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CTAHOBHUIIE
om
MPO®. J-P JIIOAMWJIA BOHYEBA AHI'EJIOBA, IM,

PBKOBOJUTEJI KATEAPA ,MEJUIIHUHCKA 'EHETUKA“, MY-BAPHA

OMHOCHO:

JlucepTalMOHEH TPYA Ha TeMa ,,MoJeKy/IspHO-TeHeTHYHH H HMYHOJOIrHYHH GHOMApKepH
NPH MeAMKO-TeHeTHYHOTO KOHCYITHpPaHe Ha ceMelicTBa ¢ nHpepTHaMTET” HA A-p Mapus
Kocragunosa JleBKoBa, aCHCTEHT, JIOKTOPAHT B penoBHa ¢opma Ha obyuyenue B Karenpa 1o
MequIUHCcKa reHetuka, MY Baphna, 3auncieHa mo JOKTOpaHTCKa IMporpaMa »I eHeTHKA* 3a
npunobusane Ha OHC ,,Jlokrop“ B obnact Ha Bucwe obGpasosanue 4. Ilpuponnu Hayku,
MaTeMaTHKa ¥ MH(popMaTHKa; npodeCHOHATHO HanpasjieHue 4.3 buonornyHy HayKu.

Hay4eH pbpKOBOAMTEJI: IIpo. a-p Jlronmuiaa bonyesa Aurenosa, 1.M.
Jlou. a-p Tpudou I'eoprues Yepsenkos, 1.0

Ysren na Hayuno JKypu no 3anosexn Ne P-109-17/ 15.01.2021r. na Pexropa Ha MY — Bapna
Ipeacenaren na Hayuno xypu. Cranouiie no [Iporokon Nel ot IIspBo 3acenanue.
CrenHaJHOCT U Hay4Ha creneH — [Ipodecop 1o MeanunHCKa FeHETHKA, IOKTOP 110 MEANLIHHA

Hucrurynus — MY ,Ilapackes Crosinos“ Bapna

AZlpec M KOHTAKTH:

MY Bapna, Katenpa 1o MeIMIIHHCKA M'€HETHKA

Bya. ,,Xpucro Cmuprencku Nel, YMBAJI Cs.Mapuna
Enextponen azpec: liudmila.angelova@mu-varna.bg
Ten. 0898684701, ci. Ten. 052/978225

CTaHOBHILETO € M3TOTBEHO ChOOpa3HO M3UCKBAaHHMATA Ha 3aKOHA 3a pa3sBUTHE HA AKaAEMHYHHUS
cheraB B Penmy6nuka Buirapus, IlpaBuinnka 3a npuiarane Ha 3PACPB u IlpaBunnuka 3a
pasBuTHe Ha akagemuunus cbetas ([IPAC) na MY Bapha.

Ertanmute Ha JOKTOpAHTypaTa ca Cla3eHH, HAMa NPOMsiHA Ha I'bPBOHAYaAJIHATA TEMA W Hay4HHS
pbKkoBoauTen. 1o mpoueaypara 3a 3amurara A-p JIeBkoBa e npescTaBuiia BCHIKH HeO0OX0IUMHU

MaTepHaiy ChriiacHo u3nckpanusta Ha [TPAC na MY-BapHa.



Kparku 6morpaduunn nannu 3a noxropanra: JI-p Mapus Jleksa e ponena Ha 17.12.1991 B rp.
Bapua, xbaeto 3aBbpuBa u BUcmIeTo cu o6pasoBanne (MY »IIpod. n-p ITapackeB CrosHoB )
KaTo nvpeeney Ha BHNYCK ,,2016 romuna“. Ot M. deBpyapu 2017 pabGoTH KaTo acHCTEHT B
Karenpa mo memuimucka remernka, MY Bapua um JIaGopaTopus Mo MeIMIMHCKA reHETHKA
YMBAIJI ,Cseta Mapuna“ Bapua. Bbp3o npumo6uBa KOMIETEHIMH 3a H3IbIHEHHE HA
NperoaiaBaTesicka EHHOCT ( MPEAMMHO CTYAEHTH MO MeIWIMHa, aHTI0e3MKOBO 00yueHHe) U
aJIeKBaTHU NPO(PECHOHATHN YMEHUs 3a U3MBIHEHHE Ha JAEHHOCTTA IO JMCEPTAlMOHHUS U TPy,
U3pabOTEH B CHIIMTE CTPYKTYpH. [IpaBH MHOTO MONOXKHTEHO BrieuaT/ieH e, Ye 3a KpaTKHsl IEpUOT
OT 4 TOJAMHH, T HE CaMO M3IbJIHM BB BPEMEBH aBaHC JOKTOPaHTCKUTE CH aTeCTAllMOHHU
3a/IbJDKEHMU, HO I0Ka3a U LJIOCTHA aKTHBHA HAy4HA JEHHOCT NPEIMMHO KaTo BOJEII aBTOp (M
Cb-aBTOp) Ha 15 MBIHOTEKCTOBH MyGivKauuu B pedepupany u UHACKCHpaHH dyxau (7 Op) u
Hamy (8 Op) cnucanus (B T.4. 16p ¢ IF), 27 mayunu yuyactus, 5 UUTHPAHUs B 4y)XOuHa, u 4
M3CJICZI0BATENICKU MPOEKTa (B T.4.2 10 TeMara Ha JuceprauusTa). IIpes M. maii 2021 i IIPEJICTOH

IIoJlaraHe Ha II’Lp)KaBCH HU3IIUT 3a l'IpPIII06HBaHC Ha CIICMHUAJIHOCT I10 MCIIPIIII/IHCKa FCHETHKA.

Ot camOTO Hayamo MOKTOPAaHTBT MPOSBH HAy4YeH MHTEpeC B 00iacTTa Ha MOJIEKYJISIPHO-
TCHETHYHUTE METOAM M OBp30 ce (oKycHpa BBPXy NPHIOKEHHTO WM IPH MNAUMEHTH C
MH(EepTUIUTET - elHa obacT ciabo paspaboTBaHa B Boirapus, ocobeno npu BKIIOYBaHE U Ha
uMyHoOsoruyHu Mapkepu. Llenra Ha nucepranusra Gewe sicHo Gopmyupana - IPOYYBaHE poJIsTa
Ha MOJICKYJISPHO-TCHETHIHH ¥ UMYHOJIOTHYHH OHOMAapKepH B €THOJIOTHSTA HAa HHMEPTHINTETA,
TMIONMHEHO  HAa  HYXIAWTE HA MEIMKO-TEHETHYHOTO KOHCY/ITHpaHE TIPH ceMeiicTBa ¢

PENpPOTYyKTUBHH MPOBIIEMH.

B xona Ha paspaGoTanero Ha aucepranmonHus Ty NPeAU3BUKATENICTBO 3a JOKTOpaHTa Gere
OT €Ha CTpaHa MOAOOPBT Ha rpynara nauuentd - 170 muna (100 namuentd u 70 KOHTPOJIHU
JIMLQ), pa3fieJIEeHH B CaMOCTOSTENHH TPYMH C MBKKH H IKSHCKH UHQEPTUIIUTET, OT JApyra -
YCBOSBAHETO W NPHIIAraHETO HA NOCTATHYHO HALEK/IHH U M3IBIHAMHU JIaGOPATOPHH METOHM 32
KJIMHUYHO NpUIIOKeHHe. TyKk HMMEHHO mponuyaxa mobpara TEOPHTHYHA | IIPaKTHYEeCKa
TIOArOTOBKA Ha JIOKTOPAHTA, KOWTO NpEINpHe «B Kpauyka» BKIIOYBAHE HA HOBH MapKepH M
METO/MYHA ONTUMHU3ALKsS [10 00paboTKa Ha JAHHUTE M U3BEXJAHE HA CTATHCTHYECKA 3HAYUMOCT

OT TCHETUYHHUTE U3CJICABAHUS.

B TbpceHeTo Ha cucTeMeH IOAXOM 3a MPUIIOKEHHE Ha MOJIEKYJIIPHO-T€HETHYHH M3CJI€[BAaHUS
TIpH MALHEHTH C PENPOAYKTHBHU 1pobiemu -p JIeBkoBa nomxoxaalie He caMo Che 3arbiI60UeH
aHajus3 Ha TOTyYCeHHTE pe3yJTaTH, HO M C KPUTHYIHA OTTOBOPHOCT M KEJAHUE 32 PasIIHpsIBaHE

Mmaiiaba Ha HU3CJI€ABaHUs] KOHTUHICHT MMalMEeHTH. T UMa BU3US KaKTO 110 OTHOILICHHUE POJIATa Ha
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14 bp uncepuus Bapuanta B HLA-G reHa B XOMO3HIOTeH reHOTHI, (aCOIMHUPAI CE C MO-BUCOK
PHCK 32 MPEKbCBaHE HA OPEMEHHOCTTA) U M3SICHSABAHE 3aIlIUTHATA POJIS HA XOMO3HUTOTEH F'€HOTHIT
Ha JIe/iellisl BApHAHTA B ChIUKs I'eH TIPH JKEHHM, TaKa ChIIO U IO OTHOIIeHHe Ha 5T noaumopdHus
Bapranta B CFTR rena (mozkpensmy ponsta Ha (akTop 3a HapylleHa CIepMaToreHesa H
HamaJieHa KOHICHTpalsi Ha CIIEPMATO30MIMTE) B MO-TOJIIMA Ipyna OT YYaCTHHIM ¥ 3JpaBH
KOHTpoJM. Moxke Ou 3aToBa JNOKTOPAHTHT IOKa3Ba TpaeH HaydyeH HMHTEpeC B OGMOMOJIETO Ha
uHpepTUIMTeTa, MyOIUMKYBa 0030p, METa-aHAIM3, PE3y/ITaTH OT APYIH FE€HETHYHH MAapKepH

(M3BBH BKJIIOYEHHUTE B IUCEPTALMATA) B Ol 8 CTATHH U 3 ydacTusi B 4y>kOMHA U y HacC.

Benuko ToBa 06GoraTv NMO3HaHHETO M ONHUTA Ha JIOKTOPAHTAa M TOM B3€ aKTMBHO YYaCTHE BBB
(opmynupaneTo Ha H3BOANTE B CHOTBETCTBUE C MOJYYEHHUTE PE3Y/ITATH U MPHHOCHTE ¢ (HOKYC
BbpPXY MOJIEKYJIHUTE aclleKTH Ha HaydHaTa pa3paboTka Ha (oHa Ha NeQUUUTHH JAHHHU OT
MOJIEKYJIAPHO-TEHETUYHH H3CJIIBAaHUS IpU ObJArapckud nanueHTd ¢ uHpeprunuter. OCBEH
Hay4YHa CTOMHOCT (OprMHajHa M NMOTBBPAMTENIHA), IPHHOCHTE MMAT M MPHJIOXKEH XapakTep 3a
noaxona 3a oOCIy)XKBaHE Ha CeMEHCTBA C PENpOJYKTHBHH Heydaud (MEIMKO-TEHETHYHO

KOHCYJITHPaHe, Ha3Ha4YaBaHE Ha JJabopaTOpeH MaHe U HHTEPIPETUPAHE Ha PE3YJITATUTE).

B 3akumovenne 6ux McKajga a noayepras, 4ye B X0Ja Ha pa3pabOTBAaHETO Ha JAUCEPTALHOHHHS
TPyA BB3HHMKBaxXa peauua NpoOJIeMH OT pPa3IM4HO €CTECTBO, KOUTO Osixa MHOTO yMeEJo M
TBOPYECKH pPEIIAaBaHM OT AOKTOpaHTa. [oBa moka3Ba Heropara JoOpa Hay4YHa IOJATOTOBKA H
U3CIIEI0OBATENICKU HIOX. 3a MEepUo/ia Ha M3ciie/loBaTelcKaTa cu pa3paboTka Ja-p JIeBKoBa BIOXH
MHOTO JIMYEH TPYJ ¥ yMEHHE 3a aHAIM3 Ha pe3yJITaTH Ha TOYEH Hay4eH €3HMK U Ce YTBBPIH KaTo
npodecuoHamucT ¢ OE3CIOpHH Ka4yecTBA B  MEQUIIMHCKATa MOJIEKYJISPHO-T€HETHYHA
quarHoctuka. To# oTroBaps Ha HayKOMETPHYHUTE M3MCKBaHHMATAa Ha 3aKOHA 3a pa3BUTHE Ha
akageMuuyHus cbctaB B Pb u BbrpemHuTe kpurepuu Ha MVY-Bapna. ToBa, KakTO W BCHYKO
rOpen3I0kKEeHO, MU JaBaT OCHOBaHHE yO€[IeHO Jla IpenopbyuBaM Ha yBakaeMoTo HaydHo xypwu

IIPUCHXK/IAaHETO Ha Hay4yHara cteneH *’Jlokrop’” Ha Mapus KocraguHosa HeB@.
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10. 02.2021 I'p.Bapua i
IIpo¢. n-p Jroamuna bonueBa AurenoBa, A.M.



