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Summary :
The Congenital Anemias Unit, Hematology Department, Centro Hospitalar de Coimbra (CHC), Portugal, is a reference center for red blood cell (RBC) disorders. A multidisciplinary team provides the diagnosis, medical advice, treatment and prevention of the severe forms. Among the severe forms Thalassemia intermedia, Sickle cell disease and PK deficiency are the most frequent. We performed several prenatal diagnosis studies on these pathologies and also on TPI deficiency, sideroblastic anemias and congenital pure red cell aplasia.We implemented a Hemoglobinopathies screening program in the central region of Portugal. Severe forms of RBC disorders are relatively rare and should be investigated and treated in clinical/laboratory units with technical expertise and clinical experience.

Text :
The Congenital Anemias Unit, Hematology Department, Centro Hospitalar de Coimbra (CHC), Portugal, is a reference center for red blood cell (RBC) disorders. A multidisciplinary team provides the diagnosis, medical advice, treatment and prevention of the severe forms. The biochemical and molecular diagnosis cover the hemoglobinopathies, defective RBC metabolism (enzymopathies), membrane disorders (Hereditary spherocytosis and elliptocytosis), sideroblastic anemias, pure red cell aplasia, erythrocytosis, phenotype modulating factors related to iron overload (Hemocromatosis), hyperbilirrubinemia (Gilbert syndrome). Prenatal diagnosis is provided when indicated.
The methodology used for RBC disorders investigation is mainly based on the clinical history, family data, haematological parameters, including RBC morphology, and all the standard biochemical and molecular tests for RBC disorders studies. 
Apart from patients from CHC, many samples are received from other Hospitals all over the country and abroad. 
Among the severe forms Thalassemia intermedia, Sickle cell disease and PK deficiency are the most frequent. We performed several prenatal diagnosis studies on these pathologies and also on TPI deficiency, sideroblastic anemias and congenital pure red cell aplasia.
Recently, we implemented a Hemoglobinopathies screening program in the central region of Portugal. The target population are young adults and pregnant women attending the primary care medical centres and Obstetrician Units. We developed a new procedure to study capillary blood samples by HPLC methodology. We identified several couples at risk of having children with severe forms of the disease that were referred to Prenatal Diagnosis Units. The frequency of beta-chain hemoglobinopathies carriers was 2%, among the 19000 samples studied (Bento et al., 2006).
Severe forms of RBC disorders are relatively rare and should be investigated and treated in clinical/laboratory units with technical expertise and clinical experience. Correct diagnosis, made as early as possible, can prevent many complications associated with the disease. Carriers screening, genetic counselling and prenatal diagnosis should be available.
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