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I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iKOBHI HOMep: 0215U008219
Jep>kaBHUH peecTpauiliHUI HOMEP: 0112U006943
Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peectpaunii: 22-12-2015

II. Etran BukoHnauus JiP
Homep erany: 5

Ha3sBa eramny: Anasni3 maxxopHux myTaiit B reni CYP21OHA y XBOpUX 3 a[jpeHOT€HITaIbHII CUHAPOM JJIst
3'4CyBaHHS POJIi UUX MyTalill IK TeHETUYHUX YMHHUKIB B DO3BUTKY I1aTOT€HE3Y JAHOTO 3aXBOPIOBAHHA. AHAJII3
acoujanii ayieslbHUX BapiaHTIiB reHiB-KaHOUIATIB, SIKi BioOpakaloTh Pi3Hi aCMEKTH [1aTOreHe3y NOCIIiIKyBaHUX
MYJIbTU(PaAKTOPHUX 3aXBOPIOBaHb Ta OLiHKA "KyMYJISITUBHOIO" eeKTy OCIiIKyBaHUX 10J1iMOPQi3MiB B PO3BUTOK

IaHUX IaTOJIOTIN.
IToyaTok eramy: 01.2015
3akiHyeHHs eTamy: 12.2015

Buz 3BiTHOr0O AOKYMEHTA: OCTaTOYHMIA 3BIT

I11. BizomocTi npo BukoHaBus JIiP

IloBHe HaliMeHYBaHHS IOPHAHYHOI 0coou (a0 ITIB PizuuHO0i 0CO6H): IHCTUTYT MOJIEKYIIAPHOI

6ioJs1orii i reHeTUKU

Kog 3a €IPIIOY: 05417101

Micue3HaxoaKeHHS:

dopma BaacHOCTI:

Cdepa ynpaBiiHHSA: HaujonasnbHa akajeMis HayK YKpaiHu
ImenTudikarop ROR: He zacrocoyerbcs

Poamip opranisaiii:

Tenedon: (044)526-11-69

IV. BimomocrTi nipo 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 00car ¢piHaHCYBaHHS (THC. IPH.): 780




VII. BizomocrTi npo IiP

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:

Po3pobieHno metopuku aHanisy myraniii reHa CYP21A2, anpo6oBaHo ix g5t IHK-niarnoctrky (BK/II0Ya04u
IIpeHaTajbHy) POAUH BUcOKoro puauky BI'KH Ta reTepo3uroTHux HOCIiB JaHOTO 3aXBOPIOBAHHS Ta BUBYEHO
posnoscrogKeHicTb myTauini reHa CYP210HA cepep, nanjieHTiB XBOPUX Ha BIpUJIbHY Ta CillbBTpa4arody i HEKJIACUYHY
dbopmMmu ampeHOreHUTaIbHOTO CUHIPOMY. [€HOTHII, IO CKJIany SIKOTO BXOAATh ajnei IL6 -174G ta ESR1 -397C B
rOMO3WUTOTHOMY CTaHi MOXe PO3IVISITATUCS B SIKOCTI FEHETUYHOIO MapKepa yCHilHOrO MifTPUMAaHHs BariTHOCTI Ha
paHHIX TepMiHax recratii.

Pedepar aHIJ1iHCBKOIO:

The methods of analyses of CYP21A2 gene mutations have been developed and tested for use in DNA diagnoses
including prenatal of CAH (congenital adrenal hyperplasia) high risk families and heterozygous carrier. The
distribution of CYP21A2 gene mutations among Ukrainian patients with CAH (congenital adrenal hyperplasia) of
different clinical phenotypes have been investigated. It has been shown the genotypes with homozygous IL6 -174G
and ESR1 -397C may be considered as genetic markers of early term successful gestation.

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)

Haszsa HTII ykpaiHCBKOIO: [laHi w010 posti MakopHuX MyTauiil B reHi CYP21OHA SIK reHETMYHMX YMHHYKIB
MaToreHe3y y XBOPUX Ha aIpEHOreHITaIbHNYM CUHIPOM. JlaHi 100 "KyMyJISTUBHOIO" €(PeKTy reHiB-KaHIWaTiB, 10

3aJIy4eHi [0 maToreHesy JOCiIKyBaHUX MYyJIbTU(AKTOPHUX 3aXBOPIOBaHb, HA PO3BUTOK MATOJIOTIM.

Hassa HTII aHI/1ificbKO¥O: Data on a role of CYP210HA gene major mutations as genetic factors of congenital
adrenal hyperplasia pathogenesis. Data on a role of "cumulative effect" of candidate-genes in the progress of
investigated multi factors diseases.

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: Meronvku anasnisy myrauiit rena CYP21A2 nyis [THK-1iarHOCTHKY (BKITIOYAOYY [TPEHATATIBHY) POIVMH
BUCOKOTro pu3uky BI'KH Ta reTepo3uroTHrx HOCIiB JaHOTO 3aXBOPIOBaHH4. [laHi 00 PO3NOBCIOIKEHOCTI MyTallil
rena CYP21OHA cepep, alieHTiB XBOPUX Ha BipMJIbHY Ta CiJIbBTpavalovy i HEKJIACUUHY (popMHU
aJIlpEHOT€HUTAJILHOIO CUHAPOMY. laHi 0I0 MOXKJIMBOIO T€HETUYHOIO MapKepa yCHilIHOIO MiATPUMaHH
BariTHOCTI Ha paHHIX TepMiHax recrauii (reHOTHII, IO CKJIany sSIKOro BXogsath aneni IL6 -174G ta ESR1 -397C B

rOMO3UTOTHOMY CTaHi).

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
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