Ho:

[Tpod n-p Bupban ['anes, 104,
[Tpencenaren na HayunoTo xypu

M® na CVY ,,Cs. KinumenT Oxpuacku’
I'p.Codus

CTAHOBHIIE

ot npo¢. a-p Buu Kpscresa CrosinoBa, M
Katenpa IlenuaTpusi ¥ MemulMHCcKa reHetuka, MY — IlnoBauB, BBHIUGH WICH Ha HAy9HO
JKYpH, HasHaueHo che 3amosen Ha Pexropa Ha CV “Ce. Kmument Oxpuacku*-rp Codus -
NePJT 38-601/16.12.2020.

OTHOCHO: KOHKYPC 38 3aeMaHe Ha aKaJeMU4YHa ITBKHOCT ,,JOLEHT” [10 HAy4HO HaNpaBlIeHUE
7.1. MejuiiHa, CIELMIHOCT MeIIMHCKA FeHETHKaE, 3a Hyxkaute Ha M® Ha CV “Cs.
Kimument Oxpuncku®, -Cogust obssen B [IB, 6p. 88 or 13.10.2020 r.

3a yuacTHe B KOHKypca ca IOJafeHy JOKYMEHTH OT e[MH Kanauaar - A-p Pagocaasa
Bacusiesa Bnikaposa.

IlpenocTaBeHUTE MATEPUAIIH 10 KOHKYpPCa ca MOAr0TBEHH ChoOpasHO H3MCKBAHUATA Ha
3aKoHa 3a pa3BUTHE Ha aKageMudHus cbeTaB B P. Benrapus u [IpapunHnka 3a HErOBOTO

npunoxenue B Coduiicku YuusepcuteT “Cp. Kmument Oxpuacku®.

[IpodecrHoHaIHO PAa3BHTHE

J-p BwikapoBa uMa Haja 25 TOJMHM CTaK KaTo MPEHMoAaBaTell M0 MEIMLMHCKAaTa TeHSTHKA.
3apppuiBa creudanHocT MemuuuHa B MeauuuHckus  daxynTer Ha  MeAUIHHCKHS
yuusepcuteT — Codus npes 1994r.( qummoma Ne 012341, per. Ne 41201 / 27.12.1994 r.) Ot
Torapa 10 cera pabOTH IOCIENOBATEIHO BBB BOJAEHIM Yy HAC YHUBEPCHTETCKH 3BEHA!
Karegpara mno wemuuuncka renetuka, M®, MVY-Codusa (1994-2008), Karempa mo
AxymrepetBo M rumexornorus, MO, MY-Codus (2008-2012) n Karenpara mo Guonorus,
Memuuuncka regetuka 1 Mukpobuosnorus, M®, CV “Ce. Kiumenar Oxpuncku®-rp Codus
(or 2012 romwma mo cera). MMa Tipu3HaTa CHEHMATHOCT 10 MeNHUMHCKA TEHETHKa OT
2000r.(cBumerenctBo Cepus AC Ne 006691, per. Ne004828/10.02.2000r). Ocpen kaTo
npenonasaten, ot 2012 no cera a-p Bexkaposa pabotu u kato nexap-renetuk B CBAJIIAP
»JI-p Mamumos®. M3seenata U HayuHa Kapuepa 3zamodsa oT 2016r., xoraro ycmemHo
3allUTaBa JWCepTanus 3a mpunobusane Ha o0pazoBaTeNHa M Hay4yHa CTeNeH ,,JloxTop™ Mo
HayyHa crienuaaHocT ['eHeTnka Ha Tema ,,AHAIUTHYEH MIOJX0/] 32 pasKpHBaHe Ha TCHETHYHH
Hapyuienus npu peake 6onecti upes JHK cexkBeHupane OT HOBO HOKOJNEHHE™ (IMILIOMA
Cepust MY C Ne000486, per Ne429-11/20.07.2016r.).

JI-p BuxapoBa e mpoBerna HIKOIIKO Kypca 3a JonbinuTenHa kpatndukanus : FISH anamus -
nexemspu 2007, Department of Genetic Ecotoxicology, The Institute of Experimental
Medicine, Prague, Czech Republic; ArrayCGH ananuz — noemspu 2008, BlueGnome,
Cambridge, UK; noemepu 2009 — reretiyana naboparopus Ha MuctHTyT Gustave Roussy,
Paris, France; mait 2010, OGT, Oxford, Begbroke, UK.

1



OcBeH npekuTe CH 3aJBIKSHUSL KATO [IPETIOaBaTel, A-p BrKapoBa e JoKa3ala OTIHIHATE CH
Ka4ecTBa Ha INIPELM3ECH HM3CIENOBATEN B CEPHO3HH INPOYUBAHMS - ydYacTHe B 4 HayuHM
[POEKTA: KaTo ChaBTOP M YYaCTHHMK B | MexayHapoIeH NpoekT Ha Tema: ,,DyHKIHOHAIHA
poist Ha QONHUKYIAPHUTE XENIEPHH H PEryIaTopHy T KIETKH 3a IPOAYKIHATA W [OLIbPIKAHE
HuBata Ha SARS-CoV-2 neyTpanmmsupamure antutena® u 3 punancupanu or ®HU, MOH -
KaTo PEKOBOJMTEN Ha €IMH OT TAX Ha TeMa: ,,Bponen umyHen otrosop cupsmo PHK-supycHu
naroredu. Onenka Ha poisra Ha BapuaHTH B redd Ha RLRS/TLRS curHaiHu mbTHina Ha
rocronpuemMuika upes mozxen Ha SARS-CoV-2 unpazua“(KII-061TH-43/31) u xarto uneH Ha
M3CJICOBATCICKUSA €KHIT B APYI'W IBa: ,,XapakTepH3MpaHE Ha TEHH 3a IBIrOJIETHE Ype3
TEHOMHO U TapreTHO cexBeHupane™ (JIH03/7 (18.12.2016) u ,,CpaBHuTENHA XapaKTepHCTHKA
Ha TCHOMHH/EK30MHH CIEKTPH M aHTHTSIO peleproap IpH OBIrapcKd MAlHeHTH C
Anuxaiimep, GpoHTOTEMIOpaNHA i HeyToyHeHa femernua® (KT1-06-H33/5 or 13.12.2019r.).

J-p Bbxaposa € yBakaBaH M IPHU3HAT CIELHUAIKUCT 110 MEIUIMHCKA TeHeTHKA. JJOKA3aTeNCTBO
3a HeHHHS aBTOPUTET € YWIEHCTBOTO U B BBIrapckoTo APYKECTRBO [0 TEHETHKA W FeHOMHKA Ha
YOBEKa; bhIArapcku anmmaHc 3a NpeuusHpaHa W IepcoHaTM3upaHa MemuuuHa; Cbio3a Ha
ydenute B brnrapus; EBporeicko 1py)ecTBo 110 reHeTHKA Ha YOBEKA.

HayuHo-u3ciaenoBareicka aeiiHocT

A-p Beixaposa npezcTaps 3a OLEHKa Ha HAyYHO-H3CIE/I0BATENCKATA CH JEHHOCT 51 peaHu
IyONMKAlKK, OT KOMTO KOPEKTHO Ca H3BEAEHM 3 MyONMKAlMM, NIPEACTABSHH H Bede
peuensupany 3a npunodusare Ha oOpasoBaTenHa H Hay4dHa creneH ,,qoktop* (1 ¢ IF).
YuacTBa B KOHKYpPCa 3a 3a€MaHE Ha aKaJeMH4HA IIBKHOCT ,,JOUEHT® ¢ 48 (WU3BBH
OUCEPTALUOHHHSA TPYA) PeaTHu yOIHKALMH:

- 22 B cnucanus, KOUTO ca pedepHpaHy U WHIEKCHPAHH B CBETOBHOM3BECTHH Ga3H JAHHH ¢
Hay4dHa nHQopManus ( ot Tax 20 - ¢ IF - 06w ummakt daxtop 37,756)

- 26 myOmukauuu B HepedpepHpaHH CIHCAHWS C HAydHO peleH3HpaHe (5 OT TIX B
MEKIYHAPOIHU CITHCAHHS).

OcBeH ToBa KanauaaTkaTa uMa 49 yuactus B Hayunn dopymu. OT Tsx 33 ca H3BBH Te3H 3a
npunodusare Ha OHC —“Ilokrop™: 29 mHa MexmyHapomnu Hayunu Qopymu (2 YCTHH
npesenTauui u 27 nocrepa) u 4 Ha HAKMOHAHM Hay4yHu dopymu. Pestomerara ot 27 Yy4acTHs

B MEXIyHApOIHH KOHIpecH (O3 MbIEH TEKCT) ca MyGIMKYBAHM B HAYYHM CITHCAHHS C
HMIAKT (pakTop.

Ioseyero my6nukanuu B crucanus ¢ IF ca H3TOTBAHM OT HAYYHY KONEKTHBH. B TPHU OT TAX
n1-p Papocnasa Brikaposa e spBH aBTOp, B 4 — BTOpH 1 B 15 TpeTy u ropenen. Ot oburo 33
nyONMMKyBaHUTE PE3IOMETA, T4 € [IbPBH aBTOp Ha 9.

Ipocrenspaiiky HaydHaTa TWPOAYKUMs Ha A-p BbikapoBa, ce OuepTaBa BIEUATIISBAINA
TCHACHLMS Ha THPCELL ¥ MOKEII H3C/eloBaTen. KocBeH, HO curypen KpuTepHii 3a KadecTsara

Ha nyOmukanuute ca 208 -te mutupanus (cmopen Gasute manau SCOPUS m u Web of
Science) Ha Beruky myGnukauuy (6€3 aBTOMUTHPAHMSL).

IIpoyysanusra Ha O-p Brikaposa ca B ClleIHUTE OCHOBHY HalPaBICHHS:
- Penxu renernanu GonecTH: MeXaHU3MHU 32 BR3HUKBAHE, BAPHAGHIHOCT Ha benorunua
H35Ba, MOIXOH 38 TCHETHYHA IHarHOCTHKA, CKPUHUHT ¥ [IPEBEHLIN;

2



- llpunarane Ha CBbBpeMEHHH METONM 3a TeHETHUHA IUaTHOCTHKA - MHKpOapeii,
MACHUBHO Tapalle/HO CEKBCHHPaHE — IPH [NALMEHTH C BPOJIEHH AHOMAJIHH,
MaI(hOPMATHBHY CHEIPOMH U HHTEIEKTYaIEH neUIuT;

- T'enetnyHa mpeaucnosHLHS KHM NCHXUATPHYHY 3a00IIABAHUS,

- T'emernunn Gaxropu 3a geiaronere.

Karo xabunurtanmonen tpyn ca npezcraBeHy 10 cTatui myGNUKyBaHH B M3NAHMS ¢ UMIIAKT
axTop (061 nMITakT daxrop 11,719) Yerupu ot nybmukaruute ca UUTHPaH! 4] meTH, KaTo
19 or muTHpaHuTA ca Tpe3 moctenHuTe 5 TomrHN. Tesu myOIMUKAIME TPETUpAT NPoGIeMHu B
00nacTra Ha pesKH XPOMO3OMHH H MOHOTEHHH 3aG0/sSBaHMS IIPH YOBEKA M TOJXOIMTE 3a
TAXHAaTa THArHOCTHKA - Mpe- M IOCTHATANHO. PasHooGpasHarta eTHONOrHs, BapHabHITHOCTTA
Ha KIMHAYHUTE TIPOABH ¥ HHCKATa TMONYJIAlMOHHA 4YeCTOTa Ha HHJ(MBHYaJIHHTE
HO3OTIOTHYHY CIUHULM, NPUYHCISIBAHA KBM pEIKHTE GONECTH, T IIpaBy TpyHdeH 00eKT 3a
U3CIIe/IBaHE.

H-p Bexkaposa Biianee chBpeMeHHH TeHETHIHE METOJM, KOHTO IIpUiara yCIemHo 3a;

1/ u3acHsABaHe Ha eTHOTOTUSTA M (enoTHI-reHOTHTI KOpeNaLMsTa Ha PEOKH XPOMO30OMHHU
/MUKDOJIETTELIMOHHY / MUKPOLYIIIMKAITHOHHA CHHAPOMHM, MaipOpMaTHBHU CUHIPOMH W
MHTENeKTYaIeH neduuut (Ned; No5; No6; Ne7);

2/ m3scusiBaHE Ha TeHETHYHMS Ned)eKT HA M3KITIOYHTENHO PENKH MOHOI€HHH 3a00/IdBaHHS
1IpA 90BeKa: HH(DAHTHITHA SMUICIITUYHA eHI(ATONATHS THIT 13; enna or penkure hopmu Ha
S-anta penykrases pepuuur 1 PMM2-CDG. Paunorto YTOUHSABAaHE Ha €THOJIOTHATA HA Te3H
PEJKH TeHETHIHH OOMECTH J1aBa IIaHC Ha TALHEHTHTE 32 aJeKBATHO [TaHUPaHe Ha JISUEHHETO
(ako TakoBa € BB3MOKHO) M Ha ceMeifcTBATA WM 3a [UIAHUPaHe Ha DPENpOAYKIMSITA U
H304rBaHe paXkIaHeTO Ha Jela ¢ HHBATMANSHpAIIE HeneuuMHy 3abonsgpanus. (Nol; Ne2; Ne3;
Nel0);

3/ 3a netexnus Ha GeTANTHE aHEYIIOHIUK upes JIHK dbparmenren ananus na oMMOpdHU
STRmapxepu (Ne8; Ne9).

[Tybnukanuure wa n-p Bexaposa ce oTmmuasar ¢ AKTYalHOCT H HOBaTOpcTBO. Te ca
HOKASATENCTBO 38 HEHHUA TPO(ECHOHANNIEM KaTO CMIEMHATHCT [0 MeIHIHHCKA [eHETHKA.,
AHQIM3BT HA HAYYHATA MPOAYKIMSA TMOKA3BA [ONSIMA IIMpOTa Ha TEMHUTE, KOETO HE e
HONpPEYMIO Ha KaHAMNATKATAa 3a IIOCTHUTAHE HA 3ambI6OYCHOCT H HaY4YHO-IIPHITOKHH
PE3YJITAaTH, C H3BEKAAHE HA MHOKECTBO IIPUHOCH, BOJIEIIH /10 TOMISM Opo¥ nuTHpaHus.

Haii-3paunmu ca moctwkenusTa Ha KanmunaTkaTa IpH NOpOydYBaHE HA KIWHUYHATA H
[CHETHYHA XapaKTCPHCTHKA Ha BPOJEHHUTE aHOMAIUH - IONTUMAN()OPMATHBHA CHHIPOMH,
MOHOTCHHH ¥ XpOMO3OMHE Hapymenus. J[-p Brixapopa e eqma ot BOJIEIIUTE M3CIICA0BATENN
B CTpaHaTa, KOUTO IONPHHECOXA 38 Pa3paboTBAHE U BLEEKIAHE B NIPAKTHKATA HA HHOBATHRHH
MCTOMIH 3a TeHETHYeH aHanus — SNParray, arrayCGH, macupmo NapaleiHO CEKBEHHpaHe Ha
CK30M, KOHTO TIO3BOMABAT BHCOKOPE3ONIOTHBEH [AMOCTEH TI'eHOMEH CKpPUHMHI 3a
nojl00psBaHe K4KTO HA PeHEeTHYHATA AWACHOCTHKA Ha BPOJIEHHTE aHOMAIIMH, TaKka W Ha
TCHETHIHOTO KOHCYNTHPaHe U W3pabOTBaHETO HA CTPATErHH 3a NpoQUIaKTHKA H TeycHne. C
IPHHOC HMAEHTHQUUHpaHE HA HOBH BADUAHTH aCOLMHUPAHH C MOHOTEHHH 3a60JIsIBAHUS:
YCTaHOBCHH Ca JBa HOBH BapuaHnTa B rena CYP11B1 (1 nBete MyTanuu He ca JOKIIaABAHHA
IpEIH TOBA KATO IIATOLCHHM B JIHTEpaTypara) IPH  HEKNMAacH4eck# neduuur ua 11f-
xunpokcunasa (Nel6); pasmupsasa mosnanusTa 3a HeBpoubpomaosa Tun 1 upes npencrapgae
Ha HaluedTy ot cemelicta ¢ NF1 u crnopamimanu ClIy4an, KOUTO Ce IPOSBABAT C KIMHUYHA



XETCPOreHHOCT, BKIIOYBAlNA peAkn cumnromu (Ne32); ycTaHOBEHA € psiika MUKDOJETeLHs
2p24.3-25.1 IpH JIETe € TEKKO H30CTABAHE B yMCTBEHOTO H (PH3MUECKO pasButhe (No24),

ChIIeCTBeHH ca pesynTaTMTe M OT TeHETUYHH H3CICHBAHHS [IPH CBPICYHO-CHIOBH
3a00/IsBaHNSA: YCTAHOBEHHU ca MyTauuu B reda ACTA2, OTKPUTH TIPH NALHEHTH ¢ NaTONOTHs
Ha TOlneMH ChloBe (Ne28); mpu mauueHT ¢ kommtekced ¢enotun (Terpanorus ma Fallot,
muBepTUHKYT Ha Meckel, MuKpoBe3suKynapHa cTeatosa H XHIOTPO(HS Ha YepHHA Apol H ap.)
Ca OTKPHTH €IHMH HOB, HeCHOOIIAaBaH B JMUTEPATYpaTd, H €OHH H3BECTEH, H3KIFOUMTEHO
panek BapuanT B rena CPT2 (Ne23); mpu mpoyupaHe Ha reHETHYHM BAPHAHTH, ACOIMMPAIIA
¢ ucxemuuna Gomect Ha cppuero(MBC), ca m3BeneHW ¢ NPHOPHTET IET BAapHAHTA KAaTO
cbp3anu ¢ MBC B usciaenBanara 6birapeka u3samka (Nel9),

CepuosHu ca TMOCTHXEHHATA M NPH PasKpUBaHE HA ACOLMALMH (DEHOTHI —TEHOTHIT IIpH
NCHXUATPUYHHU 3a00TTBAHMS

- YUpes LAIOCTHO TEHOMHO ACOIMATHBHO HPOYYBAHE (GWAS), mnocnemsano ot
PEITHKATUBHO POYYBANE € aHaNH3UpaHa FTeHETHYHATA ETHOIOTHS Ha OHIIOIAPHO a(eKTHBHO
pasctpoiicto (BAP) B Obnrapckara momynaums. PesyaTaTuTe OT ACOIMATHBHO H3CIEIBAHE
THII ,,CITy4an-KOHTponu™ Ha BAP, npu xoero ca remotunupanu 191 SNPs, e ocHoBanue na
nomycHar, 4e reHa HTRSA moxe ma urpae saxkua pons B marorenesata na BAP 3a pamara
nomynanus (Nel3; Nel4),

- IIpoyuena e reHeTuuHaTa NpenpasIONOKEHOCT KbM mm3oppenus. [IpoBeneHo e
LSAJIOCTHO-TCHOMHO aCOLMATHBHO H3CIEIBAHE M OTKPHMTA 3HAUMTENHA ACOLHALES MEKIy
wuzoppenns u untponen SNP 157527939 B HHAT rena, KOHTO € MPEMIOKEH KATo Haii-

CHJIHMS WHJIMKATOP 3a IIPEPA3NOOKEHOCT KbM IMH30(GpeHus B GBArapcKOTO HAceIeHHe
(Ne20; Ne21; Ne25).

VI3KIIOUHTENHO LIeHeH IPHHOC ¢ HayYeH M HAyYHO-TIPMJIOKEH XapakTep ca ycTaHoBenute 14
CKCTPEMHO DE/KH T€HHH BaPMaHTH C (EHOTHIIHA 3HAYAMOCT (IIATOTEHHH, BEPOSTHO
narorenuu, VUS), kouTo ca nenozupany B 6azara ganuu ClinVar,

Hal‘pyuaHHﬁT OITUT Ha KaHAMJAaTKaTa B INpHIaraHeTo Ha aBaHrapaHd METOOH 3a I'€HETHYEH
aHalu3 U IMO3BOILBA Aa TIPEATIONKH CBBPEMEHHHU ITOOXOOUA 38 IE€HEeTHYHA OHATHOCTHKA Ipu

WIHOMATHYHO ~M30CTABAHE B YMCTBCHOTO DA3BUTHE; MHKDPOIEICLHMOHHE CHHIPOMH;
nmr3030MHHU Gonectd (Ne29; Ne30; No31; Ne34).

A-p Beaxaposa He camo 1m03HaBa, 3a(bI00UECHO H3yUaBa i CIIONE/IS PE3yITATHTE CH, HO MOKE
Ja ObJle U3BENEHA KAaTO 3PS U IEPCIIEKTHBEH YUeH.

IlpenonaBarencka aerHocCT.

J-p BexapoBa uMa M3BBHpENHO TONSIMA AyAMTOPHA AEHHOCT, Cnopen mpencraBenara
cupaska (mpuiaokeHue O6), Tpe3 MNOCTIETHHTE 5 TONHHH yyebHa HaTOBapeHOCT Ha
KaHaunarkara ©xerofHo e manm 1600 gaca, KoeTo BKIIOUBA BOAEHE HA YIPAXKHEHHS IO
MCIMLHHCKA TeHeTHKA ( Ha OBIrapCKy U aHTIMECKH) Ha CTYAEHTH M0 MEIHIMHA U YUYACTHE B
CEMCCTPHANIHE M3MUTH. Ts ydacTBa B moAroToBkata Ha 2 yueGHE nomarama U mva 4
IyONMKalUK B PeJAKTHPAHH KOJIEKTHBHY TOMOBE,

IlpencraBenara cmpapka 3a W3NbIAHEHHE HA MHHHMANHATE HANMOHAIHH H3MCKBAHMS 34
CBHOTBETHaTa Hay4dHa obnact (400) u peansute Touku Ha 1-p Pamocnasa Bwxapora (3508,71)
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IIOKasBa, Y€ KaHauIaTkaTa IIOKpHBa W TIPEBB3X0XKOIA KOJIHYSCTBEHHUTE HayKOMETPHYIHH
[TOKasaTeNH, CeIIIacCHO YIBBPACHUTE PErllaMeHTH U KPHTCPHH.

3akmouenne: JI-p Brxaposa e wusrpagesa Teopdecka JMUYHOCT, TBPCEIl ¥ MOXKEL]
U3CICNOBATE]l, CBC SHAYMTETIHN HAYUHH [IOCTHIKEHUS, HAYYHO-IPHIOKHE TPHUHOCH, IIHPOKO
OTPa3CHH B MENIYHAPOJHW M HALUMOHANHM COHCAHMA C HMIAKT Gaktop u mo6pa
OUTHPYEMOCT Ha myOnukauuurte. [lpuTeikaBa 3ambnbOYeHy DO3HAHUS B Pa3sHOCTPaHHH
00acTy Ha MEJULMHCKATA TEHETHKA, KOUTO YCIIEIHO IPAJIATA H B npaxkTHKaTta. [Tonsga ce ¢
TOTAM aBTOPHTET CPEM KONETrH, MALUEHTH U CTYICHTH.

Bb3 ocHOBa Ha MpeNOCTABEHHTE MaTepHAN IO KOHKYPCa MOTa Ia Kaxka, 9e 1-p Pamocnasa
Bacunesa BbxapoBa HambelIHO OTropaps Ha HM3UCKBAHHATA Ha 3aKOHA 34 pasBUTHE Ha
aKaneMHYHUS ChCTaB B P. Boarapus u Ilpasuinuka 3a HeroBoTo mpuioxkeHue 8 CY “Ca.
Kimument Oxpuiacku® 3a 3aemane Ha akaZeMH4HATA JUIBXKHOCT ,,JIOLEHT M0 Hay4YHO
HanpasiieHne Menuiyna, crenarnoct MeHIHHCKA TeHETHKA,

Y0eneHO mNpenopsuBaM HA WIEHOBETE HA YBAKAEMOTO HAYYHO JKYPH I8 TPUCHILT
akagemuuHa AnexkHOCT L JIOIEHT” no maygno mampasnesue Menuumsa, CIeLHaTHOCT
Menuuuncka reseruka Ha 1-p Pamocnasa Bacmiesa Bexaposa 3a Hyxmute na CY “Cg.
Kiument Oxpunckn’ - rp. Codus.
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