Penensus 3a OHC ../lokTop“

“y, YHUBEPCUTET

AORLAMB

Do _
PEIEH3US 8x. 102060 1 .. 0311 7373 - -

ot gou. a-p Panociasa Brxkaposa, am

CVY ,,Cs. Kinment Oxpunckn®, MeaunuHcku paxkyarer

Ha JUCEPTALlMOHEH TPY/ 3a NPUCHKIAaHE Ha o6pa3013aTenHaTa 1 Hay4Ha CTCIICH 'ZIOKTOp'

npodecuoHanHo Hanpasienue: 7. 1. Meouyuna

JOKTOpCKa mporpama: Meouyurcka cenemuxa

ABtop: /[[-p Hznuxa I'anenoea Comxosa-FHeanosa
®opMa Ha JOKTOPAHTYpaTa: peJoBHA

Karenpa: Ilenuatpus u MeOULIMHCKA TCHETUKA

Tema: Mymayuonern u excnpecuoner npo@ui HQ NPOMeEUH KOOUPAWUME 2eHY NPU 0eya Cbe
CneyupuYHO e3UK080 HapyuleHe

Hayuen pwkoBoaure: npo@. 0-p Bunu Kpvcmesa Cmosnosa, om, MY - IInoeous

Hayuen KOHCYATAHT: npo@. 0-p Hean Cmeganos Heanos, om, MY - IInoeous

1. OG0 npeacTaBsiHe HA MpoOLEAYPATAa ¥ JOKTOPAHTA

[NpencTaBeHUAT KOMILIEKT MaTepHaIi Ha eIEKTPOHEH HOCUTeN € B choTBeTCTBHE € W70 (1) oT
[.Pazgen. IlpumoGuBane Ha o6pasoBatenHa u Hayya crened ,,JJOKTOP* B MV-IInoeaus;
[Tpapunnuk Ha MY-ITnoeaus ot 28.01.2021 r. 1 BKIIOYBA CIIEAHNATE NOKYMEHTH:

— 3assrnenue n0 Pextopa Ha MV-IInoBauB 3a paskpuBaHe Ha IpoLeTypaTa 3a 3alluTa Ha

IWCepTaliOHeH TPy
— aBToOuorpadus B eBpomneiicku ¢opmar ¢ NOANUC Ha JOKTOpaHTa
—  HOTapuajJHO 3aBEpPEHO KOIMHUE OT JUILIOMA 3a BUCIIE 00pa3oBaHKe
—  3alO0Be[IH 3a 3alKCBaHE B JOKTOPAHTYpPa M 3a OTYHCIABAHE C IIPaBO HA 3aIlUTa
— 3amoBej 3a MPOBEXJaHEe Ha W3IHUT OT MHAVBUAYAIHUS IUIAH U CHOTBETEH IPOTOKOI 32
JOKTOPAHTCKM MUHUMYM 10 CIIELIMAIHOCTTa

—  cepTu(UKaT 3a NOJSYUYeHU KPEeAUTU OT 00y4EHUETO [0 rpyNnoBus yueOeH IIaH

— TIPOTOKON OT pa3IIHpPeH KaTeApeH CBBET 32 IPEABAPUTENHO OOCHKAaHE Ha
JOCEpTAIlOHHUS TPY[ U B3ETUTE PEIleHUs 3a pasKpuBaHe Ha MpoLeLypa U 3a ChCTaB Ha
Hay4HO XypU

—  OUCepTalMOHEH TPYX

— aBTopedepar

—  CHHCBHK Ha HayYHHTE ITyOJMKALUK 110 TeMaTa Ha JUCepTaIsiTa

— KON Ha HayYHUTE ITyOIHKaIiu

—  CIMCBK Ha y4yacTusATa B Hay4yHU GopyMu

—  JeKJapauys 3a OpUrMHATHOCT U IOCTOBEPHOCT Ha NPUII0XKEHUTE JOKYMEHTHU
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— uHpopmauyonnu xaptu Ha HAIIM]I 3a 3amuten aucepTaumoHed Tpy Ha ObArapcku u
AHIJIMIACKY €3UK
— Jlpyru 1OKyMeHTH, CBBP3aHH € X0/ Ha MpoLeAypaTa

JIOKTOPaHTBT € NPUIOKUI TPU MyOJHKaLIKH.

Cne 3amoBen Ne3-3021/19.10.2023 r. Ha Pextopa Ha Meauuuncku YuusepcureT [110BIMB cbM
ompejienieHa 3a 4YI€H Ha HAYYyHOTO JXKypM 3a OCUIypsBaHE Ha IpoLedypa 3a 3aluTa Ha
JMCEePTAlMOHEH TPy Ha TeMma ,,MyTallMOHEH M eKCIPECHOHEH NMPOGUI Ha MPOTEHH KOAUPALIUTE
Te€HH IIPY Jela ChC CrelupUYHO €3UKOBO HapyIIeHHe  3a IpuaoOuBaHe Ha o0pasoBaTeNHaTa W
HayyHa CTemed ,,JOKTOop“ B 00nacT Ha Bucme obpasoBaHue: 7. 3apaBeomnasBaHe M CIOPT,
npodecuoHanHo HampaieHue: 7.1. MenuuuHa, nokTopcka mporpama Memuuuncka [enertvka.
ABTOp Ha jucepTauoHHus TpyA € A-p Mrnuka ['anenosa CotkoBa-l1BaHOBa — JOKTOPAHT, B peI0BHA
dopma Ha o0ydeHuUe, KbM Karepa ,,llenuarpus u MeIUMIMHCKA TEHETHKA” ¢ HAy4YeH PHKOBOAUTEI
npod. a-p Bunu KpscreBa CrosHOBa U HaydeH KOHCYNTaHT npod. a-p MBan Credanos HpaHos.

IlpencraBenuTe MaTepuany ca M3TOTBEHH B CHOTBETCTBUE ¢ IlpaBmiHuKa 3a pa3BuTHE Ha
aKageMUYHUs cbeTaB Ha MY -I1nosaus.

Jucepranmsara cpabpxa 158 meyaTHu CTpaHWLM, paslpelelieHH KakTo ClielBa: BbBEICHUE,
nuTepaTypeH 0030p, Lies U 3aJa4d, METOOM U MaTepuallu, pe3yiaTaTyd U 00ChxkIaHe, 3aKIUeHUs 1
U3BOJM, IpUHOCH, Oubnuorpadcka cnpaBka u npunoxenus. Bkmousa 19 ¢urypu, 21 Tabmumm u 159
LUUTUPaHY TUTEPATypHU U3TOYHUKA, OT KouTo Hax 60% ca ot nocneanute 10 roguHu.

2. Kpartku OnorpaduyHu JaHHHU 32 JOKTOPAHTA

J-p Urnuka [anenoBa CoTtkoBa-lBaHoBa e posaeHa npe3 1982 r. B rp. Codus. IIpes 2001 r.
3aBppmBa ¢ orimune MI' ,, K. Bemwukos“ rp. [lazapmxuk. OOpazoBaHHETO CH IO MEIUIIMHA
3aBbplIBa B MeauuuHcKy yHuBepceuteT- [Inopaus npes 2007 r. cpio ¢ otimuue. Ot 2009 r. e yact
ot exuna Ha OTtaeneHuero no aercka Hepponorud keM YMBAJL ,,Cs. I'eopru®, [Inosaus. I1pes 2013
r. Ipuao6uBa CELMANHOCT JETCKAa HEBpoJorys, a npes 2022 r. - nercku 6osectr. Mma 3apbppiieHn
KBaTM(UKALMOHHU KypcoBe 1o TpaHc(OHTaHeNHa exorpadus u KJIMHHYHA
enekrpoenuedanorpagpus. Ot 2016 r. e acucrent kpMm Karenpara no Ileauatpus ¥ MeIuLMHCKA
rederuka kpM MY [lnopaus. [IpenogaBa MeauUMHCKA FeHETUKA HAa ObArapcKy U aHIIMACKU €3UK.
Ot 2021r e penoBeH NOKTOPaHT IO Hay4yHa CIIELMAIHOCT MEeIULMHCKA reHetuka KM Karenpa
[leguaTpus ¥ MEAMIMHCKA IeHEeTHKa, KbM MeIuuuHcKu (GaxynreT Ha MeIUIMHCKM Y HUBEPCUTET
[InoBaus.

3. AKTyaJ'lHOCT Ha TeMaTHuKaTa u IIEJ'ICC'bOGpa?aHOCT Ha INMOCTABCHUTE LIC/IHU U 3aJaYU

Crneuudnyno e3ukoro HapymeHue (CEH) e KOMIUIEKCHO pa3CTpOHCTBO Ha HEBPOJIOIMYHOTO
pa3BUTHE, KOETO 3acsra CrmocoOHOCTTa Ha JeliaTa Ja YCBOSBAaT M M3IOJ3BAaT €3UKa €(EeKTHBHO.
CBHCTOSHMETO € COLIMATHO 3HAUMMO, Thil KaTo 3acsara 7-8% oT aeliata B Npey4yumllHa Bb3pacT, uMa
XPOHMYEH XOJ M W3LSIO MIM YaCTHYHO IEPCUCTHPA NP BB3PACTHHUTE, KATO OKa3Ba 3HAYMTENIEH
eeKT BBPXY KayeCTBOTO UM Ha >uBOT. [lonoOno Ha apyru 3abonsBanus, NPOABSBALM Ce C
HapyIlleHus Ha BCLIaTa HepBHa AeiHocT, CEH BeposTHO MMa KOMILIEKCHA €THOJIOT U, BKIIFOYBAIIA

KaKTO TICHCTU4YHHU, TaKa KU CpEIOBU (I)aKTOpI/I. I[O JHEIIHa Jarta ca IMpOBE€ACHM MallbK 6p0171



JlutepaTypHusT 0030p 3amoyBa C KCTOPMYECKU Iperiej], IpPOCIeNsBall] Pa3sBUTHETO Ha
u3cnenBaHuATa B Ta3u obnact. Cien ToBa ce 3aabpn0oyaBa B MO-IIMPOKATa KOHIENIHS 33 BHUCIIN
KOpOBU (DYHKLIUM U KaK €3WKBT C€ BIMCBA B Ta3u pamka. IIpencraBeHa e knacubukamusra Ha
adazuuTte, KaTo ce NOoAYepTaBa pa3sHOOOpPa3HOTO €CTECTBO Ha €3MKOBUTE yBpexaaHus. O030psT
CBIIO Taka pasriexna MOp(OJOTMYHHTE OCHOBH U OHTOJOTHSTAa Ha E3MKOBOTO pa3BUTHE,
M35CHABalKM HOpMaJTHUTE €Tally Ha YCBOSABaHE Ha €3MKa U ITbPBOHAYAIHHUTE NPU3HALIY Ha €3UKOBH
AePULUTY.

Crnemuduanoro e3ukopo HapymeHne CEH e pokycHa Touka Ha muTepaTypHuUs 0630p, C aKIIEHT
BBPXY CbBpEMEHHATA TEPMUHOJIOT U, ENUAEMHUOO0r s, IMarHOCTUYHU Kputepuu (cnopea DSM-5) n
ernosiorus. Oueprad e SCHO MpOoQUIBT HA [elara ¢ €3UKOBU YBPEXIAHHs U XapaKTepHHUTE UM
ocobeHocTy. O6CTOMHO ca NpeICTaBeH! IUarHOCTUYHUTE MPOLIEAYPU, MHCTPYMEHTHTE 32 OLICHKA Ha
€3UMKOBUTE HapylleHUs U MHTENEeKTa, KakTo U AudepeHLManHarta AMardosa U chboOpakeHUATa,
CBBbp3aHU ¢ OMIMHTBU3MA U KOMOPOUIHOCTTA.

B o0630pa ce onucBar chBpeMeHHU 00pa3Hu U QyHKUMOHANHY u3cneasanus npu CEH, napamu
IpeacTaBa 3a OCHOBHWTE HEBPOHHUM MEXAaHU3MH M IPOMEHHM, HaOMI0JaBaHU IIpU 3acerHaTuTe
WHIVBHUIY. 3aMl03HaBa YUTATENs C TEHETUYHUTE aclleKTH Ha €3MKOBUTE HAPYIIEHUs, BKIIOYUTETHO
MOJIXOUTE 32 UACHTUGUKALIUS Ha KaHUIAT-TeHH U poJisiTa Ha MOHOTEHHUTE JeQeKTH U IPOMEHHTE
B OpOsl Ha reHHUTE KOMUs, aCOLMUPAHU C €3UKOBUTE HAPYIIECHUS.

O0630pBT (GopMHpa CONMUIHA OCHOBA 3a TOCTEIBAINMTE M3CIENBAHHUA HA MYTAMOHHHUTE H
eKCIPECUOHHN MpoduiIM Ha MPOTEMH-KOAMpAIOM [eHM IpHU Aeld ChC CHeUU(UYHO E€3UKOBO
HapyIIeHue.

W3cnenBanero nMa 3a el Ja JObJIHI ChIIECTBYBAIUTE MMPOIIYCKU B 3HAHUATA, Oa OOIIPUHECE
B 00JIaCTTa Ha €3UKOBUTE HapymeHW: 1 Aa IpeaoCTaBu HOBa I/IH(I)OpMaHI/IH 34 TCHCTUYHHUTC OCHOBHU
Ha CEH.

Karo msno, nurepaTypHuUsST 0030p mokasBa ymeHuero Ha jA-p CoTkoBa Ja OopaBH yMelo C
MHOXECTBO U DPa3HOOOpa3HM M3TOYHUIM, [a aHaIu3upa ¥ 0000maBa MHpoOpManuATa U Oa 4
NpeA0oCTaBd Ha yuTarens B CTpykTypupaH Buia. O0001meHMETO B Kpas Ha JUTepaTypHHs 0030p
JIOTUYHO BOAU A0 GopMyHpaHeTo Ha IOCTAaBEHUTE LIEH U 3aJa4u.

[lenta e neduHUpana ACHO: ,Ja Ce€ XapaKTepu3UpaT MyTallMOHHUA ¥ eKCIIPECHOHHUS Mpodun
Ha MPOTEHH KOJUPAINUTE TeHHU B IleprdepHa KPbB IPH JIelia ChC CIIeLU(PUYHO €3MKOBO HapyIIeHue .
@opMyMpaHd ca TMeT 3afadd, KOMTO ca no0pe OOOCHOBaHM U a[EeKBaTHH 3a IOCTUTaHe Ha
IIOCTaBeHaTa Iiel.

5. MeToguka Ha HU3CJeIBAHETO

Uzcnenopatenckara METOMONOTHs, MpedNioXeHa B [JOKTOpCKaTa OucepTaiys, oyepTara
CUCTEMAaTUYHMS MOJXOJ 3a aHaNM3UpaHe Ha IeHeTUYHUTE acleKTH Ha CIeUu(UYHOTO €3UKOBO
HapylIeHYe.

Pa3I1€JI’bT Mamepuaﬂu U Memoou NpeacTaBsa HO}lpO6HO NMalnueHTCKara rpyia, UslojJ3BaHUTE
na60paTopHH U aHAJIMTU4YHU METOIH. HpI/IJIO)KeHI/ITe nmoaxoau c€a aJCKBAaTHH Ha INOCTBEHATa LICII.
AIIMI/IpaHI/II/I 3acily’>XaBa pujiarai€To Ha CbBPEMCHHU MOJIEKYIIAPHO T€HETHUIHU METOJU KAaTO PHK
CEKBCHHUPAHE U Ls1JIOCTHO €K30MHO CEKBEHUPAHE. ,ZII/I3aI\;IH’bT Ha CKCII€pUMEHTallHaTa pa60Ta IMoKasBa
MHOI'O 1106paTa TECOPETUYHA U IIPAaKTHYECKa ITIOArOTOBKA Ha JOKTOPAaHTA. borarara rama u3mnoa3BaHu
MOJIEKYJIAPHO-TCHETUYHU U 6I/IOI/IH(1)OpMaTI/I‘-IHI/I METOJIU € €JHO OT JOCTOMHCTBATa Ha pa60TaTa.
Ha6opaTopHp1Te U aHAUIMTUYHUTE METOAMKU Ca U3HEPNATECIHO OIIKMCaHU, KOCTO JaBa Bb3MOXKHOCT Ja
Obaar BB3NPOU3BEAEHHU OT APYTH U3CJIEN0BATCIIN.



U3CJeABaHUS BbPXY MeHeTUYHUTE (akTopy, acouunpanu cb¢ CEH, 3aT0Ba 0cTaBa HE06X0AUMOCTTA

OT IO-JCTANIIHO pasGHpaHe Ha OCHOBHHTC MOJICKYJIHA MEXaHU3MU IIpU TOBA HAPYIIICHHE.

Ilpennosxenara JOKTOpPCKa AMCEPTAlls Ha TeMa ,,MyTallOHEH M eKCIIPECHOHEH Mpodul Ha
NPOTEUH-KOIUpALM T€HHU NPH JELa CbC CneludUYHO €3UMKOBO YBpeXAaHe™ ajpecupa 3HauuTeNHa
IpasHNHA B HACTOSIIMTE NO3HAHMSA 10 OTHOLIEHME Ha reHeTHYHarta npexucnosunus 3a CEH. Upes
aHall3 Ha MYTAlMOHHUTE ¥ EKCIIPECHOHHY MPOGHUIY Ha TIPOTEHH-KOAUPAIIY T€HU TIPH TIALUEHTH U
KOHTPOJM U3CIE€JBAHETO MMa 3a Ll Ja XBbpJIU CBETJAMHA BBPXY MOJEKYJIHHWTE MBTUINA U

MEXaHU3MH, aCOLIMUpPaHU ¢ eThuonarorenesara Ha CEH.

AHanu3bT HA TEHETHYHUTE BapUalliy ¥ Ha €KCIIPECHATa Ha MPOTEHH-KOJUPAINUTE T€HH TIPH
aeua cec CEH moxe ga ocurypu LieHHa uHdopMalys 3a OHONOrHYHUTE IIBTUINA U MEXAHU3MY,
KOUTO JONPUHACAT 33 pa3sBUTHETO M mposeieHueTo Ha CEH. ToBa 3HaHMe MOXe Ja TIOMOTHE Mpu
1AeHTU(GULUMPAHETO Ha CHeUMPUYHY IeHHU MYyTalUM WM JUCpEryJalus, KOUTO B Obielne Guxa

IOCITY>KHUJIM KaTO NOTEHIMAJIHN JUarHOCTHYHUA MAapKEPU UJIK TEPalleBTUYHU TapIreTH.

CpIIo Taka, pasKpUBaHETO HA MYTAIIMOHHUTE U €KCIIPECHOHHM MPOQUIN HA F€HH, KOIUPAIIH
nporeuny npu CEH, Moxe na mompuHece 3a Hamero pa3bupaHe Ha MO-IIMPOKATa IeHeTHYHA
apXMTEKTYpa Ha TOBOPHOTO pa3BUTHE. Moe 1a XBbpIU CBETIMHA BbPXY CHOJCICHUTE TeHETHYHU

daxropu mexny CEH u apyru cBbp3aHu ¢ TOBOpa pa3CcTpOHUCTBA.

HscnenBaneTo Moxe a UMa NPaKTUYECKH MOCIEIUIH 3a MIEPCOHATU3UPAHN HHTEPBEHIIUN 1
Tepanuy npu geua cpc CEH. Ypes uaeHtuguuupase Ha creuuUuYHN TFEHETHUYHH MapKepH,
cebp3anu ¢s¢ CEH, B 6B/€111e € BB3MOXKHO Ja ce pa3paboTaT cneuuduIH HHTEPBEHIMH, HACOYESHH
KBM OCHOBHUTE MOJIEKYJIAPHU MEXaHU3MHU, KOETO NOTEHLMAIHO BOAM 10 OAOOPEHU pe3ynTaTH 3a

3aCCrHaTuTEC MHAUBUIU.

B 3axmodense, NpeanoKeHaTa MAOKTOpCKa MAMCEpTauysi OTHOCHO MYTALMOHHHA W
eKCIIPECHOHHHs TNpOo(QUI HAa NPOTEHH-KOAMpAINUTe Te€HH MNMpU Aella ChC CHenUGHUYHO E€3UKOBO
HapylleHue apecupa KpUTHYHA [IPa3sHKHA B pa30MpaHeTo HU 32 TeHeTUYHATa [IPeAUCIIO3ULIUSI KbM

CEH.
4. Ilo3naBaHe Ha npobaema

IIpeanoxeHara JOKTOpCKa JUCEPTAIU Ha TeMa ,,MyTallOHEH M eKCIPECHOHEeH Mpodui Ha
IPOTEHH-KOAUpAIM TeHU INpH Jela ChC crnenuuvHO €3MKOBO YBpEXKAaHE LEeNd [a U3CieqBa
reHeTMYyHaTa OCHOBa Ha CHeUM(HYHO €3MKOBO HapylIeHWe U Ja AONBIHU IIO3HaHWATa 3a
MOJIEKY/SIDHUTE MEXaHM3MH, JIeXalli B OCHOBaTa Ha TOBa CJOXHO pa3CTPOHCTBO Ha
HEeBPOJOTMYHOTO pa3BuTHE. B mojkpena Ha 3HAUYMMOCTTa Ha TOBa H3CJeIBaHE HOKTOPAHTHT
OpeAcTaBs u3uepnaTteneH, A00pe CTPYKTypUpaH jauTeparypeH o0030p, obxBauianl pasauyHU
TeHeTUYHU ¥ HereHeTUYHH acrekTH, cBbp3anu ¢cb¢ CEH u roBopHOTO paszputue.

(8]
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JIOKTOpaHTBT yCTaHOBsiBa, 4e reHuTe, acouuupanu cb¢ CEH, wrpasr Baxna pons 3a
Pa3BUTHETO U TOANBPKAHETO Ha HEBPOHHHU MPEXH, HACOUBAHE HA aKCOHM, CHHANTMYHO 00pasyBaHe
¥ I1aCTMYHOCT. XHUIIOTe3aTa, MPeAioKeHa B TOBa IPOyYBaHe, Ipeanoara, 4 uaeHTU(GULIpaHuTe
BApUAHTH B Te3U T€HH MOXe fAa UMaT "neku" e(eKTH, JUCKPETHO HapyIIaBaKu HOPMAaTHOTO
pa3BUTHE Ha HEBPOHHATA MpeXa U (YHKIMOHUPAHETO B 00/1aCTH, CBbP3aHM C €3UKOBUTE YMEHMS,
KaTo 110 TO3M HAYMH BOJAT JI0 HApYINEHH e3UKOBU COCOOHOCTH. TexecTTa Ha NoTydeHHs QEeHOTHUII
MOXeE CBINO Ja OB MOBIMAH OT CIeIM(UIHNA XapaKTep Ha MyTalMaTa M HEHHOTO BH3JCHCTBUE

BBpXY reHHaTa QyHKIHA.

[IpoyyBaHeTo mOqUepTaBa MOTCHIMATHOTO IPUIIOKPUBAHE MEXAY CHENMPUIHO €3MKOBO
yBpeXIaHe U JUCIEKCHs, Thi KaTo ca OTKPHTH CTATHCTUYECKM 3HAYMMK BaAPUAHTH B T€HH, CBhP3aHU
C JMCIIEKCHs NIPH MOBEeYeTO NalueHTy. ToBa HabroJeHKe OAKpens ChoOmaBanaTa KOMOpPOUIHOCT
MEeX/y Te3H [IBe 3a00JiIBaHMs U MpeAoara CrojelneHa reHeTuYHa ocHOBa. [Ipu 3HauuTenen Opoii
NALMEHTH Ca YCTAHOBEHM BAapUAHTHU B M3BECTHU "KaHIUAT-TeHU", aCOLMUPAHM C pa3sCTPOMCTBA OT
ayTuCTHYHUA CriekThp (ASD), KoeTo mokas3Ba NOTEHIMANEH KOHTUHYYM OT Pa3CTPOMCTBA, KOMTO

CroacAT HOI[O6HI/I IF€HCTHUYHU U HCBpOGI/IOHOF NYHU MCXaHU3MHU.

HonyquuTe JaHHH OT LJIOCTHO €K30MHO CEKBECHHpPAHE Ca COMMAHA OCHOBA U 3a ObaeUI

npoyuBaHus B obnactra Ha CEH.

Karo 151710, U3CJICABAHETO, NPOBEACHO B Ta3u AUCEpPTaALid, IIPEAOCTaBA aKTyallCH aHajlu3 Ha
MYTAllUOHHUTE W CKCIPECUOHHUTC HpO(I)I/II[I/I Ha MNOPOTEHH-KOAHpAINUTE TEHU IIPpU [Aeua CbC
CHeL[I/I(l)l/I‘{HI/I €3MKOBY HapYLICHUA. OT U3JI0XKEHUETO Ha pe3yarature U JUCKYyCHuATa € SABHO

HECBMHEHOTO yJ4acTHe Ha JOKTOpaHKAaTa B INIAHMPAHETO M OCHUIECTBSBAHETO HA JMCEPTALMOHHU
TPYX.

7. IlpuHOCH ¥ 3HAYHUMOCT HAa pa3paboTkaTa 3a HAyKaTa U NPaKTHKATa

HampaBeHu ca ImecT M3BOJ2, KOUTO OOEKTUBHO 0000IIABaT MOJYYEHHUTE PE3YJTATH U Ca B

CbOTBETCTBHUEC C IIOCTABCHUTEC LICIH M 3aJa4MW Ha OJOKTOpaHTypara. HpI/IeMaM (bOpMyHI/IpaHI/ITC oT

JOKTOpaHTa HayYHO-TIPUIIOKHU ¥ METOAMYHY IPUHOCH.
8. Ilpenenka Ha MyOIHMKANMUTE MO JMCEPTANUOHHUSA TPYA

BbB BpB3Ka C JUCEPTALHOHHUS TPYX JOKTOPAaHTKATA € IIPUIIOXKIIIA 1Be HAYYHHU IyOIMKaLiH, B
criucanus ¢ kBaptia Q4, Ha KOUTO € MBPBU aBTOp. JIBe pe3toMeTa ca IyOIMKyBaHM B CYIJIEMEHTA Ha
EUROPEAN JOURNAL OF HUMAN GENETICS. Ts e mppBu aBTOp M Ha riasa: ,,E3ukoBu

HapyYMCHUA: KIIMHUYHA U TCHETUYHU acmeKTH OT KHUTa, [IOCBETEHA Ha XPpaHEHETO U pa3BUTHUCTO.



Mscnenosarenckara MeTOONOrMA OCUIypsiBa CTPYKTYPHpaH MOAXO[ 3a IONydaBaHE Ha
BHCOKOKaYECTBEH M'€HCTUYCH MAaTEePHal, aHAJIM3 Ha MOJIE/M HA TeHHA eKCIIPECHs U MASHTUDHUIUpaHE
Ha pEJIKW BapHaHTH B NIOTEHIMAIHHU KaHauaar-rean 3a CEH.

6. XapakTepucTHKA H OIIEHKA HA JHCEPTALHOHHHUS TPy

Jucepranmonnuar Tpyn Ha Tema "MyTanMOHEH W eKCIPECHOHeH mnpoduil Ha
NPOTEUH-KOMMpalld TeHU MpH Jela CbC CNEUUPUYHO €3UKOBO HapyIieHWe" TMpeacTaBiaBa
CBILIECTBEH IPUHOC B pa30MpaHEeTO Ha FeHETUYHATA OCHOBA Ha CrieLUYHUTE €3UKOBU HAPYINEHMS.
IIpoyyBaneTo € HOBO 3a BBirapus - M3BBPINCH € IAIOCTEH TPAHCKPHUIIIMOHEH aHANU3 M ITBIHO

€K30MHO CeKBeHHUpaHe npu koxopTta ot 40 nena csc CEH.

[Tony4yenute NaHHM NOTBBPXKAABAT XETEPOrCHHUSI XapakTep Ha CHEUM(PUUHOTO €3MKOBO
HapylieHHe, IMOJYEPTaBaiiKyl YYacTHETO HA pa3JUYyHU TeHEeTUYHH, CMUIeHETHYHH W BBHHIIHU

q)aKTopI/I B HCrosarta €TUOJIOIU.

Pesynraturte ca mpencTaBeHU NMOCNEIOBATENHO U WITIOCTPUPAHU YOEOUTENHO C TaONULM H
rpa¢uxu. OGCHAEHH ca KOMIIETEHTHO B CBET/JIMHATA Ha JMTEpaTypHus o630p mo mpobnema u

ITIOKa3BaT OTJIMYHO IMO3HABAHE HA TEMATHUKATa OT NOKTOPAHTA.

Ilpu cpaBHenue mexny namuenture ¢b¢ CEH u xonTponmte ca ycranosenu 61 reHa cue
CTaTUCTUYECKHU 3HA4YKMMa Pa3iKa B eKCIpecusaTa - 47 reHa ¢ NoBUIIEHA U 14 ¢ IOHMKEHA eKCIIPECHs].
I'enuTe ¢ mMpoMeHEHa eKCIpecHs y4acTBaT B INPOLIECH CBBP3aHM C KIETBYHATA CUTHAIM3ALUL,
UMyHHaTa CHACTEMAa M pa3JM4YHU META0OJMTHM MpOLEeCU. AHAIU3BT Ha JaHHUTE OT LIAJIOCTHO
€K30MHO cexBenupane npu 40 nanuentu cec CEH ycranossea okono 300 peaxu BapHaHTa, 38 KOUTO
Ce 0YaKBa J1a MPOMEHAT MIbpBUYHATA CTPYKTYpa Ha KOAUPAHUTE MPOTSHHU WM 12 BOAAT J0 MOsIBa Ha
ajeny cbe 3aryba Ha ¢yHKMA. OT IONTydeHUTe pe3yITaTy BaKHa HaX0IKa Ca YCTAHOBEHUTE PEIKU
MOTEHUMANIHO YBPEXAamy QYHKIUATa BApUAHTH B TEHUTE OT CEMEUCTBOTO Ha KAIIMEBUTE HOHHHU
Kanamu (CACNA), nedexty B KOMUTO acouuupar ¢ MOHOTEHHM (opmu Ha 3a00JIiBaHUA Kato
enunernicus U paHHa eHuedanonatud. ['enHara dammmus CACNA, ¢ HEHHOTO yuacThe B
peryanyaTa Ha Kajll[ieBuTe KaHany, u renHara pamunusa CDH, 3ameceHu B KIIEThYHATA aaXe3Us U
HEBPOHHATa CBBP3AHOCT, ce oyepraBaT karo ybOemutenHu kanaupatd 3a CEH. C momomra Ha
I'bJHOTO €K30MHO CEKBEHHpaHe AOKTOpaHKaTa UAeHTUUIMpa HOBU KaHIUIAT-[€HU, KOUTO MOrat
jJa wurpair ponsi B pasButuero Ha CEH B renure: MSTOI, BAPI, PMABPIu PRODH.
JIOKTOpaHTKaTa yCTaHOBsBa CBINO KaHAMAAT BapUaHTU B IeHU (YyHKLUMOHMpALX B CEH30pHATa
o0paboTka Ha 3BYKOBUS NBT. CHNOXKHOTO B3aHMOJEHCTBHE MEXIY CIyXOBOTO BEBIMPHUATHE U
e3uKoBara 00paboTka Qopmupa OCHOBaTa Ha CHOCOOHOCTTa Aa oOllyBaMe €(E€KTHBHO, TaKa ye
JuchyHKLIMATa B TO3UM BT MOXE Ja BOAM [0 3aTpyAHEHHs BBB (hoHONOruuHata o0paboTKa,
BepOanHaTa nameT U JUHIBUCTUYHUTE YMEHUs, KOUTO ca XapakrepHu yepti Ha CEH.
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9. ABTOpedepar

Hpe}lCTaBeHI/IHT aBTope(bepaT OTroBaps Ha U3MCKBaHUsATA U OTpassiBa TOYHO CbABPIKAHUCTO Ha
AucepTanusiTa. Toli e pmocraTpuHO I/IH(ilOpMaTI/IBGH, MOXE Ja C€ IIOJI3Ba KaToO H3TOYHHK 3a

3aI103HaBaHe C Pe3yNTaTUTE U JOCTOMHCTBATA Ha NPOYYBaHETO.
11. KpuTuynu 3a6e1eXKH ¥ NpenopbKu

KsMm AUCEPTALlMOHHUA TpPYyA HAMaM CBHINECTBEHH KPUTHYHH Oenexku. bux HarpaBuJia

CJIEAJHUTE MPENOPDBKU:

1. Tabnuuure, oTpassfBald KONMYECTBEHUTE XapaKTEPUCTUKUM HA JaHHUTE OT
cexsennpane Ha PHK 1 I710CTHOTO €K30MHO CeKBEHMpaHe Jia ObJIaT H3BEICHH KATO MPIIOKEHNS,
KOETO Crope] MeH Ou JONPHHECIO 3a M0-TECHOTO Bb3IpPHEMaHe Ha ChIIECTBEHUTE Pe3yITaTH OT

H3CJICABAHETO.

2. Y cTaHOBEHUTE TeHHU BapUaHTU Oa Obaar IpeaACTaBEHU BbB (I)OpMaT, CbOTBETCTBALI

Ha HoMmeHkunarypara copea HGVS (Sequence Variant Nomenclature).

3. CMﬂTaM, ye O6u OWIO IIOJNIE3HO B paszcia MaTepualii U METOAU OOKTOpaHTKaTa Ja

Ao6aBy rpaduyHa cxema Ha NPUI0KEHUS IOIXO0]] 32 aHANU3 Ha CEKBEHIIMOHHMTE JaHHM.
12. IIpenopbkH 32 6bIEII0 H3MOJA3BaHE HA JHCEPTANHOHHUTE NMPUHOCH H Pe3yJITATH

HscnensaneTo, MpoBeieHO OT JOKTOPAaHTa, MMa MOTEHIMANA J]a C€ M3I0J3Ba KaTO OCHOBA 3a
Obaewny uscnenBanus. Tasu paboTa 3HaYUTENHO 000raTsiBa pa36UpaHeTo HU 3a FTeHETHYHATA OCHOBA
Ha crienuGUYHNATE €3MKOBY HApPYIICHUS U IoJlara OCHOBUTE 3a OhJEIV H3CIeIBAHMUS 32 Hy)XIUTE Ha
JAMarHoCTMKAaTa, MHTEPBEHLUATA U IePCOHATIM3UPAHOTO IeueHNe Ha 3acersarute auua. [Ipusocure u
pe3ynTaThTe IpeJOCTaBAT HOBa U MOAXOJsIIa HHQOpMaLHs, KOSTO MOXe Ja Oble HaarpaaeHa B

Opaelne.

SAK/IIOYEHHUE

JUCEPTaMOHHUAT TPYH CbOBPHCA HAYYHU, HAYUHO-NPUNLONHCHU U HPUTIONHCHU Pe3yImamu,
Koumo npedcmasnagam OpuzUHAier nPUHOC 6 HAYKAmA Y OTTOBAPAT HA BCHYKHU U3MCKBaHKs Ha
3axoHa 3a pa3sBUTHE Ha aKaJeMU4YHHA CheTaB B PemyGnuka Brnrapus (3PACPB), IIpaBunuuka 3a
npuiarade Ha 3SPACPD u crotBeTHus [IpaBunnuk Ha MY - ITnosaus. [IpeactaBenute Marepuany u
JOUCEPTAlMOHHM DPE3yNTaTd HANBJIHO CHOTBETCTBAT Ha CHenUGUYHUTE U3UCKBaHWI Ha MY —

IInoBauB.
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,Z[I/IcepTaHI/IOHHI/IHT TPpYZA I10Ka3Ba, 4€ AOKTOpaHTKara a-p Urnuka ['anenosa CorkoBa-MBanosa
IIpUTEKaBa 3a61009eHI TEOPCTUYHHN 3HAHUA 1 HpO(l)CCI/IOHaJ'IHI/I YMEHUS 10 Hay4YHa CIICIHAITHOCT
MEIULMHCKA I'€HCTHKA, KaTO JEMOHCTPHPA Ka4ueCTBa U YMEHUA 3a CaMOCTOATE/IHO MPOBEKIAHE Ha

Hay4HO HU3CJI€ABaHE.

Ilopanu ropeusnoxeHoTo, yOEAEHO AaBaM CBOSTA HOJIOHCUMIENHA OUEHKA 32 TPOBEICHOTO
U3ClefiBaHe, IPENCTaBeHO OT peleH3UpaHuTe I0-Tope OMCepTaLMOHEH TpyA, aBTopedepar,
MOCTUrHATU PE3YNTaTU U NPUHOCU, U HPedIazam HA NOYUMAEMOMO HAYYHO HCYypU 04 NPUCDHOU
obpazosamennama u Hayyna cmenen ‘Ookmop’ Ha O-p WUrnuka 'anenoBa CotkoBa-liBaHoBa B

JOKTOpPCKa IIporpamMa I1o MenunuHCKa reHeTrKa.

3anuyeHo Ha OCHOBaHHWe
Yn.5 &1, 6.“B” Pernament (EC)2016/679
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