Zespot Evansa zwigzany z pierwotnym niedoborem
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Opis choroby *

Definicja

A rare genetic immune disease characterized by infantile or childhood onset of combined
immunodeficiency with recurrent viral, bacterial, and fungal infections, severe autoimmunity
mainly manifesting as antibody-mediated destruction of red blood cells, platelets, and
neutrophils, and mild to moderate developmental delay. Laboratory findings include
decreased circulating T-, B-, and natural killer cells, and hypergammaglobulinemia.

Dane

Klasyfikacja Synonimy

Choroba Evans syndrome associated with primary
immunodeficiency
Autoimmunologiczna niedokrwistos$¢
hemolityczna i matoptytkowos¢
autoimmunologiczna z pierwotnym
niedoborem odpornosci
Choroba TRIANGLE
Niedobo6r odpornosci zalezny od TPPII,
autoagresja, opdznienie rozwoju nerwowego z
uposledzeniem glikolizy i ekspansg lyzosomow
TPPII deficiency
TPPIl-related immunodeficiency,
autoimmunity, and neurodevelopmental delay
with impaired glycolysis and lysosomal
expansion disease
TRIANGLE disease
Tripeptidyl-peptidase Il deficiency

Kod ORPHA Kod OMIM Kod ICD10
444463 619220 D89.8
Kod ICD11
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http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=444463

Rozszerzony opis choroby

Brak opisu rozszerzonego dla tej choroby. Opracowanie w toku.
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