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Deficiencia adenozin-deaminazy 2. typu (DADA2) je geneticky podmienené multisystémové autoinflamacné ochorenie,
ktoré bolo prvykrat opisané v roku 2014. Vznikd v dosledku patogénnych variantov génu ADA2, ktoré vedu k redukcii az
k Uplnej strate aktivity enzymu ADA2. Manifestuje sa vysoko variabilnym fenotypom, s prejavmi systémovej alebo ce-
rebralnej vaskulitidy, imunodeficienciou a/alebo zlyhanim kostnej drene, obvykle s véasnym nastupom v zivote pacienta.
Doteraz bolo publikovanych viac ako 370 pripadov DADA2, pricom Statistické vypocty odhaduju celosvetovy vyskyt na viac
ako 35000 jedincov. Rozmanitost fenotypového spektra oneskoruje diagnostiku a efektivnu liecbu pacientov nezriedka
az do dospelého veku. Prehladom o klinickom obraze, diagnostike a terapii DADA2 chceme prispiet k zlepseniu povedo-
mia odbornej verejnosti o tejto raritnej chorobe a skrateniu cesty pacientov k efektivnej lie¢be, ktora je uc¢innd a klu¢ova
v prevencii niektorych trvalych nasledkov nelie¢eného ochorenia.

Klacova slova: deficiencia adenozin-deamindzy 2. typu (DADA2), fenotypovo-genotypova diverzita, inhibicia TNF-q, transplan-
tacia hematopoetickych kmernovych buniek.

Deficiency of adenosine deaminase type 2 (DADA2): clinical picture, diagnosis and
treatment

Deficiency of adenosine deaminase type 2 (DADA?2) is a genetically determined multisystem autoinflammatory disease first
described in 2014. It results from pathogenic variants in the ADA2 gene that lead to the reduction or complete loss of ADA2
enzyme activity. It presents with a highly variable phenotype as systemic or cerebral vasculitis, immunodeficiency and/or
bone marrow failure, usually with early onset. More than 370 published cases of DADA2 can be found in international litera-
ture, however, statistical calculations estimate the prevalence to more than 35,000 individuals worldwide. The diversity of the
phenotypic spectrum delays diagnosis and effective treatment of patients not infrequently until adulthood. By reviewing the
clinical picture, diagnosis and therapy of DADA2, we aim to improve the awareness of this disease among professionals and
thus shorten the patients’ pathway to effective treatment, which is efficient and crucial in preventing some of the permanent
sequelae of untreated disease.
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Uvod

protilatky a autoreaktivne T-lymfocyty). V sticasnosti sa uz akceptuje,

Autoinflamacné ochorenia predstavuju neddvno identifikovanu
skupinu poruch imunity, ktoré charakterizuje nadmerna aktivita pri-
rodzenej imunity bez pritomnosti autoimunitnych fenoménov (auto-

Ze autoinflamacné mechanizmy sa spolupodielaju aj na patofyzioldgii
viacerych autoimunitnych ochoreni (napr. spodylartropatie, neSpecifické
zapalové ochorenia Creva, ale aj systémovy lupus erythematosus). V uz-
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