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Avalutikég tAnpodopisg yia tov Nevetikd éAeyxo

Tuadopd o YeVeTIKOG ENEYXOG

O yevetkog €leyxog avalntd mopoANayEG TOoU YEVETIKOU UAKOU Tou prmopel va mepllappavouv alayeég oe emimedo
XPWHOOWHATWY €W aAlayég evog voukAeotidiou. H emhoyn tou KatdAnAou eléyxou kateuBUvetal amo tnv altia
TLOLPATTO TN G KalL Uopei va edappootel oe Selypa mepideptkol aipatog, EMPLOUATOS MAPELWV I GAAOU LoTOU. O YEVETIKOG
€\eyxog edapuoletal yla TN SLdyvwon evog YEVETIKOU VOoNaToG, Th Snpoupyia oxediou Bepameioag/ diaxeipiong tou
voonuatog, thv TPOANYn Tou, TNV e£doppoyr TPOYEVVNTIKOU/TPOEUPUTEUTIKOU €Aéyxou Kal tn Slapopdwon
QVOTTOPAYWYLKWV ETUAOYWV.

Tu propei va meplAapBAVEL O YEVETIKOG EAEYXOG
e Kuttapoyevetikry Slepelivnon XPWHUOOWHIKWY Slatapaxwy (KAAOLKOG KopuoTumog) (aplBuUnTKEG XPWUOOWHULKEG
SlatopaxEg m.y. TpLowpior 21) Kot SOUKEG XPWUOOWULKES SLATAPAXES
e Moplakn Slepelvnon yevetlkwyv alaywv mou TePAapBAavouy onuelakEG Taparlayég oto emimedo tou evog N
neplocotepwy VoukAeotidiwv (Single Nucleotide Variant, SNV) kat eMeippota 1 SmAacLacuolC TUNUATWY N
oAOKANpwv yovidiwv (Copy Number Variants, CNVs)
e JUyxpoveg uéEBodol mpoadloplopol ahAnAouyiag tov Baocifovtal otnv texvoloyia tng AAAnAoUxnon Emouevng Mevidg
(Next Generation Sequencing — NGS): Whole Genome Sequencing (WGS) kat Whole Exome Sequencing (WES)
= 310 WGS aAAnAouxouvtalL TOo0 oL €€0VIKEG (KWELKOTIOLOUGEG) OO0 KOl OL LVTPOVLKEG (UN-KWELKOTIOLOUOEG) TIEPLOXEG
TOU aVOPWIILVOU YOVISLWHATOC,.
= 310 WES aAnAouxouvtal oL e€oVIKEG TIEPLOXEG TwV Tepimou 20.000 yovidiwv mou kwdikomololv npwrteiveg (~2%
TOU QVOPWILVOU YOVIOLWHOTOG). € OUTEC TIC TIEPLOXEG TOUTOMOLEITAL TO 85% Twv MABOYOVWY YEVETIKWV
TLPOAA QY WV TIOU TIPOKAAOUV OTTAVLA YEVETLKA VOOT|LLATA.

AnoteAéopara yevetikol eAéyxou

¢ MMaBoyoveg i mBavwe taboyoveg mapaAlayEg mou He Ta onuepva dedopéva oxetilovral ) mbavwg oxetilovtal e
TO Q{TLO MAPATOUTTAG.

o ABéBaung KAwikng Znpaociag (Variant of Uncertain Significance - VUS) napaAAayég mou adopolv gupruata yla To
omola 6ev UMAPYOUV OPKETA oOTolelol WOTe va xapaktnplotolv mbavwg maboydva n mbavwg pn maboyova.
EmunpdoBetog KAWVIKOG N/KaL YEVETIKOG EAeyX0G GAAWV HEAWV TNG OLKOYEVELAG, Mmopel va InTtnBel yla TNV TeAKN
a&loAoynon/epunveio Twv eVpNUATWY.

e Je meplmtwon apvnTkoU YeveTikoU eAéyxou Sev amokAeietal n UMapEn yeveTikoU Voo Uatog. AUuto onpaivel ot dev
tavtonoinbnkav naparlay£g Mou va UIoPoUV va €€NynoouV TNV aLTia mapamounig, cupdwva pe to Sedopéva mou
UTAPXAV KATA TNV Tipaypatonoinon tng eéétaong. Mmnopel va cuotnBel eméEKTAON TOU YEVETLKOU AEYXOU O AAAQL EAN
NG okoyévelag i ebappoyr GAAwv pebodoloyLwv.

e e éva yeVeTIKO €Aeyyo Unopel va armokaAupBouv suprpata mou Sev avapévovtol cUUWVA E TNV ALTiO TAPATTOUTIAG
Kal pmopel va adopoulv tnv guddvion dAAwv voonudtwy. H mbavh avadopd tuxaiwv eupnudtwy Baciletal otn
Sduvatotnta nepaltépw HEAETNG Kot KAWVIKAG aflomoinong Toug, evw n un avadopd Sev amokAeleL Tnv UTapér Toug Kal
Sev e€aodalilel Tov evbeleyr), MANPN KAl CUCTNUATIKO EAEYXO YLOL OUTA.
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Meploplopoi yevetikov eAéyxou

o O yevetkog éleyxog avaloya kat pe tnv edpappocbeioa pebodoloyia avalntd cUYKEKPLUEVOUG TUTIOUG YEVETIKWY
aMaywv. Q¢ ek toltou Sev pmopel va armokaAUPel aAayEG Oe YeVETIKEG TIEPLOXEG TIOU Sev KOAUTTTEL 1) TUTIOUG
napoAhaywv Tou dev eival oxedlaopévog va avixvelel. AKOMA Kal OTLG TIEPLOXEG OTOXOoUG dev eival duvatdv va
anokoAudBel to 100% Twv MapaAAaywv AOYW TEXVIKWY TEPLOPLOUWY ]  OTIAVLWV YEVETIKWY GOLVOUEVWY OTIWG
HWOAIKLOMOG, /KoL YOVISLOKI) LETATPOTN).

e KdaBe yevetkog €leyxog Suvatat va amodidel Peudn (BeTtikd n apvnTIKA) amoteAéopata AOyw €pyaoTnpPLOKWY
SUOKOALWV.

e HaoddAela anoteAéopatog Kupaivetal petafl 85-99% avahoya pe tnv akohouBoupevn uebodoloyia.

e Ta anoteAéopata Sev eival BERato dTL Ba odnyricouv otnv anokdAudn Bepamneiag i Thv Mpoyvwon thg nadnong.

Mo onowadnmnote nAnpodopia Kot TNV MAPATOMIY| teEpLoTATIKOU aneubuvOsite oto Epyaotiplo Mevetikng thAepwvikd
(25510-30522) 1} nAektpovikd (nimarinak@med.duth.gr).
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