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PEKTOP HA MEJIULIUHCKH YHUBEPCUTET
I'P.IVIEBEH

PEIEH3USL

Ot npod.xa-p Pagka Credanosa Tunuesa, MD, PhD, Katespa no neuarpus,
MYV- Codus

OTHOCHO: Konkypc 3a 3aeMaHe Ha aKaJleMU4HaTa JUIbKHOCT ,JIpodecop” B
obnactra Ha BucHIe oOpa3oBaHue 7. 3npaBeonasBaHe U CIOPT MO
npodecuonaHo Hanpasnenre 7.1.”Menuuu#a” W HayYHa CIIELHAHOCT
,Tenernka” B xarexpa ,,MUKpOOHOIOTHs, BUPYCOJIOTHS i MEUIIMHCKA
reseTuxa” npu (axynret ,,Papmauus” Ha MY- IlneseH, obsBeH B JbpxaBeH
BecTHHK Opoit 36 ot 27.04.2018 rox.

B 3aKOHOBHS CPOK € IOl TOKYMEHTH CaMO e/IuH KaHJH/aT, KOUTO e 0MyCHaT
10 KoHKypca- now. a-p Kars Crepanosa Kopauesa 1M, ppbKOBOJUTEI CEKTOP
,MemuumHcKka reseTrKa”, KaTesipa ,, MUKpOGHOIOTHs, BUPYCOJIOTHS 1
Me/TMIMHCKA TeHeTHKa” TIpH dakyurtet ,,dapmanus” Ha MY- IInesen

Cse 3anosen Ne 1605 ot 03.07.2018 rox. Ha Pexropa Ha MeuIMHCKHA
yHuBepcutet- [eBeH ChM Ha3Ha4YeHa B HAYYHOTO JKyPHU 3a MPOBEXKAHE HA
KOHKypca.

Jon. n-p Kars Credanosa Kosayesa e nojana HeoOXOQUMHUTE OT 3aKOHa 32
pasBUTHETO Ha AKaJIeMHYHHA cheTaB B Pb u IIpaBuIHHKA 32 Pa3BUTHETO HA
aKajileMUYHUs ChcTaB Ha MY - IlieBeH fokymeHTH. Ts OTroBaps Ha yCiloBHATa
3a 3aeMaHe Ha aKaJeMUYHa [UTHKHOCT ,,ipodecop”, TOCOYeHH B WI. 94 OT
[NpaBiiHHKA 32 pa3BUTHE Ha aKaJleMHHHUs CHCTaB Ha MYV- IlneBeH.

KpaTtkn 6uorpaguyHn 1aHHH U 1PodecHOHATHO pasBHTHE

CBriacHo npHnokenara asroguorpagus gom. A-p Kars Crepanosa
KosaueBa e pojeHa Ha 13.03. 1960 rox. B rp.Ilnesen. 3aBbpiuiBa BMU-
rp.Ilnesen npe3 1984 rox. Ot 1984 roa. no 1986 rox. paboTH KaTo LEXOB
nexap B CMK- rp.ITlneBe, ot 1986 no 1989 roz. xato jiekap-OpAUHATOp B
Koncynrarusna nonuximanka BMU-Tlnesen. I1pe3 M.anyapu 1989 ropn.
3amouBa paboTa Kato OpAMHATOP B MEAMKO-TeHETHYEH KOHCYITATUBEH LIEHTHP
npu BMU- [LneBeH kbeTo paGoTH ¥ 10 MOMEHTA. ITocnenoBaTeIHO IpEMHUHABA
TIpe3 JTHKHOCTHTE aCHCTEHT, CTapIIH U TTIABEH aCUCTCHT.

IIpe3 2010 roz. 3ammTaBa JOKTOPCKa paboTa IO reHeTHkKa Ha TeMa
,,JJAarHOCTUYHY, TPOGHIAKTHYHH ¥ eNHIEMHOJIOTHIHY aCIICKTH Ha
PEruCTpalusTa Ha BPOJIeHH aHOMAIIMH -



Ipe3 1993 rox. mpuao6KBa CHIELUATHOCT O MEIULIMHCKA TCHETHKA. TIpe3 2012
TOJi. ¥ € IPUCHAEHO HAyYHOTO 3BaHKE JIOLEHT 10 Hay4HAaTa CHenHaTHOCT
01.06.07 ,,Memuuuscka reseruka”. Ot M.pepyapu 2017 ron. € pbKOBOAUTEN
na Cexrop”MemuimHcKa resernka” MY- Iliesen. Ot 1989 rox. nou.Kosauesa
e ppKoBOIHTEN Ha [1/IeBEeHCKUS PETHCTHP Ha BPOJICHU aHOMAIHH, WICH Ha
EUROCAT or 2013 roz.

Hayuna aefHocT

B npejcTaBeHUTE MaTepHay ce ChAbpXKaT o6mo 83 Hay4yHu Tpyaa, OT
xouTo 74 ca Hay4yHu myGnukaimy, 10 OT TAX B HAYYHH CIIMCAHKA HA aHTJIMACKH
e3uK , 121 yuactus B Hay4yHH QOpyMH y HaC ¥ B qyxOuna. ITy6muKyBaHu ciiell
npuo6rBaHe Ha HAyYHOTO 3BaHHUE JIOLEHT- €/Ha MoHorpadus ,,BpoaeHn
agomaud. KITHHAKO-IucMOPGOIOrHYHA U TeHETHIHH npoGnemu”, eHa raBa
B MOHOTpadws ,,PesiKu reHeTHYHH 60NecTy” MO/ PEAAKUKSTA Ha
npo¢.J1. Tordena, 2 myGinuKauy B 9yXKAH CIIHCaHHS, 17 myGnuxanuu B
GBIrapCKH CIIMCAHKs U 2 TIOK Tevart, 4 myGnuKauyy B COOPHULIM B ITBIIEH TEKCT,
17 pe3iomeTa OT y4acTHs B Hay4HA QopymH B yyxOuHa 1 17 OT y4acTus B
Hay4Hd Gopymu B bbirapus.

ToBa MOKa3Ba BUCOKATa HAYYHA aKTUBHOCT Ha fol.KoBayeBa ciel
xabumuranusTta. Ts uma myGnukauuy B 14 criucaHus ¢ UMIIAKT daxrop.
O6musT PMIaxT GaKTop Ha CIMCAHMATA 10 JaHHH Ha MenMuuHCka 6ubnoTeKa
npu MY-Iliesen e 49.979. Llutnpanus 130- 72 B 4y’ au COHCaHUs, 58 B
OBJITapCKH.

INy6uxanuuTe Ha fou. Kopayesa ca B CIISTHATE OCHOBHH HANPaB/ICHHIS:
1. Bpo/ieH# aHOMAJIHH — 9€CTOTa, €THONOTHSl, CKPUHUHT, IMarHo3a u
MpodUIaKTHKA

2. MeKo-TeHETHYHO KOHCYJITHPaHe TP BPOACHa M HACNeICTBeHA [1aTOIOr s

3. lenerTrunHn GakToOpy 3a TPOMOOGUIKS — 3HAYCHHUE IPH Pa3ITUICH BAJL
natosorus (ChA0Ba, PENPOAYKTUBHU Hey/jauH, 37I0Ka4eCTBCHH 3a00sBaHus ¥

zp.)

4. Tenernunn (AKTOPH 3a JKEHCKH M MBKKM HHGEPTHIMTET (CTEPUIUTET M
HeyCIIeIHH OpEMEHHOCTH): [MarHo3a, TIECHETHYHO ~KOHCYITHpaHe M
npoGHIaKTHKa

5. OHOKOreHeTUKa —T€HETHYHUTE @aKTOpH M 3JI0KaYECTBEHH 3a00ISBaHu:
OHKOXE€MAaTOJIOTHYHHU 3a00JsBaHNA, pak Ha repaara

6. LLL (Life Long Learning) cuctema 3a 00y4eHHe Ha JIEKapH U CTYICHTH B
obacTTa Ha XpaHEHETO



Ipes 1989 rox. mou.Kopauesa 3amouBa IlneBeHCKHsS PErMCTHp Ha
BpOJICH! aHOMAJIHH, ITbJIHONPABEeH WIeH Ha EUROCAT ot 2013 roa. , KoHTO
AMa OCHOBHO 3HA4YeHHE IO OTHOLICHWE JAMarHo3ara ¥ PErucTpHpaHeTo Ha
ciydan ¢ BpomeH aHomanuu. Ha Gasara Ha MacoB CKPHHUHI' Ha BCHHKH
paXaHWs Ha TepuTOpHATa Ha rp. IlieBeH e NpoCieieHa AMHAMHKara B
yecToTaTa Ha ONpeleNeHHu IpynH aHomanuu. ['onsMa 4acT OT HAydHUTE
my6nuKanyy Ha fou.KoBayesa pasriexiar Te3u npo6iemu. B 6 my6nukaunu
ce mpaBd MOAPOOEH aHATM3 HAa HEOHATAlHAaTa M MEpHHATanHa CMBPTHOCT,
JBIKAIA Ce HA BPOIEHW AHOMAIMH, KaKTO M Ha CTpYKTypara Ha Tasd
maronorus (1, 25, 30, 51, 43, 92, 104, 68). Pasrnexnar ce pa3iMiHH
eTHOJIOTMYHH (GaKTOPH, MMAIIM 3HaYEeHHE 3 TAXHATA JeCcTOTa- neMorpadCkH,
CONMATHH, POBEKIAHETO HA yNTPA3BYKOB X OHOXMMHMYEH CKPHHHHT. Heiina
3aciyra e pa3paboTBaHETO Ha OPUIHMHANCH BAPHAHT 32 IANOCTEH MOAXON 1 00)
OTHOIIEHHE HAa BPOJICHUTE aHOMAmuy -,VIHTerpupaH MOAXOA 32 AMArHO3a,
perucTpanus, NpeocTaBsiHe Ha TeHEeTHIHA uH(OpMaNHs, MpociesBaHe U
npodunaKTHKa Ha BPOJCHH aHomanuy”, pezicTaBeH B 4 myGmaxamun”(1, 2,
3, 80). IlpemtoxeH € KOMILIEKCEH KJIMHAKO-IMCMOP(OJIOrMYeH MOAXOM Ha
KIMHIYHO TIOBEIEHNE TIPH M3TPaXAaHe UarHo3aTa Ha BpOJACHUTE aHOMAIIIH,
KOJTO MOJTOMara M3sCHaBaHe Ha TeHeTHYHaTa IPUpoJa W eTHONOoruATa Ha
Ta3d [ATOJOTHS W KOWTO MOXe [a HamMepy NPaKTHIECKO NPHIIOKCHHE B
paborara Ha HEOHATOJO3UTE Y NE/UATPHTE 1, 2, 3,18, 54, 73, 113). To3u
PETHCTBp, Pe3yjITaT OCHOBHO OT paborara Ha joi.KosaueBa, € TBpBH 32
HamaTA CTpaHa ¥ TpEACTaBs eNUMIEMHONOTHYHM JaHHH 33 BPOJCHHTC
aHOMaJId, CHOpaHH Ype3 NOIyJIalHOHHN MPOYYBaHHA B IIneBeHCKU PETHOH 32
25 romuuleH nmepuon U 6asypaHd Ha €IMHHA METOJOJIOTHA. Pesynratute OT
Heropara JEWHOCT MOraT aa OBHAaT M3MOJ3BaHH KaTO NpPEACTABHUTEIHH 3d
Garapckara momyianus. B perucrepa € BKIOHUCHA H uHbopMalys OT
peKbCHATH OpPeMEHHOCTH IIOpajM MPEHATalHO yCTAaHOBCHU BpOZAEHH
agoMmaquy. ToBa IaBa [ONBIHWTENHM J@HHM 33 YeCToTara Ha TasH
[ATONOrMS ¥ BH3MOXHOCT 32 HABPEMEHHO IE€HETHYHO KOHCYITHpaHe Ha
3acerHaTiTe ceMeiicTBa 3a MpoQUIaKTHKa Ha CIeBallN 6pemennoctH (1, 10,
22, 100). B nax 20 myGnuKauyuy ca ONUCaHA PEAKH XpOMO3OMHH abepanyy u
Ma(pOPMATHBHH CHHIPOMH, GUIypHpauld B peructepa.( 1, 19, 78, 79, 82,
12, 11, 30, 42, 31, 44, 32, 45, 46, 28, 29, 16, 36, 61, 74, 83, 84, 85, 41, 89, 58,
60, 81, 114, 115, 117, 121). Enna 9acT OT TiX c€ OTKpuBaT 110- KBCHO B
neuarpiuHuTe otaenenus. Jlou. Kopauesa oTaens Cnenyanto BHUMaHHE Ha
HeOBXOIMMOCTTA OT MYITHAMCIMIUIMHAPEH TOJXOXN , KonaGopalms Mexuay
pasNMYHM KIMHAYHM CIELMATMCTH M H3MON3BAHCTO Ha CHBPEMEHHH
JMATHOCTHYHH METO/IH, C OIJe]l IIOCTHraHe Ha TOYHA €THONOTHIHA IHartosa,
Npely3upaHe Ha PUCKA MPU TeHETHYHOTO KOHCYJNTHPAHE M BB3MOXKHOCT 3a
mpuaraHe Ha ed)eKTUBHA INpeHaTajHa AWarHosa H npoduIaKkTHKa Ha
BpPOZACHUTE aHOMAJIUH. '



KaTo reHeTMdYeH KOHCYNTAaHT Ts pashiexna M [pobreMu  Ha
FeHEeTHYIHOTO KOHCYNTHpaHe W IPOBEXIaHeTO Ha MpEeHaTalHa QHarHosa npu
CeMeHCTBA ¢ pasNMueH BuA BpojeHu aHomanuu. Heitna 3aciyra e
(YHKIMOHMPAHETO IBITH TONWHM HA (aMWIeH PerucThp, clomarai 3a
OTKpHMBAHE Ha CeMEHCTBA C IeHETHHEH PUCK W OCHIypSBAHE HA [EHETHTHA
KOHCYJITAl|s 3a TOJKpera Ha 3aCerHaTuTe ceMeiicTBaTa M MpodUIaKTHKA HA
cile/[Bal PUCKOBH OPEMEHHOCTH.

TeneTuynute (akTopu 32 TpoM6O(UIHS ¥ TAXHOTO 3HAYECHHE IIPH
pasIMueH BHJ MATOJNOTHs -ChOBA, PENPOAYKTHBHH HEYJatdH, TPOMOOTHYHH
YCIOXKHEHHs TPU  3710Ka4eCTBEHH 3a6oNngBaHMA U JAPYTH HO30JIOTUYHU
eIMHMIM ca Clie[BaliaTa TeMaTHKa B HayqHHTE myGnuKanuM Ha JIOL.
Kopauepa. M3cienBaHu ca MO-4€CTO CPEIIaHWTE I'€HETHIHH nebextd 3a
TpoMOoduIHs M TIXHOTO 3HA4YeHWE 3a Ppa3sBHTHETO Ha BCHO3CH
TpoMGeMGonu3zpM. OnpereneHa e 4ecToTara Ha HOCHTENCTBO Ha 4 OT Haii-
yectute TpoMOOpUIMYEA (akTopH - FVL, FII 20210G>A, PLA1/A2,
MTHFR 677 C>T u PAI 4G/4G B Obirapckara eTHHY€cKa Tpylna Te3u
pesyJITaTH ca Ipe/iCTaBeH B 4 ny6mukanuu- 15, 16, 17, 51, xaro e HanpaseH
BakeH M3BOJ 3a 3HAYEHHETO Ha HOCUTEICTBOTO HA BAapHAHT FVL 3a
MOBHMIIABAHE PUCKA 32 PA3BUTHE KAKTO Ha BIGOKYE BEHO3HH TPOMOO31 Taka 1
Ha Genompoben TpombembonuspM. MspectHa e poiita Ha BpOJICHATa
TpoMOGOGWIMS TIpH  PENpOAYKTUBHATA IaTOJIOTHAL. Pepuna ImyOnuKalyu
pasriexaT Mo-4ecTo CPEellaHuTe FeHeTHIHH medexTy 3a TpomGoduIHs KaTo
TIpHYMHA 32 CIIOHTAHHH aGOpTH, NPESKIAMIICHs, HHTPayTepUHHA peTapaanusa
Ha MJIOfa ¥ MOBUILIABaHe Ha PHCKa 3a NOBTapslH CE 3ary6u Ha moza (6, 17,
53, 55, 60, 62, 64, 66, 67, 70, 71, 75, 77, 12, 22, 19, 20, 31, 102). Or
NpPaKTHYECKO 3HAUCHNUE € H3paboTeHaTa CTpaTers, NpeAoXeHa 3a JIMar€o3a
¥ TpoQWIaKTHKa Ha CIOHTaHHUTE abopTH B pa3MYHA CpPOKOBE Ha
GpemMeHHOCTTa Ha 0aszaTa Ha HOCHTENCTBO Ha TpOMOOQUIMYHH TCHETHIHH
nedexTd ¥ TpHAOGHTA TPOMOOPHIHS. B ny6muxamau 54, 69, 71, 111 ce
[IOCOYBA ¥ TAXHOTO 3HAaYeHMe MPH HeyCNelHa aCHCTUPaHa pernpoy KIHA.

B 14 nmyOnukauuy ca NpeacTaBeH: cOOCTBEHHM H3CIEJBaHUs BBPXY
polsTa HA XPOMO3OMHHMTE AHOMAIMM M ADPYTd TCHETHHHH bakTopy B
eTHONIOIMSTA HA JKEHCKHWS M MBXKHS MHpepranurer. 3a THpBM NBT €
IIpeJICTABEHA YeCTOTaTa Ha Hali-4ecTHTe IeHeTHIHH (axropu (XpOMO30OMHH
AHOMAJTMY ¥ MAKpOJe/eniy Ha Y XpoMO30Ma) ¥ TEXHUAT [l B €THONOTHATA
Ha MBXKAS HHQEPTUIINTET.

Jlow,. KoBaueBa y4acTsa B 19 Hay4HO- H3C/I€/IOBATEICKH NPOCKTA
dunancupanu ot MY- IlneseH, Kato B 7 e Gua BoZIeI u3cnenoBaTed (1o
HOMepa ot criuchka Ne2, 3, 13, 14, 15, 16).



IlpenonaBaTtesicKa JeAHOCT

Jlou. n-p Kars Koauesa pabot KaTo NpenofasaTes KbM MepuiuHcka
regetika, MY — IlieBern ot M. Ol. 1995 roauHa, TMOCIENOBAaTEIHO KaTo
acucTeHT, crapumm acucteHT (0T M. 12. 1998 r.) ¥ raased acucreHt (ot M. 05.
2000 r.). Ot M. 06. 2012 r. 3aema JUIBXHOCTTA ,,JOLIEHT”, TI0 Hay4YHara
CIIELMANHOCT ,,TeHeTHKa”, OT M. 02. 2017 e pPBKOBOIUTEN Ha CexTop
,Menuuuucka resetnka” MYVY-IlieBeH ¥ HaqalHMK Ha JlaGopartopusATra IO
MeauuuacKa regetrka, kbM YMBAJI ,,J-p Teopru Ctpancku” EAJL, Ilnesesn.
VyactBana e B pa3paboTBaHETO Ha y4eOHWUTE MPOTpaMH, TECTOBE U Jp. ¢dopmu
CBBP3@HM C TpENOJaBaHeTo Ha JUCUMIUIMHATA ,,ME[MUHHCKA reHeTHKa”’
cpoTBeTHO BBB Dakynrer ,MeaunuHa”, ,»3IpaBHU TPIKK~ U ., MeMUIMHCKH
xoyiex”. VI3Hacs JIEKLHOHHHA Kype IO Mell. TeHeTHKa, KaTo I0eMa MOoBete OT
[IOJIOBMHATA OT HAJWYHUS XOpapuyM 3a M30pOeHHTEe CIELHUATHOCTH (6Barapo-
e3UYHO M AaHINO-e3MyHO oOydeHme). 3a Iepuona 2015-2018 axageMHUIHH
roQMHY KaTo MNperofiaBaTell € peanusupania y4ye6Ha HaToBapeHOCT obuwio 782
qaca.

Jlon. a-p Kars Kosadesa e BTOpH Hay4eH PBKOBOIHUTEIN HA ac. I'eopru
[oNeMaHOB, JOKTOPAHT Ha CaMOCTOSTENHA IMOATOTOBKAa IO CIELHATHOCT
,Buoxumus” (zanmosen Ne531 na Pexropa Ha MY-Ilnesen, ot 07.03.2018 r.).
[IpescTou pasKpUBAHETO Ha JOKTOPaHTYpa Ha BTOPH JIOKTOpaHT- J-p 30pHHULA
Kam6yposa, acucteHT KbM CekTop ,,Mer. reHeTrka’.

JIMarHOCTHYHO- KOHCYJITATHBHA ACHHOCT

B na6oparopusita Mo MeIMIMHCKa TeHETHKa KbM YMBAJI”I-p I'eopru
Crpancku” TOJA PBKOBOACTBOTO Ha mor.KoBaueBa ce H3BBpIIBA BHCOKO
CrielManu3Hpal [UTOTeHeTHdeH aHamm3. Ta BhBEX/a J0PONOBHs OUOXVMHYEH
ckpuamHT Tpe3 2011 roa. KOWTO Bede obxBama cpenHo 2000 GpeMeHHH JKEeHH
FOJHIIHO.

KpanndukanHoHHH KypcoBe

Jlou. KoBauepa e npemMuHana Kypcose I1o:
MenuKo-TeHeTHYHa KOHCYJITaTHBHA IIOMOII
[eHeTV4HH MPOOIEMH B IIEAUATPUATA
Kmuanyna gucMopdonoris
Xpomo30MHa IHarHOCTHKA
MonekyIsipHO- TeHETHYHN METO/IH 33 aHaJIu3
BroxuMu4ueH CKpUHUHT
PenpoayKTUBHA TeHETHKA
Perucrpanus Ha BpOJICHH aHOMAIMH- EUROCAT



YnenynBa B:

BBIrapcko APy KecTBO 110 TeHEeTHKa i TeHOMUKa Ha 10BeKa
Brarapcka neuaTpidHa acoUHalus

BBArapcko Apy’KeCTBO N0 aKyIIEPCTBO M TMHEKOIOTHs
BBarapcka aconualys o HeOHAaTONOTUs

European Society of Human Genetics

Jaki0ueHue

Ipodecuonamsoro passutre Ha jou. Kars KoBaueBa € OpMEHTHPAHO
OCHOBHO B IMArHOCTHKATA HA BPOJICHH U HACIEICTBEHH 3a00/IIBaHUs Ipe- 1
OCTHATANHO. BoraTuTe CH MPaKTHYECKH yMEHHs T oborarsBa ¢
TpenojiaBaTelicka IEWHOCT, HayYHH THPCCHHA ( my6nuKanyy, JUCePTALHOHEH
TpyJ, yJacTHe B HAMUCBaHETO Ha y4eGHHUIM) U YIPaB/IeHCka JEeWHOCT KaTo
pekoBojuten Ha Cexrop”’MenuIuHCKa rerernka” MY- ITnesen.Ts e yTBBpACH
aBTOPHUTET B 06/1aCTTa HA IMTOT€HETHHATa AMarHOCTHKA y HAC.

AHaNM3BT Ha NPeICTABEHUs MaTepUall II0Ka3Ba, 1€ KaHIUAATHT [0
Kats KoBayeBa HAIBIHO OTTOBApsi HA H3UCKBAHUSATA 33 3a€MaHE Ha Hay1HaTa
JUTBKHOCT ,,ipodecop” o MeIMIMHa B MeTHIMHCKIS Vuusepcuret- IlneBexn
cropej| IPaBUIHUKA 32 YCIIOBUA U pefia 33 npuao0HBaHe Ha HAYYHH CTENIEHH U
saeMaHe Ha aKaJEMAYHH JUTHKHOCTH U Ka4eCTBEHHTe KPUTEPHH 32 Pa3sBUTHE Ha
akajieMAYHus cheTas. ToBa MU J1aBa ITBIHO OCHOBaHUE /1A IIPEJIIONa Ha
4/leHOBETe Ha YBaXaeMOTO Hay4HO KypH na usbepat zion. Kars Kosauyesa 3a
,npodecop” ro I'enerrka KbM MeIMIMHCKA yHHBEPCHTET- IInesen.

ITpod.x-p Panxa Tunyesa, 1.M.
20.08.2018 ron. U’q



