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POKROK V/ INTRAVITALNI LABORATORNI DIAGNOSTICE PRIONOVYCH ONEMOCNENT: V'YSOCE CITLIVA A SPECIFICKA DETEKCE PRIOND V MOZKOMISNIM MOKU POMOCT RT-QUIC
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Diagnostika prionovych onemocnéni je obtiznd vzhledem k jejich heterogenité
a prekryvu klinickych pfiznak{ s jinymi neurodegenerativnimi chorobami. Doposud
dostupné diagnostické metody nemély dostatecnou citlivost a specificitu. V roce 2018
byla do diagnostickych kritérii (WHO) zafazena metoda RT-QuIC (Real Time Quacking
Induced Conformation assay), ktera vyuziva pro detekci prion( jejich schopnost agregovat
nativni rekombinantni prionovy protein. Agregace je sledovana v redlném ¢ase pomoci
fluorescencni sondy. Metoda je extrémné citliva a specificka. Nase vysledky potvrzuji,
ze umoznuje detekci prioni v mozkomisnim moku pacientt za jejich Zivota, kratce po
objeveni priznakll onemocnéni.

Kli¢ova slova: Creutzfeldtova-Jakobova nemoc, priony, diferencialni diagnostika,
neurodegenerativni onemocnéni, amyloid.

Progress in intravital laboratory diagnostics of prion diseases: highly
sensitive and specific detection of prions in cerebrospinal fluid using RT-QuiC

Diagnostics of prion diseases is difficult due to their heterogeneity and overlap of
clinical symptoms with other neurodegenerative disorders. Till now utilized diag-
nostics methods did not have sufficient sensitivity and specificity. In 2018 WHO
diagnostic criteria were updated by the inclusion of RT-QuIC assay (Real Time
Quacking Induced Conformation), which utilizes the ability of prions to aggregate
native recombinant prion protein for their detection. The aggregation is monitored
in real time using fluorescent probe. The assay is extremely sensitive and specific.
Our results confirms that it allows detection of prions in cerebrospinal fluid of
living patients shortly after the appearance of symptoms.

Key words: Creutzfeldt-Jakob disease, prions, differential diagnostics, neurodege-
nerative diseases, amyloid.

Laboratorni diagnostika
prionovych nemoci

Lidska prionovd onemocnéni mohou mit
sporadickou, genetickou a infekéni etiologii.
Nej¢astéjsim prionovym onemocnénim je

sporadicka Creutzfeldtova-Jakobova nemoc

(CJN, cca 85 % pripadul), ktera se dale déli
na 6 subtyp lisicich se rychlosti progrese
a neuropatologickym postizenim mozku.
Existuje vice nez 30 zndmych mutaci genu
pro prionovy protein spojenych s genetic-
kymi prionovymi nemocemi (cca 15 % pfi-
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