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Eczema e inmunodeficiencias primarias

Table VI Warning signs of PIDD for demmatologists

Clinical occurrences

PIDD

Laboratory test

Eczema

Cutancous lesions by Mycobacreria

Partial albinism, gray hair

Telangiectasias

Disseminated warts and molluscum
Cutancous herpes infections

Fragile hair, conic tecth

Wiskott-Aldrich syndrome (WAS)

Hyper IgE syndrome (HIES)

Immunodysregulation, polyendocrinopathy
and enteropathy, X-linked (IPEX)

Severe combined immunodeficiency (SCID),
erythroderma

Combined immunodeficiencies
Hyper-IgM syndromes
Mendelian susceptibility to mycobacterial diseases

Chronic granulomatous diseases (CGD)

Chediak-Higashi syndrome
Griscelli syndrome

Ataxia-telangiectasia

Warts, hypogammaglobulinemia, infections, and
myeclokathexis (WHIM) syndrome

Dedicator of cytokinesis 8 (DOCKR) deficiency

Idiopathic CD4 lymphopenia

Ectodermal dysplasia

CBC including platelet number and size
(small sized platelets); CMI, AMI

Serum IgE, eosinophilia

Specific Score®

CMI, ANA, RCP

Coombs, glycemia, and TSH

CMI

CMI
AMI
i
P

Enlarged cytoplasm granules in blood smear

AMI serum alfa-feto protein

AMI, CMI Iymphoproliferation assay
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PROTOCOL D’ACTUACIO DAVANT SOSPITA D’IMMUNODEFICIENCIA
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TABLE Il. Mechanisms of immune deficiency and IgE elevation in PIDs

PID with elevated IgE Gene defects Mechanism of immune deficiency Mechanism of IgE elevation
HIES STAT3/Tyk2 mutations Defective cytokine signaling Defective IFN-y and IL-10 production?
IPEX FOXP3 mutations Treg cell deficiency Treg cell deficiency
WAS WASP deficiency Actin cytoskeletal abnormalities and Treg dysfunction
disturbed immune synapse stability

Omenn syndrome RAG, ARTEMIS, IL-7R, RMRP, IL-2Rv, Oligoclonal T cells and absence Reduced Treg cells, T-cell oligoclonality,

ZAP70, ADA, DNA ligase IV mutations of B cells and increased IL-4 production
Atypical complete Base pair deletion on 22q11.2 Oligoclonal T cells T-cell oligoclonality

DiGeorge syndrome

Alérgeno

=t M
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 No se asocia a un defecto concreto de IDCG. Cualquier IDCG puede
presentarse como Sd. Omenn (clasicamente RAG1 vy 2).

e Desarrollo parcial de LT a causa de mutaciones hipomorficas. LT
oligoclonales.

e Eczema/eritrodermia grave de debut neonatal, diarrea, retraso de
crecimiento, autoinmunidad, hepatoesplenomegalia y adenopatias.

e Eosinofilia, IgE elevada a pesar de ausencia de LB.
e Detectable mediante cribado neonatal.
e TPHy terapia génica como opciones terapéuticas.
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 |DP XL. Enfermedad del citoesqueleto.

 Microtrombocitopenia, infecciones recurrentes, eczema,
autoinmunidad y afectacion Gl frecuente.

e Mutacion en WAS (o WIP). WASP participa en la activacion
de LT y en la maduracion y funcion de neutrofilos y
plaquetas.

e Habitualmente IgM disminuida, IgG normal e IgA, IgE e IgD
elevadas con defecto de produccion de anticuerpos.

 Treg normales en numero pero con funcion alterada.
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* Inmunodisregulacion, poliendocrinopatia (diabetes o
hipotiroidismo), enteropatia, ligada a cr.X (IPEX) o AR
(CD25def)

e Diarrea grave (acuosa y muy abundante) y retraso de
crecimiento como primer signo.

e HiperlgE, hiperlgA, eosinofilia.

e TBNK normal pero con defecto de Tregs (defecto de tolerancia
central).

e Mutacion en FOXP3 (XL) o CD25 (AR).
 Multiples manifestaciones autoinmunes con distintas dianas.
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