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Familiar hypercolesterolemia: new insights

Abstract

Familial hypercholesterolemia (FH) is an inherited genetic disorder causing high cholesterol concentrations and
increased risk of premature coronary heart disease. Untreated, FH leads to substantial CVD risk in men and
women. Mean age of onset of cardiovascular events in men with FH is early 40s; women early 50s. Although
<5% of acute MlIs occur in persons <40 yrs of age, the presence of the familial hypercholesterolemia phenotype is
associated with a 20-fold increase in risk of Ml by age 40. All genetic mutations reported for FH lead to impaired
LDL receptor function and decreased LDL removal. Though FH is a treatable disease, it is underdiagnosed and
undertreated. Earlier recognition and appropriate treatment can decrease the risk of developing CHD. Universal
screening and cascade screening can be two different approaches which can lead to early identification of
patients with FH. Early treatment to lower cholesterol has shown significant reduction in coronary artery disease
morbidity and mortality. Newer modalities of treatment such as Lomitapid and mipomersen are now available for
homozygous FH.
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