O0Js1ikoBa KapTKa aucepTaii

I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iKOBHI HOMep: 0410U002928
Oco006J1uBi TO3HAYKH: BinKpura

JaTa peecrtpamnii: 30-06-2010

Craryc: 3axumeHa

PexBi3utu Hakasy MOH / Haka3y 3aKjazy:

I1. BizomocrTi nipo 3700yBaya

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. 'pumenko HaTanis BonogyumupiBHa

2. Hryshchenko Nataliya Volodymyrivna
KBasmigikamis:

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

IIIndp HaykoBOi crieniaIbHOCTI: 03.00.22

Ha3Ba HayKoOBOIi CIIeniaJIbHOCTI: MoeKyJ/pHa reHeTnKa

T'anyss / ramysi 3HaHB. He 3aCTOCOBYETHCS

OcBiTHBO-HayKOBa Mporpama 3i creniaJbHOCTI: He 3acTocoByeTbCs

Jara 3axHcTy: 22-06-2010

CreniaJbHICTh 32 OCBITOIO: 8.070403

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: 34.23
Tema gucepranii:

1. TlepebynoBu B reHOMi XBOPUX HAa HEMPOLET€HEPATUBHI 3aXBOPIOBAHHY i3 JOMiHAHTHUM TUIIOM yCIIaJAKYBaHHS

(crrapkoBi noJliHeBpomarii Ta xopesi ['eHTiHITOHA)

2. Genome Rearrangements in Patients with Dominant Neurodegenerative Diseases (Hereditary Polyneuropathies
and Huntington's Disease)

Pedepar:

1. O6'exT - cragKoBi HENMPOereHePaTUBHI 3aXBOPIOBAHHS i3 JOMIHAHTHUM TUIIOM YCIAJKyBaHHS (MOTOPHO-
CEHCOpHI IoJliHeBporartii Ta xopes ['eHTiHITOHA). MeTa - 3'sCyBaHHS IPUPOAU Ta IIOXOKEHHS I1epedy 0B FeHOMY B
XpOMOCOMHIH ainsaHLi 17pl11.2 ta renax Cx32 i IT15, a Takoxx acoujaniio Hux MyTalii i3 KJIiHIYHUMY IPOsIBAMU
CIIaJIKOBOI MOTOPHO-CEHCOPHOI NoJliHeBponartii Ta xopei ['eHTiHrToHa. MeToau - reHeasoriyHui, 1ab0paTopHi
MOJIEKYJISIPHO-610JI0TiUHI MeTOAM: BUZiNIeHHS Ta ounlieHHs reHomMHoi [JHK, nosimepasHa s1aHLIoroBa peakuis
(axicHa Ta KinbKiCHa B pE>KMMi PEasIbHOTO 4Yacy), PeCTPUKLiMHUI aHani3, pi3Hi BUAU resb-eseKTpodopesy
BKJIIOYAlOuX (PparMeHTHUI aHali3 3a JOIIOMOTOI0 aBTOMaTUYHOro (puiyopumeTpa ALF-express Ta IeHaTypyrounii
rpasieHTHui resb-esnektpodopes (DGGE), ciksenysanns JJHK), cratuctnyna o6po6ka pe3ysibraTiB. PesynbraTu Ta

HOBHM3HA - BIIEpILe BUSBJIEHO BUCOKY YaCTOTY Iepedyi0B reHoMy B AissHLi 17pll.2 y XBopux Ha noJjiiHeBponartii 3



Ykpainuy, a TakoK BUCOKY YacTOTy de novo peopraHisariiiii 1poro periony. InentudikoBano mytanio 65G>A B reHi
Cx32, mo Bene 1o 3amiHu Arg22Gln B 6isKy, sika acolifioBaHa i3 memiesniHizyodolo nosiHeBpornarieto. JJoBeneHe
PEKypeHTHe ITOXO/KEHHSI €KCIIaHCOBAHMX ajlesIbHUX BapiaHTiB reHa IT15 y yKpaiHChKiil rpyIli XBOPUX 3 XOPEEIO
I'enTinrrona. JloBeneHo iCHyBaHHS JOCTOBIPHOI pi3HULLI B XapaKTepi AMHaMi4HOi MyTallii €KCIIaHCOBaHUX IIOBTOPIB
reHa IT15 npu ix ycrnagxyBaHHi B 3a71€XKHOCTI Bif CTaTi XBOPOro 6aTbKa 4n MaTepi BcTaHOBIEHO 3BOPOTHIO
KOpeJIALilo MK BikoM ebroTy xopei ['eHTiHrToHa Ta KinbkicTio CAG-TIOBTOPIB B €KCIIaHCOBAHUX aJIeJIsiX, HasIBHICTIO
noslimop¢Horo BapianTa del2642 B reni IT15 ta HasBHicTIO MyTalii C677T B reHi MTHFR. I'any3b - MoJsieKyJisipHa

reHeTHKa.
2. Object - inherited autosomal dominant neurodegenerative diseases (hereditary polyneuropathies and
Huntington's disease). Goal is to study the nature and origin of genome rearrangements in 17p11.2 region, Cx32 and
IT15 genes, and also the mutation's association with clinical phenotype of hereditary polyneuropathies and
Huntington's disease. Methods - genealogical, laboratory molecular biological: isolation and purification of
genomic DNA, polymerase chain reaction (qualitative PCR and quantitative Real-Time PCR), restriction analysis,
different types of electrophoresis including PCR-fragments' analysis by ALF-express fluorometer and denaturing
gradient gel electrophoresis (DGGE), DNA sequencing, and also statistical analysis. Results and their novelty - the
high frequencies of 17p1l.2-rearrangements in patients with hereditary polyneuropathies in Ukraine and also high
level of the rearrangements de novo have been obtained. The 65G>A mutation in Cx32 gene (Arg22Gln in protein),
which leads to demyelinating form of polyneuropathy, has been identified. The recurrent origin of expanded CAG-
alleles of IT15 gene in Ukrainian patients with Huntington's disease has been proved. The sex-depended pattern of
dynamic IT15 CAG-expansions inheritance has been revealed. A negative correlation has been defined between
Huntington disease's age of onset and number of CAG-repeats in expanded IT15 allele, presence of del2642
mutation of IT15 gene and also presence of C677T mutation of MTHFR gene. The field is molecular genetics.
Jep>kaBHHHM peecTpauiiiHuii Homep [IiP:

IIpiopuTeTHHI HANIpSIM PO3BUTKY HayKH i TEXHIKH:

CrpareriyHu# NpiopHTETHHUI HAIIPSIM iHHOBaLiHHOI AiSJILHOCTI:

ITizcyMKH JOCTiI>KEeHHS:

ITy6osrikamii:

HaykoBa (HayKOBO-TE€XHiYHa) MPOAYKILis:
ConiasibHO-€KOHOMIYHA CIIPSIMOBaHICTbh:

OxopoHHi goKymeHTH Ha OIIIB:

BrnpoBaakeHHS pe3yJIbTaTiB AHCEpTalii:

3B's130K 3 HAYKOBUMH T€MaMH:

VI. BizomocCTi Ipo HayKOBOr0 KEPiBHHKA /KEPiBHHUKIB (KOHCYJIbTAaHTA)

Baacue IlpizBumie Im's Ilo-6aThKOBI:
1. JliBmnup JlirogpMuia ABpamiBHa

2. Livshyts Liudmyla Avramivna

KBasigikamis: 1.6.1., 03.00.22

InenTudikarop ORCID ID: He 3acrocosyetscs



JoparkoBa iHdpopmamnist:

TloBHe HaliMEeHYBaHHS IOPHIHYHOI 0COOH:
Kop 3a €IPIIOY:

Micue3Haxoa KeHHS:

dopma ByTacHOCTI:

Cdepa ynpassriHHS:

InenTudikarop ROR: He zacrocosyerscs

VII. BizmomocTi npo odiliiHUX OTIOHEHTIB Ta pelleH3€eHTiB
OdiuiiiHi OIOHEHTH
Baacue IlpizBume Im'a Ilo-6aTbKOBI:

1. ®dinonenko Banepiit BikTopoBuy

2. inoneHko Banepiit Bikroposud

KBasigikamis: 1.6.1., 03.00.03, 03.00.22
InenTudikarop ORCID ID: He 3acrocosyetbcs
JopaTrkoBa iHdpopmamnist:

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

Micue3Haxoa KeHHSI:

dopma ByracHoCTI:

Cdepa ynpasiiHHS:

InenTudikarop ROR: He zacrocosyerscs

Baacwue IlpizBume Im'a Ilo-6aTbKOBI:
1. Makyx 'annna BacuniBHa

2. Makyx l'aninna BacuiiBHa

KBasigikamis: x.6.1., 03.00.15
InenTudgikarop ORCID ID: He 3acrocosyerbcs
JoparkoBa iHpopmamist:

TloBHe HaliMEeHYBaHHS IOPHIHYHOI 0COOH:
Kop 3a €IPIIOY:

Micue3Haxoa KeHHS:

dopma ByracHoOCTI:

Cdepa ynpasiriHHS:



InenTudikarop ROR: He zacrocosyerscs

Penensentu

VIII. 3ak1104Hi BiZOMOCTI
BaacHe IlpizBuiie Im's ITo-6aTbKOBI
TOJIOBH pagu

Biiacue IIpizBuie Im's I1o-6aTbKOBi
TOJIOBYIOYOTO Ha 3acCiiaHHi
BignoBigasibHUI 3a MiATOTOBKY

00JIiIKOBHX JOKYMEHTIB

PeecTpaTtop

KepiBHuk Bigainy YKpIHTEI, mpo €
BiZINOBiZaJIbHUM 32 peeCcTpallilo HayKOBOi

OisSIIBHOCTI

€nbcoka ['aHHa BaneHTuHiBHA

€nbcbka 'anHa BaneHTuHiBHA

IOpuenko T.A.



