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Abstract

This contemporary, international, evidence-informed guidance aims to 
achieve the greatest good for the greatest number of people with familial 
hypercholesterolaemia (FH) across different countries. FH, a family of 
monogenic defects in the hepatic LDL clearance pathway, is a preventable 
cause of premature coronary artery disease and death. Worldwide, 
35 million people have FH, but most remain undiagnosed or undertreated. 
Current FH care is guided by a useful and diverse group of evidence-based 
guidelines, with some primarily directed at cholesterol management 
and some that are country-specific. However, none of these guidelines 
provides a comprehensive overview of FH care that includes both the 
lifelong components of clinical practice and strategies for implementation. 
Therefore, a group of international experts systematically developed 
this guidance to compile clinical strategies from existing evidence-based 
guidelines for the detection (screening, diagnosis, genetic testing and 
counselling) and management (risk stratification, treatment of adults or 
children with heterozygous or homozygous FH, therapy during pregnancy 
and use of apheresis) of patients with FH, update evidence-informed 
clinical recommendations, and develop and integrate consensus-based 
implementation strategies at the patient, provider and health-care system 
levels, with the aim of maximizing the potential benefit for at-risk patients 
and their families worldwide.
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