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Clanek shrnuje klicové novinky v oblasti primarnich imunodeficit(, dnes preferenéné oznacovanych jako vrozené poru-
chy imunity (inborn errors of immunity, IEl). Vychazi z aktualni klasifikace International Union of Immunological Societies
(IUIS), ktera reflektuje rychly narGst popsanych jednotek a zddraznuje posun od ,infekéni” perspektivy k Sirokému spektru
projevl zahrnujicich autoimunitu, alergii, autoinflamaci a malignity. Na vybranych pfikladech nové popsanych diagnoz
ilustruje fenotypickou rozmanitost a diagnostické vyzvy vcetné nizké penetrance, mozaicismu a fenokopii podminénych
autoprotilatkami. Dale popisuje vyznam multidisciplinarni a centralizované péce a roli mezinarodni spoluprace. Samostatné
se vénuje zavedeni novorozeneckého screeningu SCID v CR a ndvazné ¢asné kauzalni [é¢bé (transplantace hematopoietic-
kych kmenovych bunék (hematopoietic stem cell transplantation, HSCT), genova terapie, transplantace thymu). Zavérem
predstavuje nové trendy v diagnostice (uméla inteligence, polygenni dédi¢nost) a zdUraznuje potrebu kvalitni tranzitni
péce pii nardstajicim poctu dospélych pacientd s IEI.
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Recent advances in primary immunodeficiencies

The article summarises key recent developments in the field of primary immunodeficiencies, now preferentially referred to
as inborn errors of immunity (IEl). It is based on the current International Union of Immunological Societies (IUIS) classifica-
tion, which reflects the rapidly increasing number of described entities, and highlights the shift from an “infection-centred”
perspective to a broad spectrum of manifestations including autoimmunity, allergy, autoinflammation, and malignancies.
Using selected examples of newly described conditions, it illustrates phenotypic diversity and diagnostic challenges, including
incomplete penetrance, mosaicism, and phenocopies driven by autoantibodies. The article also discusses the importance of
multidisciplinary, centralised care and the role of international collaboration. A dedicated section addresses the implemen-
tation of newborn screening for SCID in the Czech Republic and the subsequent benefits of early causal treatment (hemato-
poietic stem cell transplantation (HSCT), gene therapy, thymus transplantation). Finally, it outlines emerging diagnostic trends
(artificial intelligence, polygenic inheritance) and emphasises the need for high-quality transition of care as the number of
adults living with IEl continues to grow.
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l'lvod genech (1), coz predstavuje narlist o 69 onemocnéni proti pfedchozi
Primarni imunodeficity pfedstavuji rychle se rozvijejici podobor  klasifikaci z roku 2022 (2) (Obr. 1).

klinické imunologie. Mezinarodni klasifikace International Union of Kromé objevu novych gend asociovanych se vznikem imunode-

Immunological Societies (IUIS) v roce 2026 rozezndva 559 vrozenych  ficitnich onemocnéni je etiologie imunopatologii v moderni dobé

poruch imunitniho systému, zpUsobenych mutacemi v 508 riznych ~ obohacena o nové genetické principy ovlivaujici klinicky obraz (napf.

doc. MUDr. Adam Klocperk, Ph.D. Cit. zkr.: Vnitf Lék. 2026;72(3):151-157
Ustav imunologie 2. LF UK a FN Motol a Homolka, Praha Clanek piijat redakcf: 27. 1. 2026
adam klocperk@fnmotol.cz Clanek piijat po recenzich: 12. 3. 2026

www.casopisvnitrnilekarstvi.cz / Vnitf Lék. 2026;72(3):151-157 / VNITRNI LEKARSTVI


https://doi.org/10.36290/vnl.2026.033

