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BIEEA CI BRZERHEHIEE

# %

R §

(FEFTREEARKER, % 266500)

WE LARSERMAVNEKRESOCIREZER
AUNIMFRAANRAAERAFT AT IANAES
QLG XA LAFRELRA-~NIHE, RESR
2LF3PFEANET ALARATRAOARER
FAFRINET MHEXEVSNAAALNREAS
HBBEERNIH. EHGS, FRAKLE P
EEEA Pl

Xl HAWEGCIkzE, EAXE

#AEEA C I (apolipoprotein C I ) B—AF 79 4
REMMAREAR, AEREA TR =RABMY
W 2K ¥ — it & 3 )il 8§ (lipoprotein lipase, LPL) # 48 [®
FRED) . ERBEACIFELEXAMFTLPL 18X
Ei N ARESEEEARNTHETE=R. &
BEACIF I~ HEMBRELARRLE SRS,
54~79 WEMBRENE SBIE LPL 85

1984 EH RS BWANET ARBEACIH D
NA FHREEFEGT 19 REKN, 1087 FRBTEY
BB, IE 3 840 P EHM.4 MR TR 34N
T,

BIEEA CLBLZHE N MR 1978 £, &
#GS9 ¥, B)1976 F X MEKEHE St. Michaels
ER#&iZ. &/ R4 mE X (Carribean) —4
HILB NG, B P ERRAMBI 18 FF B HFRK
F. 2P XRAME WEEREESHERRL. DL
¥ H W =Rk &% 10. 70 mmol /L, {H JH B #¥ K E IE
. REERAETEREHORE. EREREIM
LPL &k Z fEMF,, B1E Z WA E RO M AE SR,
0 LA I AE L B RO S B R PR B YRR L XK
AARANGVHEZRR — o R EA R #RETER
A, BIETF 199 F R LNARAHEEACI#
ZHEALETHEERENHRE BUKAEHELG S

T WERERKTHBERENSRE, R 250012

1 RERDEHRGA
1.1 ¥BHEZEI {rame shift mutation)

1988 EMETHERMRIBEA CLBRZFREN
MEESFER FHELEHIEIED C I -Toron-
o), HAREA C I -Toronto EH 1 68 M EHM T
B ACT (REM) Y MR W52 B H (thymidine, T)#k
R X—-BRRERUEZMUHFER BERETURE
HetEER EFSNEAEREREIRIEFS,
ERTHA A EERNBRBESCIEAR, M
HERT ™S LPL 893188,

1987 SEMA KM A M RAEE E C I -St. Michael™
REER—T B YW EHE-MRBAFAALL,F
1984 £ L LR £ St. Michaels KR . % 10 &4
RRARRIE FEAFLBE B2 HEIEEACE
MEZE. BEORAMTRAERTOMNERMEREESR
MERGFRIBEACI NERMHRERRERT 17
AEERREERT 6 M EERMEAR BRE
HCIERAEZUB BARERBBNGIKESR
50%~60%, EIEER B RFELK, 61 YF
HFRRBEEACIBZIENAS F. ERIREY
RECE -

1992 FHMET AEMFLE R, ER 70 M EERE
BHE2AEBNEANT — K 3 (oytidin,
COWEX—BBRE/ATIEE. FIMR B L& HE
RELEAE4 ST,

1981 FMET I HERAFRLK 9 AF 4 £
BIEEACIMIEMAEF. M2 IEBELCI-N-
jmegen'®!, 1988 £} & DNA RMFLR. EE =SB F
2 943 {i 5 B 1% ¥ (guanosine , GYRL K, X —H B R
TEFRBABBEACIE 1T UEAEREERLT —
THELEFEBTCA ATMERETHBEICIHNIY
el
1.2 X TR (nonsense mutation)

1986 SEHREMHEIEEE CI-Padova BERZE K

H— AP HZENERLE. RN Y. 630 % FEARE
55— 1Y Siculiana #3 /IAHIE R XEF A R LK HE
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HEESCIEESSN 1.3 mg/L 1.2 mg/L, %
EOEHB =R XN . XA ARREQmE,F
RE RS 5 YEB MR 26 22 15 35 0 0 AF Il B K %8 s K
ERBKEAEROREALERHRBEZCI
ER,ZZE12ZhRAHH MK EREE 5 65~11. 29
mmol/L,REHE A REEZHEHFA,.E 12 XKERE
BU,1989 FREHABIREHCIEZERNB=SRF3
002 fii C ¥ #: 5 ¢ B v B # (adenosine, A),{E R 37
IR EMER TAC AN TAARIEHET),

1994 FEF R HERIEEH C 1 -Padova X B R 4E
EFAMAEREHY—TRE ZBHERAN 24 ¥
M RERER, ZHME T H=/%%X 3916
mmol/L,. &M VEARREALE, RERELERR
#e, FFIR K DA E B AT 3 V0BR , MR i LPL A9 3% £ T BF
PR EHEX ERAEXALEE, 84 LPL 5
EEXRE BEXBARRRAK AT REREER
FE&E—/MMTEARGEFER IS0 F R EE
MEBREENEESTF. DNANFEREAREEHDCI
HEEF3002MCERIA BRI URERED
TAC %5 TAARIEEFS)M, X—T X REERE
BEESCIEANUER XARFHAERMABE
AREAAEE MXFHIXERETOTHEMLE.

1980 £ 1983 FR K ME— P W AFIZHE, M 2
FREABELARNHE M=K 10 mmol/L XL, L
EEAMABRKEELOCI E 0 FERAB=H/EF
F302fICHBEHG EFRMEMED TACZER—
ALIEEH TAG, ERIEBEOCI UK 36 MRER,
A RNEIEEH C 1 -Baril"'%,

F 1994 &, XHE-FARKHEHEEHX 5 ¥ B
B, R B &W Siculiana ¥, X | EEE
HNEMBEEACI&HE  XRERESE=/HEF3
002 fi C Bi¥e b A, R — P& IEFHE,

1992 FHREREF _ABBEACIZIE. &
BZHBEEHCIL-Paris2, BER—41 12 $WHER/N
T, A A A B B R o, (B R L H T =B
13. 10 mmol/L, # MWL ARBEHT CI & Z 5,
DNAMFERBES B F2668RCHRYT.&
R 9 (A M H R CGA R & (E{5% TGAY™,
1.3 & zH{ES 383 (initiation codon mutation)

1989 EBEMBISEH C 1 -Paris %RiEE R —
AEBERNRY 27 FBARL BEERE. B
PEMOBESRME M= TS . e RE
BEQCI#E EHARTREERNEFS AUG, H
HAKBIGGUO) . MAEEZIRBIBEACI

mRNA.
1.4 B4 Gtk € ;3 223 (donor splice site mutation)

1988 FI R EMHARFE H C 1 -Hamburg EiEH
BE—1TBEEEEISEM IO Y IEETOL KR
BRERLK . BL—REORERSH BEX—RE
EAEREACIBRZFEASTRA. RiEEN LS
FARELEES . E12 3ARNARBERATR
HM =R, REERARMWESCIE,LPL &
KEREREE SFRUEEAARSETFELARERE
B C I -Hamburg mRNA 43 Fk /N E ¥, BREKER
K EZRNFERAER _ASTRERTN WL
FOGDM GH CRR., X—WEEEMERE, BN
TRIEEHCI mRNA (BRRE R, BAEERAR
BEACIRZ,

1.5 iR X %% (missense mutation)

1993 I X BRI EH C I -Wakayama
BRUME—H, B FEEH— 6 ¥ B ARXBNES
gk, BEX - RKELAREEAN S T. DNA W
FRARBBEACIEEE=IE FF 2 967 Ik
ETREHC.EF 26 MEATBMERIEER, KE
ERRETHE B FLE - KK DNA FH, &
BE10EBRECHKHENT,E-86 L THBHENC.
AREX _ARERTELHMEBEACIBHFH
EEERLHTEBRZBREHBERREER. &5
RELEHZTMEETIER. SRR G A
FIEEA C I £ HE k4718 ¥ 8 R (regulatory mutation)
BB,

2 HEZEAQCISTHEERETNRS
2.1 MY IR

BRI NARANBERREY IR ER
A EFRAMBARE SFTHMLEREERT R
BETHEEOMUMNA . XRAENTFRATWTARE
Bl
2.2 ZURTHIAHE

EX N ARAFTEXREXREARHRELET S
T ERHEN 4 D RAH L LRE. R EER
—PEERGA G002 b3 T EEM B ERH
HEMNE, BBREETRET2HECA) . HREE
MEREFAHESN N IMIEF S REREFHA
HERBEEER EEERNRTEMMEMREER
e HE BRI FEFERAEE.
2.3 FEZHAF=.ONHEF

U ArREPEH 6 TREREESE =SB T HP
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