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SOUHRN

Cil studie: Metabolomika se stava ddlezitym nastrojem v klinickém vyzkumu a diagnostice lidskych onemocnéni. V této
studii byla pouzita necilena metabolomicka analyza suchych krevnich skvrn (DBS) pro diagnostiku dedicnych metabolickych
poruch (DMP).

Typ studie: Klinicka aplikace

Material a metody: Vzorky DBS byly analyzovany technikou vysoce ucinné kapalinové chromatografie ve spojeni s hmot-
nostnim spektrometrem s vysokym rozliSenim. Data byla zpracovana a statisticky vyhodnocena s pouzitim softwaru R.
Wsledky: Bylo porovnavano 20 kontrolnich vzork( vici trem vzorkdm od pacientt s fenylketonurii a tfem vzorkdim od
pacientl s leucindzou. VSechny pacientské vzorky se podarilo rozliSit od kontrolnich na zékladé prislusnych markerd jed-
notlivych onemocnéni.

Zavéry: Tato studie ukazuje, Ze necilena metabolomika mize byt uplatnéna pfi diagnostice DMP.
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SUMMARY

Janeékova H., Wojtowicz P., Hron K., Friedecky D., Adam T.: Untargeted metabolomic analysis of dry blood
spots for diagnosing inherited metabolic disorders

Objective: Metabolomics has become an important tool in clinical research and diagnosis of human diseases. In this work
we applied untargeted metabolomic analysis of dry blood spots (DBS) for diagnosing inherited metabolic disorders (IMDs).
Design: Clinical application

Material and methods: DBS samples were analyzed by high performance liquid chromatography coupled with high-resolu-
tion mass spectrometer. Data were processed and statistically evaluated using R software.

Results: We compared 20 control samples with three samples from patients with phenylketonuria and three samples from
patients with maple syrup urine disease. All patient samples were distinguished from controls based on appropriate markers
of the disorders.

Conclusion: This study shows that untargeted metabolomics can be applied for diagnosing various IMDs.
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