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Diagnóstico diferencial con sd. hereditarios de 
fiebre periódica 
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Aneurismas 
Renal, celíaca, mesentérica, cerebral, 

arteria retiniana, coronaria…. 
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Hepatomegalia Esplenomegalia 
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Diagnóstico previo de 
PAN sistémica 
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Infartos cerebrales 
recurrentes 

Infartos 
isquémicos 

Infartos 
hemorrágicos 

Cavitaciones 
“lacune” 

Neurology 2015; 84: 2092-3 
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 Reactantes 
de fase aguda 

Proteína C reactiva 
SAA-1 

Citopenias 

Pancitopenia 
Leucopenias (linfopenia, 

neutropenia…) 

N Engl J Med 2014; 370:911-920 

+ - 

Stroke CVID PAN-like 



Enfermedades autoinflamatorias 

Herencia autosómica 
recesiva 

Gen CECR1 

Proteína Adenosín 
deaminasa-2 

ADA2 activity in plasma  
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ADA1 y ADA2. 
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(High affinity) 
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Severe Combined 
Immunodeficiency 
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Localización 

Función 

Deficiencia 

ADA-1 

Intracelular 

Adenosina deaminasa 
(High affinity) 
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ADA-2 

Extracelular 

1. Adenosina deaminasa (low 
affinity) 

2. Growth factor 
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Localización 
extracelular 

¿Plasma 
fresco? 
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N Engl J Med 2014; 371: 507-18 

SAVI 

STING-associated 
vasculopathy with 
onset in infancy 

J Clin Invest 2014; 124: 5516-20 

Familial 
chilblain lupus 
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Bioquímica Hemograma Inmunología 
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Autoanticuerpos circulantes 
diversos 

Títulos bajos 

Títulos erráticos (se 
negativizan durante la 

evolución de la enfermedad) 

ANAs 
ANCAs (p-ANCA y c-ANCA) 

Anti-cardiolipina 
Anti-B2GPI 

Factor Reumatoide 
Anti-CCP  
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Gen TMEM173 
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Proteína STING 
(Stimulator of Interferon Genes) 
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SAVI mutations 

Wild type 

Loss-of-function 
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Baricitinib 
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Herencia autosómica 
dominante 
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Cell 2014; 157: 1013-22 

IL-18 IL-1β IL-33 IL-18 
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Kineret™ 
Anakinra 
hrIL-1Ra 
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Enfermedad por mutaciones en gen NLRC4 
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Zn Calprotectin 
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Mayo Clin Proc 1997; 72: 611 
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2002; 11: 961 

Cortesía Dra. Calvo – 
Hospital La Fe 
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Pstpip1 
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PAPA-like disease 
No FMF phenotype 

Autosomal dominant inheritance 
p.S242R MEFV mutation 

Pyrin-inflammasome disease 
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