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

CeKTop HayKH: He 3aCTOCOBYETHCS



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

CeKTop HayKH: He 3aCTOCOBYETHCS

IV. BizomocTi ripo miznpueMcTBO, yCTaHOBY, OpraHisalliio, B sIKii 0yJ10

BHKOHAHO JHCEPTaIlilo

IloBHe HaliMEHYBaHHS IOPHUAHUYHOI OCOOM: [HCTUTYT ririeHn Ta MeAn4HOI exosorii im. O. M. Mapaeesa
AMH Ykpainu

Kopg 3a €IPIIOY: 02011858

Micue3Haxoa>KeHHs: 02660, m.Kuis-94, Bys.[Tonyapenka,50

dopma By1acHoCTI:

Cdepa ynpaBiriHHS: Akanemis MegnyHuX HayK YKpaiHu

InenTudikarop ROR: He zacrocosyerscs

CeKTop HayKH: He 3aCTOCOBYETHCS

V. BizomocTi npo guceprariio
Moga guceprariii:
Koau TeMaTHYHHX PyOPHK: 34.15.23

Tema guceprauii:
1. HocnimxkeHHs MyTaliil Ta noaimopdizmis nocninosHocTi JHK rena ¢eHinanaHinrinpokcunasy B poguHax

BHICOKOT'O PU3UKY (PEHIIKETOHYPil

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

Pedepar:

1. Bnepiie mpoBeieHO aHaJIi3 MyTalliil B IOCTiIOBHOCTI 6 €K30HiB Ta 2 iHTpoHiB reHa QAT y xBopux Ha KV 3
Ykpainu. BctaHOB/IEHO CIIEKTP Ta PO3MOBCIOIKEeHICTh myTalliil reHa QAT InenTudikoBaHo 11 pisHux MyTaLiil i
[TI0Ka3aHO, 10 MAXOPHOIO IJIs MONyJIaLii YKpainu € myTranis R408W, yactora 3yCTpidasbHOCTI KOI B IPYILi XBOPUX
Ha OKVY ctaHoBUTb 57 %. %. B pe3ysbTaTi cerperauiitHoro aHanusy myTauii R408W ta STR- VNTR- nonimoppHux
JIOKYCiB BCTAHOBJIEHO, 110 MyTalis R408W mae ogHomnofifiHe 6ai1TO-CaB' SHCbKe IOXOKEHHS B YKpaiHi, a JesIKi
iHIIM MyTalii BAHUKJIM BHACJIIOK PEKYPEHTHUX MyTaLilHUX IIpoLeciB. [IokazaHo acoialiio Ma)KOpHOiI MyTalii

R408W 3 "kyacuuHo10" (POpPMOIO 3aXBOPIOBAHHS. Briepiie po3po6yeHO CTpaTeriio BUKOPUCTAHHS IIPSIMOTO aHali3y



myTaniii reHa AT, a TakoX aHasi3y 34ernsieHHs MyTaHTHOro reda 3 STR- Ta VNTR-nonimopdHrMYy MapkepaMu Ijist

[IpeHaTaJbHOI JiarHOCTUKY (PpeHinKeToHypii 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>kaBHH peecTpaniiinuii Homep JiP:

IIpiopuTeTHHI HaNIpSIM PO3BUTKY HayKH i TEXHIKH:
CrpareriyHui NpiopUTETHUI HAIIPSIM iHHOBaLilHOI AiJILHOCTI:
ITiZcyMKH BOCTiI>KEeHHS:

ITy6sikamii:

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

OxopoHHi gokymeHTH Ha OIIIB:

BrnpoBaakeHHs pe3yJIbTaTiB AHcCepTalii:

3B'SI30K 3 HAYKOBHMH T€EMaMH:

VI. BizoMocTi Npo HayKOBOT0 K€EPiBHUKa /KePiBHHUKIB (KOHCYJIbTAaHTA)

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

2. Livshits Ludmila Avramovna

KBasigikanis: 03.00.26

InenTudikarop ORCHID ID: He sactocoByerbcs
JoparkoBa indpopmamnist:

IloBHe HaliIMEeHYBaHHS IOPHUAHYHOI 0COOH:
Kopg 3a €1PIIOY:

Micue3HaxoO KeHHSI:

dopma ByracHoCTI:

Cdepa ynpapsiHHS:

InenTudikarop ROR: He zacrocosyerscs

CeKTop HayKH: He 3aCTOCOBY€ETHCS



VII. BigomocTi npo odinilfiHuX ONOHEHTIB Ta PELeH3€HTIB

OdiniiiHi OIOHEeHTH
Bsacue IlpizBuuie Im's I1o-6aThKOBI:

1. JIntomenko OsnekcaHnp SAKoOBUY

2. JIutomeHko Osnekcanap fIkoBnd

KBasigikamis: 03.00.04

InenTudikarop ORCHID ID: He 3actocoyerscs
JoparkoBa inpopmamnist:

IToBHe HaliMeHYBaHHS IOPHIHUYHOI 0COOH:
Kop 3a €IPIIOY:

Micue3HaxoaKeHHS:

dopma BaacHOCTI:

Cdepa ynpasiiHHS:

ImenTudikarop ROR: He zacrocoyerbcs

CeKTop HayKH: He 3aCTOCOBYETHCS

BaacHe IlpizBume Im's I1o-6aTbKOBI:
1. Yepenenko Onena MocumnisHa

2. Yepenenko Onena MocunisHa

KBasigikamis: 03.00.26

InenTudikarop ORCHID ID: He sactocoyerbcs
JoparkoBa iHdpopmamnist:

IloBHe Ha¥iMEeHYBaHHS IOPHIHYHOI 0COOH:
Kopg 3a €1PIIOY:

Micue3HaxoO KeHHSI:

dopma ByracHoCTI:

Cdepa ynpasiiHHS:

InenTudikarop ROR: He zacrocosyerscs

CeKTOop HayKH: He 3aCTOCOBYETHCS

PeuenseHTu

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

TOJIOBH pagu

Manyka 'eHHanii XapaamMniioBu4



BaacHe IlpizBumie Im's ITo-6aTbKOBI
TOJIOBYIOYOTO Ha 3acCiiaHHi
BignoBigasibHUMH 3a HiATOTOBKY

00JIiKOBUX JOKYMEHTIB

PeecTpaTop

KepiBHuKk Bigginy YKpIHTEI, mpo €
BiZIIOBiZaJIbHUM 32 peEeCTpallilo HAayKOBOIi

OisSIIBHOCTI

Manyka 'eHHanii XapiaMiioBud

IOpuenko T.A.



