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Komplexnd prenatdlna diagnostika genetického syndromu

Complex prenatal diagnosis of genetic syndrome

Technicky a biomedicinsky pokrok poskytuje v sGéasnosti Siroké
spekirum diagnostickych moznosti a ich jednoznaénym prikladom je
komplexnd prenatdina diagnostika genetického syndrému.

Integruje komplex vysetreni, od skriningovych softvérovych prenatdl-
nych programoy, celého spekira zobrazovacich médov oz po intra-
uterinné invazivne diagnostické techniky.

Tieto vySetrenia sprevddzaji vyvoj gravidity v celom jej priebehu a jed-
notlivé diagnostické postupy, ich kombindcie a vzdjomné dopliianie
vyplyvajl z aktudlneho gestaéného veku plodu, jeho stavu a situdcie
matky. Ulohou skriningovych programov je zadefinovat cielovu riziko-
vU skupinu tehotnej populdcie, aviak napriek vyraznym pokrokom ich
senzitivita neméZe byt stopercentnd a Sirokospekirdina. Nezastupitelng
Glohu dalej zastévaju zobrazovacie technolégie, ktoré aktudlne okrem
vysokokvalitnych sonografickych 2D zobrazeni, umoZiuju aj zobra-
zenia vo viacerych dimenzidch, nehovoriac o dnes uz beznom to-
mografickom vysetreni plodu. Cielom je v odévodnenych pripadoch
prenatdlne ziskaf ¢o najvéésie mnozstvo presnych Udajov o plode a
na ich zéklade vytvorif €o najpresnej$i syndromologicky obraz.

Takto ziskané informdcie sU vz v dne$nej medicine neoddelitelnou
sGéastou kvalitnej starostlivosti o priebeh a vysledok gravidity. Autor
prezentuje uvedené skuto¢nosti na spekire komplexne spracovanych
klinickych pripadoch.

Technical and biomedical advances currently provide a wide range of
diagnostic possibilities and their clear example is complex prenatal
diagnosis of genetic syndrome. It integrates a group of examinations,
ranging from screening software prenatal programs and a complex
spectrum of imaging modes up to intrauterine invasive diagnostic
techniques. These examinations accompany gestational development
within its entire course. Particular diagnostic procedures, their combi-
nations and interactions result from the current gestational age of the
fetus, its condition and condition of the mother. The role of screening
programs is to define a target risk group of the pregnant popula-
tion. However, despite significant advances their sensitivity fails to be
absolute and wide-spectral. Furthermore, imaging technologies play
an unsubstitutable role and currently, apart from high quality sono-
graphic 2D imaging, they allow imaging in more dimensions includ-
ing today common tomographic examination of the fetus. The aim is
to collect prenatally in well-grounded cases maximum possible exact
data on the fetus and according to them to generate as precise syn-
dromological view as possible.

Such collected information represents in contemporary medicine
inseparable part of quality care of the course and outcome of the
pregnancy. The author presents the above mentioned facts on the
spectrum of completely worked up clinical case reports.
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