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SOUHRN

Cil studlie: Zavedeni metody stanoveni hladin neurotransmiterovych metabolitdi v mozkomiSnim moku do rutinni klinické
praxe je podminkou v€asné diagnostiky a lécby neurotransmiterovych onemocnéni v détskem veku.

Materidgl a metoda: Metodou vysoce Ucinné kapalinové chromatografie ve spojeni s elektrochemickou detekci bylo analyzo-
vano 82 vzorkl mozkomiSniho moku détskych pacientl s podezienim na neurometabolické onemocnént.

Vysledky: Byla stanovena vékove vazana referencni rozmezi. Ve tfech vzorcich byla prokazana patologicky snizena kon-
centrace kyseliny homovanilové. U dvou pacientt s vyznamnou mikrocefalil a zavaznym organickym poskozenim mozku se
pravdepodobné jedna o sekundarni deficit. Neurologicky nalez u tfetiho pacienta svedcil pro primarni poruchu metabolismu
neurotransmitert na Urovni tyrosinhydroxylézy (TH). Deficit TH byl ndsledné potvrzen na molekularné-genetické trovni.
Zavér: Diagnostika poruch metabolismu biogennich amind je obtizna a vyzaduje provedeni lumbaini punkce se specidlnim
odbérem mozkomigniho moku. Na nasem pracovisti jsme vySetieni hladin neurotransmiterovych metabolitl zaradili do ru-
tinnf diagnostiky v8ech déti s podezienim na neurometabolické onemocnéni. Diagnostikovali jsme prvniho pacienta v Ceské
republice s primarni poruchou metabolismu neurotransmitert a zahajili IECbu.
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SUMMARY

Szentivanyi K., Hansikova H., Kirijt J., Zeman J., Honzik T.: The importance of biogenic amines metabolites
determination in cerebrospinal fluid by high performance liquid chromatography in the diagnostics of pediatric
neurotransmitter disorders

Objective: The implementation of cerebrospinal fluid neurotransmitter metabolites analysis in clinical routine is necessary for
early diagnosis and treatment of pediatric neurotransmitter disorders.

Material and methods: We analysed 82 cerebrospinal fluid samples from children suspected of neurometabolic disorder
using high performance liquid chromatography coupled with electrochemical detection.

Results: We established age-related reference values. In three samples the level of homovanillic acid was found to be
markedly decreased. In two patients with severe microcephaly and extensive organic brain damage secondary deficit is
concerned. Neurological findings in third patient led us to the suspicion of primary neurotransmitter metabolism disorder at
the level of tyrosine hydroxylase (TH). Subsequently, TH deficiency was confirmed by molecular genetic analysis.
Conclusion: Diagnosis of biogenic amines metabolism disorders is difficult and needs lumbar puncture to be performed.
In our hospital we implemented cerebrospinal fluid neurotransmitter metabolites analysis into routine diagnostic workup
for every patient suspected with neurometabolic disorder. We diagnosed first Czech patient with primary neurotransmitter
metabolism disorder and commenced the treatment.
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