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Syndrome



Chylomicrons are large triglyceride-rich lipoproteins produced in enterocytes
from dietary lipids
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Chylomicronemia syndrome
is characterized by severe hypertriglyceridemia and fasting 
chylomicronemia → predisposes affected individuals to acute 
pancreatitis.

- Familial Chylomicronemia Syndrome (FCS) : monogenic mutations 
(very rare) in the genes encoding the enzyme, lipoprotein lipase (LPL), 
or its regulators, APOC2, APOA5, GPIHBP1, and LMF1
- Multifactorial Chylomicronemia Syndrome (MCS) : a cluster of minor 
genetic variants causing polygenic hypertriglyceridemia, which is 
exacerbated by conditions or medications 



Familial CS (FCS) versus Multifactorial (MCS)
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FCS → higher prevalence of abdominal pain, 

pancreatitis and multiple pancreatitis

MCS →higher CVD and metabolic syndrome features



Chylomicronemia syndrome: treatment
Dietary fat restriction + Weight reduction + Triglyceride lowering 
medications such as fibrates, high dose omega 3 fatty acids and niacin.

Recommended fat intake is restricted to 10%–15% of total energy intake 
(about 15-20 g/d), with reductions in saturated, unsaturated and trans 
fats. Avoid refined carbohydrates.

Several new pharmacotherapeutic agents are being tested that are likely 
to considerably improve treatment of hypertriglyceridemia





Chylomicronemia syndrome: treatment

LPL Gene Replacement Therapy : the effect was transient and further 
development was discontinued in 2017.
APOC3 Inhibition: Volanesorsen is an antisense oligonucleotide that binds to 
APOC3 mRNA preventing APOC3 translation
ANGPTL3 Inhibition: The monoclonal antibody evinacumab that blocks the action 
of ANGPTL3 has been found to lower triglyceride levels up to 80% in patients with 
mild to moderate HTG and also lowers LDL-C.

New Pharmacotherapeutic Approaches
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Take home messages

• The presence of the Chylomicronemia Syndrome (CS) increases the risk of HTG-
induced pancreatitis in proportion to the duration and severity of the HTG, and 
is the third most frequent cause of pancreatitis. 

• Molecularly defined familial and multifactorial CS represent 2 distinct clinical 
entities as proved by a different genetic architecture and long-term outcomes.

• FCS patients presented a higher frequency of pancreatitis than multifactorial 
CS patients.

• FCS patients presented less metabolic abnormalities than multifactorial CS
patients.


