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A Case of Lipoprotein Lipase Deficiency in
an Infant with Recurrent Pancreatitis

Hae Jin Park, M.D., Byeong Sam Choi, M.D., Hye Ran Yang, M.D.,
Ju Young Chang, M.D., Jae Sung Ko, M.D., Choong Ho Shin, M.D.,
Sei Won Yang, M.D. and Jeong Kee Seo, M.D.

Department of Pediatrics, Seoul National University College of Medicine, Seoul, Korea

Familial chylomicronemia syndrome is a rare disorder characterized by severe hypertriglyceridemia and
fasting chylomicronemia. Causes of the syndrome include lipoprotein lipase (LPL) deficiency, apoli-
poprotein C-II deficiency, or the presence of inhibitors to LPL. We managed a 3-month-old girl who had
recurrent acute pancreatitis caused by chylomicronemia. We report the first case of familial
chylomicronemia in Korea caused by LPL deficiency in an infant with recurrent acute pancreatitis.
(Korean J Pediatr Gastroenterol Nutr 2009; 12: 79~ 83)
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o} LPL AAIAI(LPL inhibitor)u] ol uAyghct.
A8 F(hypertriglyceridemia) 2} 7 21| =2 (chylo-
nﬁcron)'?‘é%‘% EAo =z 3l o]& ola) ukzA sz
7VEA 2 2u) 32 5 (Familial chylomicronemia)+- (eruptive xanthoma), lipemia retinalis, ¥H&-4 91 #]7+od
A A ekul T AH(Lipoprotein metabolism)2] Zgto.2 1/ o] whAlslt} A A}E oJotollA] RHEH Q] Hgd o s
100,000 9] B|&2 W3l =F Aol o] A3t W7Eo] LPL A o7 Xtk 2153 145 =
& A -l 2] A B8l § A& (Lipoprotein lipase, LPL) = 2 Aol £ g3} A Baste uvlolr)
T oFEA M C-II(Apolipoprotein C-II, Apo C-II)2]
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WA 9 HHEH. o] Aol AN, BF TF F
3709 ofolr} 9] 420 MEAIS Wels) FER B
skl vhIshieh. e W RlolA Bey 7 A

Al o] BgAo 2 A AEZF(lipemic plasma)
b Eﬁl CHJ?—%HH(CRP) 8.52 mg/dLE A<
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MA XE: U9 A Db 7536 mmHg, Al
T 483 oAtk AlF
5.9 cm (>97ME-L5)9]
t}. Sloh= *—gov% M% Bsyut w9l ow Zho
2 A2 FAFL A BAH 0| o, whi

EL oo} ok A ;ﬂoﬂl‘] lipemia retinalis7} &=
th(Fig. 1).
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AAILA: A AAA - Fo] setHor
E]Qil(Fig 2), T4 A ¥k (triglyceride, TG) 12,860 mg/
dL, Z¥2HE 600 mg/dL, A8l & 4 (lipase) 210
IULE HaEgleon B8 i3} th32d(abdomen
CDollA #1244 A5 44 EO% w4 Ao
A etsl S ch(Fig. 3). LFAHALIE Sl taljA A &gk
W H71dE A BRE|AE 4.1% (BAHS]; 0~
2%)2 A<Eo] drh LPL F#AEE <9 ng/mL (B
AH 2, 164~284 ng/mL)Z #3}E| o, Apo C-I

Fig. 2, Lipemic plasma (fasting blood),

Fig. 1. Lipemia retinalis; Retinal arterioles and venules become

distended and creamy white because of the scattering of light

by the large chylomicrons,

Fig. 3. Abdomen CT showed peripancreatic fluid collection
and pancreatic ductal dilatation, Fluid collection in
retroperitoneum and small amount of ascites were found,
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582 mg/dL (B34S 1.8~42 mydL)Z A=A ¢
of LPL ZH o2 ZAttsteict

A2 W daf FHES oo FAAE Fol T
o, FEE 3451 A BN aL 62 IULE 7H4E
o™ o]% medium-chain triglyceride (MCT) &2
THE AL o] % W ohE o] i Jlol Hdst
k.

2 ik EH F A sl ol AT el
HE 548 mg/dL, T4 A% 1,100 mg/dL
= Hovh aev B sAHERE o)fAe A
A A A S ”49?\ o, A5 el B, &
Hﬁ“ﬂ&, Hafle S4o= oA ddskslct
214} 6,631 mg/dL AR a4 186 UL, 5
Sd5EdoA HF G 2 A °“Xﬂ Az
o] FAAAA R Aetslgieh thA] &

Fol& 37 F o] MCT &+ ﬂ?ﬂﬂ‘ﬂ“'ﬂi i
AolzAsty e Ee A3 FAHAY 1,000
mgdLA =2 FAE At AT 1071l W, L& T
Az oA skl a, A 42 1,156 mg/dL,
AR L G4 547 UL, F3F A3} chEzkedoll A ]
A9 HA AH £ Ko Al WAz FAAREE
Aekdbgith 4 X5 $ AARA ol FE sk
MCT 45 HzH o2 AZsle 7o uHto] Ao
zA-st el B sk el FAA
<1,000 mg/dLZ FA3 Z, 187]Lell FoldE o
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o] &, whdo] whAiste] Wdsksih 74*}“ =4
2% 1,625 mg/dL, A& sl 422 UL, 55 A48t
S olA AL BEE] o EM =4, &
*“Xﬂ Fofslolar o] & AR g AlS Z18Ysteict. A

T 26709 ohAl WiAlE L E, wda) A SR

13
1,364 mg/dL, A AR &4 324 UL, 23 A3}
Zojol|l A FAAA LAl Hlor} v
&AL glol 34, A A2 F S| = Ustyl
ok o] % 34181 JJ:L”W F47% 500 mgdL =R §
Astel Aol o o4 FEA g gk
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ZAA ] 130 ~H 2 AT spERaste] i
= 2] All2] =(monoglycerides), tho] =2l A2l =
des), A% Ak (fatty acid) -2 o] 3H(catabolism)she= 43
S she, 2 FAAE G sp22ell A8k Qi
Apo C-IIE LPLY Bzl 7 A SA4 kel 2] gk
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ol IAU glek. A2 AAE A etol] T4
S S F A3 BE LPL #4749 4,5, 6 1 (exon)]

7} © Z-odu o] (missense mutation)7} BTH?. whek Z‘iPX]—
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CoA reductase inhibitor, Y &l AH(Nicotinic acid), fibric
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