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ONMHOCHO.

JucepTauyioHeH Tpya Ha Tema ,, Enudemuonocuuno npoyueane Ha He8pOMYCKYIHUME
3abonasanus 6v6 Bapnenckus pecuon
ABTOp: 1-p Maprapura Benennnosa ['py1koBa, aCUCTEHT, TOKTOPAHT
®opma Ha o0ydeHHe- B peoBHa Gopma Ha obyuenue B Kareapa ,,HepHu Gonectu u
HeBpoHayku*“, MY Bapna, 3aumuciena mno mOKTOpaHTCKa mporpama ,,HeBposorus“ 3a
npunoouBane Ha OHC ,,JIokTop* mo meauiuHa, B 0071aCT Ha BHUCIIE OOpa3oBaHue: 7.
,»3JIpaBeora3BaHe M CHopT™, nmpodecuoHaIHO HampasieHue: 7.1 ,,MemurnuHa”, HaydHa
crieuanHocT: ,,HeBponorus™.
Hayunu psroBogutean: IIpod. I-p Apa I'apaben Kanpensu a.m.H.

[Tpod. I-p Mnaiino Jlro6omupoB TepHEB 1.M.H.
IIpouenypa no 3amura:
Cwrimacuo 3amoBen Ne P-109-215/29.03.2023 r. ma Pextopa Ha MY — Bapna cbm
ompeaerncHa 3a wieH Ha HayunoTto xxypu, a Ha ocHoBaHue [IpoTokon Ne 1/10.04.2023
r. OT ObPBOTO (OH-JIaliH) 3aceaHMe ChbM OIpenesieHa 3a npenaceaaten Ha Hayunoro
XKYpU M pELEH3EHT Ha AUCEepPTAalMOHHUS Tpyd Ha A-p Mapraputa BenennHoBa
I'pyakoBa 3a mpuckkaaHe Ha oOpa3oBaTeliHa U Hay4YyHa CTEIEH ,,JOKTOP” IO HaydHa
crenuranHocT ,,HeBponorus®.
H-p T'pyakoBa e 3a4uWclieHa KaTO PEIOBEH JOKTOpaHT chc 3amoBex Ne P-109-
91/18.03.2013 r. Ha Pektopa Ha MVY-Bapua u e oruncinena cbc 3amoBea Ne P-109-
227/25.04.2018 r. Ha Pekropa Ha MY - Bapna Ha ocHOBaHue Ha nokiajg ¢ Bx.Ne 102-
763/27.03.2018 r. ot mpod. a-p Apa Kampensn, a.m.H., PpkoBoauren Karenpa ,,Heppau
Oonect u HeBpoHayku' u pemienue no IIporokon Ne 2/23.04.2018 r. nHa dDakynTeTeH
cbBeT Ha MY BapHa.
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EranuTe Ha mokTopaHTypaTa ca Cria3eHH 3a JIOMyCcKaHe 70 3anuTaTa ¢ pemenne Ha OC u
AC ot 2023 cnen Jloxknan Ha PeroBonuren Karenpa, ,,HepBau Gosectn 1 HEBpOHAYKH'
npod.a1-p C.AHIOHOBA, 1M, CBBpP3aH C NPOABIDKHUTENEH OTIYCK [0 MAW4YMHCTBO Ha
JIOKTOpAHTKaTa.

[IpoMsiHa Ha MbpBOHAaYaIHATA TEMa U HAYYHO PHKOBOJICTBO HMA.

ITo mpouenypara 3a 3amurata A-p ['pynkoBa e mnpeicTaBuiaa BCHYKM HEOOXOAMMHU
MaTepuainu cbriiacHo usnckBanusta Ha [IPAC na MY—-Bapna.

JlucepTauMoHHUAT TPy Ha 1-p Maprapura ['pyakoa e uzpadoren B Katenpa no HepBHH
Oonectu u HeBpoHayku Ha MY — Bapna n Knunuka no Hepsuu 6onectu koM YMBAJI
,CB. Mapuna“ Bapna. Toii e o0chaeH U HacodeH 3a 3ammra oT Karenpa mo “HepHu
6osiectu 1 HeBpoHayku”, MY , Ilpod. n-p [TapackeB CtosHo ‘- BapHa.

Hacrosimara penensust € paspaboTeHa M TpeacTaBeHa CchoOpa3HO HW3MCKBaHMATA Ha
3akoHa 3a pa3BUTHE HAa aKaJeMUYHHS ChcTaB Ha PemyOmuka boearapus /3PACPB/,
IIpaBunnuka 3a npuiarane Ha 3PACPB u IlpaBuiHuka 3a pa3BUTHE Ha aKaJAeMUYHUS
cbcTaB B MenunuHcku yHusepcuteT /MVY/ - Bapna. Jlexnapupam, ye HIMaM KOH(IUKT
Ha UHTEPECH C aBTOpa Ha JUCEPTALUOHHUS TPYI.

Kparku Ounorpaduyunu n1anHu U npodecnoHaIHA KBATU(PUKANNH:

JII-p Maprapurta BenenmnoBa I'pynkoBa e pomena Ha 13.08.1986 r. B rpang Benmko
THpHOBO, KBIETO 3aBbpIIBA cpeaHoTO cu obpasoBanue ( 2005 r.) B IIMI' ,Bacun
Hpymes®. IIpe3 2012 r. 3apppmBa MY — Bapsa, crienpansoct ,,Memaununa® (Jumioma
3a Buciue oopazoBanne OKC ,,Maructep®, Per. Ne 001914/15.11.2012 r.).

[Ipe3 cpuiaTa roguHa 3amnousa paboTa KaTo MEAMLMHCKU TpeacTaBuTen BB dapmakoHCe
AJl, xpeTo paboTu JBE TOAUHU 10 M. HoeMBpH, 2014 r. MexayBpeMeHHO, OT M. MapT
2013 r. e 3auncieHa KaToO IOKTOPAHT, B peAoBHa (Gopma Ha oOydeHHE B JOKTOpPCKa
nporpama “Hesponorus” kpM YC “HepBuu 6onectu’ Ha Karenpa no Hepsau Gonectu u
HeBpoHayku, MY Bapna, a mnpe3 2014 - karo nekap-crneumanuzant B [IbpBa
HeBpoJiornyHa kiuHuka Ha YMBAJL ,,Cs. Mapuna“ EAJl — Bapna.

AKazieMU4HOTO cH pa3BuTHe A-p I'pyakosa 3anousa npe3 2021 r., korarto ciieq cuedenacH
KOHKypC cTaBa peloBeH acucteHT kbM Karenpa ,,HepBHu OosecTu M HEBpOHayKu* Ha
MYVY- Bapna. Ilpe3 cpmara roguHa mnpugodmBa W crnernuaiHocT ,,HepBrm Oonectu™
(CBupnerenctBo 3a cnenuannoct Ne4520/cuurano or 01.01.2021r.). B aBToOHOTpadusra
HE ca OTpa3eHH JaHHU 3a TMPOBEJICHH CIICIUATN3AIMH U KypCOBE y HAC/9y>KOMHA, KAaKTO
y4acTHs B HAyYHU MPOEKTH.

Uien e Ha bbiarapckus JI€KapCcKu CbIO3 U bBIrapckoTro Ipy>KeCTBO II0 HEBPOJIOTHS.
Bnanee anrmmiicku e3uk. Mma noOpu ymeHus 3a paboTa B €KWIl, KOMYHUKAIUs W
OpraHM3aLN.



CTpyKTypa Ha 1MCePTALMOHHHUSA TPYI:

[IpencraBeHUAT 3a 3aUIUTa JUCEPTALMOHEH TPYA € CTPYKTYPHPAH CBHIJIACHO NPUETHUTE
m3uckBanus: 109 crpanunm, wiroctpupan ¢ 16 ¢urypu u 4 tabmumu. B crnmcwpka H
JUTEeparypara ca BKI4YeHH 0010 313 aureparypuu uzrounuka (13 Ha kupwaumna u 300
Ha JIATUHUIA) OT KOUTO Hal 80% OT MOCIIEAHUTE AeCeT roAuHu. JlucepralmsaTa BKIOYBA!
chabpkanue (2 cTp.), cbkpamienus (1 crp.), BbBeaeHue (2 crp.), mureparypen o63op (50
CTp.), paboTHa XHIoTe3a, 1el U 3agadu (2 cTp.), KIMHUYEH KOHTUHTEHT W Metoau (3
CTp.), pe3yJaTaTu OT Mpoy4BaHEeTO U oOcwxkaane (21 crp.), uzBoau (1 crp.), mpunocu (1
cTp.), bubmuorpadus (24 crp.), nyOIUKaIuK CBbp3aHu ¢ aucepraiuonaus Tpya (1 cTp.).

JlucepTalMOHHUAT TPy 3acsifa axkmyaiHa TEMa CBbp3aHa C HacJEJICTBEHAaTa
HEBpPOJIOTHYHA TIATOJIOTHSI — PEAKH OO0JIECTH C OTpOMHA TEHEeTHMYHA W KIWHUYHA
XETepOTeHHOCT BOJIENIA 10 TPYJHA Pa3MO3HaBAeMOCT MPH MalMeHTuTe. B To3u cMucha
B2KHO COIMATHO-UKOHOMHYECKO 3HAYCHHE MMa 3abJIOOYEHOTO OXapaKTepuU3MpaHe Ha
KIUHUYHAS (EHOTHIT U MOJICKYJIIPHO-TCHETHYHATA JUArHO3a 3a OMpEJCNITHE PUCKa OT
Mporpecusi, MPEKUBIEMOCT M WHBAIMIU3AIMNS HA OOJHUTE C PA3IUYHH HACJIECIACTBEHU
HEBPOJIOTUYHU 3a00JISBaHUS B OTPOMEH PETHOH OT CTpaHaTa.

JluteparypHusi 0630p BreuarisBa ¢ obema cu (50 crpanuum, 1/2 ot obuus obem Ha
aucepranusaTa - 0e3 0000LICHME), B KOWTO aBTOPBHT NPABHIHO CHCTEMAaTHU3Upa H
npe/CcTaBsl HayyHaTa MHQPOpMAIMs MO pa3paboTBaHaTa TeMma, Ha MECTa, C W3JIHIIHU
nponeneBTHUHN JeTaiinu. [IpencraBena e Oorata HayyHa Oubauorpadus, KoATo moxkaspa
I00pOTO MO3HAHUE HA TOKTOPAaHTa Ha 3HAYMMH MPUHOCH OT CBETOBHO MPU3HATH BOJIEIIN
HEBPOJIO3M Yy HAC U YyKOMHA C JOIBJIHEHU Hall-ChbBpEMEHHH pedepeHIIHH.

Henara Ha HacTOsSImMA JUcepTallMOHEH Tpyd € . Jla ce mpoydar MOJEeKyIspHO-
TCHeTUYHUTE M KIWHUKO-CTIHIEMHUOIIOTUYHU XapaKTePUCTUKU HA Tpyma OT OONHHU C
HEBPOMYCKYJIHUA, META0OTUTHU W HaclencTBeHu 3adonsBanus Ha [[HC BsB BapHeHcku
pEeruoH‘.

OcHOBHHUTE 3a]a4H ca OCEM Ha OpOH.
1. [la ce cpbepar enuaeMHOIOTUYHH IaHHU 32 Tpyna oT OOJHU C HEBPOMYCKYIJIHH,

MeTaOOMUTHU U HacseAcTBeHu 3abosaBanus Ha [IHC BbB BapHeHCKH pernoH.

2. Jla ce mpoBeie CPaBHUTEITHO MOJICKYJISIPHO-TCHETUIHO W KIIMHHYHO U3CJIC/IBAHE
Ha OOJIHU C HACJIEJICTBEHU HEBPOMYCKYJIHU 3a00JsBaHus (MUOMATHUH, TTOJIMHEBPONIATHH,
CMA).

3. Jla ce mpoBee CpaBHUTEITHO MOJICKYJISIPHO-TEHETUYHO M KIMHUYHO HM3CIICIBAHE
Ha OOJIHU C HACJICICTBECHH MeTaOOIUTHH 3a00isaBaHus (Oonectra Ha Wilson u Gonectta
Ha Niemann-Pick).

4. la ce mpoBeie CPAaBHUTEIHO MOJIEKYJISIPHO TeHETUYHO M KIMHUYHO U3CJIe/IBaHe
Ha OoyHU ¢ HacneacTBeHu 3abonsaBanus Ha [IHC (BpoaeHu arakcun).

5. Jla ce mpoydJar eTHHYECKHUTE | JIeMOrpa)CKUTe pa3indus B 3a00JIeBAEMOCTTA OT
HACJIE/ICTBEHU HEBPOJIOTMYHU 3200 IsIBaHUSI.



6. Jla ce cpaBHAT MOJNYyYCHHUTE CMUIEMHUOJIOTHYHU JaHHU 32 BapHEHCKH pEeTrHOH ¢
Pa3MpOCTPAaHEHUETO Ha HACIEACTBEHUTE HEBPOJOTMYHHM 3a00JsBaHUS B CTpaHaTa M
qyKOuHa.

7. Jla ce mOTBBpAM KIMHUYHATA MPWIOKHMOCT M 3HAYAMOCT Ha TEPEHHUTE
NPOYYBAaHMS KaTO CKPUHUHIOB METOJ 38 PAHHO OTKPUBAHE HA MAIIMEHTH C HACIICACTBCHU
HEBPOJIOTWYHU 3200 IsIBaHUS B JICUCTBUTEIIHATA KIIMHIYHA PAKTHKA.

8. Jla ce mpoyuaT, WACHTUPHUUUPAT U ONMIIAT KIMHUYHH CIy4Yau HAa HOBOOTKPUTH
HAcJIEeICTBEHU HEBPOJOTMYHHU 3200 IIBaHNUS.

Oco0eH npakTU4eH MHTEepec MpeAU3BUKBA MOCTABSIHETO 3a M3IbJIHEHHE Ha 7 U §
3ajaya, CBBP3aHU CHOTBETHO C KIMHUYHOTO OMNHMCAHUE Ha OOXBaHATHA KOHTHUHIEHT
MTALMEHTH, U C Bb3MOKHOCTHUTE 34 NPE-CUMIITOMAaTUYHO OTKPHUBAHE HA POACTBEHUIIN YpPE3
celeKmugeH CKpUuHUHe TIPA TEPEHHO NPOyYBaHeE.

Matepuaj M MeTOAM - pa3lelbT € MpeJCTaBeH B orpaHudeH obem ot 3 crpanuim. B
Mpoy4BaHeTO ca BKItoueHu obmio 120 manuentu (74 mbxke u 46 xenu) ot BapHeHcka
o0nact, Ha Bb3pacT oT 5 A0 72 T., cbC clieqHUTE 3a00isABaHus: OojecT Ha YuicoH (21),
6onect Ha XbHTUHTTHH (15), GNE muonarus (19), HacneactBeHn nojauaeBponatuu (35),
nporpecuBHU MycKynHU nuctpoduu (10), cnmnanna myckynna atpodus (7), 6onect Ha
Niemann- Pick (4), daumo- ckamyno- xyMmepanHa MycKyiHa auctpodus (3), MyTaiys B
nmosmMepaza 3 rTeHa (2), auctanmHa Mmuonatus ¢ aedumur Ha QumwiamuH C (2),
KOHTE€HHUTaHA aTakcus (2).

N3non3Bana e 6a3a nanuu oT a) Knmaukara mo Hepsuu Gomectn ma YMBAIJI ,,Cs.
Mapuna”, 6) Karenpara mo meaunmHcka reHeruka npu MY- Bapha, B) Haumonanna
reHeTnyHa jaboparopus, 4) ExcnepTHUs LEHTHpP MO HACIEACTBEHH HEBPOJOTHMYHU M
MetabommTHr Oonectn Ha YMBAIJI ,,AnekcaHnpoBcka” W TI') JaHHH OT Yy4yacTHe Ha
JOKTOpaHTa B TEPEHHM MPOYUBAHHUS C L1e] 0Ocie/BaHe HA POJACTBEHUIM Ha MpodaHIa U
YTOUHSIBAHE THUNA Ha YyHaciensBaHe. M3mom3BaHum ca (C WM3BECTHM HETOYHOCTH B
KaTerOpU3MpPaHETO) CIeJAHUTE IPYNU METOAM: a) JOKYMEHTaleH MeTo/l (T.H ,,apXUBEH B
KaTeropusi ,,eMUJAEMHONTHYEH), 2) KIMHUYHUA (mpersies, OoOpa3HH U JpyrH
MHCTPYMEHTAITHU TEXHUKH U TMOAX0AH) 3) abopaTopHU (MOJIEKYJISIPHO-TEHETHYEH,
€H3MMHA JHAarHOCTUKa), 4) TeHealornueH (poaocioBeH aHanu3). Hsama nmanHu 3a
[pUjaraHe Ha CTATUCTUYECKUTE METOOU - MpPEJNocTaBKa 3a J00pa cTaTUCTUYECKa
JOCTOBEPHOCT Ha MOJIyYE€HHU PE3yITaTH B €NUIEMHOJIOTHYHOTO MIPOYUYBAHE.

W3cnenoBarenckure MeTOAM (JOKYMEHTAJIHM, KIMHUYHH, JAOOpPAaTOPHH) IOCOYBAT
MYTMUOUCYUNTUHAPHUA XapaKkmep Ha TUCEPTALUOHHUS TPYJl ChC ChIIECTBEHOTO yYacTHe
BHUCOKO-KBUTU()UIIUPAHU €KUITU OT KIMHUYHU U JIa0OPATOPHU CIEIMAIMCTH 32 pellaBaHe
Ha MOCTaBEHUTE 3a1adu. Te ca moOpe Mo3HATH, CUCTEMHO HM3MOJ3BAHU M YTBBPICHU B
MEJMIMHCKATa MpaKThKa. He € yTOUHeHO KakbB MEpHo/] OT BpeMe 00XBallla IpOy4YBaHETO
C PETPOCIIEKTUBEH XapaKTep.

Pesysaratu m o0cb:KIaHe - TOJYYCHHTE pPE3yJITaTH Cca OMMCAHH W OHATJeleHU B 3
Tabmui u 16 ¢urypu 3a mojakpemna Ha TMOCTaBEHUTE 3agayd. e ca rpynupaHud B 3
TOJIEMH Pa3jieNa OT HacieocmeeHama NaToJIO0THs CpelllaHa B HEBPOJIOTHMYHATA MPAKTHKA:
a) HEBPO-MYCKYJIHU 3a00isiBaHMsA, 0) METAO0ONUTHH HapylleHHs (BPOJECHU TPEHIKH Ha



oOmsnatra) u B) 3abonsBanus B L[[HC. IlogpoOHo ca ommcanu nemorpadckure u

KIIMHUYHH U TCHCTUYHH XaPaKTCPHUCTUKU Ha 00XBaHATHUTE INannyuCHTH.

JIOKTOpaHTBT JaBa apryMEHTHUPAHO OOSCHEHHE Ha pa3IJeKIAHUTE pE3yJITaTH, KaTo

IIOKa3Ba I[06pI/I IIO3HAaHUsA B aHaJIn3a Ha JaHHU OT Ha60paTOpHI/I U3CJIICABAHUA W JIO2UYHA

63AUMO6PB3KA HA 6CUHYKU KOMNOHEHmMU HaA nocmaeeHume 3adayu. Ilo3HaBa zlo6pe u
OUTHpa BOACIOU 6Lnrap01<1/1 H3CJICA0BATCIIN HCBPOJIO3U CbC CBECTOBCH IIPUHOC B obnacrtra

Ha

TCHCTUKATa U KIIMHUYHATA IPAKTHKa B CBHIIOCTABUTCIICH KOHTCKCT Ha HNPHULCIIHATA

rpyla NauueHTH.

H3Boan

1.

10.

CpaBHUTEIHOTO MOJIEKYJISIPHO-TEHETUYHO M KIMHHYHO M3CIIE/IBaHE II0Ka3Ba, 4e
koxoprara oT 0osHu ¢ GNE Muonarus € reHeTU4HO XOMOTI'€HHA, IPUYMHEHA OT €Ha
U ChIlla MyTallMs, HO KIIMHUYHO XeTepOTeHHa C U3pa3eHa KIMHUYHA BapUaOMIHOCT Ha
(dheHoTHMA.

[Ipoyuenure etHomeMorpadcku JnaHHM pa3kpuBar, 4ye Bcuuku OonmHu ¢ GNE
MUOMATHS MPUHAUIEKAT KbM POMCKUA €THOC OT rpynaTa Ha POMUTE MIOCIOJIMAaHU
(xopaxaHe-poma).

XopesiTa Ha XbHTUHITHH € TUarHOCTUIMPAaHAa OCHOBHO CpeJ] OBIrapckusi €THOC, KaTo
HE € YCTAHOBEHA CPEN pomume.

EnuaeMuonornayHoTo U MOJIEKYJISIPHO-TEHETUYHO M3CIIeABaHE pa3KpHBa, ye OonecTTa
Ha YWICHH € YCTaHOBEHA CpEJ mpume emHoca, KaTo Hai-4ecTO OTKpUTara MyTalus
e H1069Q B XOMO3UTOTHO CHCTOSHHE.

CpaBHUTEIHOTO MOJIEKYJSIPHO-TEHETUYHO U KIMHUYHO M3CJIEIBAHE YCTaHOBSIBA
3HAYUTEJIHA KJIMHUYHA XETEPOre€HHOCT M0 OTHOIIEHHUE Ha HACIEICTBEHUTE MOTOPHU U
CEeTUBHM HEBpOINAaTUHM, KaTo BbB BapHeHcku pernoH ca uneHtudumupanu 10
pazIuyHu (POPMH.

[Tpoyuyenure eTHOAEMOTpa(CKH TaHHHU pa3KpuBaT, 4e Tpure oT popmure - HMCHIIL,
HMCHP u KKJIIH ca ycraHOBeHH €TUHCTBEHO CPEJl pOMCKUS €THOC.
Wnentudpunupanure O6omHu ¢ mHTepMeauepeH tunm Niemann- Pick tum B ca or
POMCKU TIPOU3XON.

Omnucanara 3a ObpBU IBT HOBa KIMHMYHA (pOpMa Ha KOHIE€HHUTalHa liepebenapHa
aTakcHs pa3KpuBa posira Ha Mytanusta Ha reHa GRMI, konupaiy MeTaboTpOonHUs
rilyTamMaTeH perentop 1, B maroresesara Ha 3a00JIsIBAHETO.

CpaBHUTENHNTE E€NUICMHUOIOIMYHN JITaHHU 3a BapHEHCKM peruoH nokasBaT CXOJHO
pa3npocTpaHeHUEe Ha HACJEJICTBEHUTE HEBPOJOTMYHM 3a00JIBaHUS B CTpaHata U
pa3KpuBaT OJU3Ka C Ta3H B Uy)KOMHA YeCcTOoTa.

TepenHnuTe NnpoyuBaHMsA ca JECHO NPWIOKHM U HAJCKIEH CKPUHUHIOB METOJ 32
paHHO OTKpUBAHE Ha MAIMEHTH C HACJEICTBEHH HEBPOJIOTWYHHU 3a00JIBaHUS B
JEeMCTBUTENIHATA KIMHUYHA IIPAKTUKA.

HauunbT 3a mpeacraBsiHe Ha M3BOAMTE € MpueMiuB. MIMa BB3MOXKHOCT 3a 00e/MHIBaHE
Ha HAKOM OT TSX Ha pa3JIndyeH NPUHIUIL: eTHUYeCKH (2,3,6,7), WM KIMHUYHO-TPYTIOB WIIN

MOJICKYJISIPHO-TE€HETHYEH; peakius Ha 9 U3BO/I.

IIpunocure ca 00001IEHN :



3a mBpBU MBT y HAC ca ChOpPaHW W AaHAIM3UPAHHU EMUJIECMHUOJIOTHYHH JaHHU 3a TOJIIMa
rpyna ot OOJIHU C PelKH HEBPOMYCKYJIHHU, METAOOJIUTHU U HACIEACTBEHU 3a00JIIBaHUA
Ha [{HC BpB BapHeHCcKku permoH.

3a IBpBU MBT y HAC € MPOBEACHO CPABHUTEIHO MOJICKYJSIPHO-TEHETUYHO U KIMHUYHO
u3cieBaHe Ha OOJIHM C HACJEACTBEHM HEBPOMYCKYJIHHU (MUONATHH, MOJUHEBPOIATHH,
CMA), metabonutau (6onect Ha Wilson u 6onect na Niemann-Pick) u HacnenctBeHu
3abonsBanus Ha [IHC (BpoaeHu aTakcun) BbB BapHEHCKH peTHOH.

N3BBpIIEHO € CPaBHUTEIHO NMPOYYBaHE HA JIEMOTPAPCKUTE U €THUYCCKUTE PA3INIMs B
3a00J1eBa€MOCTTa OT HACJIEACTBEHN HEBPOJIOTMYHU 3a00J1s1BaHUs BbB BapHeHCKU peruoH.
[Ipoyuyena e kiMHMYHATa BapwaOuiaHOCT B mpotudanero Ha GNE wmuonarusTa,
npuynHeHa oT myTanus p.I618T cbe 3acsiraHe Ha KUHA3HUS JOMEWH Ha eH3UMa.

3a mppBU IBT B CBETa € WIACHTU(UIMPAaHA U ONMUCaHa HOBa (popMa Ha HACIIEICTBEHA
nepedenapHa aTakcusi mpuduHeHa oT myTanus Ha reHa GRM 1, koaupany metaboTponHus
riyTamaTeH perentop 1 B 6 xpomo3oma.

CbOpaHuTe enuAEeMHOJIOTHYHHM JaHHU 3a BapHEHCKHM pEruoH ca CpaBHEHH C
pasNpoCTpaHEHUETO Ha HACIEACTBEHWTE HEBPOJOTMYHM 3a00JsBaHUS B CTpaHaTa U
qy>KOHMHa.

[ToTBbpaeHa € KIMHUYHATA TPUIOKUMOCT M 3HAYMMOCT Ha TEPEHHUTE MPOYUBAHUS KaTO
CKPUHUHIOB METOJl 32 PaHHO OTKPHBAHE HA MAllMEHTH C HACJEACTBEHHW HEBPOJOTUYHU
3a00JIIBaHUs B JCHUCTBUTEIHATA KIMHHYHA MPAKTHKA.

CoOpanuTe MOJEKYISIPHO-TEHETUYHN M  KIWHUKO-CTHIEMHUOJIOTUYHN 0a3a JaHHU
MO3BOJIAIBAT Jla C€ Ch3AaJaT EINEKTPOHEH PErucTbp 3a OOJHHUTE C HaCJeICTBEHU
HEBPOJIOTHUYHU 3a00JsBaHUs BB BapHeHCKU peruox

Cbc cepuo3Ha 3asiBKa 3a opeuHannocm 6 ObJrapckara M 4dyXJAecTpaHHaTa HaydHa
OOIIHOCT ca MPUHOCH CHOTBETHO S5THW M 1BHM, NpHJaBallld CEpUO3HA CTOWHOCT Ha
HACTOSIINSA JucepTalnoHeH TpyA. [lo Moe MHEHHe, ChIIECTBEHO 3HAUYE€HHE UMa U MPUHOC
8, KOWTO TMpaBU BB3MOXKHO OXapakTepusupaHaTa O0a3a [OaHHM Ja c€ IpPEeBbpPHE B
€JIEKTPOHEH PETUCTBp 3a OOJHHUTE C HACJEICTBEHHW HEBPOJIOTMYHM 3a00JIsiBaHUS BbHB
Bapnencku pernon.Ha yrouHsiBaiio peaaktupane nouiexu 3Ti (CpaBHUTEIHO NPOyYBaHe
Ha 3aboneBaemoct). C nomevpoumenen Xapakrep € 7 MH INPHUHOC, CBBbpP3aH CbC
CEJIEKTUBHUSI CKPMHUHTOB TOAXO0J KaTo (popMa Ha €KCTEH3WBHO (paMmIIHO oOXBallaHe u
reHeTUYHa Npo(uiIakTUKa, KOUTO € M ThPCEH BaxeH (akTop B paboTHAaTa XWUIIOTE3a HA
JIOKTOpPAHTA.

[lo wayunata cu paspabotka 1-p ['pynkoBa e mnpencraBuia 4 MIBJIHO-TEKCTOBH
nyOnuKanuu B OBJIrapcku NEPUOAMYHU HAay4yHW u3faHus: Mzeecmusi na Cwvioza Ha
yuenume, 2014, cni. bvreapcka Hesponoeus, 2015, Peoku 6onecmu u nexapcmesa cupayu,
2015, Bulg Med, 2014, (cvobpazuo ITPAC wa MY Bpana ce U3HCKBAT MHHUMYM 3
IBJIHOTEKCTOBH Ty OJIMKAIUH).

ABTopedepaTsT € HanucaH Ha 44 CTpaHWIM U CHOTBETCTBA HA JUCEPTALIMOHHUS TPY/I.

Kpuruunu 0esie’kku, KOMEHTApP M NPeNOPbKU KbM JUCEPTALMOHHUS TPYA:



OTI[eJ'IHI/ITe OCIECKKH U KOMCHTAapu ca nNpeACTaBCHU KbM CbOTBECTHUTC pa3JCJIn.

Tyk OGux mMoria aa KOMEeHTHpaM 0000IIEHOTO CH BIDKJaHE BbPXY HaydHaTa pa3paboTka —
0 CBHIIECTBO TS MPEJCTABIISABA JICCKPUIITHBHO-CIIUACMUOIOTUYHA U KIIMHUKO-TCHETUYHA
XapaKTepUCTUKA Ha TMAIMEHTH OT BapHEHCKH PErHoH ¢ HACIEACTBEHAa HEBPOJIOTHYHA
naronorus. JlocToifHCTBaTa, M3pa3eHH B paboTaTa ca CBBP3aHH ChC CEJICKIUATA Ha
KOHTHHTEHT C XETepPOTeHHA MaTOJIOTHs, 33IbJIO0YEH aHAJIN3 M CTPEMEX KbM U3rpakIaHe
Ha peructp Ha mamueHtd oT Ceepo-M3rouna bwiarapus oOcimykBaHu B
VYuuBepucrercka Oonnuma Bapua. llenta e mo-mbiaHO oOXBallaHe W CHBPEMEHHO
MOJICKYJIAPHO-TCHCTUYHO AUAIrHOCTUIHUPAHC HA MAIMCHTU CYCIICKTHH 3a HACJICACTBCHO
Hapymenue. [To Moe MHeHHe paborara Ou criedenuia W ChOTBETCTBANA Ha IIEJTA, aKo
(GOKYyChT Ha 3ariaBHETO HE € B CNUACMHOJIOTHYEH AacleKT, a B KIWHUYEH AacIeKT
(KIIMHUKO-TEHETUYEH CTIEKThP M XapaKTEepPHCTHKA Ha HEBPOTCHETHYHA MATOJIOTHS MPHU
MAlMEeHTH OT BapHEHCKH perrHoHaieH HEHThP — MPUHOC KbM HALMOHATHHS PETHCTH).

B nuueH nnaH - nmo3HaBaM JOKTOpAaHTKaTa A-p I'pynkoBa OoT geceTuHa rOJUHU, KOraTo T
U3pa3d CBOS HAy4yeH MHTEPEC KbM MOJEKYISPHO-T€HETUYHATA JUAarHOCTHKA B
HEBPOJIOTUYHATA TATOJIOTUSI M TBBPAO ce (OKycHpa BBPXY NPWIOKEHUETO W MpH
IIAIMEHTH B KIWHWYHA MpakTuka. KaTo acuCTeHT M CHenualucT, TS IPUTEXaBa
TEOPETUYHM U MPAKTUYECKU IO3HAHHUS B 00JacCTTa Ha HEBPOJIOTMATA, KOUTO €XETHEBHO
IIpuiiara B IIpakTUKaTa CU KaTo JIEKap U B IPENoJaBaTelICKaTa CU JEHHOCT.

3akaouenne: J(ucepTallMOHHUAT TPYI JEMOHCTpHUpaA J0OpPU JUTEPATypHU MO3HAHUS U
BB3MOKHOCTH 332 HACOUEHO KIIMHUYHO MHUCJIEHE B OXApaKTEPHU3UPAHE HA HIUPOK CIEKTHP
NAalMeHTH C HacJeICTBEHH OojiecTW B KIMHMYHATa HeBpojorusa. PaspaboTkara e
aKTyaJHa, MyOJUKAIlMOHHATAa aKTUBHOCT OTroBaps Ha HAYKOMETPUYHHUTE KPUTEPHUU Ha
MpaBWIHMKA 33 akKaJIeMUYHO pa3BuTue Ha MY-Bapna 3a mpuchxkiaHe Ha Hay4yHO-
oOpa3oBareyiHa CTeMeH ,,J[.0KTop®, mopaan KOeTo MpernopbuyaM Ha HAYYHOTO KYypH Ja
NpUCHIM  HAy4YHO-OOpa3oBaTesliHAa CTEHeH ,,JJOKTOp® MO0 Hay4yHa CIEHUAIHOCT
,HeBposnorus“ Ha 1-p Maprapura BeneannoBa I'pyakosa.

21.05. 2023 UYnen Ha HK (peuenseHr):

MMPO®. 1-P JIIOAMUJIA AHI'EJIOBA, IM



