O6J1ikoBa KapTKa [IiP

I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iKOBHI HOMep: 0224U033230

Jep>KaBHHH peecTpaliiHui HOMep: 0121U111585

Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peectpamnii: 22-12-2024

II. Etran BukoHnauus JiP
Homep eramny: 1

Ha3Ba eramny: BuzHaueHHs KiiHI4HOI, 610XiMi4YHOI Ta reHETUYHOI XapaKTEPUCTUKHU OCI6 3i CTIaIKOBIMU
3aXBOPIOBAHHSIMU HEPBOBOI CUCTEMHU 3 YKpaiHu 17151 GOpMYyBaHHS HalOiIbIl €(PDEeKTUBHOI CTpaTerii paHHbO]

IiarHOCTUKMU Ta JIiIKyBaHHS
IToyaTok eramy: 01.2022
3akiH4YeHHs eTamy: 12.2024

Bup, 3BiTHOr0 JOKYMEHTA: OCTaTOYHUIA 3BiT

I11. BinomocTi npo BukoHaBus JIiP

IloBHEe HaMMEeHYBaHHs IOPHIHYHOI 0coou (a6o ITIB ¢izsuyHO0i 0c06H): JepkaBHa ycTaHoBa
"HanioHasbHUI HayKOBUU LEHTP "[HCTUTYT KapZioJIorii, KJIiHiYHOi Ta pereHepaTuBHOI MEIULIMHY iMeHi akazeMika

M. II. Crpakecka HaujionanpHOI akagemii MegUYHMX HayK YKpaiHn"

Kopg 3a €IPIIOY: 44884985

Micue3HaxoaKeHHS: Bys. CearocnaBa Xopo6poro, 6y, 5, M. Kuis, 03151, Ykpaina
dopma Bi1acHoCTI:

Cdepa ynpasiriHHSL:

InenTudikarop ROR: He zacrocosyerscs

Po3mip opranisairii:

TenedoH: 380442757677, 380442756622

IV. BimomocrTi nipo ciiBBUKOHaBIIiB [IiP



V. BimomocrTi npo 3amoBHHKa [IiP

IloBHe HaliMeHyBaHHs IOPHIAHYHOI 0ocoou (a6o ITIB pizuyHO0i 0co6H): HanjonanbHa akapemis

MEIMYHUX HayK YKpaiHu

Koz, 3a €IPITIOY: 00061125

Micue3HaxoO KeHHS: By [epiena, 6y. 12, m. Kuis, 04050, Ykpaina
dopma BaacHOCTI:

Cdepa ynpaBiriHHS: KaGiser MiicTpis YkpaiHu

ImenTudikarop ROR: He zacrocoyerbcs

Poamip opranisanii:

Tenedon: 380444893981

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 kinacudikarnii BuzaTkis i KpeaguryBaHHs (KITKBK): 6561040

dakTuuHui 06car ¢piHaHCcyBaHHS (THC. rpH.): 3973.000




VII. BizomocrTi npo IiP
Ha3sBa po6oTH yKpaiHCBHKOIO:

BusnaueHHs Ki1iHiuHO], 6i0xiMiYHOI Ta reHeTUYHOI XapaKTEepPUCTUKU OCib 3i ClIaIKOBUMU 3aXBOPIOBAHHSIMYU HEPBOBO]

CHACTEeMU 3 YKpaiHu 111 (POpMYyBaHHS HaNOiIbII €(PEKTUBHOI CTPATETii paHHBOI [[iaTHOCTMKU Ta JIiIKyBaHHS

Ha3sBa po60oTH aHIJIiHCBHKOIO:

Determination of clinical, biochemical and genetic characteristics of patients with hereditary diseases of the
nervous system from Ukraine to form the most effective strategy for early diagnosis and treatment

Pedepar yKpaiHCBKOIO:

MoJsexkyJisipHO-TeHeTUYHE TeCTYBaHHS CTa€ BCe OiJblll NOMYJISIPHUM SIK TeCT IepIloi JiHii giarHocTuku
HEBPOJIOTiUHUX 3aXBOPIOBaHb y IiTeil. Hamu 6ysio npoaHasnizoBaHO 4acTOTy BapiaHTiB y reHi CLN2 y 48 naiieHTis 3
HeMpOHAJIbHUM LiepoiginodycuuHo3om 2 tuny (HIJI2) Ta 34iiicHeHO OLiHKY T HOTUI-(PEHOTUIIOBOI KOPeJIsLii.
Taxosx Hamu 6yJ10 IpoaHasi3o0BaHO reHeTUYHi AaHi 40 CUMIITOMaTUYHUX NALiE€HTIB 3 MiITBEPIKEHNUM JiarHO30M
criHaspHOI M's130B0i aTpodii (CMA). Ha ocHOBI oTprMaHUX AaHUX 6YJI0 3/1iICHEHO reHOTUII-(QEeHOTUIIOBU aHali3 3
MOJAJIBIIOI0 PO3POOKOIO aNTOPUTMY HiarHOCTUKU CMA. KoMIsiekcHa OljiHKa LIMX AaHUX € BaXKJIMBOIO, OCKiJIbKU BOHA
I03BOJISIE MIEPETISIHYTY AiarHOCTUYHUM aJfTOPUTM IIJISIXOM BIIPOBA/PKEHHS MiIX07Y, crienudivHOro s Hamoi
Kpainu. lle 3HaYHO CIIPOCTUTH Ta 3[EHIEeBUTh TeHETUYHUI aHaJIi3 nauieHTiB B YkpaiHi. [Hdpopmariis mpo kiiHiyHi
03HAaKM 3aXBOPIOBAHHS Yy NAalieHTiB 3 HOBUMM, PaHillle HE ONMCAaHUMU MYTallisIMU, JO3BOJIUJIA HAM JOIIOBHUTU
cy4acHy iHdopMaliio Ipo KopesLii reHoTun-denotum 3axsoposans HIIJI2. KpiM Toro, po3po6ieHuii Ha mifcTaBi
HaluX AOCiIKEHb aJITOPUTM HEOHATAJIbHOTO CKPUHIHTY i MiATBEPIKY04Oi IiarHOCTUKU CMA BKpal BasKJIMBUI
IIJ11 BYaCHOTO BCTAHOBJIEHHS [IPABUJIbHOTO iarHO3y i IPU3HA4Y€HHS BiATIOBiAHOTO JIIKyBaHHS, 1O CIIPUSIE

MigBUIIEHHIO 10T0 €()EKTUBHOCTI.

Pedepar aHIJIiHCBKOIO:

Molecular genetic testing is becoming increasingly popular as a first-line diagnostic test for neurological disorders
in children. We analyzed the frequency of variants in the CLN2 gene in 48 patients with neuronal ceroid
lipofuscinosis type 2 (NCL2) and assessed genotype-phenotype correlations. Additionally, we analyzed genetic data
from 40 symptomatic patients with a confirmed diagnosis of spinal muscular atrophy (SMA). Based on the obtained
data, a genotype-phenotype analysis was performed, followed by the development of a diagnostic algorithm for
spinal muscular atrophy. A comprehensive evaluation of these data is crucial, as it allows for the revision of
diagnostic algorithms by implementing a country-specific approach. This significantly simplifies and reduces the
cost of genetic analysis for patients in Ukraine. Information about the clinical features of the disease in patients
with novel, previously unreported mutations enabled us to expand the current knowledge of genotype-phenotype
correlations in NCL2. Moreover, the neonatal screening and confirmatory diagnostic algorithm for SMA developed
based on our research is critically important for the timely establishment of an accurate diagnosis and the
initiation of appropriate treatment, thereby enhancing its effectiveness.

Inpexkc YIK: 575.1/.2, 616-056.7-053.2-07.61:007

Koau TemaTHYHHUX PYOpPHK: 34.23.01

KepiBHHKH po060TH

BiacHe IlIpizBume Im's I10-6aTbKOBI: l'oposenko Haranis I'puropisna
HaykoBH# CTYIiHBb: 1.mef.H.

BueHe 3BaHHSI: npodecop

InenTudikarop ORCID ID:



JoparkoBa iHdpopmamnist:

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

Hassa HTII ykpaiHCBKOIO: Crioci6 ontumisarii fBoXeTanHoi AiarHOCTUKY CHiHAIBHOI M'130B0i aTpodii
Hazpa HTII aHrsiicbKoI0: Method for optimizing the two-stage diagnosis of spinal muscular atrophy
HTII, axy nepenba4asiocsi CTBOPHUTH:

ITpuunau, yepe3s ki HTII He Gysi0 cTBOpeHO:

OTpHMaHi P€3yJIbTAaTH: MeToau, TEOPIi

FaJIy3b 3aCTOCYBaHHS: ['eneTnyHa JliarHOCTHMKA Ta [IEPCOHAaJI30BaHa MEJHUIIMHA [IJIS1 CIIa[IKOBUX 3aXBOPIOBAHb

HEPBOBOI CUCTEMU
PeecTrpaniliHuil HOMep KapTKH TE€XHOJIOTii:

Omnuc HTII: Croci6 nepen6avae npoBeneHHs y nauieHTiB (460 MOTEHIIMHUX MAL[ieHTIB — 0Ci6 i3 rpynu
HiABUILEHOTrO PUBKKY CIIaIKOBOT'O 3aXBOPIOBAHHSI HEPBOBOI CHCTEMU) IBOXETAITHOTO BU3HAYEHHS TeHOTHUITIB 32
KormiiHicTio reHa SMN1 ta SMN2. [Ipy Bu3HauYeHHi reHOTHUIly i3 JBoMa abo TppoMa Komisimu reHa SMN2 y naiieHTis
i3 moBenmeHOI0 mesenielo iKY 7-TO €K30Hy reHa SMNI, npu3HavyaeTbCs IaTOr€HETUYHA Tepallid i3

3aCTOCYBAaHHSM IIpenapariB-moaudikaTopis crlaiicuury resa SMN2.

ConianbHO-eKOHOMIYHA crpsimoBaHicTh HTII: Toninmenns Skocti XUTTA Ta 370POB' HACENIEHHS,

eeKTUBHOCTI AiarHOCTUKY Ta JIiKyBaHHS XBOPUX

Bnyins HTII Ha moBKiJjis:

BnposaaskeHHst HTII: Briposampkeno

ITpakTuyHa peasnizanis HTTI
IToyaToK eramy: 10.2024
3aKkiH4YeHHs eTamy: 12.2024

Crno>kuBavi NPOAYKILii:

IlepcrieKTHBHI pUHKH:

XapakTep cniBpoOiTHHIITBA 3 iHBECTOPOM
IToTpiOHMI 00CAT iHBECTHILiH, THC. TPH.:
IIpaBa, 0 HafAI0ThCS iHBECTOPY MiCJIsA 3aBEPIIEHHSI POOOTH:
HasaBHicTb 0i3Hec-1JIaHYy:
TexHiKO-eKOHOMiIYHE OOrpyHTYBaHHSI:
IToreH1iaIbHUE O0OCST IIPOJASKY, THUC. TPH..
OuikyBaHHI TepMiH OKYIHOCTi (pPOKiB):

JoapaTtkoBa iHdpopmamuist:

IX. Bi6siorpadivyHuii onuc



1. Fishchuk L. The analysis of using a panel of the most common variants in the PAH gene for the newborn
screening in Ukraine / L. Fishchuk, Z. Rossokha, N. Olkhovich, et al // Mol Genet Metab Rep. - 2022. - 32. -
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2. Olkhovych N. The neuronal ceroid lipofuscinosis type 2 - associated variants: An analysis of alterations in the
TPP1 gene and genotype-phenotype correlation in Ukraine / N. Olkhovych, N. Pichkur, N. Mytsyk, et al // JIMD
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X. 3aKJII0YHI BiZOMOCTI

KepiBHHK I0pHAHYHOI 0COOH

IlepeJtik 0Cci0O-BHKOHABILiB

€sceenkoBa OneHa 'eHHaniiBHa
(k. 6. H.)

Bypsk OsnekcaHgp AHaTOINOBAY
Bnacosa OneHa MukoJsaiBHa

JleBkoBu4 Harasisga MukoJaiBHa
(k. 6. H.)

Munuk Hatanis MocumniBHa
(. 6. H.)

MoctoB'sk Map'ana IleTpiBHa
OusbxoBud Bosogumup Iletposuy

OnbxoBud Hartasnig BikropiBHa
(m. 6. H., 03.00.22)

[Topmonbcbka CeiTsana BosogumupiBHa
(k. 6. H., 03.00.15)

Poccoxa 304 IBaHiBHa
(x. men. H., 03.00.15)

Crpont Imutpo OsiekcaHgpoBuY
(x.Men.H., 14.03.04)

TaBokina JIro60B BacusiBHa
(k. 6. H.)

TpodimoBa Hartans CepriiBHa
(x. 6. H.)

®imyxk Jlinis €prenisHa
(k. 6. H.)

[leiiko Jlapuca I1aBniBHa
(k. Mem. H.)

BigmoBigasbHUH 32 MiATOTOBKY

00JIIKOBHX JJOKYMEHTIB
Tenedpon

PeecTpartop

Kosanenko Bononumup MukosanioBuy

o. Men. H., 14.01.11
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