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T 2023 4 4 F T AR BE R A B R AL 5L BE B
Wiz . BT A0 B s R TR, T2 R
Bt A2 o A1l 1 & B g 3L BRI ot i G A R il H
=T (triglyceride, TG)23. 11mmol/L(Z % {5 0. 4~
1. 7mmol/ L), B JH & 6. 04mmol/L(Z% G # 1. 8~
5. 2mmol/ L), T IR KB 7L .2 A )5 & 45 1 71 g
AR TG AR T+ 16. 41mmol /L, 455 JE g 1k
BIRYT . 3d SR AL TG B2 7. 21mmol /L, & i &
B 2. 89mmol/L, W3R 1. BILFK G2P1, & H #l'E
7oA AT 3. Ske, A MR TR S TR RRRR LB O K
KRizsh kK B HIEH,FRKEIER . &R IRE W
o ZBERL R BILTIYS 30 % A A8 W I
LG .60 % KA O, T B O IE X AA YT
BILEAT 50 B A R m i AR .50 R A
RACDEE” T B AL IE ARG YT LR L TG
2. 2mmol/L. R m . A% K #: B & 87em (Z fH N
—0.50) K5 10. 5kg(Z A — 1. 77) KT B 8 8
(body mass index, BMI) 13. 87kg/m* (Z {H & —2.25),
KA S AT, TG A T2 A B B BROR UL B R L T
R R i KL AR 2em, s Il G R W TR AR B R
GEARAR VLI B 5 0 . AR S A PR 5 R P ik BT JHE
DR W5 . AR RS s LR I JEE 2. 7em,
R 2em, 52T WA 5], o0 JE AL 38l ik L OBUE
Bk S NE 32 30 Dk 35 R UL S oA RE R R M 4T
SV S s UM SE AL AE . A28 BE PRGN 4
R NEHE IR (lipoprotein lipase, LPL) &N & & 28 &
AR ALY . 1060 1061del (p. Ser354Ter ) , ACMG T 2%
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g BT B PE A F L BV ¢ 725G > A (p. Gly242Gluw)
ACMG VPR BERIER A 5. WK 1,

BIT R 4 TR WS 200mL/d., [6] B 0 /)N
fEARREIC 77 (5824 I W5 >k ¥ T b &% TG) 400mL/d,
Omega-3 ig i B2 2g/d 0 ]k BE & & A 1 100 ~
1 200kCal/d, 3697 3 ™A BJLIL TG 4EHE7E 4. 19~
5.4lmmol/L, 3 ™H FARMZ ™K EFIKE. 2 %
6 NMHEE A& TG Rk Ft ik 18. 89mmol /L, #i
EBE i — LB IG YT A 48 oK 3 I I it g
3% B ILR MKk R R R T AR 22 g
BFAF i TG 18. 89mmol/L, [a] B} g Jijj filf 144. 9U/L
(ZHPME 0~39U/L), i &4 75 $2 7 JR A B2 38 e
Ji JREZY 2. 3em, 43 S5 LA A, B R O L R L
AL A L ) R A7 S A A 2R b i 1 45 T T i
WE S JRL ISR 05 A SR AR B R A CT s
Jits A 1] ST T A% e 00 ) s AR . 32 W« 1 R TR
BRRAEZ B R . B TAERKME . S A
TYRIT 1 JE IR IR RS2 ff AR 2L IRIR IR & 5 1l TG 7K
FEHILE 4. 74~6. 08mmol/ L, £ ¢ # 1] hy i — 25 %
fi% TG /K-, 8 7 B i K41 DURR 50mg/d, 1~2 ) /d,
FR G 97 20d, 1l TG 7K F M 6. 95mmol/L [& %=
6. 08mmol/L. # 1% % & i & H JH [# B (very low
density lipoprotein cholesterol, VLDL-C) & J7 Hif J&
Yok 2. 76mmol/L, 5 & JL A 8] Wi % 0 L 0Kk
T RN ASRET 52 0 45 FH AL DU Re . B AR IR Tk &
THIT (KA G 5570 ~60% , 8 1 i 25% ~30% ,
R 10 % ~1500 . % 98 %0 i MCT Wk , #v it &5 H
1 200kCal/d) R FEDTEIL 3 2 2 M H . F i 94em
(ZfEHR—1.17) 4k 13. 5kg(Z f K —1.00) ,BMI
15. 28kg/m*(Z {H 5 —0. 24), Ifi. TG 4. 18mmol/L,
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Tab. 1 Clinical and biochemical manifestations of patient
HiH AF i
2¥1H 2%1H  2%4H 2%6H 2464 2494 2%10A 3%2A 2% H
I PR 2 B 7L BE i — — L 1L — STk AR 5 - -
5 (em) 87 88 89 90. 5 94
A (k) 10.5 11.1 11.5 12.0 13.5
TG(mmol/L) 16. 41 7.21 4. 19 18. 89 11.2 18. 89 6.08 4. 18 0.4~1.7
JIB [ i (mmol /L) 4. 37 2. 89 2. 48 4.15 2.82 5.45 3.72 2.41 1.7~5.2
HDL-C(mmol/L) 0. 32 0.33 0. 35 0. 34 0. 29 0.42 0. 38 0.52 1~1.55
LDL-C(mmol/L) 1.9 1. 27 1.43 1. 69 1.3 2.16 2.31 0.78 0~3. 36
VLDL-C(mmol/L) 3.28 1. 44 0. 84 3.78 2.24 8.59 2.76 0~0.77
FIEHEH Al(g/L) 0.61 0. 44 0.42 0.52 1~1.6
HIEHEH Blg/L) 0.61 0. 66 2.16 0. 55 0.8~0.9

VI % B IE A 1 H [# B Chigh density lipoprotein cholesterol, HDL-C) , fl& % B g 2 14 IH [ i (low density lipoprotein cholesterol, LDL-C),

ol = Eg (TG % 1% %% B2 Big A 14 IR [ B (VLDL-D)
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70 GE (familial chylomicronemia syndrome, FCS)
&AL K . 5 I8 8 M1 g i (lipoprtein li-
pase, LPL) X HA B E A& s &H A C 1 (apoli-
poprotein C2, ApoC2) . # fi§ & H A5 (apolipopro-
tein A5, APOA5S) . i it % 2 A+ 1 (lipase matura-
tion factor 1, LME1) F1H i & LB 4 2 = % B2 R
FEH 445 % B 1 (glycosylphosphatidylinositol an-
chored high density lipoprotein binding protein 1,
GPIHBPD) % JE A A5 6 . LPL 2 3L B fOk:
) TG F VLDL-C /K fi# 2k Ui 25 R 107 R 11 G 5 1l
LPL 5 2 feff L BERIORL 7E 1M 3¢ A R 5 B3R DA 3L
o0 7L JBE SR I RE S

B M I B ik = J5iE (lipoprotein lipase deficien-
cy» LLD) SR 5 1 4 o 5L BE SOz i 4 1 84 (FCSD
2 LPL BN A58 E 5 REEF B R A

PR B 38 A5 M g (MIM # 238600) . LPL 2 g il

LKA RE LPL 5 F 45
LPL gene sequencing of the family

AR O JULZH B B s AL 200 B L I 4 5 S T A4
B LR 43 W ) — ROl 85 L 16 MR LPL DL JA] i = 2R 4K
U A7 A A Ak 2L 8 TOkE A AR AIK 25 B2 8 & 1 0 1)
TG 43 fi# h 1 07 2 A0 L Hm e . 4 LPL
KR S LPL BTG PR R E 2 %, 380 TG K
R N5l & w TG IiAE . FLEE i i A1 H At I &
RES . AR T 1973 AR R EEN A Bk B R R R
P BR AR A T2 1/10°0

2.2 MeEANREEE 2 g0 06 R4 & LLD BIGIK
RIS 2 T L B, I8 A 87 2R L Rk
M IE™ . BTk A 2 I TG /K CRIA YT 1H
LR 38 H =11, 3mmol/ L) &4 1Y 32 22 52 58 2= K I
FEAE o I PR 26 9040 465 L B8 I L W B2 ko €5 97 T AL
Ji K i AL RE P4 A 1 5 722 (lipernia retinalis) DA K 23
PEBRAR A R AR o Horh S5 R A (1 I i 98 7™ B3 i)
AR, SCHtiE TG KF&F 1 000mg/dL
(11. 3mmol/L) i}, R IR R R EE 29K 5%, 2% TG K
SEETF 2 000mg/dL (22, 6mmol/L) B, il IR 4 XS
B 1006 ~20068 o A LR A0 I A BOR 45 i E
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TG W S G PR R . B B R AE K TG K F 7 2 T
AU I AR A8 . RBLI TG FREL T
ik 10mmol/L DA b $& 75 Il R ™ & 2 5 1l TG K
FEEUIA OGP G, 12 W R R0 T 8 T
LLD @B#H M B A B2 AR H TR LK E
IEIT M 22 IR YT 5 I B = 2 B I I Y IR
2.3 MEGQREBRZIEGET  BEIRITE TG
MLAE 259, WA 7T 28259 DR 2R 25 w-3 i
MR SRR RN B0 AT LLH T L L AHGE AN R LSS S
REAL LLD (B2 i TG W EE™ A B LA B 1 1)
TARFLIERIRYY AR /K JE W] R B, 5 BEAE il
iR, IREWRIT R BT LLD i — 2R )7
05 ¥k AU AT BRI TG K VLDL 7K, If 0] 33 5% 1)
K] FES i A8 K A A T 97 T R AR 1) e A R B WL % AT 4
Fr LB IE & AR AR KDY, HR G LLD 72 1Y
FCS By 3 R R TR A8 BAF A 0 28 8 A 435 BT o A0
FUIR B0 BT S Y . L R R R IR B A X
AN 22 . A SCAB F e w0l T ki T, i TG
JKPAERCR N BB SR R, 9K T B B (] #E 7% 28 Il
TG K- sh Tk I 51 & 1 HAE PR 58 .

ApoC3 FIM 4 A= i E #F 3(Angiopoietin-like 3,
ANGPTL3) I H A if 7 i H il = 1 1 1 69 w9 4>
S, ApoC3 B —Fh & 79 MR EMR MM E A . &
MUAREZ M g 8 AR N, E2 54 VLDL . FL
JEE AWORE A 5 %5 B i 4 11 v, g2 LPL B SR AR 40 i 5910
BN N IERERR 2 R TR R . R USERL T IR 259
L mRNA B3 AT FE B ApoC3 (1 & 1, B
& TG /K., Waylivra (volanesorsen) J& — Fl Jz X
SERZH R (ASO) ApoC3 i 55 . 7T el D JFIE ApoC3
7= B 2 A B R A F FCS JRY7 . 1% 25 v]
BEAIGE 7026 ~80 % TG /K-, FCS /B 3# R % = 1
FA B S0 98 30 % ~50 %%, H ApoC3 1 [ 25
1 A AR 56 B B, oA Arrowhead Pharmaceu-
ticals fF 2024 5 4 plozasiran 7 FCS & # 7 i) ¢
S I B PR3 3 PALISADE 25 5%, s BoR . 1%
2y 0] AR T TG K2 80 %, e K B AIK el &
ik 99 %M,

ANGPTL3 1E R B g 16 97 ¥ 5 1Y I PR A 58 B 2
Wi Z . ANGPTLS & s o Ml LPL Fpy j jg
U5 T3 R R AR, 2017 4 — TR AR 5T & B AN-
GPTL3 If fig 2k 1% & 2 # 4 #% 1y TG, HDL-C #1
LDL-C K-V TR #5485 . [6] i 28 56 IR 3l ik 95 9 1Y
JRUBS: LAl #5717 & I 41 %, Evinacumab J& —fh 4
AUEHE ] ANGPTLS () 1gG4 3 % 1 B4 5 B Bt 44
AE4S & I BHWT ANGPTL3 {1 F ik 3 B AR i A5 75 H

%2 B ETC 7E RR B L g [ SR AR AR A E ] TR T
Al g8 T e IR B O A . Il R K 56 4 R B R
Evinacumab A] fE{K 2% & LPL N 80w 4 5 B &
64. 8% 1 TG 7K FD, i I Evinacumab i By 2 P
R JR 58 A= 22 00 AH G I IR BCHls . Vupanorsen J& —
it RNAL V&7 259 . Al 900 JH- B o ANGPTL3 mR-
NA (35, G R 50 25 1 Bos 76 & TG I fE & &
H1 Vupanorsen [ AL 53 %6 TG #e B {H 4 = 7 & 19
Vupanorsen A 5| 2N 2 R AL B W . K14 AR
IR TE LA AR RS YRR W T
Alipogene tiparvovec J& — fft g 6 3¢ 955 F-1 2%
& A T Be g o 1y AR R LPL S447X, 2 & B H
LPL W IE# ThEE . R I TG 7K, n] K e Big 4 2514
W 3096 ~ 50%H% 2012 4, Alipogene tipar-
vovec I TIRYT LLD ZERCN ZR L B 17, (H AR ol 5t
P . e Xt FCS iy R G Y7 EFEE R . A
o B F AR A IR T B, LLD iz
FEIT A G 2 Pk . %8 LLD 5% UL Fn e b
HERB T A S SEUR 28 REZ . R, K™
PRI IR B2 B RA YT Y £ 07k (H R R IR B A
2 S it AT T e kR 0 A IR R TR B R L Y R
BRI Z R IR dE . R, JLE B E O
At S Hp R W AR ZM . &I5 . F AT kL
FURE % T )L B X SRRk AR R R 2P/
PESE A OC R B, P, JLEE ) LLD /92 B fia o7
WRZERS 5K S, LR B IR D
oy Gt S 2R A AE
MEEMR A AEE S IR £7 PR
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