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Joxropcka nporpama: MeauuMHCKa FreHETUKa

[Ipodecnonanno nanpasienue: 7.1. Menununa

Ob6nacT Ha BucieTo oOpa3zoBaHue: 7. 3apaBeorna3BaHe U CIOPT

Hayunu ppkoBoautenu: npon. n1-p Mapus JleBkoBa, 10 u nou. a1-p Eneonopa Jlumutposa, 1m
W360pbT 32 WwieH HAa HAYYHOTO XypHu € chriaacHo 3amoBen Ne P-109-394/25.09.2025 r. Ha
PexTopa Ha Menuuuncku YHuBepcurtet - Bapna. Penensusita € cbo0pa3eHa ¢ U3UCKBaHUTA
Ha 3akoHa 3a pa3BUTHE Ha akajeMu4yHus cbcraB B PemybOnuka bwiarapus (3PACPB) u

HpaBI/IHHI/IKa 3a HCTOBOTO ITPUJIIOKCHHEC, KAKTO U C HpaBI/IJ'IHI/IKa 3d pa3BUTUC HA aKaICMUYHUA

CchCTaB HAa MeauUMHCKH YHUBEPCUTET - BapHa.

IIpencraBeHUAT MU 3a PELIEH3MsI IUCEPTALIMOHEH TPY/l O3arjaBeH ,,| eHEeTUYHO KOHCYITHPaHE
IIPY NTALMEHTH C BEPOSATEH TyMOp-IIpeIpasnoarai CHHaIpoM™ Ha JI-p Mapu Apa XaumepusiH-
AHJnpeeBa, 1oktopaHT kbM Karenpara mo Meaunuacka reHeTuka, MeaumHCKY yHUBEPCUTET
— Bapna, o0xBama 103 craHgapTHU MaIlIMHONKMCHU CTPAHUIM U ChIbpka 15 ¢urypu u 3
tabmum. Hutupanu ca 161 nurepatypHu U3TOYHULH, OT KouTO 157 (98%) ca Ha aHrIMiicku
e3uk u 132 (82%) ca Ha myOIUKaluy OT MOCIEIHUTE AeceT roauau. KbM qucepramusta uma
u 3 npunoxenus: [lpunoxenue 1, npeacrapsmo Ilopbukara 3a U3BBPILIBAHE HA T€HETUYEH
ananu3 U UndopmupaHoTo chriacue 3a U3BbpILIBaHE HA FTeHETUYHO U3cienBane; [punoxxenue
2, ceabpikaiio JIMHKOBe ¢ JeTailiHa nH(poOpMalUs OT J1abopaTopusi U3IIBJIHUTEN 32 TEHHUTE
aHAJIM3MPAaHU B IAHEJIHOTO TECTBAHE, Bb3MOXKHOCTH M orpaHuueHus u llpunosxkenue 3 ¢
OmnuaifH U3TOYHUIIM 332 HH(POPMALIKS.

JlycepTallMOHHUAT TPY/ € TOCBETEH Ha T€HETUYHOTO KOHCYJITHPaHE MPH MAIUEHTH C BEPOSTEH
TyMOp-TIpe/ipa3nojarail cuHApoM. B nmociennute necernsnerus Oeire n3sCHEHa OCHOBATa Ha

réHeTu4YHara npeaucrno3niusa Npu MHOI0O pakOBU CUHAPOMH U B MOACPHOTO 3ApPaBCOIA3BAHC



Ha MHOTO CTpaHU Ca BBBEJICHW T'CHCTWYHHW JMArHOCTUYHH CKPUHUHTOBH IPOTPAMH 3a
W3CIIe/BAHE HAa BHCOKO-TICHETPAHTHH/BUCOKO-PHUCKOBH TEHH, KOUTO Ca MYTHPAIH IPH
bamuHUTE ciy4yan Ha pak. MyTallMOHHHUAT aHAIN3 Ha T€3W T'€HH MMa OIPOMHO 3HAYeHHE 3a
TeHETUYHOTO KOHCYJITUpaHe, ToMara Ja C€ IOBWINM IIaHCa 3a OIeNIsIBaHe, OIpeneis
MPOrHO3aTa Ha HOCHTEIUTE W HAcOYBa KbM HAN-MOAXOASINIATE M IEPCOHAIM3HPAHU
poHIAKTUYHH U TepaeBTHYHU MepKu. [TociieBariy reHeTHYHH IPOyYBaHUs IOMOTHAXa 3a
OTKpI/IBaHeTO Ha OOII'BJIHUTCIIHU IT'CHU C yMepeH pI/ICK, a IAJOCTHO-TCHOMHUTE aCOIIMAaTHUBHHA
Npoy4YBaHHWs HIEHTH(UIIUpaxa JOpyrM HUCKO-TICHETPAHTHU ajelid, AacOLMHUPaHu C
MPEIPa3oIOKEHOCT KbM pakoBU cHHJIpOMHU. CTaHa SICHO, Y€ TeHU CBBP3aHH C ONpECIICHU
PaKOBH CHHIPOMH HOCSIT BUCOK PUCK 32 €JIMH OIPECNICH TYMOPEH THII, HO ChIIO UMAT HUCKA
IIEHETPAHTHOCT U HOCAT HUCBK 0 YMEPEH PUCK 3a Pa3sBUTHUETO Ha IPYI'd TYMOPHH THIIOBE.
HoBo-reHepaimoHHOTO CEKBCHHpAHEe, OCHOBAHO HA TEHHU TaHENM ¢ (OKYC BBPXY TYMOp-
aCOLIMHMPaHM T'HM, € Hal-4eCTO M3MOJI3BaHara riaT¢hopMa B MOMEHTA IOPaad MO-HUCKATa
I[CHA W 3HAYUTCIIHO IIO-IIbJIHATa HMH(OPMALMSI B CpPaBHEHHWE C OTACIHOTO JIUPEKTHO
CGKBGHI/IpaHe HA ICHUTC. I/I3HOJ'I3BaHeTO MY B AarHocTuyHara HpaKTI/IKa HN3HNCKBAa BHUMATCJIHO
KIMHUYHO WU TCHCTHUYHO HpquBaHe, CTOAIIIO B OCHOBATa Ha OHKOI'CHECTHMYHATA MCIOAUKO-
TCHETHUYHA KOHCYJITAIIUS.

Menuko-reHernynara koHcyatanus (MI'K) mma kimo4oBO 3Ha4YeHHE B YNPABICHUETO Ha
MAIUEHTH ¢ TYMOP-TIpeIpa3oiaraiy CHHIPOMH, Thid KaTO OCUTYpSIBa ISUIOCTEH TOIXO 32
OIICHKAaTa Ha HACJICACTBCHHUA pI/ICK, AIUAarHoCTUKara n HpO(bI/IJ'IaKTI/IKaTa HA OHKOJIOTHUYHUTC
3a0onaBanus. T ocuUrypsiBa Bpb3KaTa MeEXJy TeHeTHYHaTa WHQPOpMas U KIMHUYHOTO
pellieHre, KaTto TO3BOJISBA paHHA MPEBEHIUS, MEpCOHANM3MpaHa Tepamnus U MOJ0OpPEeHO
Ka4yeCTBO Ha KMUBOT HaA 3aCCTHATUTC MHIAWBUAN U TCXHUTEC CeMel\/IICTBa. KaTO CcC Uma HpeI[BI/I)I
CJIOKHATa HpI/IpO)Ia Ha TyMOpI/ITe 1 CIIOKHOCTTA B I/IHTepHpeTaHI/IﬂTa Ha MHO>KECTBO OTKpI/ITI/I
TeHETUYHU BapHaHTU MPU HOBO-TEHEPAIMOHHOTO CeKBeHHpaHe, oHkoreHeTnmuHata MI'K e
cnenguIHa, BUCOKOCIICIIUATH3UPaHa U OTTOBOPHA JEHHOCT C BayKHU, CIIEIIM(PUYHU aCTIeKTH,
KOUTO TpsiOBa 1a ObAAT aipecupanm.

B TO3M cMUCHII, TeMaTa HA TUCEPTANHUATA € 0COOEHO AKTYAJHA M C TOJISIMO 3HAYeHHE 3a
MEIUKO-TeHeTUYHATA JUATHOCTHKA M KJIMHUYHOTO MNOBedeHHEe NPH MANUEHTH ¢
BEPOSITeH TYMOP-NpeApa3nojaram CHHAPOM, KAKTO H € TOJsIMO 3PaBHO-COLMATHO
3HAYEHHE.

JlycepTallMOHHUS TPyl € HallMCcaH M0 OOLIONPUETHs IPUHIUI U ce cbcTou OT JluTepaTypeH

0630p (30 ctp.), Len u 3amaum (1 ctp.), Marepuanu u Metoau (5 ctp.), Pesynratu u



O6cwxmane (30 cTp.), KaTo HaKpas ca W3BEACHHW 3aKJIIOYCHHE M HACOKH 3a ObJeria padoTa,
no-saxkuute M3onu u [lpunocu.

JIutepaTypHusT 0030p ¢ HHPOPMATHBEH, KaTO € IPEICTABEH MOJIENI Ha 0XapaKTEpU3UPaHE
Ha TYMOpP-IIpeIpa3oiaralliuTe CHHJIPOMH, BKJIIOYBAIl KIWHUYEH CIEKTHP, MOJIEKYJIHHU
MEXaHM3MH M MPEenopbKH 32 KIMHUYHO MOBEIEHHWE Ha YTBBPJCHH B CBETOBEH Mainad
OHKOJIOTUYHH JIPY>KECTBa U MpeXU. BB BropaTa yact Ha 0030pa ca pasrie/iaHu 0COOEHOCTUTE
Ha T€HETUYHOTO KOHCYJITHpPAHE B €paTa Ha HOBO-I'€HEPALIMOHHOTO CeKBeHupaHe. JIornuHo e
U3BE/ICHA LeJITa Ha IMCePTANMATA, 3 UMEHHO - J1a CE HaIlpaBH ,,eTIHJIEMUOJIOTHYHA OLIEHKA U
u3cneaBaHe Ha €(PeKTUBHOCTTA HA MEJAMKO-T€HEeTUYHATa KOHCYJITAUs KaTo NpopHIakTHIeH
MOAXOJ IpPH JHIAa C BEPOSATEH TyMOp-HIpeapasnoaran] CUHJIPOM, OCHOBAHO HAa ONMTAa Ha
JlabopaTtopus no MeauimHcka reHeTuka - BapHa 3a mepuo ot et roguHu’.

3a M3MIBIHEHUETO Ha Ta3W LN JOKTOpaHTKaTa cu mocTaBs 3amaun: 1) Jla ce pasrpanuuar
MAUEHTUTE C BEPOSATEH TyMOp-TIpeApasnoiarail CHHAPOM, PErHCTPUpaHd B KaOMHeTa 3a
MEJIUKO-T€HETUYHO KOHCYJTHUpaHE 3a NEepUoJ OT S5 TOJMHHU, U Ja CE€ XapaKTepusupar
(enuaeMuoJOrnYHO M aHAJIUTUYHO) IO MOKAa3aHUs 32 HACOYBAHE, HAJIMYUE HA MOJIOKUTEIHA
(damuaa anamHue3a; 2) Jla ce crOepaT, 0000IISIT 1 aHATTU3UPAT PE3YITATUTE OT MMPOBEICHUTE
n1abopaTopHO-TeHEeTUYHH U3cieBaHus KakTo B JlabopaTopusita Mo MEIUIIMHCKA T€HETUKA —
Bapna, Taka u cTpyktypu u3BbH Hes; 3) [la ce peuHTepIrpeTpaT reHeTUYHU JITaHHU OT Beue
MIPOBEJICHHU aHAJIM3U U J]a C€ OLIEHU HEOOXO0IMMOCTTA OT IEPUOANYEH pEeaHAIN3 Ha IaHHUTE OT
reHeTnyHus aHanus; 4) Jla ce HanpaBu olieHKa Ha poista Ha MI'K B MynTuIMCHUTUIMHADHUS
MOAXO0J 3a JUArHOCTUYHO YTOYHSIBAHE U MPEJOCTABSHE HA TPUKA MPU NAIIUEHTH C BEPOATHU
TIIC, BxmouutenHo mnpuHoca Ha MIK 3a wunpopmupanus wn300p Ha mMalUEHTa,
NICUXOCOlMaliHaTa My aJanTalus M CHa3BaHETO Ha MPENOPBKUTE 3a IMpOCIEAsBaHE U
npeseHnus; 5) Jla ce pa3paboTsAT HACOKH 3a M0100psiBaHE HAa OpraHU3alMsITa U MPOBEXKIAHE
Ha MI'K npu namuentu ¢ Bepoatau TIIC B pamkuTe Ha LsJIOCTHATa MYJTHIUCUUILIMHAPHA
TpUIKa 3a MalueHTa.

B paznmena ,Pesynratu ca mnpencraBeHHM: €NUIEMHOJIOTMYHATA XapaKTepHCTHKA Ha
nanuenture, npemuHaau MI'K 3a onenka Ha momnexany TIIC wm cinexg mocemieHue 3a
OMOMapKepHa TUArHOCTHKA; BBH3PACTOBO-TIOJIOBATAa XapaKTEPUCTHKA; PUCKOBH (PaKTOpU U
HacouBalM 3BeHa. HamepeHusT HUCHK mpoueHT oT 4.3-7.5% 3a jena Ha OHKOT€HETUYHUTE
KOHcynTanuu ot obmmst o6poit MI'K moguepraBa HykaaTa OT ONTHMHU3UpPAHE HA TOAXO0/A H
MOMyJIsIpU3NpaHe cpell KIMHULIUCTUTE U o0uiecTBoTo. OTAENHO ca 00ChIACHH MAlUEHTHUTE,
nposenu nocnesant JJHK ananu3 ¢ HOBo-reHepaimoHHO CeKBEHHpaHe — 00110 76, KaTo caMo

leor Ipynara, KOHCYJITUpPAaHa IPpU 6HOMapKepHOTO TecTtBaHe. ToBa O3HadaBa, 4€ I10-MaJIKO



oT 1% OT manMeHTUTe, KOUTO MPEMUHABAT MPE3 TECTOBE 3a OHKOTEHETUYHH OMOMapKepu
M3BBPIIBAT IMOCJICABAIIO TECTBAHE 32 FTEPMUHATUBHUA MyTalui. Hamupam u3BecTHa ¢1abocT B
npuioxkenure [loppuka u UHpOpMHupaHO chriacue, B KOUTO HHUKBJAC HE (UTYpHpa HOBO-
FEHEPAMOHHOTO CEKBEHHPAHE M HETOBUTE BB3MOXKHOCTH. He e mpencraBeHa mopbuka u
nHpOpMHUpAHO ChITIACHE HaA MPOBSKIAHUTE H3CICIBAHHSA 3a OuomMapkepu. Moxe Im
JIOKTOPAHTKaTa Ja HW3BEJE MNPEHOpbKH M KPUTEPUHM 3a BKIIOYBAHE HA MAI[MEHTUTE OT
OroMapKepHaTa JUarHOCTHKA B IMOCJIEBAII aHATN3 Ype3 Pa3IINpeH TYMOPEH maHen?
[IpencraBenu ca pe3ysiTaTUTE OT HAMEPEHUTE MATOTCHHU/BEPOSITHO MATOTEHHU BApUAHTH B
TEHUTE OT U3CJICIBAHUTE MaHesn — o010 B 28% oT uscneasanurte. Ha 7 3apaBu pojacTBEHUITN
€ MPOBEICHO TapreTHO CEKBEHHUPAHE U B 4 OT TAX Ca OTKPUTH MATOTCHHU BapUAHTH B IEHUTE
BRCAI, CHEK2, MSH2, NBN. Hamupam 3a HEHYHO J1a C€ U3BbPIIIBA MTAHEITHO CEKBEHUPAHE
3a KaCKaJIHO TECTBAHE, ThI KaTO aHAJIM3bT HA HAMEPEHATA KOHKPETHA MYTalUs C IIO-€BTHH U
MPOCT METOJI € HAMbJIHO JocTaThbueH. B 25% OT u3cneaBaHUTE ca HAMEPEHH BapUaHTH C
HESICHO KJIMHUYHO 3HadYeHue. [Ipeiara iu ce cerperaliioHeH aHAJIU3 B CEMEcTBaTa KaTo 4acT
OT TEHETUYHOTO KOHCYJITUPaHE, 0COOEHO B CIyYauTe ¢ HAMEPEHH HOBU BAPUAHTHU U TAKUBA C
HESICHO KJIMHUYHO 3Ha4YeHHuE?

B pesynTar Ha aucepTallMOHHUS TPyl ca M3BEICHH 5 W3BOJA: MBPBHAT Kacae mpoduia Ha
MAalUEHTUTE U TEHACHLIMUTE; BTOPUAT € 3a JMArHOCTUYHATA YCIIEBAEMOCT Ha IPHUJIOKEHUTE
JIHK ananu3u; TpeTusT noauepraBa He0OX0JUMOCTTA OT EPUOIUYHUS PeaHaIn3 Ha TeHOMHU
JAHHU; YETBBPTUAT Ompenaesis eheKTUBHOCTTA M npeausBukarenctsara Ha MI'K; nerusr e
(dhoxycHupaH BbpXY HACOKHUTE 3a MOJ00pEHNUE.

OnpenensM AMCEpTALMOHHUA TPyA Karo 3/IpaBHO-COLIMAJIIEH IOBEYE, OTKOJIKOTO
(dbyHIaMeHTaleH M TOBa B HHMKAaKbB CiIydail HE € HEIOCTaThK. 3aCerHATUTE BBIIPOCU 3a
EBponeiickure pedepeHTHU MpEKH, HAITMOHAIHUSI aHTUPAKOB TUJIaH, MPeIUMILIaHTAIlMOHHATA
JUAarHoCTUKa TMpU TyMOp-Tpelapasnojaraiy CUHAPOMA M BCHUYKM AaCleKTH Ha
OMO0aHKMPAHETO HEChbMHEHO TMOKa3BaT BHCOKaTa OOIECTBEHA AaHTaXUPAHOCT Ha
JIOKTOPAHTKaTa B NPUJIAraHETO W Pa3pelIaBaHETO Ha Te3W BbIpOcH. [0 moBoa yecTtoTo
CIIOMEHaBaHe Ha HAUMHMTE Ha 3arviamane 32 MI'K 1 reHeTHYHU TeCTOBE B AMCEpTANMATA, OUX
MonuTajga 3a MHEHHETO Ha JIOKTOpaHTKaTa IO BBOPOCAa C KIOYOBOTO YyYacTHE Ha
¢dapmainieBTHUHUTE (PUPMU MPHU 3aIUTAl[AHETO HA TE3W TECTOBE, KAKBATO € CHUTYyaIusTa B
MomeHnTa B bearapus. Kaksa perynanus, cnopen Hest, TpsiOBa 1a 0b/1€ Bb3npueTa B boirapus,
3a J1a MOXe Jia C€ rapaHTHpa JOCThIIa HAa MAMEHTUTE A0 T€3U BaKHU U YECTO MBTH pEeIIaBaIN

3a Juargaosara u JICUCHUCTO TecToBE?



JlaHHUTE, BKIIOYEHU B JUCEPTALlMOHHMSA TPYyH, Ca MPEICTaBEHU B 3 HAyYHU CTAaTUH, KATO
JOKTOPAHTKaTa € BOJIEIl aBTOpP BbB BCUUKHU - 2 OT CTaTUUTE ca pedeprpaHu B Scopus U umar
kBaptun Q2. Mma 3 u3HeceHu Aokiana Ha HayyHu (opymu B bbiarapus u 5 ydactust B
MEXTyHApOAHU KOH(PEPEHIIMN U KOHTPECH.

3ano3Hax ce C IpoeKTa 3a aBTopedepar M CUUTaM, Y€ TOM BAPHO OTpa3sBa JaHHUTE U
IIPUHOCUTE HA AUCEPTALUOHHUS TPY .

3AKJIIOYEHME: [luceprauMoHHUAT Tpya Ha A-p Mapu Apa XaumepusiH-AHApeeBa €
IIOCBETEH Ha €/1Ha MHOI'0 aKTyaJHa T€Ma, 4 UMEHHO — MEIUKO-T€HETUYHOTO KOHCYJTUPAHE,
CBBbpP3aHO C T'€HETUYHATa MPEeApa3NOJOKEHOCT KbM TyMOpH. OdepTaHH ca KIHOUOBHTE
MOMEHTH B TO3M MpOLEC U Ca NPEAJIOKEHH HACOKM 3a ONTUMHU3MpaHe Ha NOAXola U
M3rpakaHe Ha YCTOHYMBA cuUCTeMa 3a OOpaBeHe ¢ TEHOMHHTE JaHHM B epaTa Ha
nepcoHanu3upanara MeauiHa. Karo umam npes Buj BCUYKO TOBA, IPENOPbYBAM yOeIeHO Ha
YBa)KaeMOTO JKypH Ja Hpuchaud Ha A-p Mapum Apa XaumepusiH-AHApeeBa HayyHata U

obpazoarenna crereH JOKTOP.
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