O6J1ikoBa KapTKa [IiP

I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iKOBHI HOMep: 0218U006749

Jep>kaBHUH peecTpaniliHuI HOMeP: 0115U000235

Oco06J1uBi TO3HAYKHU: Binkpura

JaTa peectpamnii: 02-08-2018

II. Etran BukoHnauus JiP
Homep eramny: 1

Ha3sBa eramny: Ouinka eeKTHBHOCTI BU3HaYeHHsI peHO- Ta TeHOTUIIOBUX KOPEJISLiil B yTOYHIOIOYO] 1iarHOCTHLI

CIIaIKOBUX HeflpOHCI/IXI/I‘-IHI/IX INOpyuI€Hb
IToyaTok eramy: 01.2015
3akiHyeHHs eTamy: 12.2016

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: 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

dakTHuHmi 00csar ¢piHaHCYyBaHHS (THC. TPH.): 20




VII. BizomocrTi npo IiP
Ha3sBa po6oTH yKpaiHCBHKOIO:

Ouinka epeKTUBHOCTI BUSHAYEHHS (PEHO- Ta TEHOTUIIOBUX KOPEJISLii B yTOYHIOIOYOI IiarHOCTHULi CIIaJIKOBUX

HEPOINCUXUYHUX [IOPYIIEHb

Ha3sBa po60oTH aHIJIiHCBHKOIO:

The mark of the performance assessment of the definition of phenotypic and genotypic correlations in specifying
the diagnosis of hereditary neuropsychiatric disorders

Pedepar yKpaiHCBKOIO:

Po3po6s1€HO aNropuT™ KiliHiKO-MOJIEKYJIIPHO-TEHETUYHOI0 OOCTEXXEHHS XBOPUX Ha CIIiHaJIbHO-M's130Bi aTpodii Ta
CIIaIKOBi MOTOCEHCOPHI HEMpOIaTii, 110 BU3HAYae MOCigOBHICTh aHai3y renis SMNI, PMP22, GJB1, MPZ, GDAP1 ta
4aCTUX MYTalliil reHiB, BiiTIOBialIbHUX 32 Pi3Hi (OPMU 3aXBOPIOBAHHSI, B OCHOBI SIKOTO [TOKJIaI€HO BiIMIHHOCTI y
YaCTOTi BUHUKHEHHS Pi3HUX BapiaHTIB CIIMHAJIbHO-M's130BOi aTpodii Ta CrlaJkKOBUX MOTOCEHCOPHUX HENPOTATIH,
BiKy IIOYATKy 3aXBOPIOBAHHS, TUIIAX YCNAIKyBaHHS, [I0Ka3HMUKaX WBUAKOCTI 32 CEPeJMHHUM HEPBOM Ta
0COOGJIMBOCTSIMU KJIIHIYHUX ITPOSIBiB i Iepebiry 3axBOpIOBaHHS, JO3BOJISI€ 3HAYHO 3HU3UTU €KOHOMIYHi Ta YaCOBi
BUTPATHU NPU IIPOBEJI€HHI 1iaTHOCTUKU Pi3HUX (POPM CIIaKOBOi aTOsI0rii HepBOBOi cucTeMu. Po3pobKa aJropurmy
CKPUHIHIOBOI'O OOCTEKEHHSI MallieHTiB 3 ayTH3MOM Jla€ MOXJIUBICTb JiarHOCTYBaTHU CIIaJKOBY Ta BPOIPKEHY
[IaTOJIOTIIO, IPOBECTU iHAMBiAyanbHO Nifiopany edpeKTUBHY Teparnito. Hailbinbummuii BilcOTOK B CIIEKTPi
[IATOJIOTIYHUX 3MiH Y TIAI[iEHTIB 3 ayTU3MOM 3aliMalOTh META00IiYHi MOPYIIEeHHS, KOPEeKLis SKUX TIOKpalye
KJIiHIYHUY ITepebir 3axBopioBaHHs. CBO€YacHa JIiarHOCTHKA HO30JI0TiYHOI (OPMU NATOJIOTI] y MalieHTIB 3 ayTU3MOM
II03BOJISIE PO3paxyBaTy PU3UK [1J TOTOMCTBA 6aThbKiB, IPOBECTY IIPEKOHLEMNLINHY MiZITOTOBKY, a B pasi

HEOOXIiIHOCTI, i Bi[IOBiIHY IpE€HATaJIbHY JiaTHOCTUKY

Pedepar aHIJIiHCBKOIO:

The algorithm of clinical and molecular genetic examination of patients with spinal muscular atrophy, and
hereditary neuropathies motosensorni, defining gene sequence analysis SMNI, PMP22, GJB1, MPZ, GDAP1 and
frequent mutations of genes responsible for various forms of the disease, which is based on differences in the
incidence of different options, spinal muscular atrophy and hereditary neuropathies motosensornyh, age of onset,
types of inheritance, speed indicators on the median nerve and the clinical manifestations and course of the
disease, can significantly reduce the economic and time costs during the diagnosis of various forms of hereditary
pathology of the nervous system. Developing an algorithm screening patients with autism makes it possible to
diagnose hereditary and congenital pathology, to tailor effective therapy. The highest percentage in the spectrum
of pathological changes in patients with autism take metabolic correction which improves the clinical course of
the disease. Early diagnosis nosology pathology in patients with autism allows you to calculate the risk for
offspring of parents, to preconception preparation and, if necessary, and appropriate prenatal diagnosis

Inmexc YIK: 616.89; 615.851, 616.896-008.9-07:575.1

Koau TemaTHYHHUX PYOPHK: 76.29.52

KepiBHHKH po6OTH

BiacHe IIpizBuie Im'sa I10-0aTbKOBI: 'pevanina OneHa SkiBHa
HaykoBui CTyIiHb:

BueHe 3BaHHS:

InenTudikarop ORCID ID:

JoparkoBa iHdpopmamnist:



VIII. HaykoBa (HayKoBo-TexHiuHa) npoaykuist (HTII)

Ha3zga HTII ykpaiHCBKOIO: EdexTuBHe BusHa4€HHS (HEHO- TA TEHOTUNIOBUX KOPEJISAL|l B yTOYHIOIYOI

,H,iaI‘HOCTI/II_Li CIIaaKOBUX HeﬁpOHCHXMqHHX INOpymeHb

Ha3zpa HTII aHri#icbKo0: The performance assessment of the definition of phenotypic and genotypic

correlations in specifying the diagnosis of hereditary neuropsychiatric disorders

HTII, sixy nepen6a4asiocsi CTBOPUTH:

IIpuunnn, yepe3s aki HTII He Gysi0 cTBOpeHO:

OTpuMaHi pe3yJIbTaTH: nosinmeHHs eGEKTUBHOCTI JIarHOCTHKY Ta JIiKYBaHHS XBOPHX
l'asy3p 3aCTOCYBaHHS: meauunHa

PeecTpaiifiHuii HOMep KapTKH T€XHOJIOT1i:

Omnuc HTII: Pospo6iieHo anroputm KiriHiKO-MOJIEKYISIPHO-TEHETUYHOTO 06CTEKEHHS XBOPUX HA CITIHAIBHO-
M's130Bi aTpoii Ta caIKOBi MOTOCEHCOPHI HEMpomarii, 10 BU3Ha4ae MOCIifOBHICTb aHali3y reHiB SMNI, PMP22,
GJB1, MPZ, GDAP1 Ta yacTux MyTalill TeHiB, Bif[I0BinasbHMX 32 pi3Hi GOpMU 3aXBOPIOBAHHS, B OCHOBI SIKOTO
IIOKJIaIeHO BiIMIHHOCTI y 4aCTOTi BUHMKHEHHSI Pi3HUX BapiaHTiB ClIMHAIBHO-M's130B0i aTpodii Ta CrlagKoBUX
MOTOCEHCOPHHUX HEMPOMATii, BiKy [104aTKy 3aXBOPIOBaHHS, TUIIaX YCIaAKyBaHHsI, TOKa3HUKaX IBUJKOCTI 32
CEepEeIMHHUM HEPBOM Ta OCOOJIMBOCTSIMU KIIiHIYHMX NPOSBIB i Iepebiry 3axBOPIOBaHHS, JO3BOJISIE 3HAUHO 3HU3UTHU
€KOHOMIYHi Ta 4acOBi BUTpaTH NP MTPOBEIEHHI IiarHOCTUKY Pi3HUX (OPM CaAKOBOI MATOJIOTii HEPBOBOI CCTEMU.
Po3pobka anropuTMy CKpMHIHIOBOTO OOCTEXEHHS NallieHTiB 3 ayTU3MOM Ja€ MO>KJIMBICTb /1ialrHOCTYBATH CIaIKOBY
Ta BPOJXKEHY NATOJIOTIIO, IPOBECTU iHAMBiAyaIbHO Nifidpany epeKTUBHY Teparnito. Haibinbmmi BilcCOTOK B CIIEKTPI
[IATOJIOTIYHUX 3MiH Y TIAI[iEHTIB 3 ayTU3MOM 3aliMalOTh META00JIiYH] TOPYIIEHHS!, KOPEeKLis SKUX IIOKpalye

KJIiHiYHU nepeoir 3a

ConiaibHO-€eKOHOMIYHA cnpsamoBaHicTe HTII:

Bnyins HTII Ha moBKiJjis:

BnposaaskeHHst HTII: Briposampkeno

ITpakTuyHa peasnizanis HTTI
IToyaTok eramy: 2016 p.
3aKiHYeHHs eTaly:

Crno>KuBavi NPOAYKILii: MeuyHa ranysb

IlepcrieKTHBHI PUHKH: Vkpaina

XapakTep cniBpoOiTHHIITBA 3 iHBECTOPOM
IToTpiOHUI 00CAT iHBECTHILiH, THC. TPH.:
IIpaBa, 0 HaAIOTHCS iHBECTOPY MiCJIsA 3aBEpPIIEHHSI POOOTH:
HasaBHicTb Oi3Hec-1JIaHY:
TexHiKO-€eKOHOMiYHe OOrpyHTYBaHHSI:
IloTeHniaJIbHUIH 00CAT IPOJAXKYy, THC. TPH.:
OuikyBaHHI TepMiH OKYIHOCTi (pPOKiB):

JopaTtkoBa iHdpopmamist:



IX. Bi6sriorpadiuHuii onuc

13asBKa 17151 BKIIoueHHs 1o [lepeniky HaykoBoi mpoaykuii, 1 HaB4asnbHMiI MOCIOHUK, 8 cTaTel, 22 Te3u

X. 3aKJII0YHI BiZOMOCTi

KepiBHUK I0pHANYHOI 0COOH JlicoBuit Bonogumup Mukosanosuy
IlepeJtik 0Cci0O-BHKOHABILiB

Byraitosa O.0O.

I'pedanina 10.B.

3nu6cebka O.10.

Monopas JI.B.

BignoBigasibHuUI 3a MiATOTOBKY

00JIIKOBHX JOKYMEHTIB
Tenedpon

Peectparop

KepiBHuKk Bigginy YKpIHTEI, mo €
BiZIOBiZasIbHUM 32 peeCcTpallilo HayKOBOIi

OisIIBHOCTI




