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PID-AUTOIMMUNITY 

• PID PHENOTYPES: INFECTION /AUTOIMMUNITY 

 

• PID HELP TO STUDY AND UNDERSTAND IMMUNE SYSTEM 
MECHANISM ASSOCIATED WITH AUTOIMMUNITY 

 

 

• A GENE MUTATION IN A PID: IS A SUSCEPTIBILITY GENE 
FOR AN AUTOIMMUNE DISEASE 

Why would an immune system that is incapable of effective 

responses to foreign antigens seemingly be capable of  

responding to host antigens and causing autoimmunity? 
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JAPAN N=2900 PIDs / AID=8,5% 



BRAZIL N=72 JSLE / AID=22% 

6/16 COMPLEMENT DEFECTS 

10/16 IMMUNOGLOBULIN DEFECTS 

SIgAD 3 / IgG2D 4 / IgM 3 

Lupus 2011; p1275 



PID-AUTOIMMUNITY 

• Autoimmunity symptoms in PID 

 

• Complement defects ~ SLE 

 

• AIRE-1 mutation ~ AID organ specific 

 

• ALPS ~ Cytopenias 
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Abnormal apoptosis 

Recurrent AIHA 

AI  trombocytopenia 

Neutropenia 

AI Hepatitis, Uveitis 

Glomerulonephritis 
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IDP-AUTOINMUNIDAD 

• FOXP3: T regulatory cells 
 

• AIRE-1: thymic lymphocyte selection and tolerance 
 

• RAG 1, RAG 2, ARTEMIS: 
 somatic rearrangement, TCR and BCR repertoire restriction 

 
• FAS: apoptosis 

 
• C1q: immune complex and apoptosis debris clearence 

 







<10% 



PID-AUTOIMMUNITY 

• Search for PID, if the AID:  
– Susceptibiliy to infections 
– Early onset 
– Is associated with allergy 
– Allergy and infections 
– > 1 organ specific AID 
– Family history of PID 
– ARTHRITIS + ABNORMAL GROWTH 
– ARTHRITIS + NEUTROPENIA 

 
 
 



PID-AUTOIMMUNITY 

• WISKOTT-ALDRICH SYNDROME 

• AID ARE 3-10x > FREQUENT THAN IN NORMAL PEOPLE 



IDP-AUTOINMUNIDAD 

• IL12/IL23-IFNγ // IFN γ R1 R2 STAT1 
• NOT ASSOCIATED TO AID 



PID-AUTOIMMUNITY 

• IPEX 

• IMMUNEDYSREGULATION, POLYENDROCRINOPATHY, 
ENTEROPATHY, X-LINKED SYNDROME 

• DM ID, TIROIDITIS, AI HEPATITIS, AIHA/ITP 

• Ig NORMAL, CD3+ CD4+ CD8+ CD19 NORMAL 



CLINICA % 

HPT 79 

ADDISON 72 

OVARIC DYSF 60 

DM 12 

HyPT 4 

CANDIDA 100 

D UÑAS 52 

KERATOPATHY 35 

VITILIGO 13 

ANEMIA P 13 

AI HEPATITIS  12 

H ESMALTE 77 



Selective IgA 

deficiency 

40 AID- vs 17 AID+ 

Progression to CVID 

Years of follow up 

Higher IgM level 

Higher Leucocyte count 

Higher %Treg 

% Class switching def. 

J Investig Allergol Clin Immunol 2015; p112 



PID-AUTOIMMUNITY 

PID AUTOIMMUNE MANIFESTATIONS 

CHRONIC GRANULOMATOUS D INFLAMMATORY BOWEL D 

COMMON VARIABLE ID ITP, H ANEMIA, RA, IBD, SLE, NEU 

IgA DEFICIENCY HYPOTHYROIDISM, SLE, CYTOPENIAS 

OMENN SYNDROME ENTEROPATHY, ALOPECIA 

IPEX DM-1, IBD, HYPOTHYROIDISM, CYTOPENIAS 



PID-AUTOIMMUNITY 

• PID MOST BE INCLUDED IN THE 
DIFFERENTIAL DIAGNOSIS OF AID 
 
 

• IMMUNE SYSTEM MECHANISM THAT 
EXPLAIN AID FISIOPATHOLOGY 


