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V. BimomocTi npo guceprauiio
Mosga guceprarii:
Koau TemaTHYHHUX PYOPHK: 76.29.30

Tema gucepranii:
1. Cungpom Mapdana: K1iHiKO-1aTOMOPQOJIOTiuHi 0COOIUBOCTI Ta FTeHETUYHI IPUINHU

2. Marfan syndrome: clinical and pathomorphological features and genetic causes

Pedepar:

1. Incepraist npucBsiYeHa AOCHIIKEHHIO repebiry cunapomy Mapdana (CM) y XBOpUX MEIIKaHIIiB Pi3HUX PerioHiB
YKpainu 3a ONIOMOTr010 KOMILJIEKCY aHTPOIIOMETPUYHOT O, FEHETUYHOTO, TATOMOP(OJIOTIYHOrO Ta KJIiHIKO-
iHCTpyMEHTaIbHOT'O O6CTEKEeHHS 3 METOI0 ONITHUMI3allii 1iarHOCTUKH, TPOTHO3YBAHHS OCOGIMBOCTEH (XapaKkTepy)
nepe6iry, nonepeykKeHHs yCKIaAHEeHb, MOJIIMIIeHHs SIKOCTi Ta 30i/IblIeHHS TPUBAJIOCTI XXUTTS LUX MallieHTiB. Y
IycepTaliliHiil pob0Ti Ha OCHOBI KOMIIJIEKCHOTO MiIXOMly 3 BUKOPUCTAHHIM Cy4aCHUX F€HETUYHUX [IOCIIiI>)KEHb
BIIEPILE [IPOBEAEHO T€HETUYHUM CKPUHIHT XBOpYX Ha CM MEIIKaHIiB Pi3HUX PETIOHIB YKpaiHU 3a JOIIOMOTOI0
IIaHeJli CeKBEHYBaHHS HACTYIIHOTO ITOKOJIiHHS, ska MicTuts 14 renis (FBN1, TGFBR1, TGFBR2, NOTCH]I, FLNA,
EFEMP2, SLC2A10, MYLK, MYH11, COL3A1, SMAD3, ACTA2), 0 6epyTb y4acTb y pOpMyBaHHi aHEBPU3M I'PyAHOI

dOPTU Y XBOPUX 3i CIIagKOBUMHN ,ELHCH]IaBiHMI/I CHO]Iy‘-IHOi TKaHUHU i YPa’KE€EHHAM aOpPTH.

2. The dissertation is devoted to the study of the course of Marfan syndrome (MS) in patients of the Ukrainian
population by means of genetic, pathomorphological, clinical and anthropometric methods in order to optimize



the diagnosis, predict the course for preventing complications, improving the quality and increasing life
expectancy of these patients. For the first time a genetic screening of patients with MS in the Ukrainian population
was performed using the next-generation sequencing panel containing 14 genes (FBN1, TGFBR1, TGFBR2, NOTCH]I,
FLNA, EFEMA10, SLEM210 MYH11, COL3A1, SMAD3, ACTA2) involved in the formation of thoracic aortic aneurysm
in patients with hereditary connective tissue dysplasia and aortic lesions. Characteristics of mutations of the
fibrillin-1 gene (FBN1) in patients with MS with their diagnostic and prognostic value, correlation with clinical
parameters were studied.
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