CTAHOBMUIIE

ot npo¢. a-p Crosin I'anues JlaaueB, aM, Menununcku yHuBepcuter - Codust
OTHOCHO @ KOHKYpC 3a ,,JloueHT” no npodecuonanHo Hanpasjenue 4.3.buosornyecku
HAYKH, Hay4YHa crienuajHocT “T'eHeruka” (eHeTHKa HA YoBeKAa) 00siBEH 3a HY:KIUTE HA
Kareapa ,,I'enernka” nHa buosorunveckus gpaxyiarer npu Copuiickusi yHHBepCUTET.

1. O6ma uvacrt

KonkypcewT € o0sBen B JI.B. Op. 44 ot 29.05.2018 r. EquHcTBeH KaHauagaT B HEro € TII
acucteHT Cena Kapauanak- fuxoBa ot Kareapara no MenMIMHCKAa TE€HETHKA NIPH
Menununackust dakyaretr Ha MY - Codusa. IlpernenbT Ha JOKYMEHTHTE TOKas3Ba, 4e
npoiieaypara 1mo o0siBIBaHETO Ha KOHKypca € Crla3eHa W JOKYMEHTHTE Ha KaHJIuJaTKara ca
MMOATOTBEHU CHIIIACHO M3MCKBAaHMATA HA 3aKOHA 3a pa3BUTHE HA aKaJeMU4YHUs CbCcTaB B Pb u
[IpaBuiHMKaA 33 IPUIOKEHUETO MY.

I'n. acucrenr Cena Kapauanak-flHkoBa € 3aBbpIIMJIa BHUCHIETO CH OOpa3oBaHHE B
buonoruueckust ¢akynrer Ha CY mpe3 2004 r. ¢ oOpas3oBarenHa CTENeH ,,0aKalaBbp -
MOJIEKYJIsIpeH OHOJIOr, a B CIE/ABAIMTE JBE TOJWHU MOJydyaBa CTEMEHTa ,,MarucTbp’ IO
MOJICKYJIIpHAa OHWOJIOTHSI, CIeNUaTHOCT reHeTtuka. Cliel 3aBbpIIBaHE HA BUCHIETO CH
oOpazoBanue mnpe3 2007 r. mocThIBa ¢ KOHKYpC Ha paboTta kaTo acucTeHT B Katenpara mo
MeauuuHacka reeHTuka, MY-Codust u 2015 r. e npecreneHnyBaHa B TJI. aCUCTCHT. 3alllUTUIIA €
mucepramust 2013 r. Mma oOuy TpyaoB crax 10 roaumnu u 7 Mecena, HM3LAJIO IO
cnenuamHoctTa. OOy4eHHETO i € JOMBJIHEHO ¢ ABYKpaTHU crenuanu3anuu B Kateapara mo
ounosorus u 6morexnosnoruu ,JI. Cnanannanu” B YHuBepcutera B [laBus, Uranus. Bnanee
OTJIMYHO MMUCMEHO ¥ TOBOPHUMO AHTJIMMCKHU €3HK.

2. HayuHo-u3cjieioBaTe/ICKa AeifHOCT
3a yyacThe B KOHKypca KaHIUJaTKaTa € mpecTaBuia cnuchk ot 34 myonukamuu. OT Tsx 3
ca CBbP3aHM ChC 3alllUTEHATa OT Hesl IOKTOpcKa aucepraius. ['oiasma yact oT myOauKaiuuTe
MpeicTaBAT 0000IIeHn JaHHM OT pa3palOTKM Ha TOJEMM HAay4YHM KOJIEKTUBU Ha
MEXJIyHAapOJAHU KOHCOpIMHYMH B KouTo ydactBa W Cena KapauaHak, KoeTo MO3BOJIsIBa
dopMynupaHe Ha 3aKJIIOYEHUS BbpPXY roisaMm (axktuuecku wMatepuain. I[loBedero ot
CIIMCaHMATAa ca ¢ BUCOK MMMIAKT (akrop, kato Nature, Nature Genetics, Science, Cell u mp.
ToBa o0ycnaBs BreyatisBamus o0 UMITAKT (akTop oT myonukanuute i — 369,794, xakTo u
BUCOKHsI Opoil mutupanus - 2554 cnopen 6azata ganuu Ha SCOPUS. IlspBu aBTOp € B 6
myOJIMKauu, BTOPH aBTOP B 2 MyOJIMKAIIUH.
Hayuno-u3cnenoBatenckata paboTa Ha KaHAWJATKaTa M INPUHOCUTE OT MyOJIMKAaLMUTE ca
OCHOBHO B CIIC/IHUTC HAayYHHM HANpABJICHHs: a) MOMYJAIMOHHA I'CHETHKA M T€HOMHKa; 0)
NCUXUATPUYHA TCHOMHKA ¥ TCHOMHKA Ha YeCTHTEe OOJIECTH; B) TCHOMHKA Ha JBJITOJICTHETO;

Havyuu npuHocu

Ha mnonynanvoHHO-TEHETHUYHUTE NPOYYBAHMUS Ca TIIOCBETEHM OJNM30 TIOJOBHHATA OT
nyommkanuute (Ne 2, 3, 6, 7, 8, 10, 11, 13, 17, 18, 20, 21, 25, 27 u 28). B To3u pasnen
OCHOBHUTE NIPUHOCH Ca IOJYyYEHU IPHU M3CIECABAHUSA B E€IHOPOJUTEICKH CUCTEMH - UpE3
mutoxonapuania JJHK (MtIHK) u Y-xpomo3omara, KakTo U MpPOYYBAHUS Ha ISUTOCTHHUSA



TCHOM Ha ChBpeMeHHUTe Obirapu. Ilo—TiaBHHUTE pe3ynTaTH M HMPUHOCU C (yHIAMEHTAIHO-
TEOPETUYHO 3HAYCHHE 10 TOBA HAYYHO HAIpaBJIEHWE MOTaT Jia ce 00O0IIST KaKTo cie/iBa:

- ycranoBenute MT/JHK xarmorpynu B ObATapckusi MUTOXOHAPHANICH TeHOPOH ce
XapaKTepu3upar ¢ U3KJIIOUUTEIHO BUCOKA YECTOTa Ha 3aIaIHOEBPA3UNCKHU JINHUU.

-[10 OTHOUICHHE Ha Y-XpOMO3OMHHUS T€HO(OHM, M3CIEIBAH C BHCOKO-PE30JIIOTHBHO
TeHOTUIIUPAaHE HAa MapKepU M aHajIu3 Ha MUKpOcCaTelMTHATa U3MEHUYHUBOCT € YCTAaHOBEHO, ue
IIpU ChBPEMEHHHUTE OBJIrapH IpeoliagaBar 3ama HOeBPa3HiiCKi Y -XpOMO30OMHH XaIUIOTPYIIH.
Oxoino 40% ot ObJATapcKUTe MBKE MPUHAIeKAT KbM Xartorpynure E-V13 u [-M423.

- [lo-ropHuTE HAXOKM TOKA3BAT, Y€ APEBHUTE OBJITAPH YUaCTBAIN IPU (HOPMHUPAHETO
Ha CBBPEMEHHHS OBJIrapcKd Hapoa HsAMAT OOl TeHETHYeH IPOU3XO0Jl C alTallCKUTe
MOMYJIAI[MK U TOBOPEIIUTE TIOPKCKHU €3HIIM CpeaHoasuarcku momynaruu (11, 18).

[TonydyeHnuTe AJaHHU C TPUIIOKEHUTE €THOPOAUTEIICKU CUCTEMHU Ca CPAaBHEHHU C TE3U 3a
JPYTH CIAaBSIHCKH TOMYJIAINHU, IPH KOETO C€ YCTAHOBSBA, Y€ FOKHUTE CIIABSHU Ca MO-O0JIM3KH
M0 XAIUIOTUITHUTE CH XapaKTePUCTUKU A0 ChCEIHU OANKaHCKH HECJIaBSHCKU MOMYJallluH,
OTKOJIKOTO ChC 3allaIHUTE U U3TOYHU CIIABSHU, T.€. HE CHOCIAT 3HAUUTENIEH OOl FreHEeTUYCH
npousxoxn (27).

B mnocrtrenomHara epa NOIyJallMOHHO-TEHETUYHUTE IIPOYUBAHUSA IPEMHHAXa OT
aHaJIM3 Ha eJHOPOIUTEIICKH MapKePH KbM M3CJIEIBAHUS HA ISUIOCTHHUS T€HOM C MUKPOUUIIOBU
TEXHOJOTUU. ABTOpKaTra NpoAb/DKaBa HAy4yHOTO JHMpPEHE B Ta3W HACOKa M Y4acTBa B
MPOBEKIAHETO HA TEHOMHO MPOYyYBaHE HA €UHUYHU HYKJICOTUIHU noimumopdusmu (SNP),
TCHOTHIIMPAHU C MOIXOASIAa MUKpouunoBa miargopma. OO0OIIEHUTE NTaHHM HAa €KHIlAa OT
€BPOIEHCKH M3CJeIoBaTeNId, B KOWTO KaHAMWJATKaTa ydacTBa, CIY)XaT 3a Cbh3JaBaHEe Ha
BceoOXBaTHA €BpOIEHCKAa F'eHETUYHA KapTa, [oArnoMaraia Mexx1ynonyJIalliOHHUTE aHaJIu3H,
[SAJIOCTHUTE TEHOMHHM AacOolUaTHUBHU mpoyuBaHus (3) U MpoyuBaHe Ha MpOIECUTE Ha
MOMYJTAMOHHO CMECBaHe ¥ popMUpaHe Ha ChbBPEMEHHUS 3arnaHoeBpa3uiicku reaopoun (17).
OO6001meHnTe JaHHM Ha TMOMYJAIMOHHO T€HOMHOTO H3CJE/IBaHE [aBaT OCHOBaHHE Ja Ce
IIpUeMe, Y€ ChbBPEMEHHHUTE €BPOINEHLM MPOU3XO0XKIAT OT MOHE TPU CHWIHO JUdepeHUUpaHu
nomymnanuu(13).

3aKJII0O4YEHUATa OT MOIMYJIALMOHHO T€HETMYHUTE U I'€HOMHHU H3CIE/IBaHUS OTHOCHO
IIPOM3X0/la Ha CBBPEMEHHHUTE MOMYIALMM €A TMOJAKPENEHM YAayHO 4Ype3 H3CIEABaHE Ha
antnyHa JIHK (aJI[HK) oT 4YoBemku KOCTHH OCTaHKH. Ype3s MHUTOXOHAPHUAITHO
¢unoreneTnyHo mnpoyuBaHe Ha mnpadwiarapcka a/[HK aBTopkara moka3Ba, ue ApeBHHTE
ObJArapu UMaT 3anaJHOEBPA3UICKU MPOU3XO0/ M0 MalyMHA JIMHUSA U ca TEHETUYHO MO0J00HU
cbc cbBpeMeHHuTe Obarapu (20). Ananusupanero Ha a/I[HK e Hanoxuino HSIKOW METOAWYHU
aJlanTaIyy, KOUTO MPEICTABISIBAT MPAKTUIESCKU MPUHOC Ha pa3paboTrkata (28).

[[4710CTHOTO TEHOMHO CEKBEHMpPAaHE Ha WHJIMBHIM OT IONYJallM¥ OT LEJINs CBAT,
BKJIIOUMTENHO U OT bbarapus mo3possiBa Ja Ob/ie Bb3CTAHOBEH M3XOJHUS YOBELIKM I€HOM,
CBILECTBYBAII MPE/IH Pa3CeIBAHETO HA ChbBPEMEHHHTE Xopa (21).

[lo nHampaBieHHETO NCHUXHWAaTPUYHA T€HOMHKAa M TEHOMHUKAa Ha 4YecTUTe OOJeCTH
pesynratute ca npeactaBenu B 15 cratuu (Ne 1, 4, 5, 9, 12, 14, 16, 22, 23, 24, 26, 31, 32, 33
u 34), kato 9 oT TAx ca 0000UEeHN MyOIUKalMK Ha paboTHA Tpyma Mo MU30(ppeHusiTa KbM
KOHCOpLMYMa IO IICUXUaTpUYHAa FTEHOMHUKA, B KOATO Y4acTBa U KaHAUAATKATA.

['eHeTnyHaTa TPEAPA3MOTOKEHOCT KbM IMHU30PPEHHUS U OUIMOIIPHO Pa3CTPOUCTBO
(PAP) mpu Obarapcku HalMeHTH € W3CJe[BaHa 4Ype3 aHAIW3 Ha eIUHUYHU HYKICOTHIHU
nosniuMopdusmu (SNP) 1 1A710CTHO TEHOMHO aacOIIMAaTUBHO MPOYYBaHe, KaTo € JoKa3aH HOB
reH 3a mm3odppenusta — HHAT u HTR5A npu BAP, 3a koifiTo ce mpeamnonara BaxxHa posist B
nmaToreHesara Ha 3abossiBaneto (4,9).

OO6o0uieHnTe TaHHU Ha Pa3JIMYHM M3CIIEAOBAaTEeNd B PAMKHTE Ha KOHCOpIHMyMa 3a
Te3U 3a00JIsIBaHUS MO3BOJIABA BBHPXY roJisiM Opoi MalMeHTH OT pa3jMyYHU MOMyJaluu Ja ce
UACHTUUIMPAT ACOLMAIMN B T€HH EKIPECHpaHH KakTO B MO3BbYHHU CTPYKTYpHU, Taka U B



ThKaHM Ha UMYHHaTa CUCTEMa, KOETO € MPEANOCTaBKa 3a M3SICHSABAHE €THOINATOreHe3ara Ha
3a00JsIBaHMATAa M €BEHTYaJIHW MMIIEHM 3a npuuenHa tepanusa (14). OnpexneneH uHTepec
NpeIU3BUKBA aHAIM3a Ha rojsmMara 0a3a JaHHM HAa KOHCOpPLMHYMA IO OTHOLICHHE PHCKA 3a
mu30(peHns U Bb3pacTTa Ha JKEHUTE NPH IBbPBOTO paxkJaHe (MO-BUCOK PHUCK KaKTO IPH
paHHa Taka M B MO-KbCHA BB3pACT), KaTO M IMOTEHIMAIHATA BPb3Ka C aMHOTpOopHUYHATA
JaTepaliHa CKJIepo3a, KOATO € Mo-4ecTa Cpell pOACTBEHULUTe Ha OosHuTe. Mnentuduuupanu
ca 114 oOmwm 3HAUYMMU JIOKYCH 32 JBeTe 3a00JIIBaHMUs, MOJCKA3BaIM CXOIHH HApYIICHUS B
CHHANTHYHUTE W HeBpoHanaure nbruima (31, 34). JlaHHuTe OT MOAOOHM T'€HOMHHU
pOyYBaHHUS HECBMHEHHO Ca OT Ba)KHO 3HAYEHHUE 32 MPECTPYKTypUpaHE Ha NMCHUXUATPUUHATA
HO30JI0THs U ONITUMM3HPAHE Ha Tepanusara.

OO6paboTkara Ha JaHHUTE OT TCHOMHHMTE IPOYYBAHHS B PAMKHTE Ha IIUPOKUA
KOHCOPLIMYM I10 ICUXUATPUYHA I'€HETHKA MI03BOJISIBAT J1a CE MPUIIOKAT ChbBPEMEHHU MOJIXOAN
3a aHaNM3 4Ype3 METOAM Ha JUCIEPCHOHHM KOMIIOHEHTH, YHCJIOBAa pErpecHs IpH
HEpaBHOBECHA CKAYEHOCT M JIPYTU 32 OMOMETPUYEH aHAIW3 U M3UMCIIABAaHE Ha MOJMICHHUSA
puck (16, 22).

OmnpezneneH WHTEpeC MPEICTABASBAT M CKOPOLIHUTE T'€HOMHU INPOYYBAHUSA MpPU
aparosieTHUNM B beirapus. 3amoskeHaTta Xumore3a Jla c€ ThPCH ydacTHE Ha TPOTEKTUBHH
TeHETUYHU BapUaHTHU aCOLUPAHU C OHKOJOIMYHHM U ChPACYHOCHIOBH 3a00JISIBAaHUS MOXKE J1a
pa3Kpue MHTEPECHHU 3aBUCHMMOCTH 3a MpeAucno3uiusta kbM abironerue (30).

B 3axmouenue mMoxe Ja ce orOenexu, ye mpeAcTaBeHaTa OT KaHAMJaTKaTa aBTOpPCKa
CTpaBKa 3a TMPUHOCUTE € OOEKTHMBHA, CAMOKPUTHYHA W 5 XapakTepU3upa KaTo H3rPajcH
U3CIe0BaTell.

3. HayyHa akTHBHOCT

OcBeH chlecTBeHaTa IyOJIMKALMOHHA AaKTMBHOCT aHanu3upaHa mno-rope, CeHa
Kapauanak mma u pemumna Apyrm HpUHOCH B HaydHaTa cdepa. Ts ydacTBa akTHBHO B
HOMYJIAPU3UPAHETO HA PE3YJITATUTE OT HAYYHUTE CH MPOYYBAHUS HA HAILU U MEXIYyHAPOIHU
¢dopymu. Mma 06110 27 yyacTtus B MEKIYHAPOIHU M HAIIMOHAIHU KOHTPECH U KOH(EPEHIIHH.
VYuactBana e B 8 mpoekta. Ot Tax: 1 MexayHapozaeH, 5 ¢unancupanu ot Poup ,,Hayunu
nscnensanust Ha MOH u 2 punancupanu ot ponna va MY-Codus.

Unen e Ha: bparapckoTo ApyxecTBO M0 T'eHETHMKAa U T'€HOMHUKa Ha 4oBeKa; EBporneickoTo
JpY>KECTBO IO F'eHeTHKa Ha YyoBeka; Cblo3 Ha yueHuTe B bbirapus- cexuus ,,I'eneruka”.

4.Y4eOHO-TIpenogaBaTesIcKa 1eiHOCT
I'n. acucrent Cena Kapayanak nma 3HAUMTENEH ONMT B CTYJEHTCKOTO IpenoaasaHe. B
Karenpara mo memunuHcka reHetuka 3a 10-roguiieH nepuoa uMa peanusupanHu 2928 y
yyeOHa HATOBapeHOCT (CPEAHOTOAUIIHO- 293 4.) OT yHmpaXXHEHUs Ha CTYAEHTH MEIUIH U
¢dapmaneBty, kato oT 2012 roarHa BOAM U MpenofaBaHe Ha aHTJIOE3UYHU IPYIIH.
Ot 2016 r. e xoHOpyBaH mpenojaBaren B Karenpara mo reneruka Ha b® na Coduiickus
YHUBEPCUTET ChC CPEIHOTOJUIIHA HaTOBapeHOCT OT 120 4. OT JIEKIMH U YHpaXHEHHs IO
,,] GHETMKa Ha 4OBEKa~ Ha CTYJIEHTH B Marucrbpckara rnporpama ,,I'€HeTHMKa U T€éHOMHKa U
o ,,O011a reHeTHKa” Ha CTYJI€HTH B OakajlaBapcKaTa porpama Io MOJIEKyJsipHa OMOJIOTHs.
IIpe3 2018 r. uma 20 yaca XOHOPYBaHU NPAKTHUUECKU 3aHATHA MO MEIULMHCKA T'€HETUKA Ha
KJIMHUYHU Jabopantu oT Mexa. konex ,,dunaperosa” kbM MY-Codus.

VYyacTBasia € B KOJEKTHB, MOJATOTBHJ JiBa y4yeOHUKa MO MEIUIIMHCKA TIeHeTHKa Ha
OBJTapCKU U aHTJIMICKHU U IBE€ pPbKOBOJCTBA 3a YIPAXXHEHUS Ha [BaTa €3UKa.

3ak/JaouYeHne

Ot mno-rope u3/10:kKeHOTO € BHAHO, Ye riac. Cena Kapauanak e wu3rpagen
U3CJ1e10BaTe]l ChC CTOMHOCTHM HAYYHH NPUHHOCH B 00/1aCTTa HAa MeIMIMHCKATA
reneruka. [lpurexaBa MHOro J00bp ONMT B NMPENOJABAHETO HA CTYAEHTH — MeIWIIH,



¢papmaneBTu u 6mos103u. T oTroBaps Ha BCHMYKH M3MCKBAHUS Ha 3aKOHA 32 pa3BUTHE
Ha akajgemMuyHusi cbctaB B Pb u I[lpaBuianuka 3a npuiio:xkenuero my B CY-Codusi no
OTHOIIIEHHEe HA KOJMYEeCTBO M KA4YeCTBO HA HAYYHATA NPOAYKIHUS M NeJarormyecka
neitHoct. ToBa MM 1aBa ocHoBaHMe Y0eJdeHO /1a NMPenopb4aM HA HAYYHOTO KYPH Ja
rJ1acyBa MOJIOKUTEJIHO U 12 npenioxu Ha PakynreTrHus cbBeT npu b® na CY- Copus
na npucbam Ha Cena Kapauanax akajeMU4HATA IJIbKHOCT JOLEHT”.

14.10.2018 r. HN3rorBuJI CTAaHOBUILIETO:

(Mpod. x-p Crosin Jlaaues, 1.M.)



