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PRELIMINAR RESULTS OF SERVICE SUPPORT FOR RESEARCH IN 
INBORN ERRORS OF METABOLISM AND PARTNERSHIP BETWEEN 

NON-GOVERNMENTAL ORGANIZATIONS 
 
 
Introduction: The Instituto de Genética e Erros Inatos do Metabolismo 
(IGEIM) seeks to spread knowledge of EIM and train multidisciplinary 
teams. Therefore created in august 2008 ─ a support service through a free 
phone and e-mail ─ the health professionals in the investigation of EIM. 
Signed up partnership with the Instituto Canguru (IC) to assist in carrying 
out medical examinations and subsequent therapy, confirmed the EIM.  
Objective: To describe the initial results achieved in the first 6 months.  
Methodology: The health professional, to raise the diagnosis of EIM, is in 
contact with the IGEIM and is registered in the database. The doctor IGEIM 
collects data from the clinical history, the case is discussed with the 
multidisciplinary team and informs the consultant, by phone and e-mail, the 
diagnostic hypotheses and conduct suggested. The IC allows, families 
without resources, directed by IGEIM, the performance of alternative tests, 
unavailable in public health.  
Results: Sign up in this period of the 59 patients and of these, 4 were sent 
to the IC. Moved away from EIM in 17 patients, 4 had a confirmed diagnosis 
(Glycogenosis, OTC, metilmalônica acidemia and MPS I), 1 was the death 
and the others are still in diagnostic research.  
Conclusion: Health professionals in Brazil still have little knowledge of the 
EIM, then support services for the research aims to help and also for 
education, about EIM. The partnership between NGOs with complementary 
goals is positive for patients, health professionals and government, guiding 
future public policy  
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