O0Js1ikoBa KapTKa aucepTaii

I. 3arasibHi BimOMOCTI

Jep>kaBHUH 00J1iIKOBHH HOMeP: 0411U003809
Oco006J1uBi TO3HAYKH: BinKpura

JaTa peectpamnii: 10-06-2011

Craryc: 3axumeHa

PexBi3utu Hakasy MOH / Haka3y 3aKjazy:

I1. BizomocrTi nipo 3700yBaya

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. Conositos OsekcaHnp OJsieKCaHIPOBUY

2. Soloviov Oleksandr Oleksandrovych
KBasmigikamis:

InenTudikarop ORCID ID: He 3acrocosyerbcs
Bup, pucepranii: kanguzaar Hayk
AcnipaHTypa/JIOKTOpPaHTypa: Tak

IIndp HaykoBOi creniagbHOCTI: 03.00.20
Ha3zBa HayKoBOIi cIeniaJIbHOCTI: BiotexHonoris

T'anyss / ramysi 3HaHB. He 3aCTOCOBYETHCS

OcBiTHBO-HayKOBa Mporpama 3i creniaJbHOCTI: He 3acTocoByeTbCs

Jara 3axucTy: 07-06-2011

CreniaJbHICTh 32 OCBiTOIO: 8.092901

Micue po60oTH 34,00yBayYa: [HCTUTYT MOJIEKYJIAPHOI 6i010Tii i reHeTrKM

Kopg 3a €IPIIOY: 05417101

Micuesnaxo,szeHHa: 03680, Kuis, Bys1. 3a60n0THOTO, 150

dopma BaacHOCTI:

Cdepa ynpaBiriHHS: HaujonasnbHa akaziemis HayK YKpaiHu

ImenTudikarop ROR: He zacrocoyerbcs



I11. BimomMocTi mpo opranizariiio, e Big0OyBcsl 3aXHCT
Iudp cnenianizoBaHOi BYEHOI pagH (pa30Boi CIeliagai30BaHOi BYE€HOI pagH): [ 26.237.01

IloBHe HalMEeHYBaHHSI IOPHUAHUYHOI O0COOH: [HCTUTYT MOJIEKYJIAPHOI Gioorii i renetrkn HanionanbHoi

aKkageMii HayK YKpaiHu

Kopg 3a €IPIIOY: 05417101

Micue3HaxoaKeHHS: ByJI. AKag. 3a6osioTHoro, 150, M. Kuis, KuiBceka 061., 03143, Vkpaina
dopma BaacHOCTI:

Cdepa ynpaBiiHHS: Haujonanbna akaziemist Hayk Ykpainu

InenTugikarop ROR: He zacrocosyerscs

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

BUKOHaHO JHUCEPTALil0

IloBHe HaliMEeHYBaHHSI IOPHUAUYHOI OCOOH: [HCTUTYT MOJIEKYIAPHOI 6iooTi i reHeTKy
Kopg 3a € IPIIOY: 05417101

Micue3Haxoa>KeHHs: 03680, Kuis, ByJI. 3a6oji0THOTrO, 150

dopma By1acHoCTI:

Cdepa praBJIiHHﬂZ HaujonanbHa akageMisd HayK YKpaiHu

InenTudikarop ROR: He zacrocosyerscs

V. BimomocTi npo guceprauiio
Mosga guceprarii:
Koau TemaTHYHHUX PYOPHK: 62.13.27

Tema gucepranii:
1. Po3po6ka npoTtotunis TecT-cuctem ayg JHK niarHOCTUKM [EeSKUX CIIaIKOBUX 3aXBOPIOBaHb (MYKOBICIIUTIO3,

CcIliHaJsibHA M's130Ba aTpodis, GeHiIKeTOHypis)

2. Development of the test kits prototypes for DNA diagnostics of some inherited diseases (cystic fibrosis, spinal
muscular atrophy, phenylketonuria)

Pedepar:

1. O6'exr - mytauii B renax PAH, CFTR, SMN], siKi CHpUYMHIOIOTb CIa/IKOBi 3aXBOPIOBAHHSI MOHOT€HHOI IIPUPOU:
(deHiNKeTOHYpil0, MyKOBICIIUI03, CIIIHAJIbHY M'sI30BY aTpodilo. MeTa - po3po6Ka IIPOTOTHUIIIB TECT-CUCTEM IJIs1
MOJIEKYJISIPHO-T€HETUYHO] AiarHOCTUKY HaMOiIbI PO3NOBCIOIPKEHUX CIIAJKOBUX 3aXBOPIOBaHb MOHOT€HHOI
IPUPOJY - MYKOBICLIMI03Y, (PEHIJIKETOHYPIi, CIliHaJIbHOI M'430B0i aTpOdii 3 BUKOPUCTAHHSIM Cy4YaCHUX F€HHUX
6ioTexHosorii. MeTonu - BuginenHs ta ounueHHs [JHK, oironykieoTugHuil CHHTE3, OJiMepa3Ha JIaHI[I0roBa
peaxliisi, peCTpUKLIMHMI aHali3, CEKBEHYBaHHS, Pi3Hi BUnU resb-esnekrpodopesy, I1JIP B peasbHOMY 4Yaci,
6ioiHpopMaTHYHE MOIEIIOBAHHS Ta CTAaTUCTUYHA 0OpPOOKa AaHuX. Pe3ysbpTaTy Ta HOBU3HA - Briepiie 6yiio
PO3po6JIeHO Ta arfpob60OBaHO METOANYHI MiTX0M [1Jis AeTeKii Halbinbil po3noBCcioakeHnx MmyTaniii reHa CFTR
(MyKOBiCI1L,03), BUKOPHCTOBYIOUM NNPUHLIMIM ajeb-crienudiynoi [TJIP Ta 3oumiB Tuny TagMan. IlepeBaroio uux



IIPOTOTHUIIIB TECT-CUCTEM y MOPIBHSIHHI 3 iCHYIOUMMU Ha PUHKY € iX BUCOKA €(DEKTHUBHICTh Y BAKOPUCTAHHI N1pU
HU3bKill BAPTOCTI. Briepiie cTBOpEHO METOAMKY KisbKicHOro JJHK-anani3y genenii 7-ro ex3ony rena SMNI
(cninasibHaA M'g30Ba aTpodis) Ta LOBEAEHO ii ePEeKTUBHICTD 117151 BUSBJIEHHS T€TE€PO3UTOTHOrO HOCINICTBA AaHO]
MyTauii. Buepiie po3po6seHo niaatdopmy AJ1s1 CKPUHIHTY MyTaHTHUX BapiaHTiB KOJyl040i NOCIiIoBHOCTI reHa PAH
(peHinkeToHypis) 3 BUKOPUCTAHHSIM IPaliEHTHOrO IeJlb-€eJIEKTPO(OpE3y B AEHATYPYIOUYNX YMOBAX Ta JOBELEHO
eeKTUBHICTh BUKOPUCTAaHHS HOBOrO 6apBHUKA Barva NA nig Bizyasisanii nosiakpuiaMminHux resis. Bnepie
CTBOPEHO 6aHK pedpepeHcHUx 3paskis [JHK 3 myranisimu B reHax CFTR, SMN1 ta PAH, siki € HeBin'emHUMU
CKJ1ai0BUMU TecT-cucteM 175 JHK niarHOCTMKY MyKOBiCLIMA03Y, CIIiHAIbHOI M'930B0i aTpodii Ta (peHiNKeToHypii.

l'any3p - 6i0TexXHOJIOTis.

2. Object - mutations in PAH, CFTR, SMNI1 genes, that cause hereditary monogenic diseases: phenylketonuria,
cystic fibrosis, spinal muscular atrophy.Goal is to develop the prototypes of the test kits for DNA diagnostics of the
most frequent monogenic inherited disorders - cystic fibrosis, spinal muscular atrophy, phenylketonuria using the
up-to-date genetic biotechnologies. Methods - isolation and purification of genomic DNA, oligonucleotide
synthesis, polymerase chain reaction, restriction analysis, sequencing, different types of electrophoresis, Real-
Time PCR, bioinformatic modelling, statistical analysis.Results and their novelty - methodological approaches for
the detection of the most frequent mutations in CFTR (cystic fibrosis) gene using the ARMS PCR and TagMan
probes were developed. The advantages of these prototypes, compared to the existing test kits in the market, are
their high efficiency and low price. Quantative DNA-analysis of the deletion in exon 7 SMN1 gene (spinal muscular
atrophy) was created. Detection efficiency of the heterozygous carriers of this mutation was proved. Screening
method for the detection of aberrant variants of the coding sequence of PAH gene (phenylketonuria) using
danaturing gradient gel electrophoresis was elaborated. High efficiency of new dye Bava NA for the visualization of
the PAAG was shown. Bank of the reference DNA samples with the mutations in PAH, CFTR, SMNI1 genes, which are
the inalienable components of the test kits for the DNA diagnostics of phenylketonuria, cystic fibrosis, spinal
muscular atrophy, was created. The field is biotechnology.

Jep>kaBHHH peecTpauiiiHuii Homep [IiP:

IIpiopuTeTHHI HaNIpSIM PO3BUTKY HayKH i TEXHIKH:
CrpareriyHui NpiopUTETHUI HAIIPSIM iHHOBaLilHOI AiJIBHOCTI:
ITiZcyMKH JOCTiI>KEeHHS:

Iy6sikamii:

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

OxopoHHi gokymeHTH Ha OIIIB:

BrnipoBaaykeHHs pe3yJIbTaTiB AHCepTalii:

3B'SI30K 3 HAYKOBHMH T€EMaMH:

VI. BizoMocTi mpo HayKOBOr0 K€PiBHUKa /KePiBHHUKIB (KOHCYJIbTAaHTA)

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

2. Livshyts Liudmyla Avramivna

KBasmigikamis: 1.6.1., 03.00.22



InenTudikarop ORCID ID: He 3acrocosyerbcs
JoparkoBa iHdpopmamnist:

IloBHe HaliMEeHYBaHHSI IOPHAUYHOI OCOOH:
Kopg 3a €1PIIOY:

Micue3HaxoAKeHHS:

dopma By1acHoCTI:

Cdepa ynpassriHHS:

InenTudikarop ROR: He zacrocosyerscs

VII. BigomocTi npo odilifiHuX ONOHEHTIB Ta PELeH3€HTIB
OdiuiiiHi OIOHEHTH
Bsacue IlpizBuuie Im's I1o-6aThKOBI:

1. ly6eii Irop SlpocnaBoBrY

2. ly6eit Irop SIpocnaBoBuy

KBasigikamis: n.x.n., 02.00.10
InenTudikarop ORCID ID: He 3acrocosyetscs
JoparkoBa indpopmamnist:

IloBHe HaliMeHYBaHHSI IOPHUAHUYHOI OCOOH:
Kop 3a €IPIIOY:

Micue3HaxoaKeHHS:

dopma BaacHOCTI:

Cdepa ynpasiiHHS:

ImenTudikarop ROR: He zacrocosyerbcs

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. Kopxosuii Bitaniii IBaHOBUY

2. Kopxosuii Bitasniit IBaHoBrY

KBasmigikanis: x.6.1., 03.00.15
InenTudikarop ORCID ID: He 3acrocosyerbes
JoparkoBa iHdpopmamnist:

IloBHe HaliMeHYBaHHSI IOPHUAHUYHOI OCOOH:
Kopg 3a €1PIIOY:

Micue3HaxoaKeHHS:

dopma ByracHoCTI:



Cdepa ynpasiriHHS:

InenTudikarop ROR: He zacrocosyerscs

Penensentu

VIII. 3aKkJII04Hi BiZOMOCTi
BiiacHe IIpi3Buie Im'sa ITo-6aTbKOBI
TOJIOBH paju

Baache IlpizBuie Im's ITo-6aTbKOBI

rOJIOBYIOYOTO Ha 3acCifiaHHi

BignoBigasbHUIH 3a HiATOTOBKY

00JIiKOBUX JOKYMEHTIB

Peectpartop

KepiBHuk Bigginy YKpIHTEI, mpo €
BiZIIIOBiZaJIbHUM 32 peECTpallil0o HAayKOBOIi

OisIIbHOCTI

€nbcoka ['aHHa BaneHTuHiBHA

€nbcbka 'anHa BaneHTuHiBHA

IOpuenko T.A.



