Peecrpaniitna KapTka texHoJorii (PKT)

5436. Jlep>kaBHMI peecTpaniiHui Homep: 0622U000051
5517. N¢ Iep>kpeecrpanii HIJKP: 0119U000089
5256. Oco6JINBi MO3HAYKHK: 5

9000. IToxoaskeHHs TexHoorii: C

9159. Horosip: N23.113 /2021 /15 Biz, 15 ciuns 2021 p, (3) mOrosip Npo CTBOPEHHS 32 3aMOBJIEHHSIM i

BHUKOPHCTaHHS 00'€KTa [TpaBa iHTeJIeKTyalbHOi BIaCHOCTI

BizomocTi po 3asiBHHKA TEXHOJIOTii

2459. Kog, €IPIIOY (abo peecTpanifinuii HoMep 00J1iKOBOi KapTKH IIJIATHHKA MOJATKIiB A1 (pizumunux oci6): 35310861
2151. IToBHe HaliMeHyBaHHs IOPHANYHOI 0cooH (a6o ILLB.)

1 - yKpaiHCBKOI0 MOBOIO

Iep>kaBHa yCcTaHOBA "[HCTUTYT F€eHETUYHOI Ta PEr€HEPATUBHOI MenLMHY HanjioHasipHOI akajgemii MequyHuxX HayK YKpaiHu'
2 - QHIJIIACHKOI MOBOIO

Institute of genetic and regenerative medicine National Acad.Med.Sci. of Ukraine

2358. CkopoyeHe HaMeHYBaHHS I0pHAHYHOI ocoou: [[PM HAMH

2655. Micue3HaxoKeHHsI: ByJl. Bumropopcska, 6ya. 67, M. Kuis, Kuis, 04114, Ykpaina

2934. Tenedon / daxc: 380444687550

2394. Appeca esleKTPOHHOI MOIITH /Be6-calT: amn_igrm@ukr.net; http://www.igrm.org.ua/

1333. @opma ByacHocri, chepa ynpasiinHsa: HanioHanbHa akaieMis MeJUYHUX HayK YKpaiHu

BigomocTi npo Bj1aCHHKa TEXHOJIOTii

2458. Kog, €IPTIOY (abo peecTpalifiHH# HOMeP 00J1iKOBOi KapTKH IIJIATHHKA NOJATKIB AJist pi3HyHHUX 0cib): 35310861
2152. IloBHe HaliMeHYBaHHS IOPHAHYHOI 0cobH (abo I1.1.B.)

1 - yKpaiHCbKOI0 MOBOIO

JlepkaBHa ycTaHOBA "[HCTUTYT T€HETUYHOI Ta pereHepaTUBHOI MeanuHY HanjionanbHoi akageMii MeIMYHUX HayK YKpaiHn"
3 - aHIIiCHKOIO MOBOIO

Institute of genetic and regenerative medicine National Acad.Med.Sci. of Ukraine

2360. CkopoueHe HaliMeHYBaHHS IOPHAHYHOI ocobu: [[PM HAMH

2656. MicuesHaxom>KeHHs: ByJl. Bumropopceka, 6yz. 67, m. Kuis, Kuis, 04114, Vkpaina

2935. Tenedon / Pakc: 380444687550

2395. Anpeca eJIeKTPOHHOI owTH /Be6-caiT: amn_igrm@ukr.net; http: / /www.igrm.org.ua/

1332. dopma BiracHocri, cepa ynpasiinas: HallioHasnbHa akajeMiss MeIMYHUX HayK YKpaiHu

J>kepeJsia, HAaIpPsIMHU Ta 00csiru piHaHCYBaHHA

7700. KITKBK: 6561040

7201. Hanpsim dinaHcyBaHH: 2.2 - IPUKJIAJIHI JOCIIIPKEHHS i po3po0KU



Kop, m>kepena pinancyBaHHS O6csr ¢piHaHCyBaHH, THC. TPH.

771 5 372,10

T3 5 372,10

Tepminu BUKOHaHHS POOOTH

7553. [TouaTok BukoHaHusa HIJIKP: 01.2019

7362. 3akinuyenns sukonanusa HIJKP: 12.2021

BigoMoCTi Ipo TeXHOJIOTiI0

9027. Ha3Ba TexHoJIOTii
1 - yKpaiHCBKOIO0 MOBOIO

BusiBJIeHHSI M&KOPHUX MYyTalliil B FeHax, 1110 OOYMOBJIIOIOTh PO3BUTOK CIIAJKOBUX 3aXBOPIOBaHb OPraHIYHUX KUCJIOT, METO/IOM

HpHMOFO ABTOMATU4YHOTO CI/IKBeHyBaHHH 3a CeHFepOM.
3 - aHIJ1iCbKOIO MOBOIO

Detection of major mutations in genes that cause the development of hereditary diseases of organic acids, by the direct
automatic sequencing by Senger

9125.0nuc TEXHOJIOTI1

1. MeTa, aJ1sl BOCATHEHHS IKOi pO3PO0JIEHO YH MPUAGAHO TEXHOJIOTiI0

Po3po6ka aaropuTMiB KiliHiYHOI Ta 1a60paTOPHOI AiarHOCTHKY CIIaKOBUX METAa00JIiYHUX 3aXBOPIOBAHb IJISIXOM OLIiHKU
BaJIiJHOCTI pi3HUX 6iOXIMIYHMX Ta MOJIEKYJISIPHO-TEHETUYHUX METOIIB 17151 3abe3IeyeHHs] paHHbO] i TouHOi AudepeHIianbHoi

rHiaI‘HOCTI/IKI/I Ta II04aJIbIIOT0 CBOEYACHOI'O ITPU3HAYEHHSI CHCLLI/ICl)i‘{HOI‘O ]'IiKyBaHHH.
2. OCHOBHa CyTb TE€XHOJIOTii

Cnoci6 BU3Ha4eHHs TeHETUYHUX NepebynoB y reHax MUT, MMAA, IVD ta GCDH meTo[joM aBTOMaTUYHOTO CEKBEHYBAHHSI 3a
CeHrepoMm, 103BOJIsIE He JMIlE ifeHTU(IKYBaTU XBOPUX, ajle i BCTAaHOBJIIOBATU FeTEPO3UTOTHE HOCIMCTBO Y WIEHIB iXHiX pOJMH, 3
METOIO BCTaHOBJIEHHS 0COGJIMBOCTEN Ta PO3IIOBCIO/IKEHOCTI CIaJKOBUX MOPYII€Hb 00MiHY OpPraHidyHMX KUCJIOT y Nalli€HTiB 3
YKpaiHi.

3. AHoTOBaHHH 3MicCT

BusHauyeHHs 0cO6IMBOCTEN CIIEKTPY MyTalliil y nalieHTiB 3 i30BasiepiaHoBoIO anuaemiero (reH IVD), riyTapoBoo anuaemieto tu |
(ren GCDH), meTunmasnoHoBolo auuemieto (rein MUT Ta MMAA), isonpoBanum gedinutom JJI-3-TAJl (ren HADHA) o6ymoBiioe
MO>KJIMBICTb PO3POOKY MaKCHMMaIbHO €(PEKTUBHO] AiarHOCTUYHOI IPOrpaMy CKPUHIHTY MaXXOPHUX MyTallill y NalieHTiB NeBHO]

MOTIYJIALL, sIKa O3BOJISE He Jnlle ineHTudiKyBaT XBOPHUX, ajle i BCTAHOBJIIOBATU T€TEPO3UTOTHE HOCIMCTBO Y YJIeHiB iXHiX poJuH.
4. IIpo6siemu, sIKi TEXHOJIOTi Jae 3MOTY BHPillyBaTH

HeoO6xigHiCTb HOCTiPKEHHs TeHETUYHOI IPUPOIY CIIaIKOBUX 3aXBOPIOBAHb OOMIHY OpPTraHiYHMX KUCJIOT y NallieHTiB 3 YKpaiHu
3yMOBJIEHA NTOTPe6oI0 AudepeHIiallii IeBHUX 3aXBOPIOBaHb MiXK CO0010 Yepes ix reTeporeHHy eTioJioriio (B12-pe3ucTeHTHa Ta
B12-yyTnuBa i3071bOBaHA METUJIMAJIOHOBA auujeMis; izonboBanuil fediuut [JJI-3-T'AJl Ta gediuuT TpUPYHKLiOHATBHOTO 6i/Ka),

HEMOKJIMBICTIO B IesIKMX BUIIAZKaX IIPOBeIeHHs 6i0XiMiYHMX TeCTiB, HEOOXiIHICTIO IPEeHATAIbHOI AiarHOCTUKHY.
5. O3HaKH HOBH3HH TE€XHOJIOT1i

HoBu3zHa noJsirae y Tomy, 110 Bieplie B YKpaiHi IPOBOIUTHCS JOCIiIKEHHS MOJIEKYJIIPHO-TEHETUYHMX 0COBIMBOCTEN

CIa/IKOBUX NOPYLIEHb OOMiHY OpraHiYHMX KMCJIOT.

6. CKy1a1oBi TEXHOJIOTI1

'ean MUT, MMAA, IVD ta GCDH, nosimepasHa JIaHIIIOTOBa PeakKllisd, aBTOMaTU4YHE CEKBEHYBaHHS 3a CEHrepom
OmnuUcC TEXHOJIOTii aHTJIiHChKOIO MOBOIO

To sequence the exons of the MUT, MMAA, IVD and GCDH genes, PCR products (amplified exons) were purified using column
gel extraction. Subsequent amplification of the purified PCR products was performed using the BigDye Terminator v3.1 cycle



sequencing kit Applied Biosystems (USA) separately with primer F (forward) and separately with primer R (reverse) according to
the manufacturer's protocol. Sequence amplification program (primary denaturation - 96 ° C, 5 min .; 25 cycles: denaturation -
96 ° C, 10 sec., Annealing - 55 ° C, 5 sec., Elongation - 60 ° C, 4 min.) Second purification of products PCR after sequential
amplification was performed using the BigDye XTerminator Purification Kit Applied Biosystems (USA) according to the
manufacturer's protocol. The obtained purified samples were analyzed by direct automatic sequencing on the device ABI Prism
3130 Applied Biosystems (USA).

9127. TexHiYHi XapaKTepPUCTHKH

JInst cukBeHyBaHHS €k30HiB reHiB MUT, MMAA, IVD ta GCDH nponyktu ITJIP (mpoamnidikoBaHi €K30HM) O6yJIi OUMIIEHi 3
BHMKOPHUCTaHHSIM KOJIOHKOBOI resib-eKcTpakiii. ITiciist nboro 6ysa npoBefeHa CUKBEHCOBA aMILTi(iKallis OTPMMaHUX O4MIIEHUX
npoaykris [1JIP 3 BUKOpUCTaHHSIM Habopy peareHTiB BigDye Terminator v3.1 cycle sequencing kit Applied Biosystems (CILIA)
okpemo 3 npaiimepom F(forward) Ta okpemo 3 npaiimepom R(reverse) BifnoBigHO 4O IPOTOKOJIY BUpo6HMKA. [Iporpama
CcUKBeHCOBOi aMItidikauii (mepBuHHa JeHaTypauis — 96 °C, 5 xB.; 25 nukiiB: feHarypauis - 96 °C, 10 cek., Binnan - 55 °C, 5 cexk.,
esnoHratis - 60 °C, 4xB.) Jlpyra ouncTka nponykris [1JIP micsst mpoBeieHHsI CUKBEHCOBOI aMILmidikatlii 3ailiCHIOBaIaCh 3
BUKOPUCTaHHSAM Habopy peakTuBiB BigDye XTerminator Purification Kit Applied Biosystems (CIIIA), BifOBiZIHO 10 IPOTOKOJY
BUpOOHMKa. OTpUMaHi O4YMIlEeH] 3pa3Kku OyJM IIpOaHali30BaHi MIJISIXOM IIPSIMOTO aBTOMAaTHYHOTO CUKBEHYBaHHsI Ha npuiafi ABI
Prism 3130 Applied Biosystems (CILA).

9128. TexHiKO-eKOHOMIYHHIH YH conianbHui edeKT

Onrtumisauis cTparerii 1a6opaTopHOro obctexxeHHs! fitel 3 nimo3poo Ha CIIOAA B VKpaiHi IIJIIXOM BUKOPUCTaHHS HOBUX
pedepeHTHUX iHTepBasiB, KpUTEPiiB PO3MESKYBaHHSI BTOPMHHUX Ta IEPBUHHUX 3MiH PiBHSI METAO0OJIITIB, a TAKOXK YpaxyBaHHIM
reHeTUYHUX 0COOIMBOCTEN Lii€i MaToJIOori, 103BOINTh MmBU e T €(EKTUBHIIIE BUSBIISTY 1ii TOPYLIEHHS], a TAKOXK 3HU3UTH

piBeHb IUTSIYO0i CMEPTHOCTI Ta iHBasiau3anii B YKpaiHi.

5490. O6'eKTH iHTeJIEeKTyaJIbHOI BJIaCHOCTI

He Mae

9156. OCHOBHi IepeBary MOPiBHIHO 3 iICHYIOUHMH TE€XHOJIOTiSIMH

BukopurcTaHHS 3alIPOIIOHOBAHOTO HaMU CIIOCO0Y BU3HAUY€HHSI TeHETUYHUX [1epebynoB y reHax MUT, MMAA, IVD ta GCDH
METO/IOM aBTOMATUYHOT'O CEKBEHYBaHHS 32 CEHrepoM 3 METOI0 BUBUEHHS MOJIEKYJISIPHO-TEHETUYHUX OCOOJIMBOCTE CIIEKTPY
MYTalii, sIKi CIPUYMHSIIOTH JaHi CIIaIKOBi 3aXBOPIOBAHHSI, O3BOIUTD 3a0€3M€YUTH HAONTUMAJIbHIIINI aJlTOPUTM MOJIEKYJISIPHO-
TeHETUYHOI IiarHOCTUKHY Y Malli€HTiB 3 OpPra”HiYHMMHU auujemMiamu 3 YKpaiHu. OKpiM TOTro, Taki JOCHiIKEHHS JO03BOJISATh
nposogutu JJHK-1iarHOCTHKY, B TUX BUIIAIKaX, KOJIM OOCTEKEHHS 32 METa00JIIYHMMU ITOKAa3HUKAMU € HEMOKJIMBUM depe3

3aCTOCYBaHHS [0 Mali€HTiB TAKUX €KCTPEHUX 3aXO/IiB SIK [I€PEJINBAHHS KPOBi, IapEHTEePaJIbHE Xap4YyBaHH4.
9155. l'as1y3s 3acToCyBaHHS

JianbHiCTb B cheEpPi OXOPOHM 3IOPOB g JIOIVHY

9158. Indopmamnist 1040 NOTeHUiHHUX PHHKIB 30yTy TEXHOJIOTI]

VKpaiHa, 3aK1a/[1 OXOPOHU 3[0POB sl

9160. IndpopMmaris m0A0 MOTEHIIHHUX PHHKIB 30yTy NPOAYKILii, BEPOOJI€HOI 3 BHKOPHCTAHHSIM TE€XHOJIOT1i
VKpaiHa, 3aK1a/{1 OXOPOHU 3[0POB'sI

9157. CTyniHb BigIpaloBaHHs TEXHOJIOTi

- SIKIIO TEXHOJIOTIYHY JOKYMEHTALlil0 pO3pO06JIEHO 3a pe3ysbTaTaMy pUiiMalbHUAX BUIIPOOYBaHb JOCTigHOTO 3paska - 9157 /01
- 9157 /TRL9 - BUpOGHULITBO 3 BUKOPUCTaHHSIM TEXHOJIOTII IOBHICTIO 3amyleHe

5535. YMoBH nomupeHHs B YKpaiHi

53 - 3a IOTOBiIPHOIO LiHOIO

5211. YmoBH nepeznadi 3apy0i>KHHUM KpaiHaM

63 - 32 JOTOBIPHOIO 1iHOIO

6012. OpieHTOBHA BapTiCTh TEXHOJIOTIi Ta BUTPAT Ha BIPOBajKeHHs: 20 THC. 1OJL.

6013. Oco6JIMBi YMOBH BIPOBAaJI>KEHHsI TEXHOJIOTii

Heo06xigHa HasBHICTh BUCOKOTEXHOJIOTIYHOTO 06J1aiHaHHS (TeHETUYHUI aHAIi3aToP)



IlizcymKoOBi BiZoMOCTi

5634. Ingekc YIK: 616.8:616.001, 612.419-0143:616.8-001.001.891.57
5616. Kogu TemarnyHux pyopuk HTI: 76.29.42.17
6111. KepiBHuK 1opuau4dHo0i ocobn: byrenko ['enHanint Muxaiinosud

6210. HaykoBuii CTyNiHb, BU€He 3BaHHS KePiBHUKA I0PUAHYHOI 0COOH: (1. Me],
H., mpodecop, akaf.)

6120. KepiBauxk HIJKP

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

6228. HaykoBu# CTymiHb, BUueHe 3BaHHs KepiBHuKa HIJKP: (1. mer,. H.,
npodecop, YIeH-KOP.)

6140. KepiBHHK cTpyKTypHOro migpo3sziny MOH Ykpainu: Yaiika [ap's OpiiBHa
Tes.: +38 (044) 287-82-55

Email.: chayka@mon.gov.ua

6142. Peectparop: IBaHOB Osekciit BacuiboBud



