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Cil studie: Cilem této publikace bylo popsat vyskyt maligni hypertermie (MH) v ¢eské a slovenské populaci, véetné genetickych
vysledkl a diivodi hlaseni do MH diagnostického centra.

Typ studie: Retrospektivni observacni kohortova studie.

Typ pracovisté: Akademické centrum maligni hypertermie Masarykovy univerzity.

Material a metody: Zkoumani byli viichni probandi referovani do naseho diagnostického centra MH od roku 2002 do 2022.
Kazdy proband byl zastupcem jedné nepfibuzné rodiny. Probandi byli vySetfovani dle diagnostickych doporuceni aktualné
platnych v dobé hlaseni prostfednictvim molekularné genetického vysetfeni a svalového in vitro kontrakéniho testu (IVCT).
Do vysledné analyzy byli zafazeni vsichni probandi s ukon¢enou MH diagnostikou.

Vysledky: Do konce 2022 bylo zaznamenano v souvislosti s rizikem MH celkem 303 hlaseni. Bylo provedeno 236 IVCT testd, 129
negativnich a 107 pozitivnich. Celkem je v nasem souboru 223 osob vnimavych k MH (MHS) ze 75 ¢eskych a 8 slovenskych rodin.
Diagnosticka patogenni varianta v genu RYRT byla nalezena pouze u 37 MHS rodin (45 %). U 87 rodin byla MH vylou¢ena (MHN).
Zavér: Za 20 let systematické prace je evidovan v nasi ¢eské a slovenské populaci unikatni soubor 83 MHS rodin. | pfes
rutinni zpfistupnéni nejmoderné;jsi diagnostiky MH vice nez polovina nasich MHS rodin nema potvrzen geneticky podklad
MH, a mGze profitovat z védeckého pokroku a dalsiho vyzkumu.
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20 years of malignant hyperthermia in Czechia and Slovakia

Objective: The aim of this publication was to describe the occurrence of malignant hyperthermia (MH) in the Czech and Slovak
populations, including genetic results and reasons for reporting to the MH diagnostic centre.

Design: Retrospective observational cohort study.

Setting: Academic Centre of Malignant Hyperthermia of Masaryk University.

Material and methods: All probands referred to our MH diagnostic centre from 2002 to 2022 were enrolled. Each proband
was a representative of one unrelated family. Probands were investigated according to diagnostic guidelines valid at the time of
reporting by molecular genetic testing and muscle in vitro contraction test (IVCT). All probands with completed MH diagnostics
were included in the final analysis.

Results: By the end of 2022, there were a total of 303 reports related to the risk of MH. A total of 236 IVCT tests were performed,
129 negatives and 107 positives. There were 223 persons susceptible to MH (MHS) registered from 75 Czech and 8 Slovak families.
A diagnostic pathogenic variant in the RYRT gene was found only in 37 MHS families (45%). MH was excluded in 87 families (MHN).
Conclusion: In 20 years of systematic work, a unique set of 83 MHS families has been collected in our Czech and Slovak pop-
ulations. Despite the routine availability of state-of-the-art MH diagnostics, more than half of our MH families do not have
a confirmed MH genetic background and can benefit from scientific progress and further research.
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