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ACCESS TO PID CARE WORLD-WIDE

ACCESS TO PID DIAGNOSIS 

ACCESS TO PID TREATMENTS 
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N=997

PIDs IN PORTUGAL

REGISTRY 

• SINCE 1998: NATIONAL REGISTRY- REPORID

• ESID REGISTRY

• JEFFREY MODELL FOUNDATION  
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CVID
Bronchiectasis

♀, 28 y

PIDs IN PORTUGAL

LATE  DIAGNOSIS
INADEQUATE TREATMENT
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PIDs IN PORTUGAL

No newborn screening  Universal BCG at birth

Human Nude Phenotype

FOXN1 deficiency

Thymus Transplantation

X-SCID  (γC defect)

HSC Transplantation
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• IMUNOGLOBULIN REPLACEMENT THERAPY

– IVIG- 79 PATIENTS 

– SCIG- 73 PATIENTS 

– 36% children (N=56) 

• HEMATOPOIETIC STEM CELL TRANSPLANTATION

– First HSCT in Portugal: 1994 (LAD1)

– 39 patients underwent HSCT for PID since 1994

– 10/39 deaths (26%)

– 1 haploidentical HSCT

ESID LISBOA 2018
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A. Sediva et al. ESID 2014
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MEDICAL STAFF

FELLOWSHIPS IN WELL-RECOGNIZED PID CENTRES

PARTICIPATION IN INTERNATIONAL MULTICENTRIC 

PROJECTS

- EU CALL ON PUBLIC HEALTH (E. GAMBINERI)

- European Network for Immune Deficiencies (S. NEJENTSEV)

ESID LISBOA 2018
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- LONDON

- OXFORD

- NEWCASTLE

-PARIS

-BARCELONA

-SÃO PAULO
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Centro de Imunodeficiências Primárias 

FMUL/IMM/CHLN

MISSION

• DIAGNOSIS AND MANAGEMENT OF PID PATIENTS

• TEACHING, TRAINING AND DISSEMINATION OF KNOWLEDGE

• RESEARCH

• INTERACTION WITH SOCIETY

Formally signed protocol by Faculdade de Medicina de Lisboa (FMUL), Instituto de Medicina Molecular (IMM) and Hospital de Santa Maria (HSM), 2007, 
involving the following departments:

Clínica Universitária de Pediatria (Director: Prof M. do Céu Machado)
Serviço de Imunoalergologia (Director: Prof M Pereira Barbosa )

Clínica Universitária de Medicina II (Director: Prof Rui M Victorino)

Serviço de Genética Clínica (Director: Dra Isabel Cordeiro)

Serviço de Hematologia (Director: Prof J Alves do Carmo)
Unidade de Imunologia Clínica IMM (Director:  Prof Ana E. Sousa)

Laboratório de Imunologia Clínica FMUL (Director: Prof Rui M Victorino)
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INCREASING AWARENESSPIDs IN PORTUGAL
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PIDs IN PORTUGAL

Hemophagocytic lymphohistiocytosis in two patients with 

underlying IFN-γ receptor-deficiency 
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PIDs IN PORTUGAL

 Increase of Public, Political and Health Care Workers arousal for PID

 Reinforcement for the implementation of:

- SCID Newborn screening 

- Establishment of a SINGLE HSCT Centre for PID

- Investment on both clinical and basic investigation

EXPECTATIONS
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