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V. BimomocTi npo gucepraniio
Moga guceprariii:
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Tema guceprauii:
1. MoneKy I pHO-IUTOT€HETUYHA XapPAaKTEPUCTUKA CUHAPOMIB CETMEHTHUX aHEYCOMIiN.

2. Molecular-cytogenetic characteristic of segmental aneusomy syndromes

Pedepar:

1. Incepralist NpUCBsYEHA aKTyalbHill IPO6JIeMi KJIiHIYHOI TeHEeTUKYM - BU3HAYEHHIO IJISIXiB ONTHMI3allii paHHbO]
J1260paTOpHOI reHeTMYHOI Bepu@ikalii giarHosy y oci6 i3 migosporo Ha CCA. TTokazaHo, 1110 BCTAaHOBJIEHHS [iarHO3y
YCKJIAZHEHO reTePOTreHHICTIO KIIiHIYHMX 03HaK Ta UTOT€HETUYHUX XapaKTepPUCTUK. CTaHIAPTHUM
LIUATOT€HETUYHUM METOMIOM IIOIIePeNHIN KIiHiYHMI fiarHo3 CCA niaTeepmkeHo y 8,97% naljieHTis,
BUCOKOYYTJIMBUM METOZOM - Y 3,85% malieHTiB. 3aranbHa iHpOPMATUBHICTh LUTOT€HETUYHUX METO/IIiB B HAIIOMY
IocimkeHHi ckiana 12,82%. IndpopmartusHicTs FISH-meTony ctaHoBuUA 78,2%. KOMILIEKCHE 3aCTOCYBaHHS
LUTOT€HETUYHUX, MOJIEKYJISIPHO-IUTOT€HETUYHMX Ta MOJIEKYJISIPHUX METO/IiB I03BOJIUIIO BEPUGIKYBATH [[iarHO3 y
93,6% nauienTis 3 nigo3poto Ha CCA. Ha mipcraBi oTpuMaHuX JaHUX 6YJI0 pO3p006JIEHO arOPUTM F€HETUYHOTO

obcTeskeHHs NauieHTiB 3 nigo3poio Ha CCA.



2. The dissertation is devoted to an actual problem of clinical genetics - the definition of ways of optimization of
the laboratory verification of the diagnosis of patients with the preliminary clinical diagnosis - the segmental
aneusomy syndromes (SSA's). Diagnostics of SSA's is complicated by variability of both clinical attributes and
cytogenetic characteristics. Early diagnostics of SSA's and allocation of patients with SSA's from all cardiological
patients allow to choose adequate tactics during cardio-surgery and to in the postoperative period. It decreases a
risk of complications and death rate in this group of patients. In this connection there was a necessity of studying
the informative value of application of each of those methods for SSA's diagnostics. The general informative value
of cytogenetic methods was 12.82%. The informative value of use of FISH-analysis was 78.2%. Application
cytogenetic, molecular-cytogenetic and molecular methods has allowed to verify the diagnosis at 93.6%
patientswith preliminary clinical diagnosis of SSA's. On the basis of the obtained results the algorithm of genetic
laboratory diagnostics of patients with suspect on SSA's has been created.
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