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Coimbra, 21 and 22 March 2013
Identifying disorders, modifying phenotypes

Identifying disorders
Open session
From the bench to clinics and back
Diagnosis of primary and secondary deficiencies of CoQ
Laboratorial study of polyols metabolism
What is new about CDGs?
Bile acid metabolism disorders
Disorders of phospholipids and sphingolipids biosynthesis
Discussion
Coffee-break
Newborn screening
Changing the incidence of [EM in Portugal after expanded NBS
Screening for attenuated diseases - Pros and Cons
Screening LSDs -Pros and Cons
Discussion
Lunch
Inborn metabolic diseases in adults
The eye in adult [EM
Treatable metabolic psychoses
Acute porfirias
Discussion
Coffee-break
Free communications/ Poster presentations
SPDM Society Meeting
Dinner

Modifying phenotypes
Enzyme replacement therapy
ERT in Fabry disease
Long term follow up in Gaucher type | disease

Enzyme replacement therapy in MPS V- Preliminary data of MOOR-004

Enzyme replacement therapy in Portugal - an overview
Discussion
Cell & organ transplantation

Hepatocytes and liver transplantation in inborn metabolic disorders
Liver transplantation in inborn metabolic disorders — the Portuguese experience

Discussion

Coffee break

Nutrition and supplementation in inborn metabolic disorders
Nutritional assessment

The need of amino acid supplementation when protein substitutes are already given

Essential fatty acids supplementation
Discussion

Lunch

Small molecules therapy

Genistein in Sanfilippo disease

Sapropterin in PKU

Substract inhibitor therapy in NP-C disease
Carglumic acid in the treatment of hyperammonemia
Discussion

Coffee-break

Free communications/ Poster presentations
Awards and scholarships delivering

Closing remarks and farewell
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Symposium registration:

Member SPDM
Non-member
Student*

Until March 3 After March 3

125.00€ O
150.00€ O
100.00€ O

The Symposium Registration includes:

Access to the Symposium sessions and documentation, coffee breaks, lunches and Symposium dinner

http://lwww.asic.pt/index.php/formularios



