EAIS:O

EAAHNIKO AIKTYO MOPIAKHEZ OFKOAOTIAL

AvdaAuon: EAIMO Hematol 9 ®OPEAZ: EKE®E «AHMOKPITOZ»

2uvrtopun Mepiypa@n:

ANNAoUXION VEQG YEVIAG YIa TNV avixveuon METOANGEEWY o€ aoBeveiG ue JUEAOYEVEIG KAKONBEIEG WE TN
xpnon emAeypévwy yovidiwv (NGS panel 60 yovidiwv).

Mepiypaen AvaAuong:

>tnv avaAuon trepIAauaveral atmrouévwon yevwpikol DNA atré oAikS aipa 1 oAIKO JUEAG 00TWV
ME TN XpAon eutropikwy Kits (Qiagen) Kal oTn ouvéxela aAAnAouxion emméuevng yevidg (NGS) pe xprion
custom panel 60 yovidiwv (SOPHIA Genetics), oxedlaouéVo yia TNV avixveuon METAAAGEEwWY o€ deiyuaTta
pueloyevwv kakonBeiwv (OMA, MAZ kai MYN). Z1o panel mrepiAaufdavovTal Ta TTpoTelvOuEVa yovidia
amé 10 Molecular International Prognostic Scoring System (IPSS-M) yia 10 avaBaBuiopévo
TIPOYVWOTIKO ouoTnua Twv MAZ. H avdAuon cToxelel Tnv avixveuon JETAAAGEEWY avTIKaTdoTaong Kai
MIKPWY OTTAAOIPWV/EICAYWYWYV TTOU £X0UV DIaYVWOTIKK, TIPORAETTTIKA KaI/fj TTPOYVWOTIKN agia.

O1 BIBAI0Brkeg TTapackeudlovTal xpnoipotrolwvtag 200ng yevwpikou DNA. Ta apxeia Fastq
avaAuovTal pe 1o Aoyiopikdé SOPHIA DDM®. H TraBoyévela Twv TapaAlaywyv agioAoyouvtar: 1) In silico
(PolyPhen, Mutation Taster, SIFT kok), TmaBoyoéveg/mBavda Taboyoveg TTapallayég PeE yvwaoTh 1
TTPORAETTOMEVN KAIVIKN) onuacia, 2) Xuhewva pe m Minor Allele Frequency, MAF, (gnomAD, G1000,
ESP5400), AapBdvovrag uttdyn autég pe MAF<0,01 oTtov TTaykdouio TTANBUouS, 3) ZUpewva JE TO
Variant Allele Fraction (VAF), étrou dev utroAoyifovTal o aAAOIWOEIG ouxvoTNTAG <5% Kai 4) Ze oxéon
ME TNV EMTTWON TNG METABOAAG OTnV TTPWTEIVN (UN KWOIKOTTOIOUOEG KAl CUVWVUUEG TTAPAAAQYEG
eCaipouvtal ammd TNV agloAéynon). MNa mn KAk agloAdéynon Twv atmoteAeopdtwy TnG aAAnAouxiong
yivetal avtAnon TAnpo@opiwyv atmd oxeTiké Bdaocig dedopévwy (ClinVar, dbSNP, Ensemble, COSMIC,
CIVIC, PharmGKB, OMIM, My Cancer Genome, Varsome kAT). OTrou kpivetalr amapaitnto, Ta
atmmoteAéopaTta Tou NGS etTaAnBelovTal XpnoIyoTTolwvTag Sanger Sequencing.

AvaAuon/Tovidia:

ABL1, ANKRD26, ASXL1, ATM, BCOR, BCORL1, BRAF, CALR, CBL, CEBPA, CHEK2, CSF3R,
DDX41, DNMT3A, ELANE, ETNK1, ETV6, EZH2, FLT3, GATA2, GNB1, HRAS, IDH1, IDH2, IKZF1,
JAK2, KIT, KMT2A, KRAS, MECOM, MPL, NF1, NOTCH1, NPM1, NRAS, PAXS5, PHF6, PPM1D,
PRPF8, PTPN11, RAD21, RPS19, RTEL1, RUNX1, SAMD9, SAMDOL, SBDS, SETBP1, SF3B1,
SH2B3, SRSF2, STAG2, STAT3, TERC, TERT, TET2, TP53, U2AF1, WT1, ZRSR2
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