O6J1ikoBa KapTKa [IiP
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I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iIKOBHI HOMeP: 0212U007057
Jep>kaBHUH peecTpaniliHui HOMeP: 0110U006119
Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peectpamuii: 25-04-2012

II. Etran BukoHnauus JiP
Homep eramy: 2

Ha3sBa eramy: Po3poGka IpoTOTHITY TECT-CUCTEMHU [ijIs aHAJI3y MyTaHTHUX BapiaHTiB 7 ek30Hy reHa SMN

(cniHasnbHa M'30Ba aTpodis)
IToyaTok eramy: 01.2011
3akiH4YeHHs eTamy: 12.2011

Buz 3BiTHOrO AOKYMEHTA: [IpoMiKHMIA 3BiT

I11. BizomocTi npo BukoHaBus JIiP

IloBHe HaiMEeHYBaHHS IOPHAHYHOI 0cooH (a0 ITIB PizuyHOi 0CO6H): IHCTUTYT MOJIEKYIAPHOI

6iosiorii i renetuku HAH Ykpainu

Kopg 3a €IPIIOY: 05417101

Micue3Haxoa KeHHS:

dopma BaacHoOCTI:

Cdepa ynpaBiiHHS: Haujonanbna akaziemist Hayk Ykpainu
InenTudgikarop ROR: He zacrocosyerscs

Poamip opranisarii:

Tenedon: 0445260769

IV. BimomocrTi nnpo criiBBUKOHaBIIiB [IiP



V. BimomocrTi npo 3amoBHHKa [IiP

IloBHe HaliMeHyBaHHS IOPHAHYHOI 0coou (a6o ITIB PpizuuHO0i 0c06H): HaujoHanbHa akasemis Hayk

Ykpainu

Kopg 3a €EIPIIOY: 00019270

Micue3HaxoaKeHHS: ByJI. Bononumupceka, 54, M. Kuis, KuiBcbka 061, 01030, Ykpaina
dopma BaacHOCTI:

Cdepa ynpaBiriHHS: HaujoHanbHa akazemist HayK YKpaiHu

ImenTudikarop ROR: He zacrocoyerbcs

Poamip opranisanii:

Tenedon: 380442396594

VI. I>kepeJia, HanpsiMHu Ta oocsiru pinaHcyBaHHs JIiP

IlincraBa ojist npoBeaeHHs [iP: 34 - norosip (3aMOBJIEHHS) 3 IEHTPaTbHUM OPraHOM BUKOHABYOI BIajy,

akazemielo HaykK (TOJIOBHUMM PO3NOPSIHUKAMU OI0pKETHUX KOWITIB Ha TposefeHHs HIIJIKP)

Hampsam (l)iHchyBaHHﬂ: 2.1 - pyHIaMeHTabHI JOCIIIPKEHHS
I>kepesia piHaHCYBaHHS

7713 - KOWTH ep>KO0I0A KeTy

Kopg, nporpamuoi kinacudikanii BupaTkis i KpegurysaHHs (KITKBK): 6541030

dakTuyHHi 06car ¢piHaHCyBaHHS (THC. IpH.). 70.4




VII. BizomocrTi npo IiP
Ha3sBa po6oTH yKpaiHCBHKOIO:

CTBOpEHHS NPOTOTUIIB TecT-cucteM 111 JHK-ananisy nepe6yioB reHOMy, 10 CIIPUYMHIOIOTh MOHOT€HHI CIIa/IKOBi

11aToJIorii Ta CIIaIKOBY CXUJIbHICTh 10 PO3BUTKY HaMOiIbII COLliaJIbHO BaXJINBUX 3aXBOPIOBAHDb JIIOJVUHA

Ha3sBa po60oTH aHIJIiHCBHKOIO:

Creating a prototype of test systems for DNA analysis of genome rearrangements that cause monogenic hereditary
diseases and hereditary predisposition to the development of the most socially important human diseases

Pedepar yKpaiHCBKOIO:

MeTo10 3aIIpOIIOHOBAHOrO IPOEKTY € pO3pobOKa IpoToTUIly TecT-cuctemu 1j1st JHK-ananisy crinanbHOI M's130B0Oi
arpodii. Ha jaHoMy eTarni NpoeKTy NpoBeeHO PO3pOOKy AU3aiiHy NpaimMepis s sudepeHuiiHoi amigikarii
MOCJIiJOBHOCTEN 7-TO €K30HY NOCaimKyBaHuX reHiB (SMN1 ta SMN2) 3a gonomoroto KinbkicHoi [1JIP. B skocTi
pedepeHcHoro reHa 6ys0 06paHo reH anboyMmiHy ALB, SIKUI € FeHOM "LOMAalIHbOrO FOCIIOAPCTBA" i 3aBXKAU
[IPUCYTHIN B T€HOMI y 1BOX KOMisX. KOHTPO/Ib IKOCTI aHasi3y KijibKOCTI Korii reHa SMN1 nnposoaunu cepep, 61
KOHTpoJibHOTO 3pa3ka JJHK: 36 reTepo3uroTHux HOCIiB menelii 7-ro ek3oHy rena SMN1 Tta 25 3paskiB [JHK i3 2
Korismu reHa SMN1, reHOTUNM SKUX 6yJI0 BCTAHOBJIEHO 32 [LOMOMOTOI0 iHIINX MEeTOiB. He 6yJio BUsBIEHO
[IepEKPUBAHHS 3HaY€Hb HOPMAJIi30BaHOI KiJIbKOCTI Korii reHa SMN1 151 Tpynu reTepo3uroTHUX HOCIIB Ta
HOPMaJIbHUX iHMBIIiB. AHAJIOTiYHO 6YJIO IPOBELIEHO KOHTPOJIb aHaJi3y KiJIbKOCTi Komill reHa SMN2 y Bubipui
reTepo3uUroTHUX HOCIiB gesnenii reHa SMN2 (n=5), a TakoX y iHOUBIAIB i3 2-Ma KomisiMu 11pOTO reHa (n=10),
PE3yJIbTaTU SIKOTO He BUSIBUJIM NIEPUKPUBAHb JOCIIIPKYBaHUX 3HAUYEHb Y IBOX Ipymnax. 3a pe3yjabTaTaMu
IIPOBE/IEHOTO AOCJi/I>KEHHS CTBOPEHI po60Yi METOIUKY 1151 BUBHAYEHHS KiJIbKOCTi Komiit reHiB SMN i3

BUKOPUCTaHHAM KisbKicHOI [1JIP B peasibHOMY 4aci.

Pedepar aHIJIiHCBKOIO:

The goal of the project is to develop a prototype test system for the differential amplification of the exon 7
sequences in the studied genes (SMN1 and SMN2) by quantitative PCR had been carried out/ Albumin gene (ALB)
was chosen as a reference gene. It is a "household" gene and always present in genome in two copies. Quality
control of the copy number analysis in exon 7 SMN1 gene was performed among 61 control DNA samples: 36 DNA
samples with the heterozygous deletion of the exon 7 SMN1, and 25 DNA samples with two copies of the SMN1
gene, which were previously analyzed using another assays. There was no overlapping of normalized copy number
values of the exon 7 SMN1 gene in the group of heterozygous carriers and normal individuals. Similarly, quality
control analysis were carried out for the copy number detection in the SMN2 gene in the DNA samples with
heterozygous deletion of exon 7 SMN2 gene (n=5), as well as in the DNA samples from individuals with 2 copies of
this gene(n=10). There was no overlapping of normalized copy number values found for both groups. According to
the results of the study, methods for the determination of the copy number in the SMN genes using quantitative
real-time PCR were developed.

Ingexc YIK: 616.1, 575.162, 575.167, 616.1, 616.6.05

Koau TemaTHYHHUX PYOPHK: 76.29.30

KepiBHHKH po060TH

BiacHe IIpizBume Im'sa I10-6aTbKOBI: JliBmuip Jiogmuna ABpamisHa
HaykoBu# CTyIiHb:

BueHe 3BaHHS:

InenTudikarop ORCID ID:



JoparkoBa iHdpopmamnist:

VIII. HaykoBa (HayKoBO-TexHiuyHa) npoayKuist (HTII)

Ha3zga HTII yKpaiHCBKOIO: [IpOTOTHII TECT-CUCTEMHU AJIs1 aHAJII3y MyTAaHTHUX BapiaHTiB 7 ek30HYy reHa SMN

(cniHasipHa M'g30Ba aTpodis)

HaszBa HTII aHr1ificbKOO: Test-system prototype of SMN gene exon 7 mutant variants analysis (spinal
muscular atrophy)

HTII, sixy nepezn6a4asiocsi CTBOPUTH:

IIpuunnmn, yepe3s saki HTII ne 6ysi0 cTBOpeHoO:

OTpuMaHi pe3yJIbTaTH: nosinueHHs eHEKTUBHOCTI JiarHOCTUKY Ta JIiKyBaHHS XBOPUX
l'anyss 3acTocyBaHHs: 73.10.1

PeecTparifiHuii HOMep KapTKH T€XHOJIOTi:

Omnuc HTII: Pospo6sieHo npoToTul TECT CUCTEMU J1jIsl aHAJII3Y KiIbKOCTI KOTIii1 7-T0 eK30Ha reHiB SMN1 ta SMN2
110 BiJHOIIEHHIO JO BiZlOMOIi KiZIbKOCTi Komill pedpepeHTHOro reHa ALB i3 BUKopucTaHHSIM KinbkicHoi [TJIP y

peasIbHOMY 4aci i3 iHTepKasodum QpayopecleHTHUM 6apBHUKOM Sybr Green.
ConiannbHO-eKOHOMIYHA cupsimoBaHicTs HTII:
Bnsiue HTII Ha mOBKiJIS:
Bnposag>keHHs1 HTII: He snpoBamxeHo
ITpakTnyHa peasnisanis HTII
IToyaToK eramy: 5 pokis
3aKkiHYeHHs eTamy:
Cno>kuBayi npo,quuii': 3aKJIaI1 OXOPOHU 3[0POB's YKpaiHu
IlepcrieKTHBHI PUHKH: Vkpaina, kpainu CHJI
XapakTep cniBpOOiTHHIITBA 3 iHBECTOPOM
IloTpiOHMI 006CAT iHBECTHILiM, THC. TPH.:
IIpaBa, 0 HaAIOThCS iIHBECTOPY MiCJIsA 3aBEPLIEHHSI POOOTH:
HasaBHicTb Oi3Hec-IJIaHY:
TexHiKO-€eKOHOMiYHe OOrpyHTYBaHHSI:
IToTeH1iaILHUE 0OCAT IIPOAAKY, THC. TPH..
OuiKkyBaHHI TepMiH OKYIHOCTi (POKiB):

JopaTtkoBa iHdpopmanist:

IX. Bi6siorpadiuHuii onuc



X. 3aKJIlI0YHi BiTOMOCTI

KepiBHHK I0pHAHYHOI 0COOH

IlepeJtik 0CiO-BHKOHaBILiB
I'pumenko Haranig BosogumupisHa
Kpasuenko Cepriit AdpanacinioBud
JliBmnup 'anna bopuciBHa

[Tamnyxa Bonogumup Mukosainosuy
[lepeBepa Mapis ITaBniBHa

Coponb Paica IBaniBHaA

CounoBitoB Onekcanup OyekCaHapOBUY
TaTtapcokuti [TaBno ®enikcoBuy

®ecait Osbra AHatosiiBHa

YepuymmH Ceprit FOpiitoBry

BigmoBigasbHUH 32 MiATOTOBKY

00JIIKOBHX JOKYMEHTIB
Tenedpon

PeecTparop

KepiBHuKk Bigginy YKpIHTEI, mpo €
BiZIOBiZasIbHUM 3a peecTpallilo HayKOBOi

OisIIBHOCTI

€nbcoka ['aHHa BaneHTUHIBHA

I. 6. H.




