Table 1. Select dyslipidemias and associated clinical features 

	Dyslipidemia
	Common Genetic Basis
	Clinical Features

	Familial hypercholesterolemia (FH)
	Autosomal dominant mutations in LDLR, APOB, or PCSK9 genes
	Xanthomas, arcus corneae, premature CAD

	Familial defective apo B-100
	Autosomal dominant missense mutation in apoB-100
	Xanthomas, arcus corneae, premature CAD

	Tangier disease
	Autosomal recessive mutation in gene coding for ABCA1
	Peripheral neuropathy, hepatosplenomegaly

	Apolipoprotein A1 deficiency 
	Mutations in APOA1 gene
	Atypical xanthomas, corneal opacification, premature CAD

	LCAT deficiency
	Autosomal recessive mutations in LCAT gene
	Corneal opacification, hepatosplenomegaly

	Chylomicronemia syndrome
	Mutations in gene coding for LpL
	Failure to thrive, anorexia, nausea, vomiting, pancreatitis 


Table 2. Example monogenic dyslipidemia phenotype and associated genes 

	Phenotype
	Gene
	Chromosome

	High LDL-C
	LDLR, APOB, PCSK9, STAP1, APOE, LDLRAP1, LIPA, ABCG5, ABCG8
	19, 2, 1, 4, 19, 1, 10, 2, 2

	Low LDL-C
	MTTP, APOB, PCSK9, SAR1B, ANGPTL3
	4, 2, 1, 5, 1

	High HDL-C
	CETP, LIPC, SCARB1
	16, 15, 12

	Low HDL-C
	ABCA1, LCAT, LPL
	9, 11, 16

	High TG 
	APOC2, APOE
	19

	Low TG
	APOC3
	11


