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Introduction 

The way the body processes cholesterol is affected by familial 
hypercholesterolemia. As a result, people with familial hypercholesterolemia 
are more likely to develop heart disease and have an early heart attack. 
The genetic changes that cause familial hypercholesterolemia are passed 
down through families. Although the condition exists from birth, symptoms 
may not appear until adulthood. Symptoms usually appear in children who 
inherit the condition from both parents. If this rare and more severe form is not 
treated, death usually occurs before the age of 20. A variety of medications 
and healthy-lifestyle behaviours are used to treat both types of familial 
hypercholesterolemia. Adults and children with familial hypercholesterolemia 
have extremely high levels of LDL cholesterol in their blood. LDL cholesterol 
[1-3] is referred to as "bad" cholesterol because it can accumulate in the artery 
walls, hardening and narrowing them. 

This excess cholesterol can be found in certain areas of the skin, tendons, 
and around the iris of the eyes: The hands, elbows, and knees are the most 
common places for cholesterol deposits to form on the skin. They can also 
appear on the skin around the eyes. Tendons Cholesterol deposits may cause 
the Achilles tendon, as well as some tendons in the hands, to thicken. Eyes a 
white or grey ring around the iris of the eye caused by high cholesterol levels is 
known as corneal arcus. This is more common in older people, but it can also 
happen in younger people with familial hypercholesterolemia. A gene mutation 
passed down from one or both parent’s causes familial hypercholesterolemia. 
This condition is inherited by those who have it. This modification prevents the 
body from eliminating the type of cholesterol that can accumulate in the arteries 
and cause heart disease. If one or both of your parents have the gene mutation 
that causes familial hypercholesterolemia, you are more likely to develop it. 
The majority of people with the condition have only one affected gene.

About the Study

In rare cases, a child may inherit the faulty gene from both parents. This 
can result in a more severe case of the condition. If one or both of your parents 
have the gene mutation that causes familial hypercholesterolemia [4,5], you 
are more likely to develop it. The majority of people with the condition have only 
one affected gene. In rare cases, a child may inherit the faulty gene from both 
parents. This can result in a more severe case of the condition. You are more 
likely to develop familial hypercholesterolemia if one or both of your parents 

have the gene mutation that causes it. The majority of those affected have 
only one affected gene. A child may inherit the faulty gene from both parents 
in rare cases. As a result, the condition may become more severe. A thorough 
family history is essential in diagnosing familial hypercholesterolemia. Doctors 
will want to know if your siblings, parents, aunts, uncles, or grandparents have 
ever had high cholesterol or heart disease, especially when you were a child. 
Doctors usually look for cholesterol deposits in the skin around the hands, 
knees, elbows, and eyes during a physical exam.

Conclusion

Tendons in the heel and hand may thicken, and a grey or white ring 
around the iris of the eye may form. Although a genetic test can confirm 
familial hypercholesterolemia, it is not always required. A genetic test, on the 
other hand, can help determine whether other family members are also at 
risk. Each child has a 50% chance of inheriting familial hypercholesterolemia 
if one parent has it. Inheriting the faulty gene from both parents can result in 
a more rare and severe form of the disease. If you are diagnosed with familial 
hypercholesterolemia, your first-degree relatives, such as siblings, parents, 
and children, should be tested for the disorder as well. This will allow treatment 
to begin as soon as possible, if necessary.
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