O0Js1ikoBa KapTKa aucepTaii

I. 3arasibHi BimOMOCTI

Jep>kaBHUH 00J1iIKOBHH HOMeP: 0402U002078
Oco006J1uBi TO3HAYKH: BinKpura

JaTa peecrtpamnii: 27-06-2002

Craryc: 3axumeHa

PexBi3utu Hakasy MOH / Haka3y 3aKjazy:

I1. BizomocrTi nipo 3700yBaya

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. Heuunopenko MapuHa BonogumupisHa

2. Nechyporenko Marina Vladimirovna

KBasmigikamis:

InenTudikarop ORCHID ID: He sactocoyerbcs

Bup, pucepranii: kanguzaar Hayk

AcnipaHTypa/JIOKTOpPaHTypa: Tak

IIIn¢dp HaykoBOi cneniaabHOCTI: 03.00.26

Ha3zBa HayKoBOi cIeniaJabHOCTI:

T'asy3p / rasysi 3HaHB. He 3aCTOCOBy€THCS

OcBiTHBO-HayKOBa Mporpama 3i creniaJbHOCTI: He 3acTocoByeTbCs
JaTa 3axHCTy: 18-06-2002

CreniaJbHICTh 32 OCBITOO: 7.070402

Micue po6oTH 34,00yBayva: IncTuTyT ririeHn Ta Meau4Hoi exoorii im. O. M. Mapaeesa AMH Vkpainu
Kopg 3a €IPIIOY: 02011858

Micue3Haxoo KeHHS: 02660, M.Kuis-94, Byn.ITonyapenka,50

dopma BaacHOCTI:

C(l)epa praBJIiHHﬂ: Axanemiss MeIMYHUX HayK YKpaiHu

ImenTudikarop ROR: He zacrocoyerbcs



I11. BimomMocTi mpo opranizariiio, e Big0OyBcsl 3aXHCT

MIudp cnenianizoBaHOi BYEHOI pagH (pa30Boi CIeliagdi30BaHOi BY€HOI pagH): [1.26.237.01
IloBHe HaliMeHYBaHHSI IOPHUAHUYHOI OCOOH:

Kop 3a €IPIIOY:

Micue3HaxoaKeHHS:

dopma ByracHoCTI:

Cdepa ynpasiriHHS:

InenTudikarop ROR: He zacrocosyerscs

IV. BimomocTi Ipo niznpueMcTBO, YCTaHOBY, OpraHi3alliio, B sIKi# 0yJ10
BHKOHAHO JHCEPTaIlilo

IloBHe HaliMEeHYBaHHS IOPHUAHUYHOI 0COOM: [HCTUTYT ririeHn Ta MeAMYHOI eKkoJiorii im. O. M. Mapaeesa
AMH Ykpainu

Kopg 3a €IPIIOY: 02011858

MicuesnaxomerHﬂ: 02660, m.Kuis-94, Bys.Ilonyapenka,50

dopma By1acHoCTI:

Cdepa praBJIiHHﬂ: Axazemisg MeIMYHMX HAyK YKpaiHu

InenTudikarop ROR: He zacrocosyerscs

V. BimomocTi npo guceprauiio

Mosga guceprarii:

Koau TemaTHYHHUX PYOPHK: 34.15.23

Tema gucepranii:

1. DocnimkeHHs MyTaliil Ta noximopdizmiB nocainosHocTi JHK rena ¢eninanaHiHrizpokcuiasy B poguHax

BHCOKOT'O PU3UKY (PEHIIKeTOHYpil

2. Phenylalanine hydroxilase gene mutations and polymorphisms analysis of high risk phenylketonuria families

Pedepar:

1. Bnepie npoBeJeHO aHasi3 MyTalill B OCIiNOBHOCTI 6 €k30HiB Ta 2 iHTpoHiB reHa QAT y xBopux Ha KV 3
YKpainu. BCTaHOBJIEHO CIIEKTP Ta PO3NOBCIOIPKeHiCTh MyTaliil reHa QAT Inentudikosano 11 pisHUX mMyTaLiil i
[T0OKa3aHOo, 1[0 MaXXOPHOIO 171 MOMyJIALil YKpainu € myTarnis R408W, yactoTa 3yCTpidanbHOCTI 4KOI B IPYIIi XBOPUX
Ha OKY craHoBUTh 57 %. %. B pesynbTarti cerperauiiiHoro aHanndy myrauii R408W ta STR- VNTR- nonimopdpHux
JIOKYCiB BCTaHOBJIEHO, 1110 MyTaliss R408W mae omHomnoniliHe 6anTo-CcaB' THCbKe MOXOKEeHHS B YKpaiHi, a JesKi
iHIM MyTallii BAHMKJIM BHACJIIOK PEKYPEHTHUX MyTalilHUX NpoLeciB. [IokazaHo acouialio MaXKOpHOiI MyTalii
R408W 3 "kjlacuyHO0" GOPMOIO 3aXBOPIOBaHHS. Briepie po3po6sieHO CTpaTerilo BUKOPUCTAaHHS IPSIMOTO aHasli3y
myrTauiii rena QAT a Takox aHazi3y 34enseHHss MyTaHTHoOro resa 3 STR- Ta VNTR-nosniMmopdHnMuy Mapkepamu 1j1st

IIPEHaTaJIbHOI AiarHOCTUKY (EeHINKeTOHYpil B YKpaiHi.



2. The analysis of mutations in 6 exons and 2 introns of a PAH gene was carried out in group of phenylketonuria
patients from Ukraine. It was identified 11 different mutations and it was shown that a major role in determining of
PKU could play mutation R408W, because this mutation were found in 57 % of PKU chromosomes. The present
data about linkage disequilibrium between mutation R408W and STR- VNTR-polymorphic loci support the single
founding event of mutation R408W and Balto-Slavonic origin of this mutation in Ukraine. There is established the
association of R408W with the "classical" form of PKU. It was shown that the direct mutations analysis of a PAH
gene, and also linkage analysis of STR and VNTR polymorphic markers is high informative for prenatal DNA-
diagnostics of phenylketonuria in Ukraine.

Jep>kaBHHH peecTpaniiiHuil Homep JiP:

IIpiopuTeTHHI HaNIpsIM PO3BUTKY HayKH i TEXHIKH:
CrpareriyHui NpiopUTETHUI HAIIPSIM iHHOBaLilHOI AiJIBHOCTI:
ITizcyMKH JOCTiI>KEeHHS:

Iy6sikarii:

HaykoBa (HayKOBO-TE€XHiYHa) IPOAYKILis:
ConiasIbHO-€KOHOMIYHA CIIPSIMOBAHICTh:

OxopoHHi gokymeHTH Ha OIIIB:

BrnipoBaa>keHHs pe3yJIbTaTiB AHcepTalii:

3B'130K 3 HAYKOBHMH TEMaMH:

VI. BizoMmocCTi Ipo HayKOBOr0 KePiBHHKA /KEPiBHUKIB (KOHCYJIbTaHTA)

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. JliBnup JlrogpMusna ABpaMiBHa

2. Livshits Ludmila Avramovna

KBasigikanis: 1.6.1., 03.00.26

InenTudikarop ORCHID ID: He sactocoByerbcs
JoparkoBa iHdpopmamnist:

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

Micue3HaxoAKeHHSI:

dopma ByracHoCTI:

Cdepa ynpassriHHS:

InenTudikarop ROR: He zacrocosyerscs

VII. BimomocTi npo odiliiHuX OTIOHEHTIB Ta pelleH3€HTiB

OdiuiiiHi OIOHEHTH



Baacwue IlpizBumie Im's Ilo-6aTbKOBI:
1. JIntomenko OnekcaHgp AKoBuY

2. JIutomeHko Onekcanap ko4

KBasmigikanis: 1.6.1., 03.00.04

Inentudikarop ORCHID ID: He zactocosyetbcs
JoparkoBa iHdopmamist:

TloBHe HaliMeHYBaHHS IOPHIHYHOI 0COOH:
Kopg 3a €IPIIOY:

Micue3Haxoa KeHHS:

dopma ByTacHOCTI:

Cdepa ynpasiriHHS:

InenTudikarop ROR: He zacrocosyerscs

BiacHe IIpi3Buie Im'sa ITo-6aTbKOBI:
1. Yepenenko Onena MocumnisHa

2. Yepenenko Onena MocunisHa

KBasidikamis: x.6.1., 03.00.26

InenTudikarop ORCHID ID: He 3actocoyerbcs
JopaTrkoBa inHpopmanist:

TloBHe HaliMeHYBaHHSI IOPHUAHUYHOI OCOOH:
Kopg, 3a €IPITIOY:

Micue3HaxoaKeHHS:

dopma BaacHOCTI:

Cdepa ynpasiriHHS:

ImentTudikarop ROR: He zacrocoyerbcs

PeuenseHTu

VIII. 3aKkJIr04Hi BiZoMOCTi
BiiacHe IIpizBuie Im'sa Ilo-6aTbKOBi
TOJIOBH pagu

BiiacHe IIpi3Buie Im'sa ITo-6aTbKOBI

rOJIOBYIOYOrO Ha 3acigaHHi

BignoBigasibHuUI 3a MiATOTOBKY

00JIIKOBHX JJOKYMEHTIB

Manyka 'eHHanii XapaamMniioBu4

Manyka I'ennazin Xapaamniiosuy
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