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1. KoHuenuis mpeHaTasbHOro TeHETUYHOT0 CKPHHIHTY Ha OCHOBI YHi(piKOBaHMX J1a60paTOPHUX CTaHIAPTIB Ta

CHUCTEMU KOHTPOJIIO SIKOCTi

2. The concept of prenatal genetic screening based on the unified laboratory standards and quality control system

Pedepar:

1. ¥ nuceprauiiiHiii po60Ti po3p0o6IeHO LisliCHY KOHLEILiI0 IPeHaTaIbHOro reHeTUYHOTO CKPUHIHTY Ha OCHOBI
yHigikarjii 1a60paTOPHUX CTaHAAPTIB, CTBOPEHHS €IMHUX JialHOCTUYHUX KPUTEPIiB Ta CUCTEMU KOHTPOJIIO SIKOCTi
KOXKHOTO €eTaIly JOII0JIOrOBOro 00CcTeXXeHHs. Ha mifcraBi po3paxoBaHUX MeliaH, BUBHAYEHUX MATOJIOTIYHUX Ta
(i3iosIOrivHUX CTaHIB, WO BIIJIMBAIOTh HA PiBHI 6i0XiMiYHMX MapKepiB, TOBEIEHUX MIKIOMYJISILINHNAX BifMIHHOCTEN
y IapaMeTpax iXHbOTro pO3MOiy B HOPMI Ta IIPU MaTOJIOTiI 1171042 Mou(iKoBaHO MPOTrpamy 3 pO3paxyHKy
iHOMBiAyanbHOrO reHeTUYHOro pu3uKy. [lokazaHo Halbinbmy cnenudiyHicTs 3HUKeHHs: PAPP-A y 1 TpumecTpi ajis
BHSIBJIEHHS] XPOMOCOMHO] NATOJIOTii Ta MOXJIMBICTh BUKOPUCTAHHS 1IbOTO MapKepa y IPOTHO3yBaHHI aKyLlIE€PChbKUAX
yCKJIa[IHEHb. BCTaHOBJIEHO NPUHIMIIOBO HOBY 3aKOHOMIpHICTb 3MiH piBHs foeTa-XI' npu HassBHOCTI 260 BiICyTHOCTI

BPOJIPKEHUX BaJl ceplis y IIJIOAIB 3 CUHIPOMOM JlayHa. 3a JaHUMU CTaTUCTUYHOTIO MOJIEJIIOBaHHS i MeTa-aHasli3y



IIOBENIEHO, 110 PaHKMPYBaHa CTPATETis IPeHaTabHOTO CKPUHIHTY, sIKa 6a3yeThCs Ha OLiHI 6i0xiMiuHUX Ta
yJIbTPa3BYKOBUX MapKepiB 1 TpuMecTpy Ta 06CTeKEHHI y 2 TPUMECTPI JIMIle BariTHUX 3 IPOMDKHUM PU3UKOM, €
HaNOi/IbII ONITUMAJIBHOIO 32 KpUTEPieM CIIiBBiHOIIEHHS! CTYII€HS BUSBJIEHHS naToiorii (94,1%) i uncaa xubHo-
NIO3UTUBHUX Pe3yJbTaTiB (1,2%). Po3p0o6ieHO TpUPiBHEBY CUCTEMY KOHTPOJIIO IPEHATAIBHOIO TEHETUYHOTO
CKPMHIHTY, 3aCHOBaHY Ha IPUHLMIIAX CTAHAAPTU3AaLlii KOXKHOTO eTaIy O6CTeXXEeHHsI, BHYTPIlIHbOMY Ta 30BHIIIHbOMY

MOHITOPYVHIY PEe3YJIbTaTiB.

2. Described below is the theoretical grounding and the new solution to the applied scientific problems in genetics,
derived from the development of an integrated concept of prenatal genetic screening based on the unified system
of laboratory standards, standardized diagnostic criteria and methodological requirements for each stage of
prenatal screening. A program for individual genetic risk assessment has been modified based upon derived data
for certain pathological and physiological states that affect the levels of biochemical markers, as well as the
information about proven interpopulation differences within the parameters' distribution. The work proved the
highest specifics of PAPP-A in the 1st trimester for chromosomal abnormalities and the possibility of using this
marker in predicting of obstetric complications. A study found a fundamentally new pattern of changes in the level
of free-beta hCG in the presence or absence of congenital heart defects in fetuses with Down syndrome.Statistical
modeling and meta-analysis established that ranked prenatal screening strategy based on an assessment of
biochemical and ultrasound markers of the 1Ist trimester and the 2nd trimester screening of only pregnant women
with intermediate risk is the best one for the following criteria: detection rate of pathology and the number of false
positive results. The outlined strategy and proposed system of quality control with three-level monitoring results,
can be recommended for introduction in Ukraine.
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