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KLINICKY VYZNAM GENETICKEHO TESTOVANI U PACIENTU S PORUCHOU AUTISTICKEHO SPEKTRA

Impact of clinical genetic testing of autism spectrum disorder patients

Autism spectrum disorder (ASD) is a genetically determined neurodevelopmental disease. Methods of clinical genetics make it possible to
detect changes in the genome of patients with ASD at different levels of resolution, but their effectiveness varies based on their own design,
variability of the clinical picture of patients and current knowledge of genetic mechanisms. This work is focused on a summary of clinically
used genetic tests with respect to the results they can achieve. The overall results support the importance of genetic testing of patients with
ASD at all levels of differentiation, as well as the need to extend experiences with the interpretation of genetic findings and the application of
other methodological approaches to a full understanding of the etiology of this disease.
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Uvod

Poruchy autistického spektra (PAS) jsou skupina neurovyvojovych
onemocnéni, kterd u pacientd narusuje schopnosti socialni interakce, ko-
munikace a predstavivosti (1, 2, 3, 4). Prevalence PAS je rizna pro jednot-
livé populace, viak prlimérné je zachycena u 1 z 54 déti (5, 6, 7). Pacienti
s PAS jsou dale déleni dle Systému mezinarodni klasifikace nemoci (MKN)
nebo Diagnostického a statistického manualu (DSM) (Tab. 1) (4, 8). Avsak
geneticke studie tyto pacienty obvykle rozdélujf jen do tif skupin (5, 10, 11).
Jedinci s idiopatickym vyskytem PAS, nejcastéji pacienti s Aspergerovym
syndromem nebo vysokofunkenim autismem (high function autism, HFA),
obvykle nevykazujf dalsi klinické abnormality, napf. mentalni retardace, jiné
poruchy chovani, dysmorfické rysy aj. (10, 12). Nékteré specifické syndromy,
jako napt. Syndrom fragilniho X, tuberdzni sklerdza, Angelman(v syndrom
a dalsi, mohou byt doprovazeny autistickou poruchou a jejich diagnostika
je zameérena na detekci genetické priciny daného syndromu tzv. syndro-
micky autismus (Tab. 2) (13). Zbyla podskupina pacientt s touto nemoci
variabilné vykazuje i dalsi klinické projevy, jako jsou mentalni retardace,
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Tab. 1. Porovndni diagnostickych manudld DSM-IV a MKNI10
DSM MKN

Autistickd porucha Détsky autismus

Asperger(v syndrom Aspergerv syndrom

Détska desintegrativni porucha Jiné desintegrativni poruchy

Jinak nespecifikovana pervazivni
vyvojova porucha

Atypicky autismus

Rettdv syndrom Rettdv syndrom

Hyperaktivni porucha sdruzena
s mentalni retardaci a stereotypnimi

pohyby

Jiné pervazivni vyvojoveé poruchy

Pervazivni vyvojova porucha
nespecifikovana

DSM - Diagnosticky a statisticky manudl, MKN — Mezindrodnf klasifikace nemoci
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