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OO0 npeacTaBsiHe HA poLeAypaTa

Cnc 3anoBen Ne P-109-82 ot 21.03.2024 r. Ha npod. a-p Aumutsp Paiikos, a1MH,
Pextop Ha MenuiuHCcK yHUBEpCUTET — BapHa, Bb3 OCHOBA Ha pelleHHe Ha
dakynrere chBer Ha Dakynrter no Meauiuna (IIpotoxon Ne18/11.03.2024 r.) cem
n30paHa 3a BETPEICH WieH Ha HaydHo KypH, OIIEHSBAIO AUCEPTAIIOHHUS TPYA Ha
n-p Junnap Amn SIxs Ha Tema ,,M3cinenBane Ha MOJIEKYJIIPHO-TEHETUYHU MapKepH
MIPH TIAIIMEHTH C OCTPa MUENIOTeHHA JieBKemus . Criopes penieHne oT MbPBOTO
3ace/laHNe Ha HAYYHOTO )KypH ChM OIpeJIeNIeHa 1a U3TOTBS CTAHOBHIIIE.

[IpeacraBeHUAT KOMIUIEKT OT MaTepHalld MO MpoLeaypara 3a NPUCHKIAHE Ha
OHC ,,10KTOp*“ € mbiieH, HAJIWYEH Ha €JEKTPOHEH M XapTUEH HOCHUTEl U € B
ChOTBETCTBUE C M3MCKBAHUATA HA 3aKOHA 3a PAa3BUTHUETO HA aKaJIEMHYHUS ChCTaB B
Peny6nuka beirapust u ¢ [IpaBuiHuKa 3a pa3BUTHETO HA aKaJeMHYHUS ChcTaB HA MY
— Bapmna.

KpaTku 6morpaduynu J1aHHM 32 JOKTOPAaHTA

J-p duanap Anm Sxs 3aBppmBa cpenHo odpazoBanue mpe3 2011 r. B CYEO
»Anekcaunsp Ilymkwe™ BbB Bapha, a mpes 2017 r. — Bucmie oOpa3oBaHHE ITO
meaunuaa B MY | Ilpod. n-p IlapackeB CrostHoB®, Baphna. [Ipe3 2019 r. e 3auncnena
KaTo acucTeHT B Karenapa rmo MeIuIIMHCKa TeHeTHKA KbM ChIIHUS YHUBEPCUTET U KaTO
CHELUANN3aHT 10 ,,METUIIMHCKA TeHeTuKa™ B cektop JlabopaTopus mo MeauIMHCKa
renetuka kbM YMBAJI ,,CB. Mapuna®, Bapna. [Ipe3 2023 r. npuao6uBa crieliuaiHoCT
,MeauimHceka reHetuka’. [1pe3 2020 r. e 3aunciena KkaTo JOKTOPAHT B peloBHA (hopma
che 3anoBe Ha PekTopa Ha MY — Bapna Ne P-109-475/04.11.2020 r. ¢ qucepTaius Ha



Tema: ,,M3cienBaHe Ha MOJICKYJIIPHO-TEHETMYHH MapKepH IpH TMAIUEHTH C OCTpa
MHeJIoreHHa JeBkeMus . OT4uCiIeHa € C MPaBo Ha 3aiuTa ¢ pemenre Ha @C u 3anoBej
Ha pektopa Ha MY — Bapna Ne P-109-82/21.03.2024 r.

Hayuynure wuHTepecu Ha a-p SIxs1 ca B o0nacTra Ha IIMTOT€HETHKATA,
OHKOIIUTOT€HETHKAaTa M MOJIEKYJIsIpHATa OHKOT'€HETHKA, OJIbPKAHKN M pa3BUBANKH
ce upe3 y4acTHs B KypcoBe, KOH(pEepeHIIMU U Hay4HU (JOpyMHU B CTpaHaTa U dyKOuHa.
Wwma ydacTre B €IMH YHUBEPCUTETCKH U JIBa MEKYHAPOIHU IPOEKTA.

YsteH e Ha Bbirapcko IpysKecTBO MO TeHETHKA U TEHOMHKA Ha YOBeKa, Bharapcko
HAY4YHO JIPY’KeCTBO 10 xemarosorusi, European Society of Human Genetics (ESHG),
European Cytogeneticists Association (ECA) u International Society for Prenatal
Diagnosis (ISPD). Biasee aHruiicku, pyCKd, TYPCKH U HTATHAHCKH €3HIIH.

AKTyaJIHOCT H 3HAYUMOCT HA TeEMaTa

Ocrpara wmuenouana jnepkemusi (OMJI) e XeMaTONOTMYHO 3JI0KAYECTBEHO
3a0o0JiiBaHe, 4YMITO JMAar€Ho3sa Cce€ OCHOBaBa Ha CHEUU(PUUHU TE€HETUYHU
XapaKTepUCTHKH. JIOKaro KOHBEHIMOHATHUAT IUTOoreHetnueH aHamu3 (KIIA)
npoabiKaBa aa Obae ,,rpbOHak™ Ha kinacudukanuara Ha OMIJIL, mpe3 mociegHUTe
TFOJIMHU OLEHKATa Ha ONpEJEJICHU F€HHU MYTAllMM C€ MpEeBpbhIla B CTAHAAPT 3a
JUArHOCTULIMpPAHE, TMPOTHOCTUYHO CTpaTu(duUUUpaHe U MEepCOHAIM3UpPaHEe Ha
TEpaneBTUYHUTE CTpaTeruu. ' eHOMHHUTE TEXHOIOTHH OBbP30 yBennyaBaT pa3OupaHeTo
3a MoJIeKyJisspHaTa narorere3a Ha OMJI u Ta3u HoBa HH(OpPMaLIKS CE OLIEHSABA AKTUBHO
B Pa3JIMYHU MYTAlMOHHU TaHEIW C Led MOCTUraHe Ha MpelH3Ha JUAarHOCTHKa U
JOTBJIHATETHO MOJ00psIBaHe HA IeYeOHUTE pe3yTaTH.

B To3u cmuchbn m3bOpaHara OT JucepTaHTa Tema 3a M3CJE/IBaHE Ha HOBHU
MOJICKYJISIPHO-TEHETUYHU METOAM 3a jauarHoctuka Ha OMIJl Hamupam 3a
M3KJTIOUUTETHO aKTyallHa, MOAXOASIIA 3a pa3padoTBaHe Ha IUCEPTALUOHEH TPYI U
I0JIE3HA B HAYYHO-TIPUJIOKHO OTHOLIEHHUE.

O01ma XapakTepuCTHKA M CTPYKTYPa Ha JMCePTALMOHHUS TPYA

[IpencraBeHusT qucepTanvoHeH Tpyl chabpka 130 crangapTHM CTpaHHLHU U €
oHarneneH ¢ 12 Tabmunum u 15 ¢urypu. CTpyKTypupaH € ChIIIaCHO OOLIONPHETUTE
M3WCKBAaHUS W BKIIOYBA: ChABPIKaHUE, ChKPAIIEHHs, BEBEJCHUE, JINTEPATYPEH 0030p,
eN W 3a7a4d, KOHTHHTEHT W METOIH, DPEe3yNTaTH, OOCHXKIaHe, 3aKIIouYeHHEe |
MIEPCIEKTUBH 3a ObJea padoTa, W3BOAH, IPUHOCH, CIUCHK HA HAYYHH ITyOIHKAIN 1
ydacTus IO TeMaTa Ha Jucepranusra, Ombmmorpadceka crpaBka, BkatouBama 201
JTUTEpaTypHU U3TOUYHUKA, OT KOUTO 5 Ha Kupuiuia u 196 Ha 1aTuHUIA U IPUIIOKESHHUS.

Jlumepamypen 0630p

JlutrepatypHusT 0030p € U3UepraTesieH U JeMOHCTPUPA OTIMYHO MO3HABAHE HA
npobnema. CTpyKTypupaH € B TpU pasliena, B KOUTO MOAPOOHO ca pasriefaHu
reHeTUYHaTa XapakTtepucTuka u kinacuduxanuure Ha OMJI, ctpatudukanusta Ha
pucka criopen ELN u Haif-uecTo M3MOI3BaHUTE MOJIEKYJISIPHO-TEHETUYHU MapKepH U
METO/IH.


https://www-sciencedirect-com.translate.goog/topics/biochemistry-genetics-and-molecular-biology/gene-mutation?_x_tr_sl=en&_x_tr_tl=bg&_x_tr_hl=bg&_x_tr_pto=sc

lonssMa 9acT OT TpeTHsl pa3lesl € IMOCBETEH Ha MOJIEKYJIIPHO-TEHCTHYHHUTE
METOM, KOWTO IOHACTOSIIEM C€ U3I0J3BAaT B CHBPEMEHHUS JUArHOCTHYCH IMOIXO/
npu Hikou xemartojoruunu Heortasuu: KIIA, FISH, SNR-microarray, manenu 3a
cekBeHupane Ha ¢y3uoHHu renu 1 NGS/MPS. 3a Bcekn eiuH OT TSAX ca MOCOYCHH
WHIUBHULy AJTHATE TIPEIAMCTBA U OTPaHHUYCHHUS M Ca 00CHICHH PEATHITE Bh3MOKHOCTH
3a NpUJIaraHeTo MM B PyTHHHATa KJIMHUYHA MpakTuka. CIenuanHo BHUMaHHE €
oT/eNIeHO Ha cpaBHHTEaHO HoBHs Metoq MLPA (Multiplex Ligase-dependent Probe
Amplification), 3a koiiTo Bce ollie HAMa JOCTATHYHO JaHHH, IOTBHPIKIaBaIll HErOBaTa
JMAarHOCTHYHA CTOMHOCT IPH MAallUEHTH C OHKOXEMATOJIOTHYHH 3200 ISIBaHHS.

AHanu3upalKu possiTa Ha MOJIEKYJISIPHO-TEHETUYHHUTE aHAIM3U B HayajlHaTa
OLIEHKA Ha MalMeHTH ¢ HoBoAuarHoctuiupana OMIJL, B kpast Ha JIUTepaTypHHs 0030p
IMCEPTaHTHT 0000maBa CHBPEMEHHUTE JIUTEPATYPHH JAaHHH H MEXKIyHApOIHU
npenopbku. dopmynmpa ce 3aKIIOYEHHE, CIOpeX KOETO TO4YHaTa JuarHosa,
cTpaTu(uKanusATa Ha PUCKa M MPOTHO3aTa KOPEIUpaT ¢ KOMOWHAIM OT IMOHE JBa
reHeTUYHU MeToja: mbpBoHavaneH KIIA u MoneKkynspHO-TeHeTHYEH 3a OTKpUBaHE Ha
IIPOMEHU B T€HOMa.

Ilenma e bopmynupaHa cuHTeTUYHO: [la ce olleHu NPUI0KUMOCTTa HA METOIa
MLPA 3a oruurane Ha xapakTepHu 3a OMJI MonekyJISIpHO-TEeHETUYHH MAapKEpU B
pyTMHHAaTa KJIMHUKO-AMArHOCTUYHA JIEMHOCT 3a OI€HKa Ha NAaUUeHTH C
HoBoauarnoctuimpana OMJIL.

3aoauume 3a N3bIHEHNE CIIE/BAT JIOTMKATA HA JIUTEPATypPHUs 0030p U TEXHUTE
pelIeHNns ca B CHHXPOH C M3MO0J3BaHUTE AUATHOCTUYHHU METO/M.

Paznenst Ilayuenmu u memoou e nipefctaBeH Ha [ crpanunu. [IpoyuBaneTo e
MIPOCIIEKTHUBHO U € MpoBeieHO B JlabopaTopus 1o MeauiuHcKa reneTrka koM Y MBAJI
,CB. Mapuna“ — Bapna. B Hero ca BkimoueHu 61 BB3pacTHM NalMEHTH C
HoBonuarHocturpana OMJI u 21 3apaBu suna. [{u3alilHBT W METOIUKHTE 3a
u3cneaBaHe ca M30paHM MOAXOMAIIO0 U Ca OMHUCAaHU MOAPOOHO U sicHo. Paborara e
MPOBEXKIaHa 1o MpaBuUiaTa 3a 1o0paTa HayyHa IMPaKTUKa ¢ pa3penienre Ha Komucusta
0 €TUKa Ha Hay4yHWTe wu3cieAaBanus KpM MY — Bapua. IlpeacraBenu ca
CTATUCTUYECKUTE METOAH B COPTyEepHUTE MPOrpaMu 3a 00paboTBaHE HA JaHHHU.

W3noxxenuero Ha pesynimamume € pa3rbpHATO BbpXY 14 CTpaHUIM U BKIIOYBA
nBa nojpaszena. CrnaseHa e nocie0BaTeTHOCTTa Ha TOCTaBEHUTE 33/1a4M U € CIIE/IBaH
3aMUCHIBT Ha HayyHarta paspaboTka. Pesynrature ca HayyHO OOOCHOBAaHH,
MPAKTUYECKH MPUIIOKUMU U PEJIEBAaHTHH 32 yroTpeda B ObACHIN HAYYHH U3CIIeIBaHUS.
Excrmuiypana € KOMIIETEHTHOCTTAa HAa JUCEPTAaHTAa M HHTEPIPETATOPCKUTE My
KauyecTBa.

OOCHKIaHEeTO HA PE3YATATUTE € U3BEICHO B OT/IEJICH pasnen Q6cvicoane, KOUTo
€ pa3paboTeH BbpXy 22 CTpaHMIIM U CJIEBa JIOTHKATa Ha MPOBEICHOTO Tpoy4BaHe. B
HETO € U3JIOKEHA OI[eHKA HAa HAYYHUTE PE3YJITaTH, CPABHEHH C IAaHHU OT ChBPEeMEHHATa
mutepatypa. OOCHXKIaHUATa ca H3JI0KEHH Ha JAaKOHMYEH W KHU)XKOBEH €3HK,
HGMOHCTpHpaﬁKH KOMIICTCHTHOCT U aHAJIUTHUYHO MUCJIICHEC.



H3600ume Ha nuicepTalliOHHUS TPYA ca 6 u ca GopMyIHpaHu KaTO EKCTPAKT Ha
pe3yNITaTUTE OT MEeTTE MOCTABEHU 3aJIauH.

pr,I[’BT 3aBbpuIBa C IPCACTAaBAHC HA 7 npunoca, YuicTo I[OCTOfIHCTBO € B TAXHaTa
OPHUI'MHAJIHOCT B HAYYCH U B IMIPHUJIOKCH ACIICKT.

HpeueHRa Ha HyﬁJII/IKaIII/II/ITe, CBbpP3aHU C TUCEPTALNHOHHUSA TPYX

JIUCepTaHTBT MPEACTaBs 3 NbIHOMEKCMO6U NyOAuKayuu, 1B OT KOUTO ca B
YyyKJeCTpaHHa NIepuoarKa. BbB Bcuuku TaX A-p JuHHap ‘x4 € mbpBu aBTOp, KOETO €
JI0Ka3aTeJICTBO 3a JIMYHUAT M IPUHOC IpU pa3pabOTBaHETO HAa HaydyHaTa KOHILIEMLUS,
CbOUpPAHETO Ha JaHHUTE, 1M3aliHa Ha [IPOYYBAHETO, 0000IABAaHETO HA PE3yITaTUTE U
TAXHOTO IyOnukyBaHe. IIpencraBenu ca u 4 myOIMKyBaHM pe3lOMeTa OT ydacTHE B
Hay4HH (HOpYyMHU, KBJIETO AUCEPTAHTHT € IbPBU aBTOP.

ABTOpegepar

ABTtopedepaThT € pa3rbpHAT HA 52 CTPAHUIN U € CTPYKTYypUPaH aHAJOTHYHO HA
nucepranuonHus Tpy . [Ipencrass B pe3toMupan BU/I IIENITA U 3a1a9UTE, TOCTUTHATUTE
pe3yJsiTaTd, AUCKYCHSTA, U3BOJUTE U CaMOOIICHKATa Ha MpuHOCHTE. M3JI0KEHHETO €
oHaryeneHo ¢ 5 Tabnuuu u 11 gurypu.

Kputnunu 0esexku
JluncBaT OCHOBaHMSI 32 CHIIIECTBEHU KPUTUUHU OCIICHKKHU.
3akioueHue

ITo cTpykTypa, 00eM U ChIbpKaHUE MPEACTABEHUST JUCEPTALUOHEH TPYA
OTroBapsl Ha BCUUYKH M3UCKBAaHUS Ha 3aKOHA 3a Pa3BUTHE HA aKaJIEMUYHUSI ChCTaB B
Peny6nuka bwenrapus (3PACPB), [paBunnuka 3a npusiarane Ha 3SPACPB u
crotBeTHUS [IpaBunnuk Ha MY — Bapna. Toii e opurnnania pa3paboTka Ha
JUcepTaHTa, JEMOHCTpHpalla TEOPETUYHA [TOATOTOBKA, IPo(ecroHaIHU YMEHUS U
CIOCOOHOCT 3a NMPOBEX/1aHEe Ha HAYYHO M3CIIE/IBAHE.

IIpenBux ropeusnoKeHUs aHaau3 JaBaM IIOJIOKUTEIHA OLIEHKa Ha
JUcepTauMoHHUsA Tpyn ‘“U3cnenBaHe Ha MOJEKYJISIPHO-TEHETMYHU MApKEpH IpH
MALUEHTH C OCTPa MUEJIOT€HHA JIEBKEMUS “ M ITpeiIaraM Ha yBaxxaemoro HayuHo xxypu
na npbebau Ha JI-p unHap SIxsi oOpa3oBaTenHo-HayuyHaTa cTemneH ,,JlokTop® mo
Hay4yHaTa CIeUagIHoCT ,,MeIuIIMHCKa TeHEeTUKa .

3amMdeHO Ha OCHOBAaHHE 4. 5,
§1, 6., B* ot Pernament (EC)

2016/679

Hara: 20.05.2024r. W3rOTBUII CTAHOBHUILETO: v oeveeeeeeeeaaannnn

(mpod. n-p Banepus Kanesa, am)



