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09.00-09.15 Welcome and introduction
e Alberico L. Catapano

09.15-09.30  Rare dyslipidemia introduction
e Alberico L. Catapano

09.30-10.15 The clinical and experimental laboratory in
the study of rare dyslipidemia
e Maurizio Averna

10.15-11.00 Genetic and Phenotypic basis of familial
chylomicronemia syndrome
e Marcello Arca

11.00-11.15  Coffee break

11.15-11.45 Dysbetalipoproteinemia
¢ Giuseppe Danilo Norata

11.45-12.30 Homozygous familial hypercholesterolemia
New insights and guidance for clinicians
e Maurizio Averna

12.30-13.15 Lysosomal acid lipase deficiency
e laura Calabresi and Monica Gomaraschi

13.15-14.00  Lunch

14.00-14.45  Familial hypocholesterolemias (familial hypobeta-
lipoproteinemia, abetalipoproteinemia, PCSK9
loss of function mutations, familial combined
hypolipidemia, and chylomicron retention
disease)
* Marcello Arca

14.45-15.30 Rare disorders of HDL metabolism. Familial
hypoalphalipoproteinemia, Tangier disease, and
LCAT deficiency. Gaucher disease
e Lagura Calabresi

15.30-16.00 The EAS - FHSC Initiative
e Alberico L. Catapano

16.00-16.15 Closing remarks and take-home messages
e Alberico L. Catapano

The aim of this course is to examine other, rare genetic disorders of lipid
metabolism including R-sitosterolemia; cerebrotendinous xanthomatosis,
lysosomal acid lipase deficiency, disorders of high density lipoprotein and
familial hypocholesterolemias. While the prevalence of these individual
disorders is low, collectively they are important and the busy specialized
practitioner will encounter patients with these conditions. Lipidologists
need to be familiar with their diagnosis and treatment as they may be
associated with high morbidity and mortality. The objective of this course
is to review practical aspects of evaluation and management, and to
describe real clinical cases of these disorders.
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