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OTHOCHO:

Jlucepraumonen TpyaA HaTeMma ,['€HeTHUHO KOHCY/JTHpAHE NpPH HAUHEHTH C
BEPOSTEH TYMOpP-TIPepasnoaram cauapom™

Asrop: I'ni. ac. a-p Mapm Apa Xaumepusin - Amnapeesa, 1.0.- aJMHHHCTPATHBEH
acuctenT, MY Bapua Karegpa no Meanumncka rewetnka ¥ YMBAJI ,,Ce.Mapuna”™
EAJ1 Bapna, yn. Xp. CmupHeHckH |

®opma Ha obyuenue — camocTosiresina gopma, Kareapa ,MeauumMHcKa reHeTHKa “MY
Bapua, 3auMciena 1o JOKTOpaHTcka nporpama ,Meanuuncka Iemernka® 3a npuaobuBaHe
na OHC ,Jloxkrop*, OGnact wna Bucwie oOpasoBanue: 7. 3apaseonasBaHe H CrOpT
[podecuonanuo Hanpasienne: 7.1 MeauiuHa 3a NPUCHKaHe Ha Hay4Ha W obpasoBaTesiHa
cTeneH ,,JOKTop™.

Hayunn psxosoaurenn: /[Joy. 0-p Mapusa Jlesxosa, 0.6.

Hoy. 0-p Eneonopa Jumumposa, 0.m.

IMpoueaypa mo 3ammuTa:

CwvriacHo 3anosen Ne P-109-394 / 25.09.2025 r. na Pexropa na MY — Bapha cbm
Ha3HAYEHa 3a BhTpelleH wieH Ha HayuHoTo xypH, a Ha ocHopanue [Tpotokon Nel / 08.10.2025
I.OT MLPBOTO (HENMPUCHCTBEHO) 3acelanie CbM OnpeJieieHa 3a npejceaaren Ha HayuHoTo xypu
¥ PELICH3EHT Ha TUCEePTALHOHHAS TPY/L.

JI-p XaumepusiH € 3a4HC/IeHa KaTo JIOKTOPaHT B camocToaTeiHa (hopma Ha oByueHHe cbe
cpok 3 roguum cbe (3anosexn P-109-284/ 07.08.2024 na 3am.Pextop na MY-Bapna) nipesui
Jloxnan ¢ Bx.Nel02-1638/12.06.2024 ot npogh.0-p Jlioomuna Anzenoéa, om., Pvkoeooumen
Kamedpa , Meduyuncka 2enemuxa" 3a HeobX0OuMOCm om 6mopu HAy4eH pvKoeooumen c
KAUHUYHA CReYUuaiHocm npeosud unmepoucyuniunapwocm na memama. OBGyveHHeTo €
opranusupao u mnposexeHo B Karenpa ,Memmumucka renetnka Ha MY Bapha, kbaeto
JOKTOPAHTHT € CITYXKHTEJT M NIOpajiH ToBa 0cBOOO/IEH OT 3aruialliaHe Ha Takca, ChIjlacHO PelleHHe
na AC (ITporokon Ne9/29.07.2024).



Etanure Ha jokTOopaHTypata 3a JONycKaHe A0 MyOJHYHA 3aIIMTATA CA CHA3eHH W
AOKTOPAHTBT € OTHYHCJIEH 1O Npe/UIOXKEHHEe Ha NpoBe/ieHo 3aceianue Ha Kareapew chBeT Ha
Kareapa ,,MEJIMLIMHCKA TI'EHETHKA®“cernacio wi.6l, an.l u an2 or IpaBuinuka 3a
pa3sBHTHE Ha aKaJeMH4Hus cheTaB B MY — Bapha cnen evmpewna sauyuma. JlucepraumoHHuAT
TpyA € uzpaboren B Karenpa no Menuumucka renetka Ha MeanuuHcku yuusepeurer , [Ipod.
A-p Ilapacker Croswos™ - Bapua; JlaGopartopus no meaMuMHcKa reHetMka kbM YMBAJI
»CB.Mapuna“EAJ] Bapna.

[lo npoueypara 3a sammrara, 1-p XaumMepHsH € npeicTaBuia HeoOX0AMMH MaTeprau,
cbriacHo usnckpanuata va [TIPAC na MY Bapna.

Hacrosmara peuensus e paspaboreHa M npejacraBeHa cbhoOpasHO HM3MCKBaHMATa Ha
3aKkoHa 3a pa3BMTHE Ha aKkaJleMHYHMA cheTaB Ha PenyGnuka buarapus /3PACPB/, Tpasuinuka
3a npuiarade Ha 3PACPB u IlpaBunnuka 3a pasBuTHE HA aKaAEeMHYHHACHCTAB B MeMIIMHCKH
yHuBepcuter /MY/ - Bapha. [leknapupam, ue HiMaM KOH(JIMKTHA WHTEpecH ¢ aBTropa Ha
JIACEPTALIMOHHMA TPY/L.

Kparkn 6norpaduann nannn u npodecnonanna kpaanpukanns

J-p Mapu Xaumepuan-Anapeesa e poaexa wa 05.03.1986r. sse Bapua. [pes 2005 r
sapppiBa V E3ukoBa rumuazus ,HAoan Ex3apx™ ¢ OCHOBHM mnpeaMeTH aHIJIMACKH €3MK W
uH(opmanmonnu texHonorun. Ilpes 2011r 3apbpiiBa Buciue obpasopanue Meauumuna B MY
Bapwua (Jlunnoma Ne 001521/22.11.2011). Ot 2012 (dperpyapu) e acuctent B YC 1o MeMUMHCKA
reveTuka KbM Karesapara no neauartpus M MeaMUMHCKA reHeTHka (monacrosuem Karenpa) u
nexap acucteHT B JlaGopatopusa no Meauuuncka reseruka Ha YMBAJI ,,Ce.Mapuna“ Bapha.
IMpe3 2015 r npuaobusa marucTbpeka creneH ,,MonekynsapHara 6MoOrua U GHOTEXHONOTHH™ B
[TY "lMaucuii Xunenwnapcku" ([unnoma NeMB-12/15.10.2015). Ilpes 2017 (cenmemepu)
npunobusa OKC ,,Jloktop® no cneunantoct ,I'enetnka™ B O6nact Ha Buciie oGpazosauue: 4.
Ilpuponun Hayku, marematnka M uHdopmaruka, I[lpodecuonanno uanpaenenwe: 4.3.
buonoruynn Hayku Ha Tema ,MaifunH OGHOXMMHYEH CKPUHHMI KAaTO METOJ 3a NpeHaTtajHa
reseryHa npodunaktuka” HaydeH pwbkoBoauten npod. a-p JLAwrenopa, am. Ilpes 2017
(Oexemepu) npuaobusa cnenmanHocT ,Meauimncka renernka’ (Jumoma Ne3926 ¢ per Ne
021463/20.02.2018 or MY Bapna). Or 2018r u nonactosiuem e ri1. acuctent B Kareapa no
Meauumuncka reseruka Ha MY Bapua. Ot 2019 (1oun) e H-x JlaGopatopusi no meamuMHcka
redetuka, YMBAJI ,,Ce.Mapuna“ Bapua.

J-p XaumepusH usrpaxcaa npenojasateNicku ymMeHusi 3a meauuu (6wvarapo- W anrso-
€3uKoBO 00yuenue), hapmaneBTH, cienHanHcTH , MeJMIMHCKA cecTpa’, KakTo U 1abopaTopHy U
KOHCYNTaTHBHH KOMNeTeHUuM 3a paGora B nabGopatopusta. [locewiasa temMaTHuHH Kypcope
(amcmopdonorus, OCHOBH Ha MEJMUMHCKATA TIEHETHKAa, OHKOreHETHKa, PenpoayKTHBHA
reHetuka) B Anramsa, Hramms, Xonawaus, Typuwms, IlTomwa. Tsa npeacrass nauuu 3a 48
MBIHOTEKCTOBH nyGnukaumu; 71 yuactua nyOnukyBanu B pesiome; yuactHe B 4
u3cnenoBatencki npoekth. Hayuynwure W uHTEpecH ca B obnacTra Ha MONEKYISPHO —
FeHETHYHHTE METOJM 3a JMAarHOCTHKA Ha peAKHTe reHeTHYHH GONecTH M HecTo CpellaHuTe
COLMAJTHO-3HAYMMHU BOIECTH C HAC/ICACTBEHO NpPeIPasNoNoKeHHE,



UYnen e na Buirapeko Jlpyxecteo no I'enernka u 'enomuka na Yoseka; na EpponeiickoTo
obmectBo no uosemka reweruka (ESHG), Esponeiicka Llutorenernuyna acoumaumns (ECA),
buarapcka [leauarpudna Acoumarnus.

CrpykTypa Ha JHCepTAHOHHNS TPYA

JucepraunonuusT Tpya e npeacrased B o6mo 103 cTpanuum, ceabpxa 15 durypu u 3
tabauun. Bkmousa: cuaspxkanue (2), cokpamenns (1), eBesienue (2), mureparypen 0630p (32
), uen v 3azaun (1), matepuan u metoau (6), pesynrati (15), obcwixaane (20) (3akmoueHne u
Hacoku 3a Gbaema pabota (3), ussoam (1), npunocH (1), Gubanorpadus (12), [punoxenus 1,2,3
(6), bubamorpadus (12).

AsTopedeparsT, 55 cCcTaHJApTHH CTPaHULM, € HanucaH B CbOTBETCTBHE C
AucepTauMoHHus TpyA. OTpa3eHH ca M 4JICHOBETE Ha HAYYHOTO JKYPH, B KOETO MMa 3aMsHa Ha
BBHLIEH 4ieH aou.a-p Ennua bevera ot npod. Anekceii Capog, 1.6. 10 TeXHHYECKH NPHIHHH.

3abenesicka: Hayunusm mpyo e cmpyxmypupan 6 8-me cmanoapmuu paszoenu, 6
npuemaugo cvomuowenue. He ca enucanu nayunu nybauxayuu u cvobujeHus no memama Ha
OQucepmayuonnus mpyo, Ho me ca ompasenu 6 Asmopepepama.

AKTYAJHOCT HA TEMATHKATA HA JHCEPTANHMOHHHS TPY/

[IpenocTaBeHUAT 3a peLieH3ns AUCEPTALMOHEH TPY/l 3aciAra akmyaiHa TeMa CBbp3aHa C
HeoOXOIMMOCTTa OT ChBpPEMEHHa MOJICKY/IAPHA — TeHETHYHAa [AMAarHOCTHYHA OLIEHKa [pH
NMalMeHTH C TFeHEeTHYHA NPEeApasnoJiokKEeHOCT KbM 3l0KauecTBeHM cuuapomu. Kacae ce 3a
COLMANHO-3Ha4YMMH 3a00/14BaHMA, 32 KOMTO KIIOYOBO 3HAYEHHE MMa OLICHKATa HA PHCKA H
BB3MOXKHOCTTA 34 NPEBeHIMA. AKLIEHTHPA Ce BbPXY AKTHBHATA JIeHHOCT HA MeIMKO-TeHeTHYHATa
KOHCYJITalMsl ¥ MOJAXO/M 3a 0OXBAT Ha PHCKOBHTE MALMEHTH, KaTo ce 06CHKAAT Bh3MOKHOCTHTE
M OTPaHWYEHHATA HA NPUIAraHuTe MOHACTONALLEM IeHETHYHH H3C/IeABaHM.

B JlurepaTypuns 0630p aBTOphT 3a4b1004CHO CHCTEMATH3Npa Hay4HaTa HH(OpMaLHs
no paspaborBanara tema, kato: 1) Tymop-npeapasnonaraiid CHHAPOMH (ENHAEMHOIOrHS,
3HaYMMOCT, Kiacudukaums, obma XapakTepucTMKa Ha W30paHuM CHHIPOMH, MOJENH Ha
yHaciaeaaBaHe) M 2) I'eHeTHYHO-JAMArHOCTHYHM METOJAM 3a MAeHTH()HMKAUMA (TeHEeTHYHO
KOHCYJITHpaHe, MOJIEKY/IAPHO-reHETHYHH METO/IM 3a JIMAarHOCTHKA, AHAJIN3 H peaHaiu3 Ha JaHHH,
PEKOHTaKT).

ITpeacrasena e Gorara HayuHa Gubanorpadus, KoATo Nokasea Hal-aKTyanHo, Bk, 2025
roJMHa nosHaHMe Ha uHpopmaumaTa no Temata. Brmouenn ca 5 paspabGotku ot Gbarapcku
asropu (1 Ha natwHHua ¥ 4 Ha kupuavua). Jeiicmeumenno ca yumupnu 158 uzmounuxa Haxou
mexnuvecku Henvanomu ( Ne 95 u Ne96 ) u noemopernus ( Ne 40 u Ne 153), ( Ne99 u Nel00 ) (
MNel01 ) npuemam xamo pesyaimam om Oegpuyum na 8peme 3a GeMoOpa, a He Kamo He3Hanue.

Obobwenuemo cucTeMaTH3Mpa Hay4YHHTE NaHHU W JIOTHYHO BOJAM KbM M3rpaiaHe Ha
Pabomna xunomeza c ocHOBaTeNHW aprymeHTH 3a u30opa Ha paspaborpaHata Tema.
»~HenocTarbunn mnpoyuBaHus BbpPXY edekTa OT MeIMKO-TeHeTHYHHTEe KOHCY/ITALWHM TpH
NalMEeHTH CbC CBMHEHHE 3a TYMOp-Npeapasnojiaraill CHHAPOM Ba HallaTa CTpaHa M
BeOBX0/MMOCT OT olleHKa Ha TAXHaTa e(eKTMBHOCT Ha (POHA HAa HAPACTBALO ThpPCEHE Ha
IeHETHYHH YCIIYIH.



IlesaTa Ha JUCEPTALMOHHMS TPY/lL € M3BEleHa JOrMYHO CTPAMO JMTepaTypHuTe (akTi
paGoTHa xunoresa — Jla ce HaNpaBH eNUAEMHONIOrHYHA OLIEHKA M M3CaeBaHe Ha eeKTHBHOCTTA
Ha MEJMKO-reHeTHYHaTa KOHCY/ITalMAs KaTto Npo(MIaKTHYeH MNMOAXO/ NMPH JIMIA C BEPOATEH
Tymop-npeapasnonaraiw;, cuHapom (TTIC), ocnoano na onura Ha JlaGopatopus mno
MeauunHcKa reHeTHka - BapHa 3a nepHojl OT neT roAMHH. 3a NOCTHraHeTO Ha TasW LeJ ca
(dopMyaupanH 5 3adayu, KOUTO ca JIOTHYECKH CBBP3aHH H B CHHTE3UPaH BHJI.

1. Jla ce pasrpaHH4aT MAIMEHTUTE C BEPOSTEH TYMOP-NPEIPASIONArall CHHIPOM, PErHCTPHPaHH B KaGHHETa 3 Me/IHKO-
reHETHYHO KOHCYITHPAHE 3a NEPHOL OT 5 FOJAMHM, H A CE XAPAKTEPHINUPAT (ENAACMHOIONHYHO H AHATTHTHYHO) 110 MOKA3AHKA 32
HACOMBAHE, HAMYHE Ha MONOXKHTEHA (PaMHIHA aHAMHE3A.

2 Jla ce cubepat, 060GIIAT M AHATHIAPAT PE3YITATUTE OT NPOBEACHHTE 1aG0PATOPHO-TeHETHHH H3CTIC/BAHHA KAKTO B
JlaGoparopuaTa 1o MEAHIMHCKA FeHeTHKa — BapHa, Taka n CTPYKTYPH H3BBH Hed.

2 Jla ce peHHTEPNPETHPAT FEHETHYHH AHHH OT Beve MPOBE/ICHN aHAI3H H /1A C¢ OLIEHH HeoGX0IHMOCTTA OT NEPHOIICH
peaHATH3 Ha JJAHHHTE OT IEHETHYHHA AHAMNS.

4. Jla ce manpasu onexka Ha ponsta Ha MI'K B MyTTHAMCUMIVIMHAPHHS MOJXOA 34 JHATHOCTHYHO YTOUHABAHC M
Npel0CTaBAHe HA rpHa npy natmenTy ¢ Bepostan TIIC, BxmounTento npunoca na MI'K 3a unopamupanns 1360p Ha naumenTa,
NICHXOCOIMAHATA MY AJANTALMA M CIAIBAHETO HA NMPENOPBKUTE 3a NPOC/Ie/MBAHE H NPEBEHLIHA.

5. Jla ce paspaGoTAT HacOKH 3a 1ojoGpABaHE HA OpraHM3alMATa i nposexane na MUK npn naimen ¢ sepostin TIIC
B PAMKHTE HA LAUTIOCTHATA MYITHIHCLHIUTHHAPHA I'PHKA 33 NANHEHTA.

OcofeHo BHMMaHWe OTJaBaM Ha YeTBBPTA 3ajaua, CBbp3aHa ¢ mactoro Ha MIK B
npeocTaBsHe Ha rprka npu nauuenth ¢ Tymop-npepasnonarail CHHAPOM Y Hac mera 3aja4a
ofobmasaia JaHHUTE 3a M3BEXK/IAHE HA HACOKH 3a paboTa NpH Te3H NauUeHTH.

MaTtepuaJj H MeTOAM.
[poyueaHeTo MMa PETPOCTIEKTHBEH XapakTep W oTpassea onuta Ha JlaGopatopusTa no
MeauiMHcka reHetuka B YMBAJT ,,Ce. Mapuna® - Bapna B nepuona sauyapm 2020 r. - nekeMBpH
2024 r. IMaumeHTCKMAT KOHTHHreHT e peructpupad B KabGunera 3a Meauko-reHeTHYHO
KOHCYNTHpaHe Ha NabopaTopHaTa U BKIIOYBA:
= 154 perucrpupann nauments, npemunany MI'K 3a obevacoane na pucka ot noanexal
TyMOp-npeapasnoarail CHHAPOM 3a NePHO/ OT 5 FOIMHH.

» 157 pywM npoBenH OOMbAHUMEAHA KOHCYImayus OTHOCHO PHCKa OT MOJJIeKall Tymop-
npeapasnosiaraiy CHHApOM 3a nepuos or 2 roaunn 2023 r. — nekemspu 2024 r.

= 76 nyww, kouro ca nposeru JHK ananus 3a Tymop-nmpeapasnojaranl CHHIAPOM B
ChTpYAHHYeLH 1abopaTopun B paMKHTE Ha 5 FOMIIHAA NEPHOL.

Metoaute ca:
1. IMupBuvHEA H NOCAEABAINA MEAHKO-TeHeTHYHA KOHCYJATAIMS CrOpej CThIKHTE Ha
nporeca:

" Zeneano2usn u amanesqa ¢ BKIIOYBALIN W M3KTIOYBAIH KPHTEPHH NpH noadopa Ha MalUeHTH 1
nokasaHue 3a HacouBame, M3non3paHe Ha wHdopmauua or GonuuvHaTa esnekTpoHHa Oasa
naHHM. BCHYKM JaHHM ca 3alMTeHH B CHOTBETCTBHE C M3HCKBAHMATA 32 MOBEPHUTEIHOCT H
GDPR cnea nony4eno undopmupano ceriaacue (Tlpunosicenue 1) 3a yuactue B Ipoy4BaHeTo,
oao6peno or EK kem MY Bapsa, npotokon Ne 9/31.01.2025r.

= obcwvocoanemo Ha  GbIMOdICHOCMUmME 3a nabopamopno-zeHemuyHa — OUAZHOCMUKA
(Ipunoxenue 2); oOXxBaT Ha aHAJM3WTE, JAOCTBITHOCT (BKJIIOYMTENHO (uHAHCHpaHE)
3HAYEHHE 3a NOC/IeBAIIO MOBEJCHHE KATO 32 WH/EKCHHS NalMeHT, TaKa H 3a POJCTBEHHLINTE
My); o6ChKIaHe Ha pe3y/ITaTa, HHTeprpeTaLus Ha JOKIaiBaHHTE BApHAHTH U (opmyIMpaHe
Ha MPernopbLKH OT MpoBe/ieH NabopaTopeH aHanu3.



JlaGopaTopuu meroan

[Nepudepna kpbe, cubpana B EDTA enpyserku, usonupana JIHK ot usna kpwe, OykanHa

nurasuua. B HAKOM clly4au, ca M3MOJ3BaHH U MPOOH OT TYMOpHA ThKaH, ChXPaHABaHH KaTO

dopmanun-puxcupann, napadpun-srpanenn (FFPE) Gnokyera. TapretHo naHenHo WM

uenoek3omMHo cexkBeHupane (NGS BbB BbHILIHM Nabopatopuu, cepruduumpanu no ISO15189

w/umn Clinical Laboratory Improvement Amendments (CLIA) win College of American

Pathologists (CAP) npwu:

- 25 nanmenTn, uscnensanu ¢ Invitae Multi-Cancer Panel (84 reuu) (Invitae)

- 34 paumentn usciensanu ¢ Blueprint Genetics Hereditary Cancer Panel (160 renu)
(Blueprint Genetics)

- 14 naumentn uscnensanu ¢ Blueprint Genetics Hereditary Cancer Panel (28 renu)
(Blueprint Genetics)

- 3 naumenTu uscneasanu ¢ WES (Blueprint Genetics) B cliydan ¢ KOMIUIEKCHA KJIMHHYHA
KapTHHa

BuonndopMaTHYHH METOAM 33 peaHaius u peunmepnpemayus Ha  BapHAHTH

K1acu(HIMpaHUTe KaTo BapHaHTH ¢ HescHo 3Hadenuwe (VUS) (nnardopma -

https://franklin.genoox.com - Franklin by Genoox (nocnenen nocren Ha 03.2025)

Ounaaiin-6asupann nporpamMu W HHPOPMALIMOHHH PECYPCH 3a OYeHKAa HA pucka 4pes

oHnaiin pecypcu u uHctpymenTH: ([Ipenopbku 3a nobpa npakruka: ESMO, ASCO, NCCN

NPEenopbKH 3a yrpaB/ieHHe Ha TYMOp-Npe/pasnonaraiiy cuHaApoMu); Mojenu 3a OlieHKa Ha

pucka CanRisk (www.canrisk.org) npu pak Ha repaa ¥ sHYHULM; AHAIM3 HAa TEHETHYHH

nauuu (Franclin Genoxx (www.franklin.genoox.com) - nnargopma 3a ananuz na VCF

(aiinose u MHTEpNIpETALMA HA FTeHETHYHH BapHAHTH.

MeToan 3a craTHcTHYecKa 00paboTKa HA JAHHHTE - H3MO3BAH € CTATHCTHYECKH NaHes

¢ Habop OT 5 BH/Ia CTATHCTHYECKH METOIH CMIOPE/] OLIEHKA Ha 3aBHCHMOCTHTE JIMYHO JEJI0 Ha

JOKTOpaHTa. (KopenauuoHeHn aHanus, Ex3akred tect Ha ®uwep, BapuauuoneHn aHanus, t-

Tect, HuBo Ha 3HaunmocT.

3abenescka — koM mo3su pazoen e yoauno oa ce nocovu u Opos nayueHmu GHANUSUPAHU C
GuourHgopmayuornu Memoou 3a peananus u OHAAUH-NPOZPAMU 3G OYEHKA HA PUCK.

Peaynra-rm'e ca npeacTaBeHH TMpaBHJIHO B CaMOCTOATENICH pasjel, OTIAC/IHO OT

ofchikKIaHeTo0, B OTrOBOP HA MOCTABEHHUTE 3aja4M; oHarneaeHH ca ¢ 14 urypm u 3 Tabnuum,
YHETO NpuiokeHue He ayGaupa Tekcra. Cniope/l BUa Ha NOCTABEHHTE BBIIPOCH 3a paspellaBaHe
M MPOBEJICHUTE NPOYUBaHUs, pe3yJITaTUTE Ca IPYIHPaHH B:

JIECKpHITHBHO — eNMUEMHOJIOrHYHA XapaKTepucTHKa Ha 154 naimenTn, npemunanu MI'K za
oyenxa na nooaexcauy TITC (Opoii, Bb3pacT, noj, puckoB (GakTop, HaCOYBALIO 3BEHO), H HA
157 naumenTn npeMuHanu donvanumenna MI'K cred nabopamopna IWarHoCTHKa, KakTo H
CpaBHHMTEJIHA OLICHKA HAa XapakTepHCTHKMTE Ha JBETe rpynd nauuweHTH npemunain MIK.
PaskpuBaTt ce ChUIECTBEHH Pa3/IMKH MeXIy JBeTe rpynH KakTo B JemorpadcKu, Taka U B
MOTHMBALIMA W HACOHBAILO 3BEHO.

Hutepec npezacraBismMa JeCKPHUIITHBHO-ENMIEMHMOIOIHYHA XapaKTePHCTHKA HA MAalMEeHTH
nposeau JIHK ananuz (Opoii, BB3pacTt, MoJjl, HACOHYBAIIO 3BeHO, OOXBAT W MOKa3aHus,
paskputa naronorus). Ot scuukn 311 naumentn npemusnann MI'K, camo 76 (24%) ca
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nposenu JIHK ananus, noyTH BCHYKH Clie/l ITbPBHYHA MEJUKO-TEHETHYHA KOHCY/ITalus

(mbpBaTa ananu3upana rpyna). CtaTucTHYeckH 3HYMMO npeobnaaBaT NALMEHTH OT JKEHCKH

noJ, NMo-MJaja Bb3pacT, NPAKO HACOYEHH OT OOJHMYHO 3BEHO, cOOCTBEHO MHAHCHpaHE Ha

naboparopHaTta AMArHOCHTKA OT MPEANOYHTAEMO HA-IUMPOK MaHes] reHH, ACOLMHPaHH C

npeapasnoiokKeHne KbM pak.

Cwmaram 3a MHoro yanayHa TaGnuna 1, koATo oTpa3sBa pasKpuTHTe (BEPOATHO) MATOr€HHH
BAPHAHTH B KOHTEKCTa Ha ()eHOTHNA W TyMOp-Tipepasnoiarail cHHaApoM npu 21 suua ot o6mo
uscnensaHn 76. CuNocTaBMMO MO-BUCOKA € JMArHOCTHYHA ycneBaeMocT Ha jabopatopus
InVitae (Labcorp Genetics ot 2024) cnpsamo BlueprintGenetics, pbnpeku no-pucokus Gpoii
jpoknazeaun VUS oT meppara, BEpOATHO W NOPaH MO-paHHUTE NOJAMHH HAa BB3MOXKHOCT 3a
HacoypaHe KbM InVitae.

BuuMaHue npHBIMYa OMWUTHT HA JOKTOPaHTa 3a peaHaju3 Ha TEHOMHHM JaHHWTE B
Heroco4yeH Opoii mauMeHTH nopaau orpaHuveHusTa B OHOMHPOPMATHYHHTE WHKTPYMEHTH C
HEBB3MOKHOCT 3a UAJIOCTHA mnpeoueHka. Bce nak ¢okychT BBpXy pe-kiacuduKaums Ha
JOK/IaJiBAHH BapHAHTH C HesACHO 3HaveHne VUS BOAAT /10 M3BECTEH ONMHUT NpH peaHanus Ha 68
VCF SNP ¢aiina ¢ Baxxuu HabmoaeHus.

Ilpuemam nocovenume pesyimamu u msaxwama cmamucmuyecka obpabomka, kamo
adexeamuu Ha NOCMaseHume ye u 3a0ayu.

JINCKYCHSATA € OCHOBHMAT pas/ie/l 3a BCEKH JMCEPTALMOHEH TPY/, B KOHTO JOKTOPaHTBHT
aHa/IM3Mpa MOMYYEHHTE PE3YATaTH B KOHTEKCTAa Ha MO3HAHMATA CH OT JAMTepaTypHus ob3op u
TBHPCH JIOTHYEH aHAJIM3 B OLIEHKA H ChIIOCTaBHMOCT.

B 1aBa nogpasaena e HanpaBeHo: a) mapajenHo oOCHKJaHE JIECKPHIITHBHO-
enUIEMHOJIOTHYHUTE XapakTepucTuki Ha agere rpynu npemuHann MIK; 6) oberoitno
ofcwKaaHe Ha MalMeHTHTe MPOBEM IeHETHYHO H3CJIe[BaHe MO pe3yJITaTH M KOMEHTap Ha
NpoBeJieHaTa peHHTEPNPETALINS Ha Pe3y/ITaTHTe.

B auckycusiTa JOKTOPAHTBT aHAIM3HPA TPYAHOCTHTE CBbP3aHH C KIIMHHYHA HHAHKALHA 1
npeanaraHo 1abopaTopHO M3cCleBaHe 3a AJEKBaTHO T€HHO TNOKPHTHE, paslo3HaBaHe M
JIMarHOCTHKA Ha NMO-Pe/IKH CHHAPOMM, MPHIOKPHBALL / HETHIHYEH (PEHOTHUN WM BpeMe Ha U3sBa,
HO C MOBHINEH PUCK OT 3JI0KayecTBeHHW 3abonABaHMsA, PaslIMPABAHETO HA TECTBAHETO KbM
PHCKOBH POJICTBEHHLH - e/1Ba 7 jiuna ot o6mo 36 (19%) puckosu poacTeenuim ca nposein MI'K
M [OC/eJBAIll0 TAPreTHO TecTBaHe. Te3W NCHXOCOLMAIHM acneKkTH ca ocoOeHO BaXKHH NpH
TECTBaHE HA 3/IpaBH HHAMBH/IM U Ca JIOMTBJIHUTE/IHA NpeYKa KbM (pUHaHCOBOTO Opeme 3a TAX.

KomeHTHpan e USAIOCTHHAT AWArHOCTHYEH MOJAXOJ, KoiTo TpsaAbBa na koMmOMHMpa
Pa3IM4yHHU TEXHOJIOTHHY M AHAJIMTHYHHM CTpaTeruy (BKJI. HHCTPYMEHTH) Criope/l KJIMHUYHATa U3ABa
¥ TMNA Ha ThpceHa MyTauusa. M3nonseaHeTo Ha paziuyHHM BepcuH Ha coryepH, pedepeHTHH
reHoMH, (UITpUpalIH KPHTEPHHM WJIH aHOTALMOHHH MHCTPYMEHTH MOXKe Ja JoBeie /0
noaoGpsABaHe OTKPUBAHETO HA BAPHAHTH.

AptopeT 0000maBa, 4Ye HACTOAIIOTO JMCEPTALMOHHO W3CJE/BaHE Ipe/loCTaBs
NOTEBPIKAABALLM JIAHHH OT MPAaKTHKATA 34 KIMHUYHATA 1107133, HEOOXOAMMOCT OT MEPHOAHYEH
peaHanM3 Ha FeHOMHH JaHHM KaTo craHaaprHa noaxon npu namueHtd ¢ TIIC. Ta nneaupa 3a
MOBHILIABAHE HA OCBEJOMEHOCTTa M 0Opa3oBaHHETO Cpe/l BCHYKH YHYACTHHUM — KJIMHMLMCTH,
rEeHeTHLIM, MALHEHTH — OTHOCHO JMHAMHYHATA NPHPOJA HAa FreHOMHATa HHPOPMALIMA; H3X0/1a OT



3a00/IABAHETO HA TALMEHTa ajpeckpa Hykaata oT HH(pOpMHpaHOCT Ha OOIIECTBOTO 32
edexTHBHA NIPOdMIAKTHKA H NOJI0OpABAHE HA MACOBATA 3/paBHA KYJITYPa KaTo LIo.
IToopoben u akmyanio npedcmasen OCHOGEH Pasoes on QUCEPMAYUOHHUSA MPYO.

M3BoanTe Ha HayuHus TpyA ca 0asupaHu Ha MOJY4YEeHWTE AAaHHW M OTrOBapAT Ha

MOCTABCHUTE LICJI H 3a1a4H.
1. Tpodua Ha naunenTuTe U TeraeHu: Hamune e Hapactsai Gpoii Ha NPOBEACHH MEAHKO-TEHETHHH

* koncysrrauny u JIHK ana/iu3u B TPHTE PYTH aHAM3HPaHH naiunenTH. [TaMenTHTe, KOHTO Noceilasar MKT ¢ ornen

ouenka 3a noanexam TTIC u npoasmkar JIHK ananus, ca npeanMHO MIAIH HKEHH (<50roz.) ¢ NONOKHTENHA THYHA
WK pamMisIHa HCTOPH, JKHTENN Ha rp. Bapha u nacoueHH OT Jiekap,

2. XapakTepuCcTHKH Ha FeHEeTHUHO TecTBane: /IHarHOCTHYHA YCTIEBAEMOCT HA NIPHIIOKEHHTE JIHK ananuzn
€ 28%, KaTo NPeANOUHTAHMAT BT AHATH3 € PA3LIHPEH reHeH MaHel. -

3. HeofxoauMocT OT peananu3 Ha HaHHH: [TepHOAMYHMAT peaHaniu3 Ha ICHOMHH JIaHHH € KIHHHYHO
HeoGXOIMM, MPEIBH/L BHCOKHA JIA]1 HA JIOK/Ia/IBaHH MbPBOHAYAIHO BAPHAHTH C HENCHO 3HAYCHHE (25%).

4. Edpextusnoct M npeanssukaresncTsa Ha MI'K: YcranoBeH e KPHTHYHO HUCBK TNPOLEHT HA NPOBEACHH
JIHK Tectose cnen Gesnuatha Gonmmuna koncyiramus, cien MIK no nosoa GnomapkepHa JHarHoCTHKa
NpeNPHETHTe KACKAIEeH CKPHHHUHT POACTBEHHIIH.

5. Hacoku 3a nopoGpenne: [1o100paBaHeTo HA OHKOrEHETHYHHTE YCIIYIH M3MCKBA HHTEIPHPaH TOAXOL:
noBuIIaBane Ha o0pa3oBaTeNHUTE AKTHBHOCTH, PasliMpABAHE HA JIOCTHIA Ype3 TeNercHEeTHKa H (unancosa
NOJKpena, W H3rpaxk/iaHe Ha GHOMH(OPMATHYEH KanaIUTeT 33 ChXPAHEHHE, aHAM3 H PCAHATH3 Ha NaHHH.

Tocnednuam uzeoo (5. Hacoxu 3a nodobpenue) e no-ckopo npedcmaseH kamo pasoen 7.
Saxniovenue u Hacoxu 3a 6vdewa paboma u KOMEHMUPAn 6 5 HanpasieHuA.

[MpreMam camMoOLEHKaTa Ha aBTOpa 32 MPHHOCHTE Ha IMCEPTALUHOHHHA TPYIL, othopmenn
B 2 rpynu.

[punocu c opuzunanen xapakmep

1. Jlucepmayuonnusm mpyo npedcmaenf6a Mopsomo CUCEMAMUYHO U3CICO8ANE HA MpaxmuKama wa
MEOUKO-2eHEMUYHO KOHCYIMUPAHU Npu NAYUeHMU ¢ PasHopoOHu MyMop-npeopasnoiazauju CUHOpOMU 6
Bunzapus.

2. Tpyovm npedocmasa enuOeMuoNOZUYHA U KIUHWIHG XAPAKMePUCMuKa 3d 6b3pacmoso-noioso
pasnpedeneniie, PUckosu (pakmopu, HACOUEAUU 36eHA, BUOOGE NPOGEOEHI 2EHEMUHY UBCAEOBAHUA U HECMOMA
HA YCMAaH0GEHUMEe Namo2eHHU 6aAPUanmuL.

3. Tpyowm awarusupa pesyimamume OmM npOGEOEHUME 2eHemuyinu uzCAeOBaHUA, KAMOo OyeHasa
yeemomama Ha omKpueane Ha namozennu eapuanmu, VUS u HeoGxooumocmma om peananus Ha danHume.

Hpunocu ¢ npaxmuyecku npuaodicet xapakmep

1. Jlucepmayusma nomevpocoasa kmowosama pors na MIK e udenmuchuyupanemo Ha PucKosu
nayuenmu ¢ eeposmuyu THC. Ta noovepmasa sHayenuemo Ha KNUHWYHUA CREYuamicm u opyau ghaxmopu ucLH
MTK 3a nogedeniemo HG NAYUERMA 1 YHAchuemo My 6 nOCAe08aly 2eHemuieH aHaus.

2. Jlucepmayusma udeHmuguyupa Kno406u npeousuUKameIcmea npeo MI'K npu nayuenmu ¢ TIIC 6
Buazapus, Kamo omnpasHa Mo4Ka 3a KOWKpemHu Hacoku 3a no0oGpaeane nianupanemo Ha 30pasHume pecypcu
U OP2anU3UPANE HA 2EHEMUYHU YCTY2U.

Tpyaose BLB BPb3Ka ¢ ANCEPTANANTA (IPeACTABEHH A B AgTopedepar)

Tlo HayuHaTa cu pa3paboTka J-p XaumepHsH € Npe/CcTaBuia A0CTaThYHO MaTepHAIH:
3 MBLAHOTEKCTOBH MyGAMKALMU B HAYYHH CIMCAHWA; 5 yqacTus ¢ pesioMe (2 mnoj neuar); 3
noknana y vac 6es pesiome. [lyGnukaumnTe ca aKTyalHH U C BOJCILO aBTOPCTBO:



a) Hachmeriyan M, Levkova M, Yahya D, Stoyanova M and Dimitrova E (2025) Genetic counseling for
hereditary cancer syndromes: a 5-year experience from a single center in Bulgaria. Oncol. Rev. 19:1605606, doi:
10.3389/0r.2025.1605606;

6) Hachmeriyan, M., Levkova, M., Yahya,D., Stoyanova,M., Dimitrova, E. Ethical and Psychosocial Issues
Associated with Genetic Testing for Hereditary Tumor Predisposition Syndromes. Healthcare 2025, 13, 880.
https://doi.org/10.3390/ healthcare13080880.

8) Mari Hachmeriyan, Mariya Levkova, Milena Stoyanova, Dinnar Yahya, Eleonora Dimitrova. Genetic Tumor

Risk Syndromes: Current Aspects of Diagnosis and Genetic Counseling. Scripta Scientifica Medica. 57, 1 (Apr.
2025), 7-16. DOI:https://doi.org/10.14748/myc3na25.

Kpurnunn Geesin, KOMEHTAD H IPENOPLKH KbM JAHCEPTAHOHHMS TpYyA:

Orzennu 3abesexKn W NPENOPHLKH ¢a OTPA3EHH 110 Pa3/e/H Ha PeLEH3MATA MH.

OGoGmenoro Mu BWKAaHe BBPXY HayuHaTa paspaGoTka €, ue TS OTpassea npuaoouT
KOHCYJITATHBEH W AHAJIM3aTOPCKH ONMUT Ha JOKTOPAHTA 3@ MOJIEKYJIAPHO-FEHETHYHO HU3C/eABaHe
Ha NAUMCHTH C BEPOATEH TYMOP-NpPe/pasnonaraml CHHAIOM B OMOL] Ha KIMHUYHATA NPaKTHKA.
ABTOPBT ThJIKYBa PE3Y/ITATHTE B KOHTEKCTA HA JIMHAMHYHO TIPOMEHSIIH Ce FeHOMHH 0a3H IaHHHU
JaHHH, BCE Olle MHCY(UUMEHTHH KaTo myGiuKauyuy B Hawara ctpasa. Ilopaam Tosa HCKPEHO
NpernopbuBaM HaAy4YHOTO H pasBHTHE B MOCOKA OHKOJIOIMYHOTO MOJIe.

[losnasam a-p Xaumepusn ot nocreneanero i B JlaGopatopusra u Kateapara no
MeJMUMHCKA reHeTHKa npe3 2012 r. Kato acHeTeHT 1 CTICLMANNCT, T4 NPUTEKaBa MHOTO 106pH
TEOPETHYHH M IPaKTHYECKH IMO3HaHMA B 00JacTTa Ha MEAMLMHCKATA T'eHETHKA, KOMTO
©HKEHEBHO MNpuUjlara B NpakTHKATa CH KaTo JieKap W Mpernojapares. 3amura Ha MpeaxojeH
uscnenoparencku Tpya B O6nact va Buciue o6pasoanue 4., 1aBa cBOst MPHHOC 3a npuaobuTa
Hay4Ha TpamMOTHOCT BBPXY HACTOIMA ¥ JWCEPTALMOHHMA TPYJ M 3a YCKOPEHOTO My
(uHanu3Mpane.

3akmouenne:

JlMcepTauMOHHHAT TPYA CBOTBETCTBA HAa M3HCKBAHWATA 3a npuaobuane wa OHC
“Hokrop”. Toji nokasea, ye aBTOPBLT NPUTEKABA TEOPETHYHH 3HAHHS H YMEHHs1 10 IOKTOPaHTCKa
nporpama “MeaHUMHCKA FeHeTHKA” U IeMOHCTPHPA BH3MOKHOCTH 3a aHAH3 M CAMOCTONTENHO
NpOBEHAaHE HA HAYYHO NPOYYBaHE, NOKPHBA HayKOMeTpHuHHTE Kputepuu no [TPAC na MVY-
Bapua . [Topajau ropensnioxkeHoTo, 1aBam cBOATA NOJOKHTE/IHA OLEHKA M BOT HA n-p Mapu Apa
Xaumepsin- Anapeesa 3a npuchiaane va OHC . Jlokrop™ B O6nact na BHCIE obpazopanue: 7.
3npaseona3seane u cniopr, [Ipogecuo
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