Peectpaninina kaptka HIJIKP

Dep>kaBHuMH peectparniiinuii Homep: 0121U110054
Bigkpura

Dara peecrpamnii: 25-03-2021

CraTtyc BUKOHABIS: 17 - TOJIOBHUI BUKOHABELb

1. BarasibHi BigoMmocTi

IligcraBa a1 NpoBeAeHHs PoOiT: 34 - HOroBip (3aMOBJIEHHS) 3 LIEHTPAJIbHUM OPTaHOM BUKOHABUOi BJIaJi1, aKaZleMielo HayK
(ro;10BHMMU PO3NOPSIAHMKAMU OI0TKETHUX KOIITIB Ha poBeaeHHs HIIKP)

KIIKBK: 6541030

Hampsm ¢inancyBanHs: 2.1 - pyHIaMeHTasbHI JOCTIIKEHHS

J>kepesia piHaHCYBaHHS

7713 - KOLITH AEeP>KOI0JKETY
3aransHuH 06csr ¢pinaHcyBaHHS (THC. rpH.): 11582.700

Y Tomy 4mcJli o pokax (THC. TpH.):

Pix dinancyBaHHs
2021 2150.000
2022 2250.000
2023 2170.000
2024 2387.000
2025 2625.700

2. 3aMOBHHK

Ha3Ba opramnisanii: HalioHasbHa akaziemis Hayk Ykpainu

Kopg, € IPIIOY /IITH: 00019270

Agxpeca: Bys1. Bonogumupcska, 6ya. 54, M. Kuis, Kuiscbka 0611., 01030, Vkpaina
IiznopsiaxoBanicTe: [Ipe3usis HarjjonansHoi akagemii Hayk Ykpainu
Tenedon: 380442350981

Tenedon: 380442262341

Tesedon: www.nas.gov.ua

E-mail: prez@nas.gov.ua

WWW: http: / /nas.gov.ua



3. BuxoHaBenp

Hassa oprasi3sanii: [HCTUTYT MOJIEKYJISIpHOI 6iostorii i reHeTHKku HanioHanbHOI akageMii Hayk YkpaiHu
Kop, €IPIIOY /IITH: 05417101

IlignopsaxoBaHicTs: HanioHanbHa akafieMis HayK YKpaiHu

Appeca: Bys1. Akazemika 3a6osotHoro, 6yz. 150, M. Kui, KuiBcbka 061., 03143, Ykpaina

Tenedon: 380442000356

Tenedon: 380445261169

E-mail: inform@imbg.org.ua

WWW: http:/ /www.imbg.org.ua
4. CniBBHUKOHAaBEIlb

5. HaykoBo-TexHiYHa po6oTa

Hasga po6oTH (YKp)

MosexynspHO-TeHETUYHI MeXaHi3MH1 OPYLI€Hb CTATEBOTO PO3BUTKY JIIOJUHU

Ha3zBa po6oTu (aHrJ1)

Molecular-genetic mechanisms of human disorders of sexual development

Merta po6oTH (YKp)

InenTudikyBaTy nmaToreHHi Myralii B reHax-JeTepMiHATOpax, IMOPYLUIEHHS SKUX MPU3BOASTH [I0 3aXBOPIOBAHb, ACOIIIOBAaHUX 3
MOPYLIEHHSIM PO3BUTKY Anudepenmianii crari. InentrndikyBaty HOBi reHU-KaHAUATH, MyTallil B SIKUX aCOLiI0BaHi 3 OPYIIEHHSIM
po3BUTKy audepeHnianii crati. Po3pobutu HOBi edexTuBHI iH(OpMaliiiHi iHCTPyMEHTH aHali3y AaHHUX ITOBHOT€HOMHOTO
CHUKBEHYBAaHHS [J151 €(PEKTUBHOI OLiHKMA MaTOT€HHOCTI BUSBJIEHUX T€HETUYHUX BAPIiaHTIB, 4K MiATPYHTSI T€HETUYHOI JiaTHOCTUKU

Ta nepcoHigpikoBaHoi Teparii.
Merta po6oTH (aHTJI)

Identify pathogenic mutations in determinant genes, disorders of which lead to diseases associated with impaired development
of sex differentiation. Identify new candidate genes in which mutations are associated with impaired sex differentiation. Develop
new effective information tools for the analysis of full-genome sequencing data to effectively assess the pathogenicity of
identified genetic variants as a basis for genetic diagnosis and personalized therapy.

IIpiopuTeTHHI HaIpSIM HayKOBO-TEXHIYHOI AisbpHOCTI: yHIAMEHTaNbHI HAYKOBI JOCIiIKEHHS 3 HAMBaKJIUBIIINX IIPOBIIEM
PO3BUTKY HayKOBO-TEXHIYHOTO, COLiaJIbHO-€KOHOMIYHOTI0, CyCHiJIbBHO-TIOJIiTUYHOTO, JIIOJCHKOTO MOTEHIiary

CrpaTeriyHHii IpiopuTeTHHI HaNPIM iHHOBAIiHHOI AisIBHOCTI:

Bup, po6otn: 39 - pyHnameHTaspHa

OuikyBaHi pe3yabTaTH: MeTOoU, Teopii

Tanyss 3acTocyBaHHS: MeiyHa rajny3b, OXOPOHU 3710POB'SI HACEJIEHHS

6. ETanin BUKOHaHHSA



Homep |ITouaTok

3aKiHYeHHs

3BiTHHH JOKYMEHT

Ha3ssa etany

1 01.2021

12.2021

[TpomixxHUY 3BIiT

CrBopeHHs 6aHKy JHK nanieHTiB Ta 4ieHiB ixHiX poguH. Buninenss ta
ounieHHs npenaparis nomA-PHK ta orpumanns xk[JHK y nanieHTiB 3
[TPJC. [IpoBeeHHS MOJIEKYISIPHO-LIATOT€HETUYHOTO aHai3y 3 METOI0
MOIIYKYy XPOMOCOMHUX peopraHizauiil y nanienTis 3 [IPIIC. BusHaueHHs
TpyM AJ1s1 IOBHOTEHOMHOTO JOCiIXeHH MeTonom array-CGH (nauienTu 3
XPOMOCOMHUMH abepartisiMu) 1J1s1 MOBHOEK30MHOT'O CEKBEHYBaHHS

(manienTy 6€3 XpOMOCOMHUX abepariit).

2 01.2022

12.2022

[TpoMiKHU 3BiT

Anana3 reHOMHUX peoprasisanii Turry CNV B rpymi nanienTis 3 I[TPIC B
SIKMX BUSIBJIEHI XDOMOCMHI abepaliii, a TAKOX y NallieHTIB B SIKUX 3a
poesysbTaTaMU MONEepIHIX LOCTiIKeHb He 6yJI0 BUSIBJIEHO NaTOT€HHi
myTauii. BioindopmauiiiHuil aHali3 TaTOreHHOCT] BUSIBJIEHUX N1epebyi0B

TEHOMY.

3 01.2023

12.2023

[TpoMiKHUI 3BiT

Anayiz myrauii 8 JHK-3Ba3y1040My foMeHi reHa AR y mamieHTis 3
CHHJIDOMOM HEYYTJIMBOCTI 10 aHAPOreHiB. AHAJIi3 MaTOr€HHCTi BUSBJIEHUX
MyTaliil 3 BUKOPUCTAHHSIM 6ioiH(POpPMalLiHUX METOIiB Ta MOJEIIOBAHHS

IIPOCTOPOBOi CTPYKTYypU MyTaHTHUX GiJIKiB.

4 01.2024

12.2024

[TpoMi>xHMY 3BiT

[ToBHOEK30MHE CEeKBEHYBaHHS B rpymi nauienTis 3 [1PJIC, aHani3 .vef
(atiniB, BUPiBHIOBaHHS BiTHOCHO pedepeHCHOi 36ipKu, (ibTpyBaHHS
BUSIBJIEHUX BapiaHTiB nosiMopdismy MOHOHYKJIEOTHAHUX 3aMiH Ta MyTaLii
tuny indel, aHasni3 KOHCEPBAaTUBHOCTI JIOKyCa Ta CerperauiiHuil aHasmi3 ass
BUSIBJIEHHs QYHKIIOHAIPHO 3HAYYIIMX BapiaHTIB MaTOr€HHOCTI MyTallii.
KOHTpOIb BUSIBJIEHMX MYTaHTHYUX BapiaHTIB IIJISIXOM CEKBEHYBAHHS 32
Cenrepom nponykris [1JIP, orpumanux raa 6asi JJHK maTpuni 1o cknany
SIKOI BXOOUTD AOCJIIKyBaHi MyTaHTHI BapiaHTHU.

5 01.2025

12.2025

OcCTaTOYHUM 3BIT

AHnauti3 IepBUHHOI CTPYKTYPU KOJOBAHOTO MYTaHTHOTO 6ijika Ta
MO/IEJIIOBAaHHSI IPOCTOPOBOI CTPYKTYPU (PYHKIIOHATILHUX JOMEHIB 1,
30KpEMa, JOMEHY 10 KOr0 BXOAUTh BUABJIEHA MyTalis. KOHTpob
BUSBJIEHMX MYTaHTHMX BapiaHTIB MIJIIXOM CEKBEHYBaHHS 3a CeHrepomM
npoaykrtis [1JIP, oTpumanux raa 6asi JHK mMaTpuli 1o ckiagny sKoi BXOOUTb
JOCTIiIKyBaHi MyTaHTHi BapiaHTU. CTBOPEHHS ONITUMi30BaHOTO AJIFTOPUTMY

6ioiH¢opMaliiiiHoi 06pOOKM JaHMX TOBHOEK30MHOT'O CEKBEHYBAHHSI.

7. Ingexc YK remaruuyHux pyopuxk HTI

Kozu temaruunux pyopuxk HTI: 34.15.25, 34.23.15, 34.23.39, 34.23.51

Inpexc YIK: 577.21, 575.1, 575.1/.2:599.9, 575.224.232:616, 57.575, 57.577




8. 3aKJII0YHi BimoMoCTi

KepiBHHK opraHi3arrii:
Tykano Muxaiino ApceHriitoBud (1.6.H., mpodecop)
KepiBHHKH pOOOTH:

JliBmmnp Jlronmusa ABpamiBHa (1.6.H., ipodecop)

BignoBimanbHuU 3a TogaHHsa JoKyMeHTIB: ['oponHa O.B. (Tesn.: +38 (044) 200-04-15)

KepiBHUK Bigainy peectpanii HayKoBoi gisibHOCTi
YxpIHTEI

IOpyenko T.A.




