O6J1ikoBa KapTKa [IiP

I. 3arasibHi BimOMOCTI

Jep>kaBHUH 00J1iIKOBHIH HOMep: 0215U001697

Jep>kaBHUH peecTpauiliHUI HOMeP: 0113U002266

Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peecrtpamnii: 23-04-2015

II. Etran BukoHnauus JiP
Homep eramny: 1

HasBa eTamny:. O6rpyHTyBaTy NPUHLMIM HaZlAHHA €(DEKTUBHOI JOIIOMOTY NallieHTaM i3 "pigKicHUMEI"

(opdaHHUMN) 3aXBOPIOBAHHSIMU Ha MiCTaBi KJIiHIKO-T€EHETUYHUX Ta €MiJeMiOJIOTiYHUX TOCTiIKEHDb
IToyaTok eramy: 01.2013
3akiH4YeHHs eTamy: 12.2014

Buz 3BiTHOrO AOKYMEHTA: OCTaTO4HMIA 3BiT

I11. BizomocTi npo BukoHaBus JIiP

TloBHe HaliMeHYBaHHS IOPUAUYHOI 0coou (200 ITIB ¢izmyHOi 0c00H): XapkiBchkuil HaLiOHATbHUIA

MEIUYHUI YHIBEPCUTET

Kopg 3a €IPIIOY: 01896866

Micue3Haxoa KeHHS:

dopma BaacHoOCTI:

Cdepa ynpaBJIiHHﬂ: MiHiCcTepCTBO OXOPOHU 30POB'S YKpaiHu
InenTudgikarop ROR: He zacrocosyerscs

Poamip opranisarii:

Tenedon: (057) 705-07-09

IV. BimomocrTi nnpo criiBBUKOHaBIIiB [IiP



V. BimomocrTi npo 3amoBHHKa [IiP

IloBHe HaliMeHYBaHHS IOPHAHYHOI 0coou (a6o ITIB PpizuuHO0i 0c06H): MiHicTepcTBO OXOPOHU

300pOB' 4 YKpaiHu

Kopg 3a €IPIIOY: 00012925

Micuesnaxo,szeHHa: ByJI. I'pymeBcekoro, 7, M. Kuis, Kuis, 01021, Ykpaina
dopma BaacHOCTI:

Cdepa ynpaBiriHHS: KaGiser MiicTpis YkpaiHu

ImenTudikarop ROR: He zacrocoyerbcs

Poamip opranisanii:

TenedoH: 380442536194

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: 2.2 - IpUKJIaHi AOCTiIKeHHS i po3pOOKU
I>kepesia piHaHCYBaHHS

7713 - KOWTH ep>KO0I0A KeTy

Kopg, nporpamuoi kinacudikanii BuzaTkis i KpegurysaHHs (KIIKBK): 2301020

dakTuyHHi 06car ¢piHaHCYBaHHS (THC. IpH.): 710




VII. BizomocrTi npo IiP
Ha3sBa po6oTH yKpaiHCBHKOIO:

O6rpyHTyBaTU [IPUHLUIIY HAaZIaHHS €(PEKTUBHOI JONIOMOTH allieHTaM i3 "pifkicHuUMun" (opdpaHHUMMU)

3aXBOPIOBAHHSIMMU Ha MiJICTaBi KJIiHIKO-TEHETUYHUX Ta €IiIeMiOJIOTIYHUX JOCIIiI>KEHD

Ha3sBa po60oTH aHIJIiHCBHKOIO:

To substantiate the principles of effective care for patients with "rare" (orfannymy) diseases based on clinical and
genetic and epidemiological studies

Pedepar yKpaiHCBKOIO:

Mertoto po6oTu 6yJ10 BUBMUEHHS enifeMiosiorii, KiliHiyHOro nosiMmopgismy Ta reHeTUYHOi reTepOreHHOCT]
"pigxicHux" (opdaHHMX) 3aXBOPIOBAHB /1J1S1 BUBUUEHHS IPUHLMIIB HalaHHs €(PEKTUBHOI iHIUBiAyaIbHOI OIOMOrU
XBOpUM Ta ixHiM ciM'sIM. B mocrimkeHHi po3pobiieHa KOHLenwis "pigKicHi caakoBi XBopobu B YkpaiHi cTanmu
r71a60JIbHOIO ITP06JIeMOI0 PyHAAMEHTabHOI i IPUKIaAHOI MeUIIMHY, SIKa Ma€ CTpaTeriyHe 3aHYeHHS I
[IOJAJIbIIOrO PO3BUTKY KpaiHu". [IpoBeneHe nocCiIpKeHHS NO3BOINIIO MiIBUIIATYA PiBEHD JOCTYITHOCTI
BHCOKOKBaJTi(pikOBaHOI fonomMoru mnarieHtam i3 P3 B VkpaiHi 3 METOI0 BUKMBaHHS, ONy>)KaHHS i MiIBUILIEHHS PiBHSA
SKUTTS TALi€HTIB, 0 1O0Tpebye 3aCTOCYBAaHHS CyYaCHUX MEIUYHUX TEXHOJIOTIN Ta HiTerpanii il MeguyHuX
IIpaLiBHUKIB, 3aKOHO/IABYOT'0 YPETYJIIOBAHHSATA Y3TO/I>KEHHS! 13 iCHYIOUMMU Y CBITi 1IJIIXaMy BUPillleHHS TpobjeMu
"pimkicHuX" 3aXBOpIOBaHb. Bu3HaueHa e(eKTUBHICTb HEOHATAILHOTO CKPUHIHTY y MONEPEeKEHHI YCKIIaJHEHb
nepeobiry pigKicHMX 3aXBOPIOBAaHb; YTOYHIOIOYO] 1iarHOCTUKY LIJIIXOM OLIiHKY Pe3yJIbTaTiB KJIiHIKO-T€HETUYHOTO,
6ioXiMIYHOTrO i MOJIEKYJISIPHO-TEHETUYHOTO JOCJiIKEHHSI XBOpHUX i3 03Hakamu P3, MmoHiTOpuHry 3a nepebirom P3 i3
BKJIAYEHHSM TeJIeKOMYHiKaliil. BlpoBa/pkeHO NPUMHLUIIY HaJlaHHS e(eKTUBHOI iHAMBiNyanbHOI 1OIOMOTHY

nauieHTaM i3 P3 Ta ix ciM'IM Ha mificTaBi cy4acHOi napagurMu MeIulMHY, BUXOISI4H i3 ocobauBocTel P3.

Pedepar aHIJIiHCBKOIO:

The aim of the work was to study the epidemiology, clinical polymorphism and genetic heterogeneity of "rare"
(orphan) diseases for izuchenrya principles for effective individual care to patients and their families. In issedovanii
developed the concept of "Rare hereditary diseases in Ukraine have become a global issue of fundamental and
applied medicine, which is of strategic importance for the further development of the country." Meet the following
research led to improved access to high quality care to patients with RH in Ukraine in order to survive, recovery
and improve the lives of patients, which requires the use of modern medical technology and the integration of the
medical staff, legislative regulation and harmonization with existing routes in the world to solve the problem of
"rare" diseases. The efficiency of neonatal screening in the prevention of complications of rare diseases, specifying
diagnostics by evaluating the results of clinical and genetic, biochemical and molecular genetic studies of patients
with symptoms of RAH monitoring the passage of RH with vklyacheniem telecommunications. Introduced
principles for effective individual assistance to patients with RP and their families on the basis of the modern
paradigm of medicine, based on the features of RH

Inpekc YIK: 575.1:616-039.42-039.42-036.22-084

Koau TemaTHYHHX PYOpPHK: 76.35
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BiacHe IIpizBuie Im'sa I10-6aThKOBI: I'pevanina Onena fkisHa
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BueHe 3BaHHS:

InenTudikarop ORCID ID:



JoparkoBa iHdpopmamnist:

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

Hassa HTII ykpaiHCBKOIO: EdexTuBHa fonomora namjeHram i3 "pigkicHumu" (oppaHHNMIY) 3aXBOPIOBAHHIMU

Ha Ii/ICTaBi KJIiHIKO-TeHETUYHUX Ta eIiIeMiOJIOTiYHUX TOCTiI)KeHb

Ha3zBa HTII anHrJificbKo¥0: The effective care for patients with "rare" (orfannymy) diseases based on clinical
and genetic and epidemiological studies

HTII, sixy nepezn6a4asiocsi CTBOPUTH:

IIpuunnmn, yepe3s saki HTII ne 6ysi0 cTBOpeHoO:

OTpuMaHi pe3yJIbTaTH: nosinueHHs eHEKTUBHOCTI JiarHOCTUKY Ta JIiKyBaHHS XBOPUX
l'asmy3b 3aCTOCYBaHHS: MeuiHa

PeecTparifiHuii HOMep KapTKH T€XHOJIOTi:

Omnuc HTII: BuposamskeHo HeoHaTaIbHUI CKPUHIHT P3 - afipeHOreHiTanbHOro cuuapomy (ATC), MyKOBICIUI03y
(MB) Ta cenexTMBHUI CKPUHIHT Ha OpraHivyHi ayuunypii. BusHaueHa ioro Bucoka e(peKkTHUBHICTb [1J151 PAHHbOI
IiarHOCTUKU. BripoBazyKeHa yTOYHIOIOYA AiarHOCTUKA LIJIIXOM KJIiHIKO-T€HETUYHOTO JOCIiIKEHHS 3
BMKOPHCTaHHSIM HOBITHIX T€XHOJIOTIH (IOCIiIKeHHS €K30MY, MarHiTHO-PEe30HaHCHOI CIIEeKTPOCKOIIii, 6iomcii,
cyreprnosiniitHoi cnekrpockortii). ITligTBepaskeHa posb KIaCUYHOT0 COMATO-T€HETUYHOTO JOCTiIKeHHSI B
YTOYHIOIOUiN AiarHocTULi P3 Ha NpUKiazi OHKOT€HETUYHUX CMHIPOMIB SIK LISIX IJ151 IEPCOHAi30BaHO]
MOJIEKYJISIPHOI AiarHOCTUKY. BripoBazpKeHU MOHITOPHUHT 3a repebirom P3 i3 BKIIIOYEHHSIM TeJIeKOMYHIKaLill (B
TOMY 4MCJIi MDKHaponHuX). Po3pobJieHi Ta 3aripoBa/i>KeHi IPUHIMIIN HAaZaHHS ePeKTUBHOI iHANBIyanibHOI

JIOTIOMOTH TallieHTam i3 P3
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