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9:45 Registo com Café de Boas Vindas | Registration with Welcome Coffee
10:00 Abertura | Opening
Elisa Ledo Teles (Coordenadora do Curso) - Unid. D. Metabdlicas, C. Hosp. S. Jodo, EPE, Porto

10:05 - 11:40 DSL: Atualizagdo do conhecimento | LSD: Refreshing the knowledge
10:05 Repercussdo celular na disfungdo lisossomal e biomarcadores | The cellular impact of lysosomal
dysfunction and biomarkers in LSD
Hans Aerts - Department of Medical Biochemistry, Academic Medical Center, Amsterdam

10:35 Apresentacdo clinica das doencas de sobrecarga lisossoma | Clinical presentation of LSD
- Elisa Ledo Teles - Unid. D. Metabdlicas, C.Hosp. S. Jodo, EPE, Porto
11:00 Abordagem terapéutica nas DSL | Therapeutic approach of LSD
Silvia Sequeira — Unid. D. Metabdlicas, C. Hosp. Lisboa Central, EPE, Lisboa
11:20 Discussdo | Discussion
11:30 Pausa com Café | Break with Coffee
11:40 -13:00 Deficiéncia de Glucocerebrosidade | Glucocerebrosidase deficiency
11:40 Doenca de Gaucher (DG): patofisiologia e histéria natural | Gaucher disease(GD): pathophysiology

and natural history
Elisa Ledo Teles - Unid. Doeng¢as Metabdlicas, C.Hosp. S. JoGo, EPE

12:00 Diagndstico bioquimico e molecular da Doenca de Gaucher em Portugal | Biochemical and
molecular diagnosis of GD in Portugal.
Lucia Lacerda - CGMJM, C. Hosp. Porto, Porto

12:20 Biomarcadores na DG: correlagdo com fendtipo e resposta a terapeutica | Biomarkers and relation
to phenotype and therapeutic response in GD .
Hans Aerts - Department of Medical Biochemistry, Academic Medical Center, Amsterdam

12:40 Deficiéncia lisossomal de Glucocerebrosidade por alteragio da LIMP2 | Glucocerebrosidase
deficiency in lysosome due to LIMP2 alterations
Jodo Chaves - Servigo Neurologia, C. Hosp. Porto, Porto

13:00 Discussdo | Discussion
13:15 - 14:00 Almogo | Lunch
14:00 -17:00 Doencga de Gaucher: novas perspectivas/Gaucher disease: new insights
14:00 Neuropatologia na DG/Neuropathology in GD
Pilar Giraldo — Seccion de Hematologia, Hosp. Univ. Miguel Servet, Zaragoza
14:20 Disfungdo do sistema immune na DG | Basis of imune dysfunction in GD
Fatima Macedo - Unilipe, IBMC, Univ. Porto, Porto
14:40 DG e risco neopldsico: conceitos e controvérsias | GD and malignancies: concepts and

controversies.
Fdatima Ferreira - Servigo de Hematologia, C. Hosp. S. Jodo, EPE, Porto
15:10 Doenca dssea na DG: caracterizag¢do e quantificacdo de envolvimento e evolugdo | Skeletal aspects
of GD - imaging and quantifying involvement and progression
Alberto Vieira - Servigo de Radiologia, C. Hosp. S. Jodo, EPE, Porto
15:30 Discussdo | Discussion
15:40 DG - quando e como tratar: objectivos e monitoriza¢do | GD — how and when to treat: aims and
follow-up protocol
Paula Garcia, Unid. D. Metabdlicas, Hosp. Pedidtrico, CHUC, Coimbra
16:00 A experiéncia dos centros Portugueses de tratamento | The experience of Portuguese treatment
centres
DG na idade pediétrica e escalas de avaliagdo/GD in pediatric age and score index
Esmeralda Rodrigues - C. Hosp. S..Jodo, EPE, Porto
DG na idade adulta: avaliagdo a longo prazo/ Adult patients - long term follow up
Susana Mendes - HSM, C. Hosp. Lisboa Norte, Lisboa
Formas neuropaticas da DG/Neuropathic forms of GD
Patricia Janeiro - Unid D. Metabdlicas, HSM, C Hosp. Lisboa Norte, L
16:45 Mensagem a reter | Home message
17:00 Fecho e Café de Despedida | Closing Remarks and Farewell Coffee



