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Jep>kaBHuUMH 061ikoBHI HOMep: 0224U031384
Jep>kaBHuUM peecrpaniiinuii Homep: 0119U100835

Bigkpura

Dara peecrpamnii: 18-04-2024

1. ETaniy BUKOHAHHS

Homep eTtamy: 1

Hasga eramny: Pojib reHETUYHUX Ta €MireHETUYHUX PaKTOPiB y PO3BUTKY Ta Nepediry CrasIkoBUX Ta MyJabTU(PaKTOPHUX

3aXBOPIOBaHb
ITowaToxk eramy: 02-2019
3akiHueHHs eTtany: 12-2023

Bup, 3BiTHOTO ZOKyMeHTa: OCTaTOYHUH 3BiT

2. BukoHaBeupb

Hassa oprasnisanii: HanioHanbHUi yHiBepcuTeT 0XOPOHU 370poB'st YKpainu imeHi I1. JI. llynuka
Kog, € IPIIOY /IITH: 01896702

IlignopsakoBaHicTh: MiHiCTEPCTBO OXOPOHM 3[10POB’sl YKpaiHu

Agnpeca: Bys. loporoxxuiibka, 6yg. 9, M. Kuis, 04112, Ykpaina

Tenedon: 380442054946

E-mail: office@nuozu.edu.ua

WWW: https:/ /nuozu.edu.ua/

3. Bnacuuk peayabtatiB HIJIKP (mpoaykiiii)

Hassa opranisanii: HanioHanbHUI yHiBepcuTeT 0XOPOHU 370poB'st YKpainu imeHi I1. JI. llynuka
Kog, €IPIIOY /IIIH: 01896702

Agppeca: Bys. loporoxxuiibka, 6yg. 9, m. Kuis, 04112, Ykpaina

IliznopsaKoBaHicTh: MiHiCTEPCTBO OXOPOHM 3710POB’sl YKpaiHu

Tenedon: 380442054946

E-mail: office@nuozu.edu.ua

WWW: https:/ /nuozu.edu.ua/

4. JI>xkepeJia Ta HanpsiMu piHaHCYBaHHSA

IligcraBa o151 mpoBeAeHHs PoOIT: 43 - BJaCHA iHiliaTKBA (KO pO60Ta BUKOHYETHCS 3 BIACHOI iHILlIaTUBY 32 KOLITH BUKOHABLS

HJIP a60 6€3KOIITOBHO)
KIIKBK:

Hampsam ¢inancyBaHHs: 2.2 - IPUKJIATHI JOCIiIKEHHS i pO3p0oOKU

J>kepesia piHaHCYBaHHS



Ikepesio ginancyBaHHs: 7706 - 6€311aTHO (DOTOBIp PO HAYKOBO-TEXHIYHE CIiBPOGITHUIITBO, TOIIO)

dakTuunmnii o6csr pinancyBanHs 3a 3BiTHMH etan: 0.000 TuC. rpH.
5. HaykoBo-TexHiYHa po6oTa

Hasga po6oTH (YKp)

Posib reHEeTUYHUX Ta emireHeTUYHUX (GaKTOpiB y PO3BUTKY Ta I1epediry CriaIKOBUX Ta MYJIbTU(PAKTOPHUX 3aXBOPIOBAHb

Haspa po6oTH (aHrJ1)

The role of genetic and epigenetic factors in the development and progress of hereditary and multifactorial diseases

Pedepar (yxp)

Ynepule npoaHasnizoBaHi BCi BUNAAKK Ji30COMHUX XBOPO6 HaKONW4YEHHS, 10 6yJsu IiarHOCTOBaHi B YKpaiHi B nepiog 1995-2022
PP., @ TaKOX iX MOIIMPEHICTh B YKPAiHCHKIiM MONyJALil B IOPIBHAHHI 3 aHAJIOTIYHUMM B Pi3HMX KpaiHax cBiTy. [IpoBeneHo aHai3
KODEJISLi TeHOTUI-(PEHOTHUI, TPOAHATI30BAHO CXEMHU OOCTEKEHHSI TPYIl PU3UKY 3 PO3POOKOI0 HANOinbll €(PEKTUBHUX IJIs
pisHuxX HO30J10riil. CTPYKTypa JIi30COMHUX XBOPOO HAaKONMMWYEHHS, BUSIBIEHUX B YKpaiHi, LIiIKOM BifiTIOBifja€ Takiil B iHIMX KpaiHax,
Ie Li XBOpoOoUu e(EKTUBHO [iaTHOCTYIOTh YIPOJOBX TpUBajoro vacy. HeiipomatudHi (popMu CTaHOBIATb 57 % Yy CTPYKTYpi
J1i30COMHUX XBOPOO HaKONM4YeHHS. LI reTeporeHHa rpyrna 3aXxBOPIOBaHb, 110 BUMarae CKJIafHOi MOeTanHoi KIiHiKo-1a60paToOpHOI
JiarHOCTMKY, i € OJHi€l0 3 OCHOBHMX IPVWYUH BUMHUKHEHHS HEMPOJEreHepaTUBHUX 3aXBOPIOBAHb y AUTAYOMY Billi. CBoevyacHe
BCTaHOBJIEHHS NIPAaBUJILHOTO JIiarHO3y € 3allOPYKOI0 PAHHBOTO MOYATKY CHELM(IYHOro JIiKyBaHHS, 10 03BOJISIE€ 30€PErTy XUTTS i

MiABUIIMUTY PiBeHb MEAMKO-COLiaIbHOI peabimitaliii mamieHTa.
Pedepar (aHrI)

Here, we introduce a novel analysis of all lysosomal storage diseases diagnosed in 1995-2022 in Ukraine, and their incidence in
the Ukrainian population as compared with the similar ones across the world. There were analyzed genotype-phenotype
correlations, schemes for the risk cohort study including the most effective ones for different nosologies. The structure of
lysosomal storage diseases detected in Ukraine is fully consistent with that in the other countries where the diseases have been
effectively diagnosed for a long time. The neuropathic forms account for 57% in the structure of lysosomal storage diseases. This
heterogeneous group of diseases, which requires a complex systematic clinical and laboratory diagnosis, is one of the main
causes of neurodegenerative diseases in childhood. The well-timed and correct diagnosis contributes to early initiation of
specific treatment, which results in saving the patient’s life and improving their medical and social rehabilitation.

Inpexc YIK: 61:575, 616-056.7-0.92.12-036.1:575.191

Kopu TemarnyHux pyopuk HTI: 76.03.39
6. HaykoBo-TexHiyHa npoayKuis (HTII)

HTII 1

Hassa npoaykrii (yKp): PO3po6sieHO 1iarHOCTUYHUI aJIrOPUTM /111 MAaKCHMaJIbHO PAHHBOTO BHUSIBJIEHHS TALIiE€HTIB 3
J1i30COMHMMU XBOPOOaMHU HaKOIIMYEeHHsI, 37I05IKICHOIO rinepdeHinanaHineMielo, KUl J03BOJIsIE PalliOHAIBHO IJIAHYBATH X

ropanblIe JIiKyBaHHS.

HaszBa npoaykuii (anri): A diagnostic algorithm has been developed for the earliest possible detection of patients with
lysosomal storage diseases, malignant hyperphenylalaninemia, which makes it possible to efficiently plan their further treatment.

OuikyBaHi pe3yJbTaTi: MeTony, Teopii
T'anyss 3acrocyBaHHS: MeJyHa Ta 1a60paToOpHa reHeTHKa

Onuc npoaykuii (yKp): Briepie BCTaHOB/IEHA 4aCTOTa 3aXBOPIOBAHOCTI B YKpaiHi Ha J1i30COMHI XBOPOOUM HAaKOIIMYEHHS (XBOPOOY
T'ome, xBopo6y Pabpi, mykomnosicaxapuios I TuIy) 3 6i0XiMi4HOIO Ta MOJIEKYJIIPHO-TEHETUYHOIO XapaKTePUCTUKOIO, 1[0 A€

TiZCTaBy [1Ji IPOBENEHHS [TOPIBHAILHUX HAYKOBUX JOCIIIKEeHb B EBpOIIi Ta CBITi i NPUITHATTSA yIPaBIiHCbKUX PilllEHb.



ConianpHO-eKOHOMIYHA crpsimoBaHicTh HTII: [TosinmeHHs IKOCTi KUTTS Ta 3[I0POB'SI HACEJIeHHS], €(PEKTUBHOCTI iarHOCTUKU

Ta JIiKyBaHHS XBOPHUX

Cragis 3aBepmenocti HTII: 3it mo HIAJIKP
Bruposamskenus HTII: BnposamxeHo

CTpOKH BIIpOBaJ>KEHHS:

Bupo6uuk npoaykuii: HYO3 Ykpainu imeni I[T.JL.1ynuka
Cno>KHBayi NpoayKIii:

IlepcneKTHUBHI pUHKH:

IIpaBa iHTeIeKTyasIbHOI BJIACHOCTI: 3a JOroBOpamu

®opmu Ta ymoBH nepepgadi npogykuii: HapyanHs nepcoHany
7. Bi6siorpagiyHuii onuc

8. 3BiTHa JOKyMeHTaNist

KinbKicTh CTOPiHOK B 3BiTi: 37

Mosga 3BiTy: YKpaiHCbKa

YMoBHu nomupeHHs B YKpaiHi: 3a60poHeHO
YMoBH nepepayi iHmmuM KpaiHam: 3a60pOHEHO

KinpkicTs daiinis y 3BiTi: 1
9. 3aKJII0YHI BiLOMOCTi

KepiBHHUK opraHisamii:
Boponenko [Opiit BacunboBud (1. M. H., aKkag,)
KepiBHHKH po6OTH:

I'oposeHko Hatanist I'puropisHa (1. men. H., mpodecop, 4eH-Kop.)

KepiBHUK Bigainy peectpanii HayKoBoi AisgibHOCTi

IOpuenko T.A.
YxpIHTEI




