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Two cases of familial hypercholesterolemia
in which hypercholesterolemia in a child triggered the diagnosis
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Abstract

Case 1: The patient was a male in his 50s. He had a history of percutaneous coronary intervention
(PCI) for acute myocardial infarction at age 36. He was referred to our department because of
suspected three-vessel lesion including in-stent restenosis of the left anterior descending branch (LAD)
on computed tomography (CT). He underwent PCI for LAD, but his eldest son, an elementary school
student, was found to be on medical treatment for hyperlipidemia, and was diagnosed with familial
hypercholesterolemia (FH). Case 2: The patient was a woman in her 40s. She had been diagnosed
as having dyslipidemia at the age of 20, but had not received any treatment. She had two children,
aged 10 and 20, who had been diagnosed with FH. The patient came to our department for a
thorough examination of chest pain, and CT showed severe stenosis in the LAD, and PCl was
performed at the same site. Both patients were started on statins, ezetimibe, and evolocumab.
Since FH is an autosomal hereditary disease, cascade screening of close relatives of the patient is
important. In addition, the importance of reverse cascade screening, in which the diagnosis of FH is
made in the parents’ generation starting from children, is suggested.

Key Words : Familial hypercholesterolemia (FH), Pediatric lifestyle-related disease prevention health
screening, Reverse cascade screening
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