AUTOIMUNITNI POLYGLANDULARNI SYNDROM TYPU 1: KAZUISTIKA DITETE S MULTIORGANOVYM POSTIZENIM
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V ¢lanku prezentujeme kazuistiku tfiletého chlapce, u néhoz byl diagnostikovan vzacny
autoimunitni polyglandularni syndrom 1. typu (APS-1). Dité bylo hospitalizovéno pro
kolapsovy stav, neurologické symptomy a laboratorni odchylky (zavazna hyponatremie,
hypokalcemie), které vedly k diferencialné diagnostickému patrani. Postupné byla po-
tvrzena hypoparatyredza, autoimunitni hepatitida a Addisonova nemoc. Genetickym
vysetfenim byla prokdzéna patogenni varianta v genu AIRE. Klinicky pribéh byl déle
komplikovan rozvojem hyperkalciurie, nefrokalcinézy, hypertenze. Kazuistika poukazu-
je nadllezitost zafazeni vysetieni kortizolu a adrenokortikotropniho hormonu (ACTH)
do diferencidlni diagnostiky kolapsovych stavi u déti, zejména pfi pretrvavajicich
elektrolytovych odchylkach a atypickém prabéhu béznych onemocnéni.
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We present a case report of a three-year-old boy diagnosed with a rare autoimmune
polyendocrine syndrome type 1 (APS-1). The child was hospitalized for episodes of
collapse, neurological symptoms, and significant laboratory abnormalities (severe hy-
ponatremia, hypocalcemia), which led to an extended differential diagnostic process.
Subsequently, hypoparathyroidism, autoimmune hepatitis, and Addison’s disease were
confirmed. A pathogenic variant in the AIRE gene was identified by genetic testing.
The clinical course was further complicated by hypercalciuria, nephrocalcinosis and
hypertension. This case highlights the importance of including cortisol and adre-
nocorticotropic hormone (ACTH) testing in the differential diagnosis of collapse in
children, particularly in the presence of persistent electrolyte abnormalities and an
atypical course of otherwise common diseases.
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antami genu AIRE (autoimunitni reguldtor)

Autoimunitni polyglandularni syndrom
1.typu (APS-1), zndmy téz jako APECED (auto-
imunitni polyendokrinopatie — kandidéza -

na chromozomu 21g22.3, s autozomalné re-
cesivnim typem dédic¢nosti (1, 2). Incidence je
pfiblizné 1:100000, pticemz vyssi vyskyt je
zaznamenan na Sardinii (1:14000), ve Finsku
(1:25000) a u irdnskych Zidd (1:9000) (2).

ektodermalni dystrofie), je vzacné dédi¢né
onemocnéni zplsobené patogennimi vari-
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