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I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iIKOBHI HOMep: 0215U008104
Jep>kaBHUH peecTpauiliHUI HOMEP: 0112U006943
Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peectpamnii: 09-12-2015

II. Etran BukoHnauus JiP
Homep erany: 4

HasBa €TaImy: Auani3 aconjianii myrauii B reni SMN1 Ta KiJIbKOCTi KOTIi#l IOC/TiZOBHOCTI reHa SMN2 3

(PEeHOTUNOBUMU NIPOSIBAMU CIiHAJIBHOI M'130BOi aTpOdii.
IToyaTok eramy: 01.2014
3akiH4YeHHs eTamy: 12.2014

Buz 3BiTHOrO AOKYMEHTA: [IpoMiKHMIA 3BiT

I11. BizomocTi npo BukoHaBus JIiP

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

6iosiorii i reneTUKN

Kopg 3a €IPIIOY: 05417101

Micue3HaxoaKeHHS:

dopma BaacHoOCTI:

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

Poamip opranisarii:

Tenedon: (044)526-11-69

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.). 651.6




VII. BizomocrTi nipo 1P

Ha3sBa po6oTH yKpaiHCBHKOIO:

AnenbHui nosiMopdi3m reHis, 3ayuyeHux 10 GOpMyBaHHS (PEHOTUITY MOHOTEHHUX Ta MYJIbTU(PAKTOPHUX
[aToJIOTiN

Ha3sBa po60oTH aHIJIiHCBHKOIO:

Allelic polymorphism of genes involved in monogenic and complex disorders development

Pedepar yKpaiHCBKOIO:

BcraHoBseHO, 0 36isbIIeHHs KibKOCTi Komil reHa SMN2 i, BinnoBinHO, PyHKUiOHAIBHOTO 6ika SMN2
IIPU3BOJATD [0 IIOM'SIKIIEHHS KJliHiYHOro ¢peHotuny y xsopux Ha CMA i 10 36ibII€HHSI TPUBAJIOCTI iXHBOT'O XKUTTSI.
Lle BaKJIMBO SIK 1111 IPOTHO3Y KJIIHIYHOrO Nepebiry 3aXxBOPIOBAHHS, TaK i 1711 epeKTUBHOCTI Teparnii. BctaHoBIEHO,
110 piBeHb Heseniil de novo B reHi nuctpodiny B pognHax xBopux Ha MJIJI cknanae 57,2%. BinburicTs 3 HUX
JIOKaJIi3y€eThCs B AUCTANIBHIN YacTUHi reHa. 1li maHi € HaA3BUYANHO aKTyaJbHUMU JJ151 BU3HAYEHHS FETEPO3UTOTHOTO
HOCIICTBA, IPOBEIEHHS [IPEHATAJIbHO]I iarHOCTUKU Ta ITPOrHO3Yy ITIOTOMCTBA B pOAMHAX BUCOKOro M1l pu3uKy.
Pedepar aHIJ1iHCBKOIO:

It was shown that increase of SMN2 gene copy number and quantity of SMN2 functional protein lead to mitigation
of disease and prolongation of life for SMA patients. It is important for improvement of clinical prognose of disease
and therapy efficacy. It was shown that frequency of de novo mutation in dystrophine gene at the families with
DMD patients is 57,2%. Most of the mutations are located in the distal part of gene. Obtained data allow to improve
heterozygous carrier detection, prenatal diagnosis and offspring forecast in DMD high risk families.

Impexc YIK: 575.1/.2:616, 575.162, 575.167, 616.1, 616.6.05

Koau TemaTHYHHUX PyOpPHK: 34.23.53

KepiBHHUKH po6OTH

BiacHe IlIpizBuie Im'sa I1o-6aTbKOBi: JliBuuip Jlopmuna ABpamisHa
HaykoBui CTyIiHb:

Buene 3BaHHs:

Inentudikarop ORCID ID:

JoparkoBa iHdpopmamnist:



VIII. HaykoBa (HayKoBo-TexHiuHa) npoaykuist (HTII)

Ha3zga HTII ykpaiHCBKOIO: [lani mon0 (GakTopis (36i1bMeHHS KilbKOCTI Komiii reHa SMN2) oM'sIKIeHHS
KJIiHIYHOTO (PE€HOTUITY i 301/IbIIEHHS TPUBAJIOCTI XXUATTA XBopux Ha CMA. JlaHi 00 IPOTrHO3Yy IOTOMCTBA B POJAMHAX

Brcokoro MJIJT pusuky - piBH# i s1okanizanii geseniit de novo B reHi guctpodiny B popnHax xBopux Ha M.

Hassa HTII aHr/1ificbKO¥O: Data on factors (increased copy number of a gene SMN2) mitigate the clinical
phenotype and increase the life expectancy of patients with SMA. Data on forecast offspring in DMD families of
high risk - level and localization de novo deletions in the dystrophin gene in families of patients with DMD.

HTII, aKy nepenba4asiocss CTBOPHTH:
IIpuunnu, yepe3s saki HTII ne 6ysio cTBOpeHoO:
OTpumaHi pe3yJbTaTH:

l'anyss 3acTocyBaHHs: 73.10.1

PeectpanifiHuii HOMep KapTKH TEXHOJIOTIi:

Omnuc HTII: Orpumani naui momo 36iblueHHs KiZbKOCTI KOMitt reHa SMN2 103BOJISIIOTh TPOTHO3YBaTH
IIOM'SIKIIIEHHS KJIiHiYHOTrOo (PeHOTUILY i 36iIbIIeHHSI TPUBAJIOCTI KUTTS XBOpuX Ha CMA, 6i1b111 e peKTUBHO
IIPOTrHO3YBaTU KJIiHIYHUM [1epebir 3aXBOPIOBAaHHS Ta Ai€BiCTb Teparlii. Jlani mopno piBHs i okanizauii gesneniit de
Nnovo B reHi AucTpodiny B popnHax XxBopux Ha M1/l € Hafi3BUYalHO aKTyaJbHUMU [1J151 BUSHAYEHHS
reTEPO3UTOTHOTO HOCINCTBA, IPOBEAEHHS [IPEHATAJIBHO] [IiarHOCTUKU Ta MPOrHO3y TOTOMCTBA B POIMHAX BUCOKOTO

M pu3uky.

ConiaibHO-€KOHOMIYHA cnpsamoBaHicTe HTII:

BnyiuB HTII Ha moBKiJjjis:

BnposapaskeHHs1 HTII: He snpoBamxeHo

ITpakTuyHa peasnizanis HTTI
IToyaToK eramy: -
3aKiHYeHHs eTamny:

Crio>KHuBavi NPOAYKIIii: mequuyHa, HayKOBL

IlepcneKTHBHI PUHKH: VkpaiHa, CBiT

XapakTep cniBpoOiTHHIITBA 3 iHBECTOPOM
IToTpiOHMUI 00CAT iHBECTHILiH, THC. TPH.:
IIpaBa, 0 HaJAIOTHCS iHBECTOPY IIiCJIsI 3aBepIIeHHs POOOTH:
HasaBHicTb Oi3Hec-1JIaHY:
TexHiKO-€eKOHOMiYHe OOrpyHTYBaHHSI:
IloTeH1iaIbHUE 0OCAT IIPOJASKY, THC. TPH..
OuikyBaHHI TepMiH OKYIHOCTi (pPOKiB):

JopaTtkoBa iHdpopmanist:

IX. Biosiorpadiuamui onuc



X. 3aKJIlI0YHi BiTOMOCTI

KepiBHHK I0pHAHYHOI 0COOH

IlepeJtik 0CiO-BHKOHaBILiB
I'pumenko H.B.
I'ynkoscbkuii P.B.
I'yupkoBcbka H.B.
Kpasuenko C.A.
Kyuepenko A.M.
JliBmuus I'.B.
Heuunopenko M.B
[Tammyxa B.M.
decait O.A.
Yepnymun C.I10.

BigmoBigasbHUH 32 MiATOTOBKY

00JIIKOBHX JOKYMEHTIB
Tenedpon

PeecTparop

KepiBHuKk Bigginy YKpIHTEI, mpo €

BiZIOBiZasIbHUM 3a peecTpallilo HayKOBOi

OisIIBHOCTI

€nbcoka ['aHHa BaneHTUHIBHA

I. 6. H.




