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1. YYECHHUIIA BO PEAJIM3ALINJATA HA ITPOEKTOT BO M3BEIIITAJHATA T'OJIMHA
(Mme u mpesuMe, HAYYHO, HACTABHO-HAYUHO 3Baibe, MATHYHA HHCTHTYLH]jA)

a) I'naBen ucrpaxkysau: [Ipod. 1-p 3natko JakoBcky, pemoBen mpodecop, cret.
Mo CyAcKa MepmuuuHa, VHCTUTYT 3a cy[cKa MeNWIMHA, KPUMUHAIUCTHKA W

MeJMIMHCKA leoHTosoruja - Memununeku dakynrer, YKUM
6) CopaboTHHIIM - HCTPAKYBAYM

1. Anexcanziap CTaHKOB, BOHpefeH mpodecop, criel, 1o CyfcKa MeTHiuHa, NucrutyT 3a
CYiCKa Me[ULMHA, KPUMHUHAIUCTAKA ¥ MEJMLMHCKA [EOHTONMOTHja - MemuuuHCKY
dakynrer, YKUM

2. Bukropuja Benakanocka CpriaHoBa, aCHCTEHT, CIIELl, 110 Cy/cKa MeIHIiHa, WHcrtutyr
33 Cy[CKa MeJHUUKMHA, KPUMUHAICTHKA U MEMIMHCKA JeOHTONoruja — MeauuuHCKn
dakynrer, YKUM

3. Caumo Pucrecku, mumimonexyiaped Ouonor - CIel]. TMOMEJUIIMHCKA TeHeTHKa,
VIHCTUTYT 3a CyjCKa MeAMIMHA, KPUMMHAIMCTHKA M Me[UIMHCKA IeOHTOJIOTHja —
Mepuiscku dakynrer, YKUM

4. Xunpia JoBaHOBUK, TUIULHHK. OHONOT - CIIell. IOMeMIMHCKA reHeTHKa, WHeruTyT 3a
CYACKa MEJULNMHA, KPUMMHAMCTUKA ¥ MEJMLMHCKA JIeOHTONOrWja - MenuuuHCcKn
dakynrer, YKUM

5. Kcennja Huronosa, qumn. 6uonor, MHCTUTYT 3a cyIcKa MenuiuHa, KPUMMHAJTICTHUKA
¥ MeJJULIMHCKA fleoHTOsI0rHja - MeguuuHcku darynter, YKUM

6. Harama Butomany, foueHt, crmen. mo cyacka MemuiuHa, WMHcutyT 3a cymcka
MEJJMIMHE, KPUMUHATUCTUKA U Me[IMIIMHCKA JIeOHTONOrHja - MeguumHckn dakyirer,
YKUM

/. TopaH IlaBNOBCKH, JOLEHT, CIEI. 10 CyACKA MeNUIMHA, WMucrutyt 3a cyacka
MEZULVHA, KPAMUHATUCTHKA ¥ MeJIMLMHCKA JIeOHTONOrHja — MeauuuHcKy dakynrer,
YKUM

8. Jbymyo Yakap, acucTeHT, criel. 10 CyfcKa MeuiuHa, MHCTUTYT 3a cyzcKa MeIMIIHA,
KPUMHUHA/TMCTHKA 1 MEJMIIMHCKA JleoHTOsI0rMja - Mepuiuacku dakynrer, YKIM

9. Ana VBueBa, aCHCTEHT, CIIeL|. II0 CYICKa MeJULMHA, VHCTUTYT 3a CyncKa MeIuIuHa,

KPUMUHA/IMCTHKA U MeJUIIMHCKA [eoHTosoruja - Meguinacku dakynrer, YKUM



10. Mapuja Byjapocka IlepkoBuK, HayueH copaboTHUK, VIHCTUTYT 3a CyACKa MeJULHa,
KPUMMHATMCTHKA 1 MeULMHCKA IeOHTOI0rHja - MemuiuHcku dakynret, YKIM
11. 3opunia bBoskuMHOCKA, AWMU MHK. MO XeMmuja, VIHCTUTYT 3a CyACKa Me[IULIMHA,

KPUMMHAJICTUKA X MeIMLUHCKA JIeOHTOorMja - Memuuuncku dakyarer, YKUM
B) CopaOOTHHMIIM - M/IAIH HCTPAKYBaYH

1. Crecanuja YOaBKoBa, AumI. 1ab0paTopucku buounkeHep, IHCTUTYT 3a CyAcKa
Me[UIMHA, KPUMMHAMMCTHKA ¥ MEJMIIMHCKA JeoHToNoruja — MeIuuHCKY
takynrer, YKUM

2. Pocunia CuaMKoypH, JIOKTOP [0 MefguiMHa, VIHCTUTYT 3a CYACKa MeJUIIMHA,

KPMMUHATICTIKA 1 MeIUIIMHCKA IeoHTooruja - Meguimncku dakynrer, YKUM

2. IIEJTA HA NCTPAJKYBABETO COZIP;KAHHU BO IMPEJIJIOI - TIPOEKTOT:

['naBHuTE 11€7T11 HA TPOEKTOT Ce:
-HabaBKa Ha uHCTpyMeHT 3a Next Generation Sequencing;

-BOBe/lyBaibe, Ba/u/jaLiija U aKpeauTalyja Ha METOIU 3a CeKBEHI[OHMpPabe Ha TeHU U

F'€HCKY ITaHe/IX pejieBaHTHU BO (bOpEHBI/I‘IKaTa U KIIMHAYKaTa MOJIEKYyJ/lapHa IreHeTHKa.
Cnopemm [I€JIK Ha ITPOEKTOT:.

1. Uen: BoBemyBame Ha MeToqu
2. Uem: Banuparuja v akpeauTaruja Ha METOLY

3. Ien: Ilybnuxanuu u anMKaTUBHA ejHOCT

*TIo HOTpeGa yHOTpeGeTe OOIIOJIHUMTEJIHU JIMCTOBM 3a CUTe TOUKM O 3aBpPUHMOT

u3BemTaj.



3. OYEKYBAHU PE3YJITATH O] UCTPAJKYBAIbETO COIP/KAHU BO ITPEJIIOI-
IMPOEKTOT: ‘

1. 3ronemyBatbe Ha KaMalUTeTHTe 3a TeHETCKY aHA/IM3K BO (DOPEH3UUKUTE HCTPAry, o
MCTOBPEMEHO MCIUTYBAbE Ha T0/IeM OpOj reHeTCK! MieHTU(UKAIMOHN MapKepH (reHw,
STRs, SNPs, indels) omegnam Bo KpaTOK BPeMEHCKM POK, IITO Ke OBO3MOKH 6p30
JlefyBambe Ha MHCTUTYI[MKMTE, KAKO LITO Ce CY[0BUTe, 0OBMHHMTEJICTBATA, aJBOKATUTE,
TOJIMLIMjaTa, IPUBATHUTE DapaTe/i Ha aHAIU3K 1 JPYTo;

2. 3rozieMyBame Ha KalalUTeTUTe 33 UCTOBPEMEHA aHA/IM3a HA MOBeKe reHU U [eHCKH
MaHe T, Pe/IeBaHTHY BO KIMHUYKATA reHeTHKA U IPYTU 00/1acTH Ha MeHLMHATA, WTO Ke
IloBeZie o [TpeBeHIIMja ¥ TOUHA JIUjarHo3a;

5. 3royieMyBare Ha alIMKaTUBHATA JIejHOCT Ha VIHCTHTYTOT, a BOEHO U MeI'VHapOJHO
TIPM3HABAbE Ha Pe3y/ITaTuTe off UCIIUTYBambaTa;

4. IlybnuKaruja Ha BOBeJIeHHTE METOJY M Pe3Y/ITATH Off HUBHATA Ba/IUfIalja;

5. Akpenuraiyja, amMKaiyja Ha BOBEJEHHTE METOJM U VUECTBO Ha MeI'yHapoJHU

ITPOEKTH.

4. OCBPT HA OIIPABJAHOCTA HA MCTPAJKYBAILETO BO IIOTJIE], HA
IIOCTUTHYBABETO HA NTEOMHUPAHUTE LE/IM Y1 OYEKYBAHMTE PE3YJITATH
COJPKAHU BO ITPENJIOT-ITPOEKTOT:

Co BoBeayBame Ha HOBATa TEXHOJIOTHja Ha CeKBEHLIMOHUPame Ha VHCTUTYTOT 32
CyiCKa Me[IUIUHA, KPUMUHAIMCTAKA U MEJULMHCKA JIEOHTONOTH]ja Ke Ce OBO3MOKM
KODHCTete Ha NPU00UBKIUTE Ha TOCTENHAOT (PPOHT HA TEXHOJIOMIKUTE TOCTUTHYBabha

BO 00/1aCTa Ha reHOMUKATa O IIOBEKe aCIeKTH:

1) CyAcKO-MeMIMIMHCKH aCIIeKT: 3ro/eMyBame Ha KANALTETHTE 32 FeHEeTCKU AHA3H BO
(hopeH3snuKmTe HCTPArH, GUAEKU Ke ce 0BO3MOKHU HCTOBPEMEHO UCIIUTYBakbe Ha rojaem
Opoj remercku uaeHTH(UKALMOHM MapKepy (renn, STRs, SNPs, indels) omennam Bo
KPaTOK BPeMEHCKM POK M Ke ce 0BO3MO3KM OP30 /IeyBame Ha MHCTUTYLIMUTE, KAKO IITO
ce Cy/ioBUTE, OOBHHMTENICTBATA, AJBOKATUTe, MOJULMjATa, PUBATHUTE GApaTenn Ha
AHATIU3U U JIPYTO, CO Ljest OP30 [lenyBambe Ha MPABOCYAHUOT cucTeM. [Tokpaj MapKepuTe
3a upeHTH(HUKaIKja Ha NyTe, Ke MOKe Jja Ce MCIIMTYBAaT MapKepH 3a ONpeeyBame Ha

(heHOTHIICKHTE KAapaKTepPUCTHKM Ha HENO3HATa JIMYHOCT (T.e. reHeTcku (oTopoboT), 3a



OIpefieNlyBame Ha  MPUCYCTBO TEJECHM TEUYHOCTH, 3a  OIpefie/lyBambe Ha

buoreorpackoTo IOTEKIO Ha HEMO3HATA MHIUBUAYA U IPYTY MapKEePH.

2) MeguIMHCKU-TEHETCKH acIeKT: 3To/ieMyBame Ha KallaljUTeTHTe 3a HCTOBpeMeHa
aHaM3a Ha MOBeKe IeHW UM TeHCKU IaHeNy, PejieBaHTHU BO KIMHMYKAaTa reHeTWKa M
npyri 0067acTH Ha MeMIMHATA, LITO Ke [oBeJie /10 MpeBeHLUja W TOUHA [MjarHo3a.
®oKycoT Ke Ouje cTaBeH Ha MCIMTYBAmeTO TEHETCKU MONMMMOP(U3MH IMOBP3aHU CO
HEHa/iejHa cpLieBa CMPT, ajepruy, hapMakoreHeTHKa (crerduyHa peakLyja Ha IeKOBHY,

IKOXOJI M [IPOTH) ¥ CeKBEHLMOHUPatbe Ha BUpycHu reHoMu (SARS-CoV-2).

3) AMIMKaTHBEH W MeIVHapo[eH acleKT: cO aKpeouTHpame Ha MeTOJUTe KO Ke ce
ucnuTyBaaT co amaparor 3a NextGenerationSequencing (NGS), ke ce 3romemu
al/IMKaTUBHATA [IjHOCT Ha MHCTUTYTOT, a BOeNHO Ke OBO3MOXKH ¥ MeEIVHapojHO

TIPU3HABAKE Ha Pe3Y/ITATUTE Off UCTIUTYBambaTa.

Ilokpaj Bo amnuKaTMBHATA M JWjarHOCTMYKa ccdepa, MOCEyBameTo Ha BaKBa
TEXHOJIOTHja 33 CeKBEHIIMOHMPambe Ke ro 0TBOPH MATOT Ha ['eHeTcKaTa jabopaTopuja 1
MHCTUTYTOT 32 CylcKa MeIMIyHA, KPMMUHAIMCTAKA ¥ MEUIMHCKA JEOHTONOrHja 3a
MCTPa)KyBama Ha Hajpa3/IMuHU IMOJIMIba Off HayKaTa, a Ke o 3ro/ieMH KaraluTeToT 3a

YUECTBO BO HAllMOHAJ/IHU U Mef'YHapOJlHI/I Hay4YHH ITPOEKTH.

5. JETAJIEH M3BEIITAJ 3A HAYYUHOUCTPAKYBAYKHAOT ITPOEKT:

IIpegmer Ha MCTpakyBame Oellle HeHajiejHATa CpLEBa CMPT M BapWjaHTUTE Ha
TeHH KOM Ce acOoLMpaHu CO PU3MKOT Off Hej3MHO HacTaHyBawe. HampaBeH Oere
TNperjiefl Ha JoCeraliHdTe CO3HAHWja M TPOOTEMM TPU CYACKO-MeIWI[MHCKATa
EKCTepTH3a Ha HeHafiejHaTa CplleBa CMPT, KaKO M 3HAuemeTo Ha BOBEJyBame Ha
MOJIEKy/IapHa ayTOIICHja, IPeKy TeHeTCKa aHa/M3a Ha CeT Off FeHH KO ro Hocar Toj

PU3HK.

OBaa 00nacT e aKkTye/Ha, HAy4YHa U CY[CKO-MeMUIIMHCKA MPO0/IeMaTuKa, BpejHa
¥ OIPaBflaHa 3a UCTPAKYBatbe, 07l HAYUeH acIeKT, HO MCTO TaKa U Off alVIMKaTHBEH
acriekt. Cekoe OTKPHMBAIbe HA BAPUjAHTH HA eHH acOLMpPaHU CO KapIMoBacKy/lapHUTe

(I)EHOTI/IHOBI/I, WK IIaK BapPIjaHTH acolypanu Co 3rojieMeH PHU3UK OJf HEHall€JHa



CplieBa CMPT, Tl JIOTOJIHYBA MOMY/IAIMCKATE JaTabasd cO HOBM TMOJNATOLM M ja
YTBpIyBa WX MEHYBA Klacu(hMKaLujaTa Ha BeKe YTBPAEHUTe BApUjaHTH Kaj IPyTH
HAUBHAYH. CeKoe MCTPaKyBamhe BO 0BAa HACOKA TIpeTCcTaByBa 0COOEH MPUIIOHEC 3a
TIOTECHOTO HAYYHO I107e, HO ¥ 3a 3r0JIeMyBakbe Ha alIMKaOMIIHOCTA U MPeLU3HOCTa

Ha TOJIKYBalbeTO Ha PE3YJITATUTE O[] TEHETCKOTO TECTUPAILE.

Omnuc Ha IMPpUMEHETUTE MeTOIH

WHCTUTYTOT 3a CyACKAa MefUIMHA, KDUMHHAIMCTMKA M  MeNUIMHCKA
neonTtonoruja npu MeguuuuckuoT dakynrer Bo Ckorje 06e36eyBa cyncko-MenHuHHCKa
eKcriepTusa 3a HajMaznky 70% op Teputopujata Ha MakemoHWja, OTHOCHO OIICI/TY3KYBa
npubmukHo 1.500.000 nyre. 3a moTpebure Ha oBaa PETPOCIIEKTUBHO-TIPOCIIEKTUBHA
cTyAuja bea aHaTM3MpaHy MOJATOLHM OF ITIABHUOT Perucrap Ha MHCTHTYTOT 3a CYZICKa
MepuiiHa Bo nepuoziot off 2013 no 2023 ropuHa, a ZONONHKTENHA, IPOLIMPEHA AHA/IN3A
€ HalpaBeHa U Ha MUCMeHHTe M3BEIITal 3a OOfyKLMjaTa Ha CIyuauTe Ha HeHajiejHa
CpLieBa CMPT, U3BPLIeHU BO VHCTATYTOT BO JapieHuoT mepuof. Bea cenextupanu 60

CIIydaul, KOU I'M CTIOJIHYBAa KPUTEPUYMUTE 33 BKIIYUyBakhe BO CTYLHjaTa.
Kpurepuymu 3a yaecTBo Bo cTyaujaTa

Kputepuymu Ha BKiyuyBame: Juna moumnatu on HCC, JMLa CO ,HeraTWBHA

0bAyKIMja“, 1A CO CYCIIEKTHA HACTIe[iHA Kap/HOBaCKy/IapHa GosecT.

O6pyKijaTa KaKko M CHTe OMOTOIKM IPUMEPOLH Kou Gea IIpeZMeT Ha aHaIu3a
ce M3BPIIEHH U 00e30e/IeHn CIIOpe]] CTAHNAP/HUTE, DYTHHCKU TIPOTOKOMM 3a CYICKO-
MeJIMIIMHCKA 00/[yKIIija, 00paboTKa U CKIafupame Ha GHOJOMKY MPUMEPOK IPOIHIIAH
o7 EBPOIICKMOT COBET 3a Cy/CKa MefjuliiHa 1 npernopakute R99. Bo HCTPAKYBAETO Oea
BKmyueHr 60 wucruraHMum obmyuupanu Ha MHCTHTYTOT 3a CYOCKa MeOuIuHa,
KPAMUHAIMCTMKA M MeJMUUHCKA [eoHTonornja. IIpu cenmekumja Ha coyuaure
aHa/mmM3upann Oea Ie/0CHATe OOJYKLMCKM NPOTOKOMA KOM COJDIKAT OIEpATHUBHH

TOZIATOIIM 32 C/Y4ajoT, XeTepoaHaAMHEeCTHYHHU NO/JaTOLM 3 IIOUMHATHOT, eMorpad ki

TOZJaTOLH, [OJATOLIM 32 HA[IBOPEIIHN ¥ BHATPELIHH O0/[YKIIMCKA HAOMH, TIOfATOLH O]



XMCTOIATONIOMIKY, OMOXeMHUCKM M TOKCHKOJIONIKMA WCIUTYBaba, MaTo0aHaTOMCKH
IMjarHO3M ¥ TpPUYMHA 33 CMPTTA. -3a MCOMTAHMIMTE Kaj KoM 6Oea [OCTarlHu
napaduHCKUTe OJI0KOBM CO TKMBHM HCEUOLM Off obOpykiumjaTta, Oelle HampaBeHO
noBTopHO 6Ooeme co H&E (haematoxylin & eosin) u moBTOpHA eBajiyaiuja Ha
XUCTONATONIOMKKMOT Haof. Kaj cure 60 ucnyuranuim ce u3Bpimu u3onauuja Ha JIHK ox
6uonomku Matepujan. Kaj 53 ucrnranuiy JJHK ce usonupaiie oy 610NIOMKY MaTepyja
KpB, obe3benieHa 3a BpeMe Ha 00yKUWja, Kaj 4 ucrmranuny ce uonupame of FFPET
(opmanuH - (UKCMpaHO TKMBO BKalaleHO BO MapaduHCKU O70KOBM), a Kaj 3
ucnuranuiy ce usomupamie [HK opm TpynexHo [pOMEHETO TkuBo. Ce W3BPIIH
KBaHTUTATMBHA M KBa/JMTAaTUBHA aHamu3a Ha msonupanuor [THK marepujan co Koja ce
usgsouja 30 mnpuMepon, KOM TH MCIIOJIHMja KPUTEPUYMUTe 3a KBaIUTET 3a
TOC/IeNIoBaTeNIHA MOJIEKy/IapHa aHaausa. Jlomo/HuTeNnHo, 00e30eeH Oemie OMOMOMKY

MaTepHjar - KpB, Off /Bajlia KMBK CPOIHMUIIM Ha eJIeH of] TIOKOjHUTe UCIIUTaHULIN.

Monel(ynapHaTa dHa/Ii3a ce U3BPIIHU CO TEXHOJIOI'I/Iia Ha CeKBeHIIMOHUDahe

Ha C/lefjHaTa reHepamuja, T.H. ,NGS- ceKBeHIIHOHHPame Ha c/le[HaTa reHepamnuja‘

3a aHanu3a ce KopucTellle UCTpaykyBauku ,lon AmpliSeq target NGS panel” 3a
Kappuomuonatid u aputmMuu (eng. lon AmpliSeq™ Cardiac Arrhythmias and
Cardiomyopathy Research Panel) na Thermo Fisher Scientific. FcrpaskyBaukuoT naern
coppiku 92 TeHu acolMpaHy CO KapIUOMHONATHM ¥ CPLIEBH apuTMum. McTpaKyBameTo,
BO CHTe HEroBY eTaly, 00[[yKIMUTe U Tab0paTOPUCKUTE aHaIM3H, LIJIOCHO Ce CIIPOBefie
Ha MIHCTUTYTOT 3a CyCKa MeIMIIMHA, KPUMUHAIMCTHKA M MEeJUIIMHCKA JeOHTONIOTHja, Ha

Mepuimncku dakynret, npu Yausepsuretot ,,C8. Kupun u Metoguj“- Cromje.
Cenexiuja Ha cmyyau

Kaj cmyuaute obpaboTeHy Bo cTymujaTa Oemre mpyMeHeT CTaHAPAHMOT MPOTOKON 3a
00fVKIMja, KOj BKIyUyBa HM3a HAa IOCTANKM M [iejcTBA CIOpef, CTaHNapAU3MpaHy
IpaBuia ¥ VIBPAEH pefocsiel] U Toa: YBUJ Ha MECTOTO Ha HACTaHOT (1o MmoTpeda) u
[logaTouy 3a c/yuajoT- OmepaTMBHM (MECTO Ha HacTamyBare Ha CMpPTTA, HAUMHOT Ha
HacTanyBame Ha CMpTTa, MOJATOIM 3a TOYHO BpeMe Ha HACTAllyBake Ha CMPTTA,
TMIPUCYCTBO HA CBefony); XeTepoaHaMHECTHUKY IIOfATOIM 32 MOKOjHHOT (IofiaTouy 3a
BO3pacTa, NPETXOJHM 3abonyBama ¥/WIM 3[PaBCTBEHH MNPOO/NEeMH, MEeJUIIMHCKU

WHTEpPBEeHI X, MMOAaToly 3a 3nonyn0Tpe6a Ha aJIKOXO0NT U IICUXOTPOIIHU CYHCT&HU;I/I);



lleraned HajjBOpelleH Mperjef, ¥ OMUC Ha TeoTo (Signum mortis, QeHOTUNICKH
KapakTepPUCTUKM ¥ I0BPefy); MaKpOCKONCKM Nperjien Ha BHATPEIIHMTE OPTaHU W
CKeJIeTOT; CTaHJapaHa XUCTOTIATOMNONIKA AHATH3a Ha TKIBA 0[] CUTe OpraHu obesoeneHu
3a BpeMe Ha obpykuujarta, cdukcupanu Bo 10% opmangexum u oboenum co H&E
XEMATOKCUIMH ¥ €03uH Ooerbe; TOKCHKOTOWKY aHANMM3M HAa OWOJOUIKMOT MAaTepHja
obesbenen of o0pyKuujaTa (CKPUHHHT €O (hIyopeciieHTHa Monapusauuja/EH3uMcKka
umyHoaHasm3a - FPIA/EIA (AxSYM /Architect 4000, Abbott) 3a mpumepowute off ypuna,
kako u Biochip Array Technology - BATigatorEvidx 3a mnpumeporure op Kps.
[lotBpaHUTE TecToBM Oea CIPOBEIEHH CO TacHa xpomaTorpa(i)nja CO MaceHa
criekrpoMerpuja (GC-MS QP2010 Shimadzu, Jamowwja), OmpepenyBameto Ha eTun
alKoXo11 belle cripoBefieHo co racHa xpomatorpaguja Headspace with Flame Ionization
Detection (GC-FID 2010 Plus Shimadzu, Jamonuja); Buoxemmcku anamsu sa
YTBP/IYBAHETO HA Kap/IMjalHUTe eH3uMcKy Mapkepu Tpomonus I u CK-MB ce U3BpIIEeHH
Ha MHCTUTYTOT 3a KIMHMYKA buoxemuja Ha J3Y, CKomje, co momom Ha UMYHOEH3UMCKH
recrou CMIA (Chemiluminescent Microparticle Immuno Assay) 3a Tpororus I 1 PHO
(boccharasa umynoensumcku Tect) 3a CK/ MB. Bp3 ocuoBa Ha TIOZIaTOLIUTE Off
OOZYKIMCKUTE ITPOTOKOMH, OOJYKIUCKAOT HAOM, TOKCHKOJOMKHMOT, OHOXEMUCKHOT I
XUCTONATONOMIKKOT HAOK, NMPUUMHATA 3a CMDTTa, Oellle HampaBeHa cerekuuja Ha 60

CITydau KO CTopef HaoJIoT 'l MCIIO/IHYBaa KPUTEPUYMHUTE Jja BJie3aT BO CTyfujaTa.
Excrpakiuuja na JIHK op nepucdepna nenocna xps

KpBra off Koja Oewe HampaBeHa ekcrpakumja Ha JHK 6Geme 3emena IOUPEKTHO off
KPBHUOT CaJj Ha [IOYMHATH. [[piMeHeT e IPOTOKON 3a eKCTpaKI;ja Ha reHOMCKa ITHK op

Majm Koymmuusd (1-100 pul) kps.
Excrpakuuja Ha [IHK of TkMBa BKaaneHu Bo napaguH

TkuBoTO IITO OFf KOe ekcrpaxupasMe THK Geme 3emeno 3a Bpeme Ha obfyKumjata u
thuxcupano Bo 10% dopmanuH, a oToa BrpazieHo Bo napadu. ITapacusckute 6710K0BH
bea uyBaHM Ha coOHa Temmepatypa. [IpuMeHeT belue IPOTOKON 3a eKCTpaKija Ha

redoMcka JIHK off TkiBo BKasnaneHo Bo nmapaguH.

Excrpakuuja Ha [THA off Tpy/nexHo IPOMEHeTo TKMBO



TKUBOTO KOPHCTeHO 3a u3onmauuja Ha JHK Geme 3emeHo 3a BpeMe Ha o0fyKuujaTa u
Oellte TpUMeHeT MPOTOKON 3a u3onanuja Ha reHomcka [JHK of Mamu KonvMuuHU

OMOJIOIIKY MaTepHujal.
Kpantudukanuja Ha [JHK co (pyopumeTpuCcKH MPUHIMIL

ITo excrpakuumjata Ha JJHK, npsuunara kauTiuKaiuja Oelre HapaBeHa co MpUMeHa
Ha Qubit™ dsDNA HS Assay Kit Ha Qubit 3.0 ¢nyopumerap.

KBanTudukamuja Ha [JHK co Real-Time PCR

Co men mpoleHKa Ha KomumdecTBoTo Ha ammindukabwixna JHK og -pasmiunm post-

mortem Ouonomku npumepouy co Real-Time PCR, kopucten 6eme Quantifiler™ Trio

DNA Quantification Kit (Thermofisher Scientific) na 7500 Real-Time PCR System.

NGS - next generation sequencing - ceKBeHI[HOHHpambe Ha C/leJiHaTa reHepanyja Ha

cenexTHpaHuTe caydau co Ion S5 Gene Studio.

[ToproroBka Ha lon AmpliSeq™ 6ubmuorexu Ha Ion Chef™ System Bo namara crypuja
KopucTeBMe uCTpaxkyBauku ,lon AmpliSeq target NGS panel” 3a kapauoMuonaTuu u
aputmuu (eng. lon AmpliSeq™ Cardiac Arrhythmias and Cardiomyopathy Research
Panel) na Thermo Fisher Scientific. Bu6morekute Gea kBanTuduKyBanu co lon Library

TagMan™ Quantitation Kit.
buonngopmaruuka 06padoTka Ha pe3yaTaTH O] CeKBEeHI[IOHHpPAhe

TexHomorujata Ha CEKBEHI[MOHMDAE HA C/EJHATA reHepalyja aHaau3Mpa MUIMOHH
Majii TIONMMHYKNeoTuaHu parmentu on 50 mo 250 6Gasum maposu (bp), Kou rH
HapeKyBame ,KpPaTK¥ OTYMTYBama“, OJHOCHO, CEKBEHI[MOHMPA r0jIeMO KOJTMUeCTBO Ha
JHK Monekymu Kou 1ITo ce uurtaaT BO MCTO Bpeme. BakBHOT IPHMHLMI IIPOM3BeNyBa
OTPOMHO KOJIMYECTBO HA IOZJATOLM, 32 KOU e HeomxoiHa buoHdopmaTuKa 06paboTKa.
CnenmduyHuTE CTATHCTMYKY aNaTKy ce HACOUeHU KOH ,,(huITpUpame” Ha BapHjaHTHTe
TMPOLIEHYBAjKH ja BEPOjATHOCTA OTKPHEHOTO HECOBIArame Jla IPEeTCTaByBa BUCTHHCKA
reHCKa BapyjaHTa Wik TeXHUYKa I'Pellka, Koja ce ofjBKBa BO 3 HHB0a. Bo IpBOTO HMBO ce
TIPOLIeHYBA KBAJIMTETOT HAa aHa/IM3aTa, NMPeKy coTBEp KOj e MHTerpupaH BO CaMHOT
uHcTpyMeHT IonS5, Torrent Suite Software, a Koj BpmM aHamM3a Ha IVIaHUpAIbE,
cnefiere ¥ 00pab0TKa Ha aHa/MM3aTa M ja caefud paboTaTa BO TeKOT Ha LIMK/IYCUTE Ha

CEKBEHIIMOHHPAmbE. BTOpOTO HUBO Ha 6I/IOI/IH(1)OpMaTI/I‘JKa aHan3a nonpa36npa
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MopaMHyBae W COcTaByBame Ha (parmenture Ha JHK u HuBHa cmopenba co

pedepenTer reHom co oMo Ha codepot lon Reporter™ Software co Koj Ha cexoj ox

MCTIMTYBaHMTe IIPUMEPOLM Ce TIPUjaBYBAAT NPOHAjIEHIUTe FeHeTCKY BApPHjaHTH U MCTHTE
ce Knacu(uuupaar CHOpes; HUBHHOT CTEleH Ha BiujaHue. [IoCTeIHHOT CTeleH Ha
aHalM3a Ha IOJATOLM MpeTCTaByBa CO(TBEPCKO TONKYBale Ha De3yITaTHTe, a BO
CYIITMHA MPETCTABYBA aHa/lM3a HAa BapUjaHTUTE M HUBHUTE GMONOMKA MH(OPMALHH,
eeKTOT Ha BapujaHTaTa, KaKO M ACOLUPAHOCT HA BADPHjaHTHTE CO MCIHTYBAHHOT
(perotun. CohTBEPOT Koj Ce KopHCTelle Bo moceHata (asa of bruonHpopMaTHuKara
0bpaboTKa 0B03MOMKM HeHTU(hUKYBare U KIacH(DUKAlMja Ha BapUjaHTHTE PeIeBAHTHH
3a bonecra. V3bpanmor codrBep coppKM MIMPOK ONCEr Ha GHOMOWIKH MOJATOLH

arperupaHu of rojiemM 0Opoj Ha U3BOPH BO eMHCTBEHA (asa Ha IOJATOLH.

Bapujantute co anennara dpexdennyuja Ha MuHopHuTe anenu (MAF) momana of
1/10.000 cnopen Genome Aggregation Database (gnomAD) Kako ¥ CHHOHUMHMTE
BapMjaHTH KOM He Ce JIOUMDaHH HA CIUVIAJCHHT JIOKAIMK 6ea HCKITydeHu of
CTaTMCTHUKATa MHTepnperauuja. Knacuduranmjata Ha BapujantuTe Geme Bo
COT/IACHOCT €O KOHCeH3ya/HuTe Hacoku Ha American College of Medical Genetic (ACMG)
CIIopef; Koj Tue Oea KmacuuIipaHu Kako natorenu (P), BepojaTHo maTorenn (LP) wmm
BapMjaHTH CO HECUTYPHO KJIMHUUKO 3Haueme (VUS). Knacudukanujara 6eme Hanpasena
CTIOpe[ 3aCTaneHOCTa Ha BAPUjaHTATE BO jaBHO JiocTanHuTe 6asu Ha MOJATONH, criopeq
(pyHKIMOHAMHNTE aHANM3U KAKO U [OBP3aHOCTA HA T€HOT U TUIOT Ha BapujaHTaTa Co
MeXaHM3MOT Ha HeHafejHa cpiieBa cMpT (Tabena 6). HoBo UJIeHTU(DYKYBAHNITE BapHjaHTH
Ke bupar npujasenn Bo ClinVar cmopeq nmpenopakure Ha ACMG. Knacudukanuja =a
BapujaHTute cropef codreepor Franklin by Genoox Franklin by Genoox
knacndukauuja P (eng. pathogenic)- ITatorena LP (eng. likely pathogenic) Bepojarao
narorena VUS (eng. variant of uncertain significance) Hecurypso, LB (eng.likely benign)
BepojatHo 6enurto, B (eng. benign) Benurno Knacudukanujata Ha matorenocra Ha
BapHjaHTUTe € HampaBeHa CIOpe] CTaHfApAuTe | ynatcreata Ha ACMG -
AMEPHKAHCKHMOT KoJlell 32 MeJIUIIMHCKA IeHeTHKA M TeHOMHUKA (eng. American College of
Medical Genetics and Genomics) Kou mnpemnopauyBaar 28 KpuTepuymu 3a Hej31Ha

KracuuKaIuja.
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KpaTok omuc Ha pe3y/ITaTuTe o HCTPaKyBameTo

TIpu mpolleHaTa Ha IeHOMCKHUTE CEKBEHIH, Ce YTBPAM MOBP3aHOCT HA TEHCKHA
BAPH]AHTH CO CYCTIEKTHMOT (DEHOTHII Kaj MOUMHATMTE OfI HEHafiejHa CpieBa CMpT. Co
6uourdopMarHuKa 06paboTKa ce YTBpAMja [IATOTeHH BaPUjaHTH, BEPOjaTHO MATOreHH
BapUjaHTH, BapUjaHTHH CO HECHTYPHO 3HaueHe 1 BapUjaHTH KOU TEKHEAT KOH OeHUTHY,
HO HMBHATA (PpeKBeHLja BO MCMIMTYBaHaTa rpyma Oeme 3HauajHa, HACIPOTH HUBHATA
(hpeKBeHLja BO MOMy/AIMCKUTe 6asy Ha mojatouu. VicTo Taka, Oea yIBp/ieHH HOBH
BAPU]AHTH Kaj KOV MH CIJIAKO IIPe/IBUJyBamaTa YKayKyBaa Ha naToreH eQexT, Ho i HOBH
BapyjaHTH Kaj KOM MMallle HejacHu TpeBupyBama. Kaj 3HauaeH Jen oﬁ" MCITUTAHULIUTE
fewle feTeKTHpaHa IOBeKe Of ellHa eHCKa BapyjaHTa, acoIlMpaHa CO HapylIyBambe Ha
cripoBofiHaTa (YHKIMja Ha CPLETO, KAKo ¥ CTI0KeHH XeTeposurotu. [I0Bp3yBameTo Ha
[IETeKTUPAHUTe TEHCKM BapMjaHTH CO CYCIIeKTHaTa IPMYMHA 33 CMPT OBO3MOKYBa
T0rojieMa IIPeLU3HOCT MPH CYICKO-MeUIMHCKATa €KCIepTu3a, MOCUIHA JOKasHa
BPEJHOCT Ha eKCIIEPTCKMOT U3BEIlTaj, @ BO MCTO BPEMe M MOXKHOCT 3a TIpeBeHIija Kaj

JKUBUTE CPOOHULIM ITPEKY CKPUHMHI 32 OCOMHUYEHUTE BapHiaHTPI.
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6. PE3UME HA IIOCTUTHATHUTE PE3YJITATH OJ1 UICTPAJKYBAUKATA PAGOTA:
6.1. Ha MakeTOHCKM ja3uK:
-BoBefyBame Ha HOB MeTO]I 3a ceKBeHIMoHUpameHa [JHK;

-HCTpa}KYBaH)G Ha IIPACYCTBOTO HA I'€HETCKHU HOHI/IMOp(bI/IBMI/I II0Bp3aHU CO HeHanejHa

cplLieBa CMPT Kaj [IOUHMHATH JIMIIA BO CYICKO-MeIUIIMHCKATA TIpaKca.
6.2. Ha aHrmckm jasuk:
-Introduction of new DNA sequencing method;

-Reasearching the presence of genetic polymorphisms associated with sudden cardiac

death in forensic medical practice.

6.3. Knyunu 300poBu

6.3.1. Ha MakeTOHCKH ja3suK:

HHK  cekuBenionupame, (opeH3UUKa TeHeTHKa, HeHafejHa CpLeBa  CMpT,

uyieHTA(UKALY]a, TTPeBeHIuja

6.3.2. Ha anrnucku jasuk

DNA sequencing, forensicgenetics, sudden cardiac death, identification, prevention
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7 3HAYAJHH HAYYHU CO3HAHMJA 3[IOBUEHU CO PEAJIM3AIIMJATA HA
ITPOEKTOT:

1. IIpumepoluTe Ha KPB, HaKO XeMOM3UPAHHU U JieTpajjipaHy, ce YIITe OCTaHyBaaT
nmpB 360D Ha MPUMEPOK 3a aHA/IM3a, HO TRUBOTO BIPafieHO BO MapaguH, 1o
nperxofHa (uKcanuja co (popManuH, MOKaKa CONMUJeH IOTeHIMjan 3a
IIOHATAMOIIHA VIOTpeba BO MpaKkca, Kaj CIydauTe Kaj KOJIITO HeMa [pyr
OMOIONIKK IIPUMEPOK.

2. Ce yrBp/M Kay3aJHOCT NOMel'y HeHTH(UKYBAHATE BAPUjAHTH 1 00O IVKIIMCKUOT
HAaoJl Kaj MCIUTAHUIIUTE ¥ Ce T[OTBPAM TeHercKa xé‘TeporeHOCT Ha
KapauoBackynapHuor (edorun. Kaj 19 wucmuraHMim ce upeHTH(DUKYBaa
TIATOTeHH U BePOjaTHO MAaTOreH! BapHjaHTH, IITO MPeTCTaByBa 59% Off BKYIHUOT
0poj MCTIMTAHMIM M BUCOK IIPOIIEHT Ha YTBPEHA Kay3aJHOCT CIOPEefeHo CO
IPYTUTE CTYIUM.

3. [JlerexTipanu ce 28 HOBM BapujaHTM BO 17 TeHHM KOM Ce acOIMpPAHHU CO
KapAuBacKyIapHUOT (heHOTUIT U HEHaJIejHa CpLieBa CMpT.

4. Bapujanture Bo renor LDB3 (LIM domain binding 3) Genmexar BucOKa
(pekBeHIUja Kaj WCIOUTAHMUMTE CO KapAMOMHOIATHja, CO IIOrojeMa
3aCTalleHOCT BO I'PylaTa Ha JuIaTaTUBHA Kap;[l;I/IOMI/IOHaTI/Ija. Bo ucrara rpyma ce
perucTpypa noroneMa (pekBeHIMja ¥ Ha BapujaHTy Bo redoT DPP6 T.H. red Ha
apurmuja (eng. “the arrhythmia gene DPP6”)

5. Bapujantute Bo reHor TPMI1 (tropomyosin 1) ce wupgeHTHUKYBaHH Kaj
UCTIMTAHULUTE CO XUMepTpoduuHa KapJAMOMMOINATHja, Kaj KOHM MOCTOM
MHBOJIBUPAHOCT HAa MMKPOBACKy/lapHaTa KOPOHAPHA IIUPKYyIaliyja.

6. BapujantuTe KOM  yuecTByBaaT B0  peIyIMpameTo Ha  CpleBara
efneKTpodu3nononika GyHKIKMja, Kaj MCIMTAHMIUTe CO CTPYKTYPHHU HapyllyBama
Ha CpLeTo, MaKo He Ce OCHOBHA jfleTepMMHaHTa Ha OojecTa, BepojaTHO IO
3rojIeMyBaaT PU3UKOT Of] HeHaJlejHa CpIieBa CMPT.

/. IIMpOKMOT IiefieH TeHCKY IaHeN Koj BR/yuyBaure 92 reHa moBp3aHU CO CPIEBH
APUTMMM ¥ CO KapJAMOMHUONATHM, TIOKaa OfJIMUHA UYBCTBUTENIHOCT,
crenu(MUHOCT ¥ IOKPMEHOCT 3a M30paHWTe TeHM M BUCOK [UjarHOCTHUKH
IPUHOC, LITO IO TIPaBy Jobap u300p 3a MOJIEKY/APHO TeCcTHpame Kaj CyJan Ha
HCC.
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BoBenyBameTo Ha MOJIEKylapHa ayToICHja OBO3MOXKM Ja Ce Mpelu3upa
MIPUYKMHATA 38 CMPT Kaj 12 vcIMTaHuLy, Ja ce YIBPAY IPUUMHATA 32 CMPT Kaj 11
MCTIMTAHHUIIM Kaj KOH WITO He Oelle yTBP/eHa, Ja Ce IPOMEHH IPUUMHATA 33 CMPT
Kaj 3 WCIMTAaHMLIM M Ja Ce NOTBPAM Kaj 4 wcnuranuiy. OBuMe pesyaTaT ro
MOTBP/yBaaT 3HAUEHETO Ha MOJIEKyJapHaTa ayToIicHja U Hej3MHATa yIora BO
CYZICKO-MeIMIIMHCKATa eKCIIepTH3a.

MorekynapHara aHanM3a O TapreTHpaH MaHesl 3a KApJMOMHUOIATHN U CpPLeBU
apUTMAUK ja OTpaBiyBa cBojaTa (DYHKLHMja Bo 00e30e/yBambe U 3alBPCTyBambe Ha
MAaTepUjaHAOT JOKA3 BO CY[,CKO-MeUIIMHCKATA eKCIIePTH3A. :

CeonhaTHIOT MPUCTANl BO CYACKO-MEMUIMHCKATA eKCTePTH3a Ha HeHajlejHa
cpuesa cMpT obe3befiyBa JoKasK 3a maToreHute e)eKTH Off BAPHjAHTUTE U HYIU
e/IeMeHTH 33 HUBHA peKTacuduKaryja.

OnpenyBatbe Ha eTHOJIOTMjaTa ¥ PU3MKOT Ha HEHA/IEjHA CPLIEBA CMPT € 07 TOJIeMO
3HAYeme 3a BOBeJlyBame IPEBEHTUBHU TEPAIIeBTCKU MOJY/IM U HaMaJyBame Ha
CTamKaTa Ha CMPTHOCT Kaj PUSHUYHUTE TPYIIH.

Kako mpousBop off UCTPaXKyBameTo ce Co37aie HOB crelubuueH IIPOTOKON 3a
CYACKO- METIMIIUHCKA eKCTIepTH3a Ha HeHa/lejHa CMPT Koj BKIy4yBa crierihuyHu
OOJIYKLJMOHH TEXHWKH, TEHETCKO TecTHUpame, KaKo M IUIaH 3a II0CTaIyBame Co

JKMBUTE CPOJHUIIM HA ITOYMHATHUTE O] HEH&HEjHa CpueBa CMpT.
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8. KOPUCHMIIN HA HCTPAKYBAYKUTE PE3YJITATH, HAYMHH HA
ITPEHECYBAILE U TPUMEHA HA UCTHUTE:

Kako KOPDUCHUIIA Ha pe3yiaTaTuTe O0J HCTPaKYyBalmbeTo ce jaBYBaaT HEKOJIKY

MHCTUTYLIMHU Off jABHUOT CEKTOP:

1. MHCTUTYIIMMTE KOU BpUIAT MIejHOCTH 07 00j1acTa Ha 00pa30BaHKUETO M HayKaTa
(HayuHO - WCTPaKyBauku LIeHTpH, /1abOpPaTOpPUH, BUCOKO-0OPa30BHH
YCTaHOBH); :

2. VHCTUTYIIMMTE KOM BDLIAT J€jHOCTH Of 00/1acTa Ha 37PaBCTBOTO (KIMHUKUTE
W OONHMIMTE, KOMIITO ce flell Of TepUMepHOTO HMBO Ha 37paBCTBeHa
3aIUTHTA BO IpiKaBaTa);

3. MHCTUTYLMMTE KOW BpIIAT JIEJHOCTH 0ff 6e30eNHOCHMOT CeKTOp (CYZoBUTe,

0OBHHWTeJICTBATA, aJBOKATHTE, [I0/UIIjaTa)

Kako KOPHUCHUIIA Ha pe3yaTaTUuTe o1 HCTPAXyBaAmETO Ce jaBYBaaT W YMHUTEIN Ha

TParaHCKUOT CEKTOp:
4. TIpUBaTHUTe OapaTe/y HA aHATU3H.

Cute pesynrari of ucTpakyBamara ce 06jaByBaaT BO IOMAIIHHE M CTPAHCKH

HAYUHH CTIMCAHU]a, PAOOTUTHULH, KOH(bEPEHIUU U IPYTO.
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9. TEXHOJIOIIKYA MHOBALINM U ITATEHTH

/
10.  MOKHA EKOHOMCKH 1 KOMEPLIUJAJTHU EQEKTH:

CexBeHLMOHMpPameTo0 Ha cjefHaTa TreHepauuja (NGS) HOCHM 3HAauMTe/THH
KOMepLMjalHd ¥ eKOHOMCKM e(eKTH, 0co0eHO BO o00OmacTa Ha TeHOMHKATa WU

OMOMETUITMHCKUTE UCTPaKyBaba.
1. BuomeJMUMHCKY UCTPaKYBatha M 00e30eyBame Ha HHANBU/YA/IHA TepallHja;

3abp3ano mcTpayBame: NGS oBo3MokyBa cekBeHumoHupame Ha JTHK co
MHOTY T0rojieMa Op3uHa U MOHKCKA LjeHa BO CHopenta co TPaJuIMOHATHUTE METOIH.
OBa ro 3abp3yBa TEMIIOTO Ha TeHOMCKOTO MCTDaKyBae M MPUIOHECYBa 3a nozo0po

pasbupare Ha pasHu 007IeCTH.

Ilepconanu3supana MeunuHa: NGS 0BO3MOJKYBa CEKBEHIMOHUPAbE HA HETHOT
TeHOM Ha MOeJMHEII0T, 0OTBOPAjKM I'0 IAToT 3a NepCOoHanu3upana Menununa. OBa UMa
UMIUTMKALMY 33 LeJHUTe Teparyu, OWpejku IIAHOBUTE 3a TPeTMAH MOXKE 1a ce

MPUIArofaT Ha FeHeTCKUOT TPO(hUI Ha IOeJUHeL0T.
2. JInjarHOCTHYKY ¥ KIMHAYKM allIMKALIK:

Hujartosa Ha 6omecra: NGS TexHonorujata ce Kopucty 3a JIMjarHOCTHIMabe
Ha TEHETCKU HapyulyBama M MAEHTU(VKYBame HA MYTAlUy IOBP3aHM CO pa3/IMuHH

bonecrn. OBa MMa UMIUIHKALMK 32 PAHO OTKPUBAKe I MHTEPBEHIUja.

T'eHomuKka Ha KapamoBackymapHuoT (enorum: NGS crama HUHCTPYMEHT BO
pasbupameTo Ha reHeTCKaTa 0CHOBA HA KapA1oBacKynapHuoT (eHotum. Toa momara na
ce wupeHTHGUKYBAaT creyuDUUHK MyTaluH, OBO3MOKYBajKu pa3sBoj Ha HacoueHU
TEpamuy 3a OBaa IMPOKA IPYIA XeTeporeHH 6oJecTH Koja e ofroBopHa 3a 20% of

CMPTHOCTA BO OIINITATA TOMYyJIaLkja.
3. EKOHOMCKM pacT u co3iaBare pabOTHH MeCTa;

Pacr Ha mupycrpujara: [lobapysaukara 3a NGS ycnyru u TexHoOoruy JoBenysa
10 pacT Ha CHIHA MHAYCTPHja OKOJIY IeHOMHKaTa. VIHCTUTYTOT 3a Cy[cKa MeIMIiHA

nocefilyBa MH(MPACTPYKTYPHU J1a0OPATOPUCKA ¥ UOBEYKM PECYPCH 3a 7a CTaHe
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LeHTPa/IM3HpaH [PKaBeH MCTPaKyBauKu M AllIMKATHBEH IeHTap 3a JJUjarHOCTUKA Ha
Kap/IHOBACKY/TapHUOT (eHOTHII, HeHaJiejHaTa CpIleBa CMPT U NpeBeHIUja Kaj KUBUTE
CPOJHHUIY Ha TMourHaTuTe. CoO 3roNieMyBambe Ha KaraluTeTTe HHCTUTYLHjaTa MOXKe Jia
CTaHe ¥ perdoHajieH HCTPakKyBauku ¥ AalUIMKATHBEH [IeHTap 3a HaBefjeHaTa
npoGnemarnka. Co oBa obe30elyBa NOKDUTHE 32 HAydHO-UCTPAKyBauka DaboTa,

KJINHWYKa U 30 PaBCTBEHA ITPMMEHA Ha TEXHOHOFI/IjaTa.

CosgaBame paboTHM MecTa: [IpOIMPYBAmETO Ha CEKTOPUTE T[EHOMHUKA U
OHOTEXHOJIOTHja HPHUOHECYBa 3a CO37aBame DPAabOTHM MecTa BO HCTPaKYBameTo,

Pa3BojoT, MPOU3BOZICTBOTO M OMOMH(OPMATHKATA.

4. OOpa3oBaHHe U CO3/IaBaibe Ha HOB Kajjap

CTyfileHTH Ha TpeT LuKIyc cryauu: Bo momenroB [JHK nmaboparopujara mpu
MHCTUTYTOT 3a CYy/ICKa Me[uWlliHa II0ceqyBa KamanuTeT [a I[PUMH KaHJUZaTH
TIOKTOpaHH 0] ApyKaBaTa 1 0f] CTPAaHCTBO KOM Ke O1/aT BKIyUeHH BO TEKOBHATA paboTa.

Merynapogun mpoexts: Co  BOBelyBale Ha  TeXHO/IOrMjaTa  Ha
CEKBEeHL[IOHMPAame Ha C/ieflHaTa reHepalyja ce 3rojeMuja KanagureTuTe Ha MHCTUTYTOT
110 CYJiCKa MeIMIIMHA 32 MelyHapoHa COpa00TKa Ha HAYUHO-UCTPAKYBAUKK TIPOEKTH Off
CBETCKO 3HAuelme Kako IITO e Iporpamara 3a (bMHAHCHpame Ha MCTpaKyBame |

nHoBaLuu Ha EBpornickata yuuja, Horizon Europe.
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11.  MEI'YHAPOJHA COPABOTKA OCTBAPEHA ITPH PEAJIM3ALIMJA HA IIPO-
EKTOT BO U3BELITAJHAOT HEPI/IO,H_

1. [entap 3a (hopeHsyKa 1 NpuMeHeTa MOJIeKy/TapHa reHeTrKa, GakyTet 3a 610OTHja,

YuuBep3uret Bo benrpap

06.02.2023-10.02.2023

12. OBJABEHHM PE3YJITATH KOU ITPOU3JIETYBAAT O] HICTPAJKYBAIETO *

a) OpUruHATHY HAYYHH TPY0BY 00jaBeHH BO CIIMCAHM]a BO:
3eMjara:

DNA extraction from post-mortem samples with different degrees of degradation and
their suitability for on S5™ next-generation sequencing system.

Authors: Viktorija Belakaposka Srpanova, Sasho Risteski, Natasha Bitoljanu, Ljupcho
Chakar, Ana Ivcheva, Goran Pavlovski, Aleksandar Stankov, Svetlana Krstevska
Balkanov, Zlatko Jakovski, Acad Med ] 2023;3(2):117-127
https://www.doi.org/10.53582/AM]2332117bs

CTPAHCTBO:

Importance of quality control in sample preparation workflow of forensic degraded
samples for massively parallel sequencing (MPS).

Authors: Viktorija Belakaposka Srpanova, Sasho Risteski, Natasha Bitoljanu,
Aleksandar Stankov, Zlatko Jakovski, Journal of Bioanthropology Volume 3, 2023 p.
xx-xx ISSN 2787-8201; https://doi.org/10.54062/ib.3.1.3

0) MoHorpacdcku ny6/MKamuu Bo:

3eMjara:

CTPAHCTBO:

B) TpyjioBM Npe3eHTHpaHU Ha HAYYHH COOMPH BO:

*Bo npujior Ha ToukuTre 12 m 13 ma ce mocTaBM CHOMCOK.
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3eMjaTa:

crpancrso: 14th Annual Scientific- Meeting of the Balkan Academy of Forensic
Sciences 03-08 October, Istanbul, Turkey, Importance of quality control in sample
preparation workflow of forensic degraded samples for massively parallel sequencing
(MPS).

13. MATUCTEPCKH, JOKTOPCKH CTY[IUN, CIIELIAJAJIN3ALINAN,
YCOBPIIIYBAIbA, CTYIUCKY IIPECTOU W KOPUCTEILE HA EKCIIEPTH BO
TEKOT HA ICTPAJKYBAILETO BO U3BEIITAJHATATO/IMHA -

1. [lokropcka mucepTauuja Ha [-p BukTtopuja Benakanmocka CpmaHoBa, CO
HacnoB: ,llomuMopdu3Mu Ha TeHH Kaj apuTMMM M KapAUOMMOIIATHH
acolpaHd CO HeHaJlejHa CplleBa CMPT W HUBHA y/Iora BO CYACKO-

MeJUIMHCKaTa eKcrepTu3a‘.
14. ACTPAJKYBAUKA OITPEMA HABABEHA BO TEKOT HA HCTPAJKYBAIBETO:

14.1 Cuctem 3a 6p30 ceKBeHIMOHMpare cO HampenHa TexHonoruja (Next Generation
Sequencing -NGS TtexHonoruja, miargopma S5/IonChef ox Applied Biosystems, 2021
ropuna, 8.008.475.00 menapu 6e3 JIIB, ogrocuo 9.450.000.50 menapu co JIIB

14.2 Ypen 3a wenperunato HamojyBame ITY_E_TW100B, SOCOMEC, 2021 ropuna
610.170,00 nenapu 6e3 IIB 720.000,00 genapu co JI]IB.

15. PEKAIINTY/TAIAJA HA TIOTPOIIEHW CPEJICTBA 3A PEAJIM3ALIMJA HA

ITPOEKTOT: (Bo HaMeHH ¥ M3BOPH Ha CpeJiCTBa)

a) HagomecT 3a ncTpaKyBauH - eH3HOHEPH L

0) HemocpegHu MaTepujaHU TPOMIOLHM:

[loTpomiena eHepruja, MaTepujaid ¥ CYPOBUHU: 5.050.000.00
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[laTyBama Bo 3eMjara:

IIaTyBama Bo CTpaHCTBO:

[lHeBHUIIM, TePEeHCKH JOJaTOLM 1 IPYTH HAJOMECTOLH:

Anr AKHPamhe Ha eKCIIepTH:

IIpou3BoaHY M HETPOU3BOTHH YCIIVTH

(urcopmarmukwu, IITT u c11.):

OppixyBame Ha HAYYHOMCTPAKYBAUYKa OIpema: 2.000.000,00

HabaBka Ha HayYHOMCTpaKyBauKa THTEPaTypa:

Jlpyru Tpomonu:

BkynHoO:

B) 3BopH Ha cpefcTBa:

ComcTBeHO yuecTBo: 4.550.000.00

YuecTBO Ha IPYTH HHCTHTYIUH:

YyecTBO Ha MeI'VHAPOZHN MHCTHTYI[UH: /

YuectBo Ha MUHKMCTEPCTBOTO 32

obOpa3oBaH¥me 1 HayKa: 11.550.000,00

BkynHo: 16.500.000,00
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16. IOBASKHY 3AK/TYYYBAIbA U HACOKH 3A IOHATAMOIITHH HCTPAJKYBAIbA
KOM ITPOU3JIETYBAAT O] HAYUHO-UCTPAKYBAUKHUTE PE3Y/ITATH:

3AKJTYYOILI

1. YcmeniHo ce BoBefle cTaHfapfieH MPOTOKON 32 CEKBEHIIMOHMpae Ha ClefHaTa
redeparuja Bo (opensuuHara [JHK mabopatopuja mpu VMHCTUTYTOT 3a CYy/iCKa
MeJIMIMHA, KPUMUHATMCTHKA ¥ MEIUIIMHCKA Je0HTOJIOTHja.

2. DBuonomKuUTe IPUMEPOIM KO Ce OCTAIlHKU BO CYZCKO - MEeUIIMHCKATA MTpaKca U
TOKpaj BUCOKHOT CTelleH Ha Jierpajjaliija, cé VIITe MosKaT Ja 00e30e/1aT J0BOJHO
KO/IMuecTBO ¥ KBaiuTeT Ha J[IHK 3a moHaTtamoniHa aHaju3a co CEKBEHI[MOHUDAbe
Ha C/lefjHaTa resepaiiyja co MHCTpyMeHToT lon S5™.

3. Ilpumepolite Ha KpB, MAKO XeMOTM3UPAHU U JerpaiipaHy, Ce yIITe ocTaHyBaaT
IpB M300p Ha MPUMEPOK 3a aHajM3a, HO TKHBOTO BrpajieHo BO mapaduH, IO
nperxogHa Gukcanuja co (opManuH, MOKaKa COMUZleH IOTeHLjan 3a
TIIOHATaMOILIHA VIIOTpe0a BO MpaKca, Kaj CIydaMTe Kaj KOjIITO Hema [Jpyr
OUOTIOMIKY ITPUMEPOK.

4. Ce yTBpAM Kay3aJHOCT [OMEI'Y MAeHTH(DUKYBAHITE BAPHjaHTH U OOIYKIMCKHOT
HAaof] Kaj MWCIWTAaHUIUTE ¥ Ce TIOTBPAM TEHETCKa XeTeporeHOCT Ha
KapAu0BacKyIapHUOT (heHOTHII. |

5. Kaj 19 ucnuranuiy ce upeHTH(UKYBaa NATOTeHM M BEPOjaTHO IATOTEHH
BapujaHTH, IITO MpeTcTaByBa 59% 0 BKYMHMOT OpOj MCIMTAHWIM M BHCOK
TIPOLIEHT Ha YTBPJeHa Kay3a/JIHOCT CIIOPefieHo CO APYTUTe CTYIUM.

6. BapujantMTe KOM  yuecTByBaaT B0  pEryIMpameTro Ha  CpleBara
eNleKTpou3HosIomKa hYHKIMja, Kaj MCIIMTAHULUATE CO CTPYKTYPHU HAPYLIYBabha
Ha CpIeTO, MAaKO He Ce OCHOBHA [ieTePMHHAHTAa Ha 0o0jIecTa, BepOjaTHO IO
3rojIeMyBaaT PU3UKOT O] HeHajlejHa CpiieBa CMPT.

7. IlIMpOKKOT Lie/ieH TeHCKY TaHeN Koj BK/yuyBaue 92 reHa moBp3aHM CO CPLEBH
AapUTMMH ¥ CO KapAMOMHONATUM, TIOK&Ka OJJMUHA UYBCTBUTENIHOCT,
crenuMUUHOCT ¥ MOKPMEHOCT 3a M30paHWTE TeHM W BUCOK JMjATHOCTHUKH
TIPMHOC, WITO TO ITPaBy fobap ©300p 3a MOJIEKY/IAPHO TECTHpame Kaj Ciyyau Ha
HCC.
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BoBenyBameTo Ha MOJIEKYIapHA ayTOICHja OBO3MOXKM [Ja Ce Mpelusupa
NPUYMHATA 338 CMPT Kaj 12 McruTaHuiy, fa ce YIBpAM IPUUMHATA 3a CMPT Kaj 11
VMCTIMTAHWLY Kaj KOU LUTO He Oellle YTBP/ieHa, /i Ce IPOMEHHU TPUUMHATA 33 CMPT
Kaj 3 WCIIMTAHWIM U Ja ce NOTBPAM Kaj 4 ucrvrtanuiu. OBUe pPe3yaTaTH ro
TOTBP/yBaaT 3HAueHETO Ha MOJIEKylapHaTa ayTolCHja U Hej3sMHaTa yIora BO
CYZICKO-MeIUIIMHCKATA eKCIIepPTH3a.

MornekynapHara aHaju3a €O TapreTHpaH IaHen 3a KapUOMUONATHN ¥ CPLEBH
apUTMUH ja OIIpaByBa cBojaTa (yHKIHMja Bo 006e30eyBame U 3aLBPCTYBame HA
MaTepHjalIHAOT [I0Ka3 BO CYZICKO-MeIUIIMHCKATa eKCIIepTH3a. . . (

CeonaTHHOT MpHUCTANl BO CYACKO-MeJULUHCKATA EKCIEPTH3a HA HeHafiejHa
cpueBa cMpT 00e30e/IyBa [JOKasHu 3a aToreHuTe edeKTd Off BaPUjaHTHTe ¥ HYIH
eJleMeHTH 3a HUBHA peKnacuduKalyja.

OppenyBame Ha eTHONOrWjaTa M DU3MKOT HAa HEHafiejHA CpLeBa CMPT e o
rolieMo 3HAueme 3a BOBElyBame IPEBEHTUBHM TEPareBTCKU MOAYIM U
HaMaJTyBatbe Ha CTalKaTa Ha CMPTHOCT Kaj DU3UYHKTE PYIIH.

Kako 1mpou3BojI 07 MCTPaKYBameTo ce CO37iajie HOB Crieluduuer MpoTOKON 3a
CYZICKO-Me[JULIMHCKA eKCIIepTH3a Ha HeHalejHa CMPT KOj BKJyUyBa Crienu(uIHY
0OZIVKLIMOH! TEXHUKH, T€HETCKO TECTUpame, KaKo W IUIaH 3a TI0CTaINyBame Co
JKUBHTE CPOJIHUIIM Ha TOYMHATHTE O] HEHaJlejHa CpIieBa CMpT.

3apagu CBOjoT ceomnaTeH MPUCTAI U OCTAITHOCT HA YOBEUKH U n1abopaTopucKu
pecycpey, MHCTUTYTOT 32 CY/ICKa MeJMIMHA TOKaXyBa CYNEPMOPHOCT BO OB
110JIe 1ITO 't 00BP3YBa CIIELMjaICTHTe 110 CYICKa MeJUIiHA 1A ja VHalnpenyBaaT
Hay4HO- MCTpaKyBauKaTa JIejHOCT BO obnacTa. Bo mcro Bpeme Tue Tpeba na
OuzaT TI7aBHMTE WHMINATOPH 33 MyITHAMCLMIIMHAPHA copaboTKa
MPOMOTOPY Ha OMIITECTBEHaTa B)KHOCT Ha MOJIEKYJIapHATA ayToNCHja Koja It
HaJMUHYBa MNpobnemute Ha (DUHAHCKMOT W DAGOTHMOT TOBAp KOMIITO

TIpOU3JieryBaaT off Hea.

ITPEIIOPAKH
Cyzcro-MeIuIMHCKaTa eKCIIePTHU3a Kaj T1ulja HOUMHATH Off HeHajiejHa CMPT Ha

BospacT nof;, 40 roguuy, Tpeda 1a Ouje 3a0KUTeHA.
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2. IIpu cymcKo-MemuIMHCKA eKCIIePTH3a Ha HeHaJlejHa cplieBa CMPT 3a0/KUTe/THO
Tpeba Ja ce 00e30e/1y TKUBO Off CPIIEB MYCKY/T U KPB, KOU Ke ce CKaiupaar Ha -
80°C.

3. Bo cymcko-MemuIMHCKaTa Impakca Tpeba fJa ce CIIpOBeflyBa IMOPMIOpO3eH
nabopaToOpUCKKM MPOTOKON 3a ITOATOTOBKA HA IPUMEPOLIMTE 3a MOJEKy/IapHa
aHa/IM3a Co TeXHOJIOTHMja Ha CeKBEHIMOHMpame Ha C/IeHaTa reHepalyja MiTo
mozgpas3oupa:

- OHOJOMIKUTE INPHMepol 00e30emeHd 3a BpeMe Ha CYACKO-MeJHMIIMHCKA
0bIyKLMja 3amo/DKUTENHO Tpeba Ja MUHAT KOHTpO/a Ha' KBalHTeT IIpef
CeKBeHILOHMpae, IpeKy KBaHTuduKamuja co PCR Bo peanHo Bpeme 3a fia ce
YTBp/IH BKyIHaTa aMiudunupana JHK Bo mpuMepoKoT.

- BpemeTo Ha ckafjuparbe Ha OMOJIOMIKKOT PUMEPOK, CTEMEHOT Ha flerpajanyja
M TIPUCYCTBOTO HAa MHXUOMTOPH, 3HAUMTENHO ro HamasyBa mpuHocoT Ha JHK,
Taka ITo, KomuuecTBoTo Ha JJHK u OpojoT Ha LUKIyCcHTe BO IOHATAMOIIHUTE
UeKOpY BO PaOOTHMOT TEK Ha IIO/Ir0TOBKA Ha OuO/mMoTeKaTa, Tpeba BHUMATETHO
lla ce MpWIarofaT 3a ja ce IIOCTMTHe ONTMMaJHAa KOHILIEHTpauuja Ha
bubmIoTEKaTA 3a MOC/IEHOBATEIHO CEKBEHIJMOHUPALbE.

- TunuunuTe CyICKO-MEeUIIMHCKA OMOTIONIKY TPUMEPOIIX KOU Ke OUfaT mpemeT
Ha MOJIeKyJlapHa aHamM3a CO TEeXHOJOTMja Ha CEeKBEeHIMOHWpamwe, Tpeba
TJIaHMPAHO fla ce rpymupaar cropen kBaauteroT Ha JJHK, 3a ma ce obe3bemu
IPUOIKHO eiHaKBa eMKacHOCT Ipu aMIvM(KKALja U BEPOJOCTOeH KpaeH
pesyinrTar.

4. Tenuute maHeny 3a CPLEBH APUTMUM ¥ KapYOMHUOIATAN Tpeba f1a ce Ipompar
M J1a BK/Iy4yBaaT U CTaHJApIU3MPAHU PETyIaTOPHU eleMeHTH nedUHUpaHU Of
HCTPa)KyBauKaTa 3aefjHUIIA, & BapHjaHTHTe KOM IPBUYHO Ce O3HAYEHH KaKo
,JIOZI0OHH camo 3a MCTpakyBame* Tpeba Ja Ko0ujaT AUjarHoCTHYKA BPEJHOCT.

5. BapujanTuTe BO HeKoiupaukuTe pervoHy, Tpeba ma OWpjar pasriefaHd Kako
TIOTEHLIMja/IHO 3HAUAjHU BO rpajietbe Ha mpoduor 3a pusuk o HCC.

6. Ilorpebno e ma ce cosmage codTBep 3a MpOLEHA HA TIOMMIEHETCKH PU3UK Of
Pa3/IMYHKITe BapUjaHTH BO UCTIUTYBAHUTE T'eHU Kaj UCIIUTAHUKOT.

7. TlotpebHo e ma ce u3paboTaT CTYIUHM 3a IPOIEHA Ha [eHeTCKOTO ONTOBapyBame

3a MCruTyBaHuTe (eHOTHMIIOBH BO IONy/IAljaTa Ha TepuTopyuja Ha MakeoHuja.
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8. TlorpeOHo e fa ce cIIpoBefie CTPaKyBabe 3a IPOLIEHA Ha [ATOTeHUOT eeKT Ha
OKOJIMHCKUTE (haKTOPH ¥ JIPYTY er3oreHy UMHUTENM BP3 TeHCKaTa peryianuja u
HMBHATa yJ10ra BO eKcIipecHjara Ha Kap1oBacKy/lIapHUOT (PEHOTHIIOT.

9. TIlorpebHo e fa ce Bosepe enexkrpoHcku JIIIC (Tekapcku u3BeImTaj 32 PHUKMHA
3a cMpT) 3a fla ce obe3bely ONTHMAnHA BPEMEHCKAa paMKa 3a JeTalHA U
TpelM3Ha JUjarH0CTHKA.

10. ToTpebHO e fa ce moAMIHe CBECTa 3a PU3MKOT OJ] HEHaJiejHa CpIieBa CMpT
3HAUeHETO Ha FeHeTCKaTa aHa/Iu3a M HaBpeMeHa MeJULMHCKA MHTePBeHIIja.

11. TloTpebHo e Ha ce co3mafiaT eKCIEPTCKH THUMOBH Of cneunjaJmCT 10 CyZICKa
MeJJUIIMHA, MOJIeKY/apeH Moo | CYTCHeNUjaucT Kapuoor (o morpeba u
eKCIIepTH Of APYru 0b7acTy) mTo Ke TPUJOHECE 32 VHAIpEyBame Ha CYLCKO-
MeJIMIIMHCKATa eKCIePTU3a, TIOroIeMO pasdupare Ha MeXaHH3MUTE 3a CMPT Kaj
UCIIUTYBaHUTe (DEHOTMIIOBH, HO U IPEBEHIMjA O] HeHafiejHa CpleBa CMPT Kaj
3acersarara [omnysailyja.

12. TlorpebHa € HanuoOHaNHA MpPEBEHTHBHA IPOIPaMa 3a PENIOBHO ciefierme Ha
KPBHUTE CPOJJHUIIM Ha /IMIlaTa IOUMHATH Off HeHajlejHa CpLieBa CMPT acolUpaHa

CO reHeTCKa ETHOHOFHja.

17. BEPUOUKAITAJA HA 3ABPIIIHHOT U3BEIIITAJ:

/‘f ,

ol
IloTnuc Ha IITaBHUOT HCTPAKYBAY: IIpod. x-p 3naTko JakoBcki

B

|

Ilornuc Ha oroBopHOTO /ML Ha HHCTATYLHMjaTa: IIpod A-p CseTo3ap AHTOBHK

JlaTym U meyar:




