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Familial Hypercholesterolemia Genetic Testing

Patients with familial

hypercholesterolemia who have
o yet to be diagnosed. Genetic
o testing provides a definitive
diagnosis for patients with high
-

LDL cholesterol levels.

What is Familial Hypercholesterolemia (FH)?

High cholesterol is a multifactorial condition influenced by both genetic and environmental
factors, such as diet and lifestyle. There are dozens of genes that regulate levels of
cholesterol in the blood. For some patients with high cholesterol, their disease is driven by a
single gene. FH is an inherited form of high LDL cholesterol. An estimated 1in 250 people have
FH across all ethnicities. Most patients with FH have yet to be diagnosed and show no signs
beyond high LDL cholesterol levels. Genetic testing is the gold standard of care for diagnosing
patients with suspected FH and their at-risk relatives. When a patient is diagnosed with FH,
genetic testing should then be offered to their first-degree relatives, including children,
regardless of the their LDL cholesterol level.

Who should get tested?

SHOULD BE OFFERED: CAN BE CONSIDERED:
>190 mg/dlI Personal history of >160 mg/dl LDL-C
LDL-C level* premature CAD, no levels*, either a
LDL-C levels* personal history or
ADULTS EI%SL?CTSV/:IL AND available, and family family history of
At least 1first-degree relative history of both premature CAD, and
similarly affected or with premature | hypercholesterolemia a family history of
CAD OR family history unavailable | and premature CAD | hypercholesterolemia
>160 mg/dl >160 mg/dI
LDL-C level* LDL-C level*
CHILDREN | 7120 ma/d AND AND
v At least 1 first-degree relative >190 mg/dl LDL-C level* in at least 1 parent or
similarly affected or with premature | a family history of hypercholesterolemia and
CAD or family history unavailable premature CAD

*Pretreatment levels without an apparent secondary cause of hypercholesterolemia; Premature coronary
artery disease (CAD) defined as male subjects 55 years or younger and female subjects 65 years or younger

Test Name

Innovative Gx Familial Hypercholesterolemia Panel APOB, LDLR, LDLRAPT and PCSK9
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