Peecrpaniitna KapTka texHoJorii (PKT)

5436. Jlep>kaBHMI peecTpaniiiHuii Homep: 0625U000065
5517. N2 Iep>kpeecrpanii HIJKP: 0121U111585
5256. Oco6JIMBi MO3HAYKH: 5

9000. IToxoaskeHHs TexHoorii: C

9159. Jorogip: Jorogip Big 16.01.2024 N232.113 /2024 /272 1po CTBOPEHHSI 32 3aMOBJIEHHSM i

BHUKOPHCTaHHS 00'€KTa [TpaBa iHTeJIeKTyalbHOi BIaCHOCTI

BizomocTi po 3asiBHHKA TEXHOJIOTii

2459. Koz, €IPIIOY (abo peecTpanifinuii HoMep 00J1iKOBOI KapTKH NJIaATHHKA MMOJATKIB 4151 PizmyHHX 0cib): 44884985
2151. IToBHe HaliMeHyBaHHs IOPHANYHOI 0cooH (a6o ILLB.)
1 - yKpaiHCBKOI0 MOBOIO

Jep>kaBHa ycTaHoBa “HallioHanbHUN HayKOBUIA LEeHTP “IHCTUTYT KapaioJiorii, KyliHiYHOI Ta pereHepaTUBHOI MEIULIMHY iMEHi

akagemika M.JI. Ctpaxkecka HanioHanpHOI akaemii MeTuyHMX HayK YKpaiHu”
2 - aHTJIiIChKOIO MOBOIO

State Institution "National Scientific Center "The M.D. Strazhesko Institute of Cardiology, Clinical and Regenerative Medicine of
the National Academy of Medical Sciences of Ukraine"

2358. CkopoyeHe HaHMeHYBaHHs I0pHAHYHOI ocobu: /1Y “HarjioHanbHui HayKoBUH LeHTp iM. akaz,. M.JI. Ctpaxkecka HAMH

Ykpainun”

2655. Micue3HaxosKeHHsI: ByJl. CBsiTocsaBa Xopobporo, 6yz. 5, M. Kuis, Kuis, 03151, Ykpaina

2934. Tenedon / daxc: 380442757677, 380442756622

2394. Anpeca esleKTPOHHOI mowITH /Bed-caiT: stragh.cardio@gmail.com; https:/ /strazhesko.org.ua

1333. ®opma BacHocri, cdepa ynpasiinHsa: HanioHanbHa akaieMis MeJUYHUX HayK YKpaiHu

BimomocTi mpo Bj1acHMKa TeXHOJIOTii

2458. Koz, €ZIPIIOY (a6o peecTparifinuii HOMep 00J1iKOBOi KapTKH NJIATHUKA MOJATKIB aJ1s1 pizuyHuX 0ci6): 44884985
2152. IloBHe HaliMeHYBaHHS IOPHAHYIHOI 0cobu (abo I1.1.B.)
1 - yKpaiHCBKOI0 MOBOIO

Jlep>kaBHa ycTaHOBa “HallioHanbHMI HAyKOBUI LEHTP “IHCTUTYT KapAioJIorii, KJIiHiYHOI Ta pereHepaTUBHOI MEIULIMHY iMEHi

akagemika M.JI. Crpaxkecka HarnjionanbHoi akagemii MeguyHuX HayK YKpainu”
3 - aHIJIIICbKOIO0 MOBOIO

State Institution "National Scientific Center "The M.D. Strazhesko Institute of Cardiology, Clinical and Regenerative Medicine of
the National Academy of Medical Sciences of Ukraine"

2360. CrkopoueHe HalilMeHYBaHHs IOPHAHYHOI ocobu: /1Y “HanionanpHui HayKoBUi LeHTp iM. akaz. M.JI. Ctpasxkecka HAMH

Ykpainu”

2656. MicuesHaxomkeHHs: ByJs. CBsaTocsaBa Xopo6poro, 6y1. 5, M. Kuis, Kuis, 03151, Ykpaina

2935. Tenedon / Pakc: 380442757677; 380442756622

2395. Anpeca eJIeKTpOHHOI nowTH/Be6-calT: stragh.cardio@gmail.com; https:/ /strazhesko.org.ua

1332. dopma BiacHocrti, cpepa ynpassinas: HallioHasnpHa akajeMiss MeIMYHUX HayK YKpaiHu

JI>kepeJia, HAaNpsIMH Ta 06csiru ¢piHaHCYBaHHS



7700. KITKBK: 6561040

7201. Hanpsim dinancyBasHs: 2.2 - IPUKJIAHI JOCTIIPKEHHS i pO3POOKH

Koz pixepesa ¢piHaHCYyBaHHS O6csr ¢pinamncyBaHH:, THC. TPH.
7711 3973,00
7713 3 973,00

Tepminu BUKOHaHHS POOOTH

7553. [loyaTok BukonauHs HIJIKP: 01.2022

7362. 3akinuenns sukonanusa HIJKP: 12.2024

BigoMocCTi Ipo TexXHOJIOTiI0

9027. HasBa TexHoJIorii
1 - yKpaiHCBbKOIO MOBOIO
TexHosorist poKycOBaHOI MOJIEKYJIIPHO-TEHETUYHOI iarHOCTUKYU HEMPOHAIBHOTO LIEPOiTHOrO JIiNOPYCLUHO3Y 2 TUILY
3 - aHIJICHKOIO MOBOIO

Technology of targeted molecular genetic diagnostics of neuronal ceroid lipofuscinosis type 2
9125.0nuc TeXHOIIOTii

1. MerTa, AJ1s BOCSATHEHHS IKOi po3p06JIeHO Y1 NPUI0aHO TEXHOJIOTIO

[TigBUIIUTH TOYHICTh Ta EKOHOMIUHY €(EeKTUBHICTb JiarHOCTUKU HENPOHAIBHOTO LiepoifHoro JinodycunHosy 2 tury (HLIJI2)

LIJIIXOM LiJIECTIPSIMOBAHOrO aHasi3y omupeHux myrauii rea TPPL
2. OCHOBHA CyTb TE€XHOJIOTii

OCHOBHa CyTb TEXHOJIOTII I10JIrae y BU3HA4E€HHi [MOIMPEHNX MyTaliii B reHi TPP1. 3amiCTh CeKBEHYBaHHS BCbOT'O I'eHa,
TEXHOJIOTiS 30CEPEIKYEThCS Ha [iNSHKaX i3 HANMOMMPEHIIIMMY MyTalliIMHU, SIKi 3yCTpidaloThes y 86% mnaunieHTis 3 HIIJI2 B

YkpaiHi. Lle 3Ha4HO CIIpOIIy€ AiarHOCTUYHMN MTPOLEC, CKOPOYYE Yac i BUTpATH.
3. AHoTOBaHHI 3MiCT

B YkpaiHi Ha CbOrOJIHi OCHOBHUM METOJIOM MOJIEKYJIIDHO-TeHETUYHOi fiarHocTtuku HIJI2 € cekBenyBaHHd reHa TPPL. s
CIIPOILIEHHS MallGyTHBOTO FTEHETUYHOT O TECTYBAHHS MNallieHTiB i3 gedinuTom TPP1 nponoHyeThCs NPOBOIUTH aHAJII3 Ha Taki
myTauii B reni TPP1: p.Arg208* (a6o c.622C>T, ex30H 6), p.Leu560Thrfs*47 (a6o ¢.1678_1679del, ex3oHn 13), ¢.509-1G>C (iHTpoH 5)
Ta, IJ1s MalieHTiB i3 MiBHIYHO-3aXiIHOTO perioHy YKpainu, Takox Ha p.Ser475Leu (abo ¢.1424C>T, ex3oH 11). Hapasi ui yotupu
HaWIMoOMMpPEHilli yKpaiHChKi MyTalii CKIafaTh 86% BM3HAYEHHUX MIATOJIOTIYHMX ajnesel reHa TPPITa BusBieHi NpuHaiiMHi B

OIHOMY aJleJli y BCiX yKpaiHCbKUX ponuHax 3 HIIJI2.
4. TIpo6siemu, sIKi TEXHOJIOTiS Jae 3MOTY BHPillyBaTH

TexHoJIOTis [03BOJIsSIE BUPIMINTH OCHOBHI Tpo6sieMu cydacHoi giarnoctuky HIJI2, 30kpeMa CKOPOTUTH TPUBAJIICTh MOJIEKYJISIPHO-
reHEeTUYHOI JIiarHOCTUKY 32 PaxXyHOK (POKYCyBaHHS Ha MOUIMPEHUX MYTALIisIX, 3HU3UTHU BapTiCTh TECTYBaHHSI ITIOPiBHSHO 3 IOBHUM
cexkBeHyBaHHs reHa TPPlta 3a6e3neunTy JOCTYIHICTh JiarHOCTUKY HaBiTh y 1a60paTOPIsX, SIKi HE MalOTh JOPOTOro 06s1aJHaHHS

II71s1 CEKBEHYBAHHSI.
5. O3HaKH HOBH3HH TE€XHOJIOTii

3aBasKky POKyCyBaHHIO Ha MOMMPEHUX MyTalisix reHa TPP1, ski craHOBATh 65113bKo 86% Bunagkis HIJI2 B VkpaiHi, 1m0
JIO3BOJISIE AfANITyBaTH JIiarHOCTUKY IO HaIliOHAJIBHOTO reHEeTUYHOro npodisnio. TexHosoris 3abe3neyye MBUIKICTh aHATI3Y, €
€KOHOMIYHO JIOCTYITHOIO 3aBISIKM MiHiMi3allii BUTpaT Ha peareHTH Ta 06JaHAHHS, Ta MOKe OYTH BITPOBAIKEeHa B 1a00PATOPIsX 3
6a30BMM TEXHIYHMM 3abe3reyeHHsIM. TexXHOJIOoris iHTerpyeTbes B KIIiHIUHY IPAKTUKY, CIIPHsIE IIPUCKOPEHHIO BCTAHOBJIEHHS
JliarHO3y Ta CTBOPIOE MO>KJIMBOCTI 117151 GOpPMYyBaHHS Hal[iOHAIbHOI 6331 JaHMX reHEeTUYHUX BapiaHTiB nanieHTis 3 HIJI2, mo

BiIKpUBA€ MePCIEKTUBU IJIs TOJAJIBIINX AOCIIKEeHb i IepCOHAI30BaHOI MEAULIHMU.

6. CKy1agoBi TeXHOJIOT1i



Bupinenns JHK i3 6ionorivHoro marepiany, ammnmidikauis ¢pparmenTis reHa TPP1 Ta BUSHaY€HHS TOUKOBUX MyTaliil (p.Arg208*,

p.Leu560Thrfs*47, c.509-1G>C, p.Ser475Leu) JOCTYIHUMU METOAUKAMHU, iHTEPIIpeTallisl pe3yJIbTaTiB reHOTUITyBaHHSI.
Omnuc TexHOoJI0Tii aHTJ/IilIChKOI0 MOBOIO

In Ukraine, the primary method of molecular-genetic diagnosis of CLN2 to date is TPP1 gene sequencing. To simplify future
genetic testing for patients with TPP1 deficiency, it is proposed to analyze the following variants in the TPP1 gene: p.Arg208* (or
€.622C>T, exon 6), p.Leu560Thrfs*47 (or ¢.1678_1679del, exon 13), c.509-1G>C (intron 5), and, for patients from the northwestern
region of Ukraine, also p.Ser475Leu (or c.1424C>T, exon 11).Currently, these four most common Ukrainian mutations account for
86% of identified pathogenic alleles of the TPP1 gene and are present in at least one allele in all Ukrainian families with CLN2.

9127. TexHiYHi XapaKTepPHUCTHKH

TexHi4yHi XapaKTePUCTUKU TEXHOJIOTIi IPYHTYIOTbCS Ha BUSHAYEHHI 3a3HaYE€HUX NOMMUPEHUX MyTalii B reni TPP1y nanjieHTis 3
nigosporo Ha HIJI2 a6o 3 Bxe piarHocToBaHuM Aediuutom pepmenty TPP1 (abo ix poguui). [loTpedye MeaUKO-T€HETUYHOTO

KOHCYJIbTyBaHHSI.
9128. TexHiKO-eKOHOMIYHHUIH YM coniaibHU# edeKT

3anpornoHoBaHa TEXHOJIOTISI 3HAYHO 3HMKYy€E BUTPATU HA [IiarHOCTUKY Ta IPUCKOPIOE ii mpouec. OCKiJIbKA METOM, MOKHA
BIIPOBAAUTH B J1Ja6OpaTOpisx 3 6a30BMM TEXHIYHUM 00JIalHAHHSM, BiH [OCTYIIHMI HaBITh [1JIs BillajleHUX PETIiOHIB, 10 3MEHIIIye
HaBaHTAKEHHS Ha MEJIMYHI 3aKJIafil. SHIKEHHSI BAPTOCTi TECTYBAHHSI POOUTD [IiarHOCTUKY AOCTYIHILIOW [JIsl TALIiEHTIB 3 Pi3HUX

colujasbHUX IPYIl T PETIOHIB.

5490. O0'eKTH iHTEJIEeKTYyaJIbHOI BJIACHOCTI

Hemae.

9156. OCHOBHI nepeBary MOPiBHIHO 3 iICHYIOYHMH TEXHOJIOTisIMH

OcHOBHa nepeBara 3alponoHOBaHOi TEXHOJIOTI MOPiBHSHO 3 iCHYI0YMMU METOJIaMU, 110 6a3yI0ThCSl HA CEKBEHYBaHHs reHa TPP1,

MoJIsirae y 3HaYHOMY 3HUKEHHI BapTOCTi AiarHOCTUKU. KpiM Toro, el meTos 3abe3nedye MBUALIMI NPOLeC NiaTHOCTUKU.
9155. Tay1y3pb 3aCTOCYBaHHS

OxOpoHa 3[10pOB'sL.

9158. Indopmaliis M 0A0 MOTEHIIHHUX PHHKIB 30yTy T€XHOJIOTii

3aKJagy OXOPOHH 3IOPOB' S B YKPaiHi Ta 32 KOPIOHOM.

9160. IndpopMalis m 040 MOTEHLUiHHUX PHHKIB 30yTy IPOAYKILii, BEUPOOJI€HOI 3 BUKOPHCTAHHSIM TEXHOJIOTii

3aKJs1ai OXOPOHU 3I0POB S B YKpaiHi Ta 3a KOPJIOHOM.

9157. CTyniHb BifIIpanloBaHHs TEXHOJIOTi

- SIKIIO TEXHOJIOTIYHY JOKyMEHTAllil0 pO3PO06JIEHO 32 pe3y/IbTaTaMy J1abopaTOpHUX BUIPOOYBaHb OCTigHOTO 3paska - 9157 /J1
- 9157 /TRL4 - nepeBipeHO MMPOTOTHII B J1aGOPaTOPii, TEXHOJIOTIIO TepeBipeHo B JabopaTopii

5535. YMoBH nomMPeHHs B YKpaiHi

53 - 3a IOTOBiIpHOIO LIiHOIO

5211. YmoBHu nepezadvi 3apy6i>KHMM KpaiHamM

63 - 3a JOrOBiPHOIO LIiHOIO

6012. OpieHTOBHa BapTiCTh TEXHOJIOTii Ta BUTPAT Ha BIpoBamykeHHs: 30 TUC. TPH.

6013. Oco6J1MBi yMOBH BIIPOBaZI>KEHHs TEXHOJIOTIi

Heo6xinHa HasiBHICTb 06s1aJHAHHS, peaKTUBIB Ta KBajli)iKOBAaHOTO IIEPCOHANY 111 PO3POOKU ITPOTOKOJIIB Ta MOAbIIOTO

MOJIEKYJIAPHO-TEHETUYHOI'O TECTYyBaHHA.



IlizcymKoOBi BiZoMOCTi

5634. Ingexkc YIK: 61:575, 612.683+612.433.65-018+616.8
5616. Kogu TemarunyHux pyopuk HTI: 76.03.39
6111. KepiBHUK 10puau4HOi ocobu: KoBasieHKko Bosogumup MukonarioBuy

6210. HaykoBuii CTyIiHb, BU€HE 3BaHHS KePiBHHKA IOPHAHYHOI 0COOH:
(o.mep.H., mpodecop, akan,.)

6120. KepiBauxk HIJKP

1 - yKpaiHCBKOI0 MOBOIO
l'oposenko Harasis I'puropisaa
2 - aHIJIACHKOIO MOBOIO
Gorovenko Natalia Grigorivna

6228. HaykoBu# CTymiHb, BUueHe 3BaHHs KepiBHUKa HIJKP: (1.me[.H.,
npodecop, YIeH-KOP.)

6140. KepiBHHK CcTPYKTypHOro migpo3ziny MOH Ykpainu:

[TerpoBchbKuil AHApil IBaHOBMY

Tes.: +38 (044) 287-82-68

Email.: andrii.petrovskyi@mon.gov.ua

6142. PeectpaTop: OnineBny Ipuna BacuiiBHa



