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A case of familial hypercholesterolemia with very high-risk ASCVD
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Summary This study report a 29-year-old male diagnosed with familial hypercholesterolemia , elevated low-
density lipoprotein cholesterol (LDL-C), xanthomas, and premature coronary heart disease. Genetic analysis re-
vealed that this patient had a compound heterozygous mutated gene encoding the low-density lipoprotein receptor
(LDLR). This rare genetic mutation can impaire LDLR expression, uptake, and LDL-C binding function, making
pre-protein converting enzyme subtilisin 9 (PCSK9) inhibitors less effective. Based on genetic diagnosis, this pa-

tient received individualized treatment with PCSK9 inhibitor, a maximum tolerated dose of statin and ezetimibe,
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and successfully underwent coronary intervention.
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Figure 3 The patient carries a pathogenic mutation in the LDLR gene of familial hypercholesterolemia
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