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‘

AnotéAecpa

APNHTIKO

AEN ANIXNEYOHKE MAGOIONO EYPHMA

MAnpodopieg

Bdoel Tou amoteAéopatog, o Kivéuvog yla KAnpovopLkr Tpodldbeon otov Kapkivo gival Ukpog. YIapxel Opwg mbavotnta va
umapxouv mapalayég ota e€etalopeva yovidia oL omoieg Sev aviyvevovtal pe tv pebodoloyia mou xpnoipomnol)nke. Movidia
mou Sev avaAuBnkayv, puropel eniong va eunmAékovtal o auvénpévo kivduvo yla epdavion Kapkivou. AOTEAECUATO OO LOPLOKES

VEVETLKEG OVAAUOELG TIPETIEL VAL CUVEKTLLLWVTOL E TNV KAWVLKA ELKOVAL KOL TO OLKOYEVELOKO LOTOPLKO TOU e€ETATOUEVOU.
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MeBoSoAoyia

‘EyLve amopovwon yevwuikol DNA armo to e€etalopevo deiypa. To DNA avaliBnke pe péBodo aAAnAouxnong emopevng
YEVLAG, XPNOLLOTIOLWVTOG £Val TIPOLOV EUTIAOUTLONOU YEVWULKWY OTOXWV TIOU TIEPLEXEL 83 yovidla oxXeTW{OPEVA E KANPOVOULKN
npodLabeon yla kapkivo (Common Hereditary Cancer NGS Panel, CliSeq, G2M) (BA. mivaka). At autd, 17 yovidia epmiékovtal
010 cUUMAOKO opdAoyou avacuvbuacopou (HR- Homologous Recombination). H aAAnAoUxLon Twv EUMTAOUTIOUEVWY OTOXWV EYLVE
pe texvohoyia MGI. H otoixion twv dtapacpdtwy €ywve otnv aAnAouyia avadopdg GRCh37 kot maparayEg tng alnAouyiag
gvTomioTnKayv Kat avaAlOnkav wg mpog eva Hovadilkd Kat KAVIKA oxeTl{Opevo petaypado, ava yovidio.

H moapouocia yevetlkwv mapallaywv eAéyxOnke UTIOAOYLOTIKA LE TN XPron Tou mpoypaupatog SeqPilot (JSI Medical
System). OAa ta KAWVIKA OnUavTIKA euprpata eTuBefatwbdnkav pe aAnAouyion katd Sanger. OAoL oL EUITAOUTLOEVOL OTOXOL EVTOG
e€wvikwv Teploywv aAAnAouynBnkav os BABog peyalutepo 1) too amnod 20X. Ol otdyoL Twv petaypadwy adopolV OAEG TG KWELKEG
TOUG TIEPLOXEG KaBwG Kat 20bp TwV EKATEPWOEV ECWVIKWV TIEPLOXWYV, EVW YLa Ta yovidla BRCA1 kot BRCA2, 25bp twv ekatépwOev
E0WVLKWV Tteploywy. EmutAéov ota yovidia BRCA1 kot BRCA2 yla TOV UTIOAOYLOTIKO EAEYXO LEYOAWY YEVWULKWY avadlatafewyv
Xpnoluomnolnenke kat to mpdypappa panelcn.MOPS (PMID: 28449315) H aviyveuor toug emuPePfaiwbnke pe tn péBodo MLPA
(Multiplex Ligation-dependent Probe Amplification, MRC Holland; (PMID: 10978226).

H katnyoplomoinon twv eupnudtwy yivetat pe Baon ta kpterpta ACMG/AMP (PMID: 25741868) kat ta el8IKA yLo KABe

yovibio emikatpomotnuéva kpttrjpia tg ClinGen.

*Inueiwon:

KaBe poplakr avaluon €xel ecwteptkn mBavotnta Adboug 0,5-1%. Auto odeiletal oe omavia HOPLAKA YeEyovoTa Kol
TIAPAYOVTEC TIOU EUMAEKOVTAL OTN TIOPOCKEUN KAl AVOAUCH TWV SELYUATWV.

I to yovidlo PMS2 avadépovTal upruata tou eviomni{ovtal e kaAupn >25%. H uéBodoc rou xpnaotuomnotionke dev pmopel
Va aVIXVEUOEL LWOoATKIOPO XaunAoL emumédou (kaAupn <25%.)

Me tnv péBodo mou xpnolgomolBnke emituyxavetol 99% euvaloBnola Kol 8IKOTNTA OTNV AVIXVEUON ONUELOKWY
VOUKAE0TLSOILKWY alaywv, Stmhactacpwy kat eAeldewv <15bp. H evaitebnaoia tng pebddou va avixvel el yEVWULKES avaSLATAEELG
peyoAUTEPEG TwWV 15bp aAAG ULKPOTEPEG Ao TO HEYEDOG eVOC e€wViou eVvOEXETAL Va lval PELWUEVN. H cuykekpLuévn péBodog Sev

UTIOPEL VO aVIXVEVU OEL LOOTUYLOUEVEG AVASLOTAEELG KAl LWOAIKLOPO XapnAoU emumédou (<25%).
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MAnpodopieg yia pn aboyova supRpaTo

Euprjpata adleukpiviotng KALWVIKAG onpaciog avabépovtal ed’0oov Ta UTtoAoyLoTika epyaleia BlomAnpodoptkig (in silico analysis)
umodetkviouv Tibavr BAATTLKY EMIMTWON 0TV MPWTELVN. Mn aboyovol moAupopdlopol (euprpata aveu KAWVIKAG onuaoctiag) Sev
avadépovtal kabwg lval TekunpLwuévo otL TBavwg Sev mpoodidouv augnuévo kivéuvo avamtuéng Kapkivou Kat KaTd CUVETELQ

Sev dLadopormoleital n latpLkn Staxeiplon MEpA amo tnv evOeSELYUEVN BACEL OLKOYEVELAKOU KAl TIPOCWTILKOU LOTOPLKOU.

Fovidia mov avaAuonkav

Fovidio AMI']AOUX'I'.G. Fovidio AMnAou;sia Fovidio AMn)\ou;Siu Fovidio AMnAo U)Eia
Avadopdg Avadopadg Avadopadg Avadopdg

APC NM_000038 EPCAM*2 NM_002354 MSH3 NM_002439 RET NM_020975
ATM*12 | NM_000051 EXT1 NM_000127 MSH6*2 NM_000179 RNF43 NM_017763
AXIN2 NM_004655 EXT2 NM_000401 MTAP NM_002451 SDHA NM_004168
ATRX*1 NM_00489 FGFR1 NM_001174067 | MUTYH*2 NM_001128425 | SDHAF2 NM_017841
BAP1*1 NM_004656 FH NM_000143 NBN*1 NM_002485 SDHB NM_003000
BARD1*12 | NM_000465 FLCN NM_001458 NF1 NM_001042492 | SDHC NM_003001
BLM*1 NM_000057 GREM1 NM_013372 NF2 NM_181832 SDHD NM_001276506
BMPR1A NM_004329 H3-3A NM_002107 NTHL1 NM_002528 SLX4 NM_032444
BRAF NM_004333 HRAS NM_176795 PALB2*12 | NM_024675 SMAD4 NM_005359
BRCA1*12 | NM_007294 IDH2 NM_002168 PDGFRA NM_006206 SPINK1 NM_003122
BRCA2*12 | NM_000059 KIF1B NM_015074 PMS2 NM_000535 sQSTM1 | NM_003900
BRIP112 NM_032043 KIT NM_000222 POLD1 NM_001256849 | STK11 NM_000455
CDH1 NM_004360 MAX NM_145113 POLE NM_006231 TMEM127 | NM_017849
CDK4 NM_000075 MDH2 NM_005918 PRSS1 NM_002769 TP53%*2 NM_000546
CDKN1C NM_000076 MEN1 NM_000244 PTEN NM_000314 TRIM28 NM_005762
CDKN2A | NM_001195132 | MERTK NM_006343 RAD50*12 | NM_005732 TSC1 NM_000368
CHEK2*12 | NM_007194 MET NM_001127500 | RAD51C*12 | NM_058216 TSC2 NM_000548
CTRS NM_014633 MLH1*2 NM_000249 RAD51D*12 | NM_002878 VHL NM_000551
EGLN1 NM_022051 MML2 NM_003482 RB1 NM_000321 WT1 NM_024476
EGLN2 NM_080732 MRE11A*1 NM_005591 RECQL4*1 NM_004260 XRCC2"12 NM_005431
EPAS1 NM_001430 MSH2%*2 NM_000251 REST NM_005612

*1 Emuonpaivovtal yovidla tou oumAGKou opoAoyou avaouvduacuol (HR- Homologous Recombination).
*2 EKTOG av onpelwvetal SladopeTikd EAeyxog peyalwv avadlatdéewv Ste€nxdn ota akohouBa yovidia: ATM, BARD1, BRCA1, BRCA2, BRIP1,
CHEK2, EPCAM (Eéwvia 8, 9), MLH1, MSH2, MSH6, MUTYH, PALB2, RAD50 (Eéwvia 1, 2, 4, 10, 14, 21, 23 kou 25), RAD51C, RAD51D kot TP53.
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