O0Js1ikoBa KapTKa aucepTaii

I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iKOBHI HOMep: 0512U000734
Oco006J1uBi TO3HAYKH: BinKpura

JaTa peecrtpaunii: 31-10-2012

Craryc: 3axumeHa

PexBi3utu Hakasy MOH / Haka3y 3aKjazy:

I1. BizomocrTi nipo 3700yBaya

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. Makyx 'aninna BacuiBHa

2. Makukh Halyna Vasulivna

KBasmigikamis:

InenTudikarop ORCID ID: He 3acrocosyerbcs
Bup, pucepranii: nokrop Hayk
AcnipaHTypa//IOKTOpPaHTypa: Hi

IIIndp HaykoBOi ceniaIbHOCTI: 03.00.15
Ha3Ba HayKOBOIi CIeniaJIbHOCTI: [eHeTnka

T'anyss / ramysi 3HaHB. He 3aCTOCOBYETHCS

OcBiTHBO-HayKOBa Mporpama 3i creniaJbHOCTI: He 3acTocoByeTbCs

Jara 3axHcTy: 18-10-2012

CreniaJIbHICTh 32 OCBITOIO: 7.070409

Micue po6oTH 3400yBaya: JlepskasHa YcraHoBa "[HCTUTYT criankoBoi narosorii AMH Vkpainn"

Kopg 3a €IPIIOY: 02012065

Micuesnaxo,szeHHa: 79001, Ykpaina, m. JIeBiB, MCII-169, Bys1. M. JIuceHka, 31-a

dopma BaacHOCTI:

C(l)epa praBJIiHHﬂ: Axanemiss MeIMYHUX HayK YKpaiHu

ImenTudikarop ROR: He zacrocoyerbcs



I11. BimomMocTi mpo opranizariiio, e Big0OyBcsl 3aXHCT
Iudp cnenianizoBaHoi BY€HOI pagH (pa30Boi Cleliagai30BaHOi BYEHOI pagu): [l 26.562.02

IloBHe HaliMeHYBaHHSI IOPHUAHUYHOI OCOOH: [lepkaBHa ycTaHOBa "HauioHaIbHMIA HAYKOBUI LEHTP

pagiauinHoi MegunyaM HalioHanbHOI akagemil MeIu4YHMX HayK YKpainu"

Kopg 3a €IPIIOY: 04837835

Micue3HaxoaKeHHS: By lOpis Innenka, 53, m. Kuis, Kuicbka 0611., 04050, Ykpaina
dopma BaacHOCTI:

Cdepa ynpaBiriHHS: HaujonanbHa akazieMis MEIMYHUX HAyK YKpaiHu

InenTugikarop ROR: He zacrocosyerscs

IV. BizomocTi nipo nmiznpueMcTBO, yCTaHOBY, OpraHisalliio, B sIKii 0yJ10
BUKOHaHO JHUCEPTALil0

IloBHe HaliMeHYBaHHSI IOPHUAUYHOI OCOOH: [lepkaBHa YcTaHOBa "[HCTUTYT cnankoBoi natosorii AMH
Ykpainn"

Kopg 3a €IPIIOY: 02012065

Micuesnaxo,ereHHﬂ: 79001, YkpaiHa, M. JIbBiB, MCII-169, Byis. M. Jlucenka, 31-a

dopma BaacHOCTI:

C(l)epa praBJIiHHﬂZ Axanemiss MeIMYHMX HayK YKpaiHu

ImenTudikarop ROR: He zacrocoyerbcs

V. BimomocTi npo gucepraniio
Moga guceprariii:
Koau TemaTHYHHUX PYOpPHK: 34.23.53

Tema guceprauii:
1. MyTauii, o ycrnankoByOTbCS SIK TeHETUYHUI TArap: 4acToTa, GeHOTUIIOBI acoljialii, IiarHocTrka

2. The mutations inherited as a genetic load: frequency, phenotype associations, diagnosis.

Pedepar:

1. Y puceprauii HaBeJEHO TEOPETUYHE y3araJbHEHHS I HOBE BUPIlIE€HHS IPO0JIEMHU XapaKTEPUCTUKY CErperauiiHoi
CKJIaJ0BOi TEHETUYHOTO TAraps, Ha IIPUKJIALL XKUTEIB 3aXiIHOYKPAiHCHKOTO PETiOHY, JIIXOM BCTAHOBJIEHHS
XapaKkTepy pO3MOBCIOIKEHHS Ta OCOOJIMBOCTEN CIIEKTPA MyTallii, sKi PEHOTUIIOBO NPOSIBIISIOTHCS HA Pi3HUX €Tamnax
OHTOT€HE3Y Yy BUIJISZi XBOPOO JIIOIMHU Ta Ha MiJiCTaBi OJlepKaHUX JaHUX 3alIpONIOHOBAHO LIJISIXU MiJBUIIEHHS
€(eKTUBHOCTI TeHETUYHOI O TECTYBaHHS. BcTaHOBIIEHO, Mo myTanis 2184insA rena CFTR, iHpOpMaTUBHICTb SKOi
CTaHOBUTB 7,5%, € IPYTOI0 3a YaCTOTOIO Y XBOPUX HA MYKOBICII/103 3 YKpaiHU. Yriepiue BUSIBJIEHO 1 ONIMCAHO HOBY
myrauito rena CFTR - ¢.1086T>A (p.Tyr362X). [loBeneHo, 1110 YaCTKOBI Aenellii periony AZFc € reHeTUYHUM
YMHHUKOM IIOPYIIEHHS CIIEPMATOreHe3y y YOJIOBIKiB, @ HE TiJIbKM BapiaHTOM 10J1iMopdizmy. OnrcaHo 3a1€KHiCTh
MIX ranjaoTUnom Y-XpoMOCOMH Ta YaCTKOBUMU JieJlellisiMU periony AZFc: HasexHicTh 10 ramniorpynu N 36isbiye

PU3UK BUHMKHEHHS 4aCTKOBUX JeJeliil Tumy b2 /b3, a HasBHiCTb ramsioTuiy Rlal - pu3nk BUHMKHEHHS 4aCTKOBOI



neneuii Tuny gr/gr. Y pe3ysbTati IpoBeeHUX JOCIiIKEHb OTPUMAHO JIaHi PO PO3MOBCIOIKEHHS Ta (PEHOTUIIOB]
acouianii okpeMmux aneniB Ta reHotumniB reHiB MTHFR, MTR, MTRR, FV, FII, PAI-1, IGF2, HFE, CFTR, SMN, PAH, NBN,

AZF, ranoTuriB Y-XpOMOCOMU CepeJ, )KUTEJIB 3aXifHOYKPAiHCBKOrO PETiOHY.

2. The thesis presents a theoretical synthesis and a new solution of problem of segregated part of the genetic load
studies by establishing the distribution and characteristics of the spectrum of mutations that are phenotyply
manifested at different stages of ontogenesis in the form of human diseases and on the basis of the obtained data
suggests the ways to improve the efficiency of genetic testing. It has been found that CFTR gene mutation 2184insA
(7.5% of mutant alleles) is the second most frequent allele among Cystic Fibrosis patients from Ukraine. A new
CFTR gene mutation - ¢.1086T> A (p.Tyr362X) has been discovered and described for the first time. It has been
proved that AZFc partial deletions are not only a polymorphism variant but a genetic factor of men
spermatogenesis disorders. It has been described the relationship between Y-chromosome haplotypes and AZFc
region partial deletions: haplogroup N increases the risk of b2 /b3 partial deletion, and the haplotype Rlal increases
the risk of gr /gr partial deletion. The data on the distribution of alleles and genotypes of MTHFR, MTR, MTRR, FV,
FII, PAI-1, IGF2, HFE, CFTR, SMN, PAH, NBN AZF genes and Y-chromosome haplotypes among the inhabitants of
the Western region of Ukraine have been obtained as a result of the research.

Jep>kaBHHHM peecTpauiiiHuii Homep [IiP:

IIpiopuTeTHHH HaNIpSIM PO3BHTKY HayKH i TEXHIKH:
CrpareriyHu# NpioOpHTETHHUI HAIIPSIM iHHOBaLiHHOI AiSILHOCTI:
ITizcyMKH JOCTim>KEeHHS:

ITy6otikamii:

HaykoBa (HayKOBO-TE€XHiYHa) MPOAYKILis:
ConiasIbHO-€KOHOMIYHA CIIPSIMOBaHIiCTh:

OxopoHHi goKymeHTH Ha OIIIB:

BnpoBaakeHHS pe3yJIbTaTiB AHCEpTalii:

3B's130K 3 HAYKOBUMH T€MaMH:

VI. BizomocCTi Ipo HayKOBOr0 KEPiBHHKA/KEPiBHHUKIB (KOHCYJIbTAaHTA)

Baacue IlpizBuuie Im's Ilo-6aTbKOBI:
1. I'nmateiiko Oser 3MHOBIOBUY

2. Hnateyko Oleg

KBasidikanis: n.men.H., 14.00.10
InenTudikarop ORCID ID: He 3acrocosyeTscs
JoparkoBa indopmamnist:

IloBHe HaliMeHYBaHHS IOPHIHNYHOI 0COOH:
Kopg 3a €IPIIOY:

Micue3HaxoaKeHHS:

dopma BaacHOCTI:



Cdepa ynpasiriHHS:

InenTudikarop ROR: He zacrocosyerscs

VII. BizomocTi npo odiliiHUX OTIOHEHTIB Ta pelleH3€HTiB
OdiuiiiHi OIOHEHTH
BaacHe IlpizBume Im's I1o-6aThKOBI:

1. Minuenko >Kanna MukoJiaiBHa

2. Minuenko >KanHa MukoJiaiBHa

KBasigikamis: 1.6.1., 03.00.15
InenTudikarop ORCID ID: He 3acrocosyerscs
JoparkoBa iHdpopmamnist:

IloBHe HaiMEeHYBaHHS IOPHIHYHOI 0COOH:
Kopg 3a €1PIIOY:

Micue3HaxoO KeHHS:

dopma ByracHoCTI:

Cdepa ynpasiiHHS:

InenTudikarop ROR: He zacrocosyerscs

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. TopoBenko Haramnis I'puropiBHa

2. Toposenko Haranis ['puropisHa

KBasigikamis: n.men.n., 14.00.10
InenTudgikarop ORCID ID: He 3acrocosyerbcs
JoparkoBa indpopmamuist:

IloBHEe HaHMEHYBaHHS IOPHIHYHOI 0COOH:
Kop 3a €IPIIOY:

Micue3Haxoa KEeHHSI:

dopma BiracHoCTI:

Cdepa ynpasiriHHS:

InenTudikarop ROR: He zacrocosyerscs

Baacue IlpizBuuie Im's Ilo-6aTbKOBI:
1. baranpka Hatanis BacuniBHa

2. baraupka Haranig BacuniBHa

KBasmigikanis: 1.6.1., 03.00.15



InenTudikarop ORCID ID: He 3acrocosyerbcs
JoparkoBa iHdpopmamnist:

IloBHe HaliMEeHYBaHHSI IOPHAUYHOI OCOOH:
Kop 3a €IPIIOY:

Micue3HaxoAKeHHS:

dopma By1acHoCTI:

Cdepa ynpassriHHS:

InenTudikarop ROR: He zacrocosyerscs

PeuenseHtu

VIII. 3akir04Hi BimoMocTi
BiiacHe IIpizBuie Im'sa ITo-6aTbKOBI
TOJIOBH pagu

BsiacHe IIpizBuie Im'sa ITo-6aTbKOBi
rOJIOBYIOYOTO Ha 3acCifiaHHi
BigmoBigasbHUH 32 MiATOTOBKY

00JIIKOBHX JOKYMEHTIB

PeecTpartop

KepiBHuKk Bigginy YKpIHTEI, mpo €
BiZIIOBiZaJIbHUM 32 pEeECTpallil0 HAyKOBOIi

OisIJIbHOCTI

[linincpka Mapig AnzpiiBHa

[linincpka Mapisg AnppiiBHa

FOpuenko T.A.



