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V. BimomocTi npo guceprauiio
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1. [Ipupopa, NOXOAKEHHS Ta UJISIXU PO3IOBCIOIKEHHS MyTallill, 10 CIIPUYMHIOIOTh MOHOT€HHI CIIaIKOBi

3aXBOPIOBaHHS

2. Nature, origin and ways of spreading of monogenic hereditary disease mutations

Pedepar:

1. lucepraio IpuCBIYEHO AOCIIIKEHHIO IIPUPOLY, IOXOIKEHHS Ta MEXaHI3MiB PO3IIOBCIOIPKEHHS MYTAaHTHUX
reniB (TPBM, SMN, NAIP, FMR-1, nuctpodiny ta AZF) y nomnyssuii HacesneHHs YKpaiHu Ta poJli FeTepOreHHOCTi
reHOMY B [TaTOTeHe3i TSDKKMX MOHOT€HHUX CIIaJIKOBUX 3aXBOPIOBAHb: MYKOBICLIUI03Y, CIIiHAIbHOI M'930B0i aTpodii,
cuHppoMy MapTiHa-besna, m's130B0i puctpodii [iomeHa, HEOOCTPYKTMBHUX OPM 4Y0JIOBi4Oro 6e3minns. Bnepuie y
XBOPHX Ha 1ii 3aXBOPIOBAHHA i3 YKpaiHM BCTAHOBJIEHO XapaKTep acouialii MK MyTaHTHUM F€HOTUIIOM Ta
KJIiHIYHUME nposBamu deHoTuiry. Ha ocHOBI aHasizy BIaCHUX JJaHUX [IPO IMOXOI)KEHHS Ta PO3IOBCIOIKEHICTh
MyTalill TeHiB IMX CIaJIKOBUX 3aXBOPIOBAHb BCTAHOBJIEHO OCHOBHI 3aKOHOMIPHOCTI NIPOLIECIB MiATPMMaHHS 4aCTOTH
OKpPEMUX F€HHUX MyTallifl B IIOMYJILisIX HaceJeHHs YKpaiHu. Po3pob6sieHo crparerito Bukopucranns JHK-ananisy

MYTaHTHUX I'€HiB 1J1s1 iarHOCTUKU Ta MPOQIiNAKTUKY TSHKKUX CNIAJIKOBUX 3aXBOPIOBAHb B YKpaiHi.



2. The dissertation is devoted to the study of nature, origin and mechanisms of spreading of mutant genes (CFTR,
SMN, NAIP, FMR-1, dystrophin and AZF) in population of Ukraine and role of genetic heterogeneity for
pathogenesis of severe monogenic hereditary diseases: cystic fibrosis, spinal muscular atrophy, Martin-Bell
syndrome, Duchenne muscular dystrophy and nonobstructive forms of male infertility. First, the character of
association between mutant genotype and clinical phenotype was determined in patients from Ukraine. The basic
pattern of single gene mutation frequency maintenance in population of Ukraine is determined on the basis of our
data about origin and spreading of mutated genes for these hereditary diseases. The strategy of mutant genes
DNA-analysis for diagnosis and prevention of severe hereditary diseases in Ukraine is developed.
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