T AR B OSSN T 3 I A BUR R 4R B

2.2.4 SrRF9  SIBIREWEA S AFEE, 1
1] 52718 g R B i 2R, AR 2 LA HE B ) S e,
2 DNA Wl FEIESE A C1595G 44l & 1, 50 451 2 30
NAE W 2% 1E B A 2 tH— kA8, S = 4k BB,
2 DNA Wl FF 8% PCR-RFLP 43 H7ilF S2 %14 C1595G i
HIE T, S Ser™ T stop Fik, ETE X R A
(E5) .
2.3 BREMERRMN IREIFKSESESTT

ASMNET 9 BRI 51 i 1 B K 160 bp. B 1)
J&, AT LM 2, — 2% 160 bp, — %% 4 137
bp, VITFHI/N A B 23 bp 1T 20 T E 8D, 7] B B9k
Hyk BB R 45 & EB A IR, 4T FAREER.
RAAA TN I — 4, K 137 bp. 10 B 4= 240
ANREME Hinf ivD)TT, LK ERE B L 160 bp A B
(K 6) .
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B4 SMETSHRETREREENFE
H Pro 259 Leu; BONIE® H il =BE# 5L & F 5 W FF 45

/\

AN A

c

5. SNBF M E
Serd47stop

A N Serd4d7Ser, B A stopd47stop, C N

3 it i

REZE A M s I ( LPL) A2 RE 5 AR 10 G de iy, 2
ANERERRE A MERRNRFERFZ —. f£EH
A, LPL S5105% B IR 8 5 52 44 F JE T3] i e 77 7%
SR e 510 A g o ( L1 R H e =) AR
D3 R AR S, 76 BT 25 09 15 AN SR JE AT 190 Ff
AR LPL 2R RAR A B 25 M, J& H i = Ee i

A NANE T 5 A ToRANMFE, FEFHEYE 875 Mgk hE® C AN T, 207 £ 4 i 3 iR
, R NIEFE RS, 875 Mk C.

501bp
404bp
e | 331bp

1 242bp

=™ 190bp
& 147bp
o 111bp

Eeo HMEFIRBIAFKESEMERKE Lane 1 A4 Ser™/
Ser™ WFfE 4l 4 F, Lane2 Fl 4 N Ser‘m/stop447 24 F, Lane 3 N
Stop*/Stop™ 4li &1, Lane 5 A marker (pUC19 DNA/Msp iv)

SERE A o I LPL LENLAR g R A o i 8 E
YER VA B 93 F A 22 B AR 1 R B R BAR 1 3 X%,
LPL £:[H 98747 (1 0F FL AR 7 IR 0 & &, A LPL &
BRARERRERNFEENEARZ —. TFEKE
PN — e 3 R SRS 5 FF 4R OV LPL S RS = (A
FEARAEA 2 R 7%, 10 Chan 257 Xt 160 ] HTG %
LPL 3 [ 48 5 1 0% 7%, Zhao 25'™ 6 T LPL 425 8
447) % 1T 2 25 VAT A i 2R A fE B R A Yang
S S TFAE fk v H it =B ERUPE RO B LPL Y
e & A I8 Wil (LPL) 4h 2 T 3 Leu'™ ™ Leu [d] 3
RAKH T 65 5 55 1t & B8 i A B, TR
WRPEIB AR 58, 750\ 5 ARk A 3k i AE R B 254 . R E
& %59 3. 9 mmol/L, TG 4 2. 03 mmol/L, ?E‘Z\W&W-
4 JH [ B9 0. 84 mmol/L. £ DNA ¥l 5 3iF SE N &5
SR T 562 Frbg AL, R CT T %%ﬁ%ﬁ&ﬁ%
103 f7 R RF L T CTG %48 4 TTG, 5K W Fh %
W ¥ gmbs S E R, WOF A2 LPL & S TR 4 A
ZRANFAMNE T 3 3 B A _BiF 39 bp &b, TE
MR T —EFAS X 20, H BAZ FARAL 5 5
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AT BA S Wi A, 3 ST, /£ RAE C
TT R, ALK 5 BT A GU RS T
B3 i B4R AAG, AN A B 3 BB R
2, R LPL MIIREAR T RER A B2, A6 TG
B B T, BT E A &, YO8 LPL 7S
FThEE LA KA B A, H TG M F =l e 2
A H A5 T I E R R B LPL 2838( 5627 T) 1
RO, St —2 iR LPL 45 H) 5ThEM - R A EE
S EAME .

Ji6 2 A MG 07 B (LPL) JEBR N & 1 3/3-ass C T
B oA i H A %% Nakamura 50 B RIS . I
JaH HAth 2= E M4 AE HTG B3 P s iz =48, T
TEHE S R R R IZ R, B2 E AT Z R
TR RE /e HTG BH B S BERTF. HAliZRE
R THARFE. ALK 3 HINET 3
3= ass C T BRI, Horh Ay 2 Bl P9 7E i g 57 5 41
Hks e, il 2 TG 4351 24 5. 90 mmol/L A1 6. 62
mmol/L'" o 5 UAE E N AMY K E T HIG &5 A
MR F 1 HINE T 33 - asy/CT T BHima'™,
for A I 2R TG B AL T IEH JE L 24 1. 35 mmol/L, BE
TC Mg S 58, A DA 8 AR i 1 A 1 B 254, 1% 2
FA NI E WA PR . ZRBAILTF HTG
B, BT AR IE & FNEER 1, xRN 2T R %
SR 1) A 3 B SORER T 55 AR B 1 IR R A ) SR R
BRI BeE BB S EMHE .

Je B G il (LPL) Pro™ ~ Leu A Skt T —
PIIRATFREE M 2K IR 15 F R ™ E HTG B3, ¥k
RN BRAR K ISR, L3 TG B ¥ F] 36 mmol/L.
BT 2 PCR-SSCP A 77 £ AAIE SE 4B+ 5 58
875 frB e C BN T, M E IR % 1S 7 CCC A
NEGE BT CTG., X% T AN+ 5 Pro” Leu 2%
EF, BRAZMr BRI BT X —RmEY %
A5 53 L Ma 25 3R 45, 76 HTG 4146 i if g 1F
O R AR R I, TR B F 9 R I % A 7 R 5 I LPL
BRI H S8 LPL AL VE M Bk, HJE,
X AR B O kR ik ) I L S5 RO B S R S [
FEINFEF KD, A5 i A DL 7E 9 [ 58N 3 R 1
& .

AR F 9 Ser™ T stop % &ML 55 5 5 B Hata
I PR ZRANAL T 9 ANE T 1595 BIEAL, B
Bt C7 G R R T TCA #7359 TCA, =4 —
AN PERTIZ LB F, S EA BN LPL 76 C A i it
2 AN IR L (Ser-Cly) » B RA S 2 — R
LA AT KB 51 G14M 8T 9 Ser™ ™~
stop S HE 12 BI7E I AR 5 4 2 R IR, 39 51 F 1f

JEIEH A, Al 1 plRais7RE, ARl
NIRET R TR MG KT 85 W A [F R 7
I A TE A — B I FRATT B I A 45 A Sk
MGEiH2 301, N Ser™ ™ stop ELA B8 IR TG
KPR A

BATBE A TAEVDE Bor T BN LPL 2[R 2 57
HA 5MEEEFA RS Flinkks K250
KA FAELE Ser™ stop 2 PEAN, I T IS E N
AN AR ARIE I SN E T 3 Leu™ ™ Leu 6] X RAR, 47
EBRTATME RIS ET 5 Pro””  Leu RABLE
T, WARER = A AR H BT R A
F3/3-ass € T $¥e2. E A LPL ZHE R4
£ P AT A AR LPL 3[R 28 57 78 TG %5 9K 75
TR IR, el 2 i BE A DI AE HTG 55955 i A
ROByT i1 #AEFH3EE 1 Al

[ &3 3R]
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