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Vrozené poruchy imunitniho systému (PID/IEls) pfedstavuji dynamicky se rozvijejici skupinu onemocnéni, ktera je kromé
zvysené nachylnosti k infekcim charakterizovana také vyskytem autoimunitnich, autoinflamatornich, alergickych a malignich
komplikaci. V dnedni dobé bylo popsano kolem 500 téchto onemocnéni a jejich pocet se neustale zvysuje.

Vysledkem dynamickému pokroku v diagnostice a terapii téchto onemocnéni je rozvoj genetické diagnostiky, zavedeni
screeningového vysetieni PID/IEls u novorozencd, stejné tak jako pouzivani novych terapeutickych pristupd véetné genové
terapie. V Ceské republice bylo na po¢atku roku 2024 zavedeno plodné screeningové vysetieni tézké kombinované imunode-
ficience (SCID). Rozvoj novych technologii umoznuje zlepseni genetické diagnostiky a ziskavani novych poznatk( tykajicich se
patogeneze PID/IEls, které Ize vyuzit k vyvoji cilené terapie. Symptomaticka lé¢ba pacientl s PID/IEIs je kromé antimikrobialni
profylaxe a imunoglobulinové substitu¢ni Ié¢by obohacena o terapii tzv. malymi molekulami a biologickou l1é¢bou mono-
klonalnimi protildtkami namifenymi proti burikdm nebo jejich produktiim. V kauzalni 1é¢bé pacientl s PID/IEls dochazi ke
zlepseni postupll v provadéni transplantace hematopoetickych krevnich bunék (HSCT) a pokrokdm na poli genové terapie.
Budouci vyvoj v oblasti PID/IEls bude sméfovat k dalsimu zpfesnéni jejich diagnostiky a rozvoji cilené terapie véetné per-
sonalizovaného pfistupu k [é¢bé.
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New trends in the field of inborn errors of immunity

Congenital disorders of the immune system PIDs/IEls) represent a dynamically developing group of diseases characterized not
only by an increased susceptibility to infections but also by the occurrence of autoimmune, autoinflammatory, allergic, and
malignant complications. Around 500 of these diseases have been described to date, and their number continues to grow.
The result of dynamic progress in the diagnosis and therapy of these diseases is the progress of genetic diagnostics, the
introduction of screening for PID/IEls in newborns, as well as the use of new therapeutic approaches including gene therapy.
Since the beginning of 2024, nationwide screening for severe combined immunodeficiency (SCID) has been introduced in
the Czech Republic. Advances in genetic diagnostic technologies have allowed for more precise diagnostics and the acqui-
sition of new data regarding the pathogenesis of PIDs/IEls, which can be used to develop targeted therapies. Symptomatic
treatment for patients with PIDs/IEls, in addition to antimicrobial prophylaxis and immunoglobulin replacement therapy, has
been enhanced with small molecules and biological therapy using monoclonal antibodies targeted against cytokines, cells,
or their products. In the causal treatment of patients with PIDs/IEls, there have been improvements in the procedures for
hematopoietic stem cell transplantation (HSCT) and advances in the field of gene therapies.

Future developments in the field of PID/IEIs will focus on more precise diagnostics, targeted therapies, and a personalized
approach to treatment.
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