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Programa / Program

29 de Outubro de 2009 (52 feira)

09:00-11:00 |Doencas da Cadeia Respiratéria Mitocondrial Luisa Diogo
Mitochondrial Respiratory Chain Diseases Manuela Grazina
09:00- 09:20 | O Diagndstico das Citopatias Mitocondriais Fernando Scaglia

Diagnostic Work-up of Mitochondrial Cytopathies - Guidelines

09:20- 09:40 | Défice da Coenzima Q10 e Doenga Mitocondrial Rafael Artuch Iriberri
Coenzyme Q10 Deficiency and Mitochondrial Disorders

09:40-10:00 |Deplegcao do ADN mitocondrial Hepatica na Crianca Fernando Scaglia
Hepatic mtDNA Depletion Syndromes in Childhood

10:00-10:30 | Perspectivas Terapéuticas nas Doencas Mitocondriais Rob W. Taylor
Progress and Prospects in Therapy for Mitochondrial Diseases

10:30-11:00 |Pausa para café
Coffee-break




12:30-13:30

11:00-11:20 | Aspectos Terapéuticos do Valproato de Sédio Carlos Fontes Ribeiro
Sodium Valproate — Therapeutic Aspects

11:20-11:40 | Valproato de Sédio e Doengas Hereditarias do Metabolismo Margarida F B Silva
Sodium Valproate and Inborn Errors of Metabolism

11:40-12:00 | Défice Cerebral de Folato: Causa ou Consequéncia de Doenga? | Rafael Artuch Iriberri
Cerebral Folate Deficiency: Cause or Consequence of Disease?

Almocgo
Lunch

13:30-14:00 |Galactosémia Annete Bosch
Galactosemia

14:00-14:20 |Glicogenose Tipo 1 Aguinaldo Cabral
Glycogen Storage Disease Type 1

Coffee-break

14:20-14:50 | Transplante Hepatico e de Hepatécitos Etienne Sokal
Orthotopic Liver and Hepatocyte transplantation

14:50-15:20 | O Papel do Acido Carglumico no Tratamento da Hiperamoniémia |Valayannopoulos Vassili
Current role of Carglumic Acid in Hyperammonaemia

15:20-15:50 | O Papel da Sapropterina na Hiperfenilalalinémia Alberto Burlina
Sapropterin Dihydrochloride in Phenylketonuria

15:50-16:15 |Pausa para café

30 de Outubro de 2009 (62 feira)

09:00- 09:30 | Doengas Hereditarias do Metabolismo dos Polidis Cornelis Jakobs
Defects in Polyol Metabolism

09:30- 10:00 | Doengas dos Neurotransmissores Angels Garcia Carzola
Neurotransmitter Disorders

10:00-10:30 |Doengas Neurometabdlicas Hereditarias no Adulto Frederic Sedel
Inborn Errors of Metabolism in Adult Neurology

10:30-11:00 |Pausa para café
Coffee-break

13:00-14:00

Citrin Deficiency

Almocgo
Lunch

11:00-11:20 |Aciddrias D2 e L2 Hidroxiglutarica Cornelis Jakobs
D and L 2-Hydroxyglutarica Acidurias
11:20-11:40 | Défice de Citrina Fernando Scaglia




Coffee-Break

14:00-14:20 |Ensaios Clinicos na Doenga de Hunter Paul Harmatz
Clinical Trials in Mucopolyssacharidosis Il

14:20-14:40 |Orientagbes no Seguimento das Mucopolissacaridoses Michael Beck
Guidelines in the Follow-up of Mucopolyssacharidosis

14:40-15:10 | Transplante de Células Indiferenciadas nas Doencgas do Jaap J. Boelens
Lisosoma
Stem Cell Transplantation in Lysosomal Disorders

15:10-15:40 | O Uso de Miglustat na Doenga de Niemann-Pick tipo C Mercedes Pineda
Miglustat in Niemann-Pick C Disease

15:40-16:00 |Pausa para Café

16:00-16:30 |Plano Nacional para as Doengas Raras Luis Nunes
Portuguese National Plan for Rare Diseases

16:30-17:00 |Formagcéo Clinica e Laboratorial Aguinaldo Cabral;
Clinical and Laboratorial Training Isabel Tavares de

Almeida

17:00-17:20 |Centros de Referéncia Elisa Ledo Teles
Reference Centres

17:20-17:50 | A Perspectiva das Associa¢des de Doentes APOFEN
Patient Associations Perspectives APL




