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[ Abstract ] Homozygous familial hypercholesterolaemia (HoFH) is a rare and
life-threatening genetic metabolic disease. It is characterized by a significant increase in plasma
low-density lipoprotein cholesterol levels, multiple xanthomas in skin and tendons, and rapid
progression of early-onset atherosclerotic cardiovascular disease. Early screening and treatment can
greatly improve the prognosis of patients with HoFH. In recent years, multiple international
guidelines and expert consensus documents on HoFH have been released, calling for a strengthened
understanding, early diagnosis, and treatment of the disease, with special attention to children.
Although the diagnosis and treatment of FH in China have significantly improved compared to ten
years ago, it still faces many problems and severe challenges, such as insufficient diagnosis and
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treatment. To this end, the Chinese Society of Laboratory Medicine, along with several other

professional societies, organized interdisciplinary experts to discuss early screening and clinical

management of HoFH. Based on the latest clinical research evidence and relevant guidelines, and

considering the clinical characteristics of HoFH patients in China, the present consensus views

propose some Kkey issues. Furthermore, 13 suggestions have been formed to promote the

standardization of early screening, early diagnosis, and clinical management of HoFH, aiming to

improve the prognosis for patients with this condition.

[ Key words ] Familial hypercholesterolemia; Homozygote; Screening; Early
diagnosis; Expert consensus
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