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Xanthomas in familial 
hypercholesterolemia

A 23 year lady was being evaluated for 
dyspnea on exertion and multiple episode of pre-
syncope for 1 year. Incidentally she was found 
to have yellowish Xanthomatous skin lesion in 
multiple location and hyper pigmentation of 
palmar creases (FIGURE 1). Further enquiry 
revealed she is having these skin lesions since 
6 years and her parents had similar skin lesions 
since childhood, who suffered sudden death 
at young age. Investigation showed raised 
serum total cholesterol (18.52 mmol/dl) and 
LDL-c (16.91 mmol/dl) with normal TG, 
HDL-c level and severe aortic stenosis on 
Echocardiography. Diagnosis of homozygous 
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familial hypercholesterolemia was considered 
and she was started on high intensity statin 
therapy (tab. Atorvastatin 80 mg/day) with 
aspirin and planned for cardiac catheterization 
followed by aortic valve replacement, but 
unfortunately she succumbed to sudden cardiac 
death at home. Familial hypercholesterolemia is 
a risk factor for premature atherosclerosis and 
subsequently coronary artery disease at younger 
age. Adequate health awareness and genetic 
counseling are needed for identification of 
these individuals at risk for sudden death and 
further prevention from spreading to the next 
generation.

 

Figure 1. A. Xanthelasmas with corneal arcus; B. Palmar xanthomas; C. Tendon xanthoma; D. Tuberous 
xanthoma.
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