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0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

To napoév €yypa@o kat Ta neplexopeva Tou anoteholv Wiloktnoia tng lllumina, Inc. kat Twv CUVOEBEPEVWV ETALPELWV
NG («lllumina») kat npoopifovTtal ANOKAEIOTIKA YO TN CUUBATIKA XPron Tou NEAATN TNG o€ ouvduaopd Pe Tn Xpnon
TOoU(-wV) NPOI6VTOG(-wV) NOU NEPLYPAPOVTAL OTO NAPOV £yyPaPOo KAl yia Kavevav aAhov okond. AnayopeUeTal n
XpPAon n n dlavoun Tou NapovTog eyypAa@ou Kal TwV NEPLEXOUEVWY TOU yla onotovdnnoTte GAAov okonod r/kat GAAn
Kolvonoinan, anokdAuwn A avanapaywyrn Toug He onolovdnnote Tpdno Xxwpig Tnv npdtepn £yypaen ouvaiveon Tng
Illumina. H [llumina dev petafLBalel d1& TOU NAPOVTOG eYYPAQOU Kapia adela duvapel SINAWUOTOG EUPETLITEXVIAG,
E€UNOPIKOU ONUOTOG, NVEUHOTIKOU SIKAIWHATOG I SIKAIWHATWY KOlvou dikaiou Tng.

Ot 0dnyieg aTo Napodv £yypao NpEMEL va TNPOoUVTAL auoTnPA Kal He akpifela and €OIKEUPEVO Kal KATAAANAa
EKMAOEUEVO NPOCWNIKO, MPOKEILEVOU VA dlAoPAALOTEL N 0pBA Kal aCPAANG Xprion Tou(-wv) NpoidvTog(-wv) nou
neplypd@ovtal oto napdv. ‘OAa Ta NEPLEXOUEVA TOU NAPOVTOG EYYPAPOU NPEMEL va avayvwoboUv Kal va yivouv
nAApwg KatavonTtd nptv and Tn xpRon tou(-wv) ev Adyw npoidovtog(-wv).

SE NEPINTQZH MH NMAHPOYS ANATNQEHS KAl THPHIHE ME AKPIBEIA OAQN TQN OAHTIQN MOY
MEPIEXONTAI =TO MAPON, MMOPEI NA POKAHOE| ZHMIA STO(-A) MPOION(-TA), TPAYMATIZMOX ATOMQN,
SYMMEPIAAMBANOMENQN TQN XPHETQN 'H AAAQN, KAGQST KAl AAAH YAIKH ZHMIA, KAl ©A KATASTEI
AKYPH H EFTYHSH MOY IZXYEI FA TO(-A) MPOION(-TA).

H ILLUMINA AEN ANAANAMBANEI KAMIA EYOYNH MOY AMOPPEEI ANO EX®AAMENH XPHXH TOY(-QN)
MPOIONTOZ(-QN) MOY MEPIFPA®ONTAI TO MAPON [ZYMMEPIAAMBANOMENQN TON EEAPTHMATQN TOY(-
OYZ) 'H TOY AOIIZMIKOY].

© 2022 Illumina, Inc. Me Tnv enwpulagn navtog SIKALWHATOG.

‘Oha ta onpata katatebev eival idloktnaia tTng lllumina, Inc. A Twv avTioToWV KATOXWV TOUG. [l OUYKEKPIUEVEG
nANPo@oOpPIieg OXETIKA UE TO OAUNATA KOTATEBEVTA, eNOKEPTEITE TNV NA. dlevlBuvon
www.illumina.com/company/legal.html.
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0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

H povada avaAuong lllumina® Local Run Manager TruSight" Oncology Comprehensive (EU) (Movéda
avaiuong TSO Comprehensive) avaAuel TIG avayvwoelg aAAnAouxiong tTwv BiBAtodnkwv DNA kat RNA
nou NPoeTolpdoTnKav Pe Tt Xprion tou npoadloplopou TruSight Oncology Comprehensive (TSO
Comprehensive). Mnopeite va Bpeite tTnv npofAenduevn xpron yua to Npoadiopiopdég TSO
Comprehensive oto EvBeto ouokevaoiac TruSight Oncology Comprehensive (EU) (ap. eyypdgou
200007789).

To unootnpilel Movada avaiuong TSO Comprehensive tn puBuion, tTnv aAAnAouxlon, Tnv avaiuon
KaL Tnv avagopd yua TG npostolpacpeveg BiBAlodRkeg DNA kat RNA. IMNa deiypata agbevwy,
10 Movada avaiuong TSO Comprehensive dnploupyei:

Avagopda TSO Comprehensive yla kd8e deiypa acBevoug, n onoia neplhapBdavel anoteAEopata
OUVOOBEUTIKWY BLaYVWOTIKWV EAEYXWV, NPOCSIOPIOUOU TOU NPOPIA TOU GYKOU Kal MNOLOTLKOU
eAéyxou (dlabeopa ae poper) PDF kat JSON).

Avag@opd xapnAou BdaBoug (*.tsv) yia kdBe deiypa acbevoug, n onoia neplhapfdvel pa Aiota
YOVIOLWHATIKWY BECEWY (ENONUACUEVWY PE YOVIOLOKA GUUBOAQ) Nnou €xouv avenapkeG BAabog
aAAnAoUxIong yia va anokAeloTel n napoucsia pikpwv napaliaywyv o€ pua BipAodnkn DNA.

Apxeio HETPACEWV NOLOTIKOU €AEyXOU (*.tsv), To onoio nepAapBAveL TV KATAOTAON AVAAUCNG KAl
TIG LETPAOELG NOLOTIKOU EAEYXOU Yia OAa Ta deiypata acBevwyv o€ pla eKTEAEON aAAnAOUXLONG.

Ma deiypata paptupwyv, To Movada avaiuong TSO Comprehensivednuioupyei pia avagopd €56dou
HOpTUpwWV (*.tsv), n onoia nepAaUPAVEL ANOTEAECUATA MOLOTIKOU EAEYXOU yla onowadnnote deiypata
HOPTUPWV OTNV €KTEAEON aAANAOUXLONG.

H owkoyévela npoypappdtwy Aoyopikou TSO Comprehensive (EU) xpnowonoleitat yua tnv
eykataotaon tou Movada avaiuong TSO Comprehensive Kal Twv UNOCTNPLIKTIKWY OTOLXEIWV
Aoylopikou. To nakéto aguwaoewv TSO Comprehensive (EU) eykaBiotatat oto Movdada avdiuong TSO
Comprehensive. Na Toug KWdLKOUG €{00UG KAl TOUG aplBuoUg €kdoonG, avaTpeLTe oTNV evoTNTA
EvBeto ouokeuaoiag TruSight Oncology Comprehensive (EU) (ap. eyypdpou 200007789).

2 XETIKA pEe auTOV TOV 00NYO

AuUTOG 0 00nyo6G neplAapBavel odnyieg yia Tov KaBoPLoPOd NOPAPETPWY EKTEAEONG Yia aAAnAouxion
kaL avadAuon pe tTn povada Movada avaluong TSO Comprehensive. H xprion Tou AoylOpIKOU anatTei
Baolkh yvwaon Tou TPEXOVTOG AELTOUpPYLKOU cuoThpaTog Twv Windows kKat Tou nepBAAAOVTOG
epyaciag xphotn nou Baciletal o€ NPOYpaAUUa NEPLYNonG oto d1adiktuo. N'la nAnpo@opieg OXETIKA
pE Tov nivaka epyaAeiwv Kal TIg pubuioelg cuothuatog Local Run Manager, BA. Odnydg avapopdcg
opyavou NextSeq 550Dx (ap. eyypdapou 1000000009513).

To 'Opyavo NextSeq 550Dx Local Run Manager €ival To AoylOHIKO Nou Xpnolgonoleital yia tn
puBuon plag ektéleong Mpoadioplopdg TSO Comprehensive. Na neploodTepeG NAnpoYopieg, PA.
Odnyoc avagopdcg opyavou NextSeq 550Dx (ap. eyypdeou 1000000009513).

Eloayayete TIG nAnpo@opieg pUubUong eKTEAEONG Kal deiypuaTog angubeiag atn povada
avaiuong Movada avaluong TSO Comprehensive.
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0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

Evkatdotaon yvwolokng BAong

To Movada avaluong TSO Comprehensiveanattei eykateotnuévn yvwaolakr paon (KB) yua tnv
ekTéAean avadluong. Ot KB eival diaB€oeg yia Afjpn otnv nuAn lllumina Lighthouse.

H Illumina kukAo@opei katd nepltodoug veéeg KB. IMNa va evnuepwoete tnv KB nou eival eykateoTnuevn
oTo 6pyavo, npaypatonolnote Aqyn tTng no npoéc@atng KB nou eival cuppatr] pe 1o Movada
avdAuong TSO Comprehensive nou dlabétete. Katd tnv enikaiponoinon pag KB, n nponyoupevn
eykateotnuévn KB katapyeitatl katd tn dadikaoia eykataotaong. Aev Ba npénel va eykabiotatal KB
evoow PBpiokeTal oe eEEAEN dladlkaoia eKTEAEONG aAAnAouxlong, avdAuong | GAANG £yKOTAOTAONG.

MPOXOXH

Ma va ano@euxBei n anwAela dedopevwy, BeBalwbeite 6TL dev Ppiokovtal o€ eEENEN AANEG
OladIKaoieg Npv akOAOUBACETE TIG 00nyieg eykaTtdoTaONG.

1 Tlpaypatonotjote Ajyn tng enBupntng KB (o€ popor zip) og €vav Tonikd KATAAOyo 0To 6pyavo
f o€ €vav unoAoylotr dIktUou. H npoTipwpevn TonoBeaia eival n povada diokou D.

2 Avoi¢te to Local Run Manageroto 6pyavo ) otov unoAoyloTtr dIKtuou (tontko &iktuo). MNa
NEPLOCOTEPEG NANPOYPOPIEG OXETIKA PE TN dlaxeipion xphotn LRM, avatpegte otov Odnydc
avagopdc opydvou NextSeq 550Dx (ap. eyypdapou 1000000009513).

3 Zuvdebeite wg dlaxelplotng LRM 1 wg pn SlaxelploTAG XPRoTnG He adela enegepyaaiag Twv
pubuicewv TNG povadag.

4 Xpnowonotnote 1o pevou Tools (EpyaAeia) yia va nhonynBeite otnv 086vn Module Settings
(PuBpioelg povadag).

5 Enmégte TSO Comp (EU).

EnnegTe Install New (Eykatdotaon veéag) otnv evotnta Knowledge Base Version ('Ekdoon
YVWOLOKAG BAong) tng 006vng.

7 'Evag odnyog eykatdotaong Ba oag ntrnoel va nepinynbeite otn 6€on tou apyeiou zip tng KB.
Befawbeite 6T eykablotate TNV KB nou katefdaocate oto BAua 1.
O 0dnyog gp@avicel eniong nAnpogopieg oxetikd pe tnv KB, cupnephapBavopévou Tou
ovouaTog, TNG €kdoong, TnNG €kdoaong Bdaong dedopévwy RefSeq katl Tng nuepounviag
dnuoaoiguong.

8 EmAgETe Install (Eykatdotaon) otov 0dnyd €ykKaTGOTAONG.
To npoypappa eykatdotaong enBefawwvet 6Tl n KB givat cuppfath pe to Movada avaiuong TSO
Comprehensivekal 6ttL n KB dev eival kateoTpappévn. Agv gival duvath n ekkivnon véag
avdAuong TSO Comprehensive evoow yivetal eykatdotaon thg KB.

MPOXOXH

H nAorlynon ektog Tng oeAidag Module Settings (Pubpioelg povadag) ) To KAEioo Tou
nPoypAATOG NEPLYNONG evoow yivetal eykatdotaon tTng KB akupwvel Tn dladikaacia
€YKATAOTOONG.

9 Metd tnv oAokAfpwaon TnG eykatdotaong, n véa KB gpgavidetal otnv 086vn Module Settings
(PuBpioelg povadag). To 6vopa kat n €kdoon KB epgavifovtal eniong otig 086veg Create Run
(Anpoupyia ektéAleong), Requeue Analysis (Enavatonof€étnon avdAuong ae oupd) kat Edit Run
(Enetepyaoia ekTéAeONG).
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0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

[MAnpogopieg povadag availuong TSO Comprehensive

To Movada avaiuong TSO ComprehensivenegplhapBdavel nAnpo@opieg ya tn povada availuong, tTnv
KB kat Tnv €kdoaon Tou NakETou aglwoewv otnv 006vn Module Settings (Pubuioslg povadag).

1
2

3

Avoi¢te to Local Run Manager oto 6pyavd oag.

Xpnowonowjote 1o pevou Tools (EpyaAeia) yia va nhonynBeite otnv 086vn Module Settings
(PuBpioelg povadag).

EnmAgEte TSO Comp (EU).

H 066vn Module Settings (PuBuioelg povadag) epgavidel Tig akdAoubeg nAnpopopieg eykaTdoTAONG:

Device Identifier (AvayvwploTikd guokeung) — Movadlkd avayvwploTIKO CUCKEURG YLa TO
eykateotnpévo Movada avaiuong TSO Comprehensivekal To oXeTI{OPEVO NAKETO AELWOTEWV.
AUTO TO avayvwploTKo dev ennpealetal and Tnv eykateotnuevn €kdoon tng KB.

Product Identifier (Avayvwplotiké npoiévtog) — H €kdoon tou eykateotnpévou Movada
avdAuong TSO Comprehensive.

Modified On (Tpononoindnke oTIg) — H nuepopnvia Kat n wpa NoU €yKATaoTAONKE A evnuEPWONKE
yla teAeutaia @opd To idlo To Movada avadiluong TSO Comprehensive.

Sequencing Run Settings (PuBuiocelg ektéAeong aAAnAouxiong) — Epgavidel Tov TUNo avayvwong
(ouCeuypévwv GKpwv) Kal TIG pubpioelg pAKoug avayvwaong nou oxetiovtal pe To Movada
avdAuong TSO Comprehensive.

Claims Installed (Eykateotnuéveg aglwoelg) — Epgavifel Tnv €KdOON TOU €£YKATECTNHEVOU
NOKETOU AELWOEWV KAl TIG OXETIKEG AELWOELG OUVODOEUTIKWY OlaYVWOTIKWY €EeTACEWY. To NAKETO
alwoewv neplhappavel TG aglwoelg npoPAendUEVNG XPHRONG CUVOBEUTIKWY SLAYVWOTIKWV
€EeTdoewy, oL onoieg Ba aglohoynBouv and to Movada avdiuong TSO Comprehensive.

Knowledge Base Version (‘'Ekdoon yvwaolakng Bdong) — BA. Eykatdotaon yvwolaknig faong otn
oelida 2 yla 0dnyieg OXETIKA Pe TNV eykatdoTaon A Thv evnuépwon tng KB. Auth n evotnTta
neptAapavel NANpo@opieg eykaTAOTAONG TNG YVWOLAKAG BAong yia Ta ak6Aouba nedia:

Iedio Hepwpaon
‘Ovopa To 6vopa tng KB.
'Ekdoon H ékdoon tng KB.

‘Ekdoon RefSeq H €kdoon tou RefSeq nepihapBavetal otnv KB. ‘'Otav ot nAnpogopieg RefSeq
npogpxovtal and ta apxeia cache Ensembl Variant Effect Predictor (VEP)?, epgavifetal
n ékdoon VEP.

AnpooledTnke H nuepopnvia dnpooicuong tng KB.
Eykataotdbnke H npepopnvia eykatdotaong tng KB.

Katdotaon H katdotaon tng eykatactaong tTng KB. Oa eppaviotei wg Ready (‘Etowun) 6tav
oAokAnpwOei n eykatdotaon.

" McLaren W, Gil L, Hunt SE, et al. The ensembl variant effect predictor. Genome Biol.
2016 Jun 6;17(1): 122.g

KaBoplopoG napapeETpwy EKTEAEONG
1 2uvdebeite oto Local Run Manager ané 1o 6pyavo fj and unoAoylotr OIKTUou.

2 EnAégTe Create Run (Anpoupyia ekt€Aeong) kat, otn ocuvexela, entheégte TSO Comp (EU).
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0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

Eloayayete €va dvopa EKTEAEONG NOU TAUTOMNOLEL TNV EKTEAECN and TNV aAAnAoUxLon HECW
avdAuong pe Ta akGAouba KpLThpLa.
1-40 xapoKTApPEG.
Movo aA@aplBunNTIKOUG XAaPAKTAPEG, KATW NAUAEG ) NAUAEG.
Mpénel va nponyouvTal oL KATW NAUAEG Kal Ol NAUAEG Kal va akoAouBei €vag aA@aplOunTikog
XOPOKTHPaAG.
Movadlké oe OAEC TIG EKTEAETEIG OTO OPYQAVO.
[MpoaipeTikd] ElcaydyeTe pla NnEPLypa@r TNG EKTEAEONG yla EUKOAOTEPN TAUTONOINON TNG
€KTENEONG e Ta akOAouBa KpLTApLa.
1-150 xapoKTAPEG.
Movo aA@aplBunTIKOi XapaKTAPEG A dlaoTuaTa.
Ta dlaoTApaATa NpéENeL va nponyouvTal Kal va akoAouBouvTal and €vav aA@aplOunTiko
XOPOKTApPaA.

KaBoplopdg delyHdTwy YIa TV EKTEAEON

KaBopiote Ta deiypata yla tTnv EKTEAECN XPNOILONOWWVTAG Hia and TIG aKOAouBeG EMAOYEG.

Enter samples manually (Mn autépatn elgaywyn delypdtwy) — XpnolLonoloTe Tov Kevo nivaka
otnv 086vn Create Run (Anpoupyia ektéAeaong). BA. evotnta AptBuocg BiBAioBnkwv kat entioyn
eupetnpiwv oto EvBeto ouokeuaoiag TruSight Oncology Comprehensive (EU) (ap. eyypdgou
200007789) ywa 0Aeg TIG UNooTNPLOUEVEG DLOHOPPWOELG OELYUATWV.

Import samples (Elcaywyn deiypdtwyv) — Metafeite o€ €va eEWTEPLIKO apXEIO PE HOPYPRA TIHWV
XWPLOUEVWY PE KOUHA (*.csv). ZTnv 086vn Create Run (Anpoupyia ektéAeong) undpxel €va
nPOTUNO NPOG ANWN.

MPOXOXH

TuxOv E0QANUEVEG AVTIOTOLXIOEIG PETAEU OEYUATWY KAl EKKIVNTWV EUPETNPLACHOU £XOUV WG
ANOTEAECUA E0QAAUEVN AVOPOPA ANOTEAEOUATWY AdYw anouaciag BETIKAG TauTonoinong Oy HaTwy.
Eloaydyete avayvwploTikd delyHdTwy Kal EKXwPAoTe eupetApla oto Local Run Manager nptv
Eekvroete TNV npoetolpacia Tng BIBAOOAKNG. KataypdyTe Ta avayvwploTIKG dslyUdTwy, Ta
EUPETNPLO KAL TOV MPOCAVATOALOUO Twv BoBpiwv TNG NAGKOG WOTE va UNOPEITE va avaTPELETE KATA
TN SLAPKELA TNG NPOETOLHOCIOG TNG BPALOBAKNG.

é MPOZOXH
Ma va ano@uyete TNV anwAela dedopEvwy, PePawdeite 6T n eykatdotaon tng KB dev BpiokeTtal

og €LENEN nplv anoBnkeUOETE WA EKTENED.

Mn auTtoOuaTn El0aywyn OEYUATWY

1

Eloaydyete €va povadiko avayvwploTiko deiypatog oto nedio Sample ID (AvayvwploTikod
OeiypaTtog) pe ta akdhouba kpitrpla. ‘OAa ta deiypata paptipwyv 6a npénel va npootedolv
npwTa. IN'a NeEPLOCOTEPEG NANPOYOPIEG, avaTpELTE OTNV evoTNTA AglyUaTa HapTUpwVv aTn oeAida
6.

1-25 xapakTApEG.

Mo6vo aA@aplBuNTIKOUG XapaKTAPEG, KATW NAUAEG | NAUAEG.

Mpé€nel va nponyouvTal oL KATW NAUAEG KAl Ol NAUAEG KAl va aKoAouBei £vag aA@aplOunTikdg

XOPOKTHPAG.
[MpoaipeTikd] Elcaydyete pla neptypagr deiypatog oto nedio Sample Description (Meptypagn
Oelypatog) pe Ta ak6Aouba KpLTApLa.
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0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

9

1-50 xapakTApEG.

Movo aA@aplBuNTIKOUG XAPAKTPEG, NAUAEG, KATW NAUAEG ) OLACTAMATO.

Mpwv ané ta dlaoTANATA, TIG KATW NAUAEG KAl TIG NAUAEG NPENEL va nponyeital Kat va
akoAouBeital Evag aA@aplOunTIKOG XOpOKTAPAG.

En\égTte €va eupeThplo yia th BiPAobnkn DNA fi/kat RNA nou €xel npostowaotei and to deiypa.
BeBawbeite 6Tt Ta deiypata RNA kat DNA Bpiokovtal o EeXwploTEG OTAAEG.
To nedio aAAnAouxiong DNA i7+i5 cuunAnpwWVETAL QUTOMATA PETA TNV EMAOYI €VOG
avayvwploTikoU eupetnpiou DNA. To nedio aAAnAoUxiong RNA i7+i5 cupnAnpwveTal auTOHATO
HETA TNV €NAOYRA €vOG avayvwploTikoU supetnpiou RNA.
Ektég and tn ouvoyn €dw, BA. evoTtnTa AplBudg BIPALOBNKWY Kat enthoyr eupetnpiwv oto EvOBeto
ouokevaoiag TruSight Oncology Comprehensive (EU) (ap. eyypdeou 200007789) ywa Tnv €nthoyn
avayvwploTIKoU eupeTnpiou.
Mna BIBA0ONAKN detypdtwy DNA, emAEETE €va povadikd avayvwploTIKO eupeTnpiou (EupeTApLa
UPxx 11 CPxx) and tnv avantuooouevn Aiota AvayvwploTiké eupetnpiou DNA.
Ma BPA0OAKN detypdtwy RNA, enAEETe €va povadikd avayvwploTIKO eupeTnpiou (LOVO
UPxx) ané tnv avantuoobpevn Aiota Avayvwplotiké eupetnpiou RNA.
Edv undpyxouv auvoAikd Tpelg BIBAIOBAKEG O0TNV EKTENEDN, AKOAOUBNOTE TIG 00NnYyieg enAOyng
eupetnpiou oto EvBeto ouokeuvacoiag TruSight Oncology Comprehensive (EU) (ap. syypdeou
200007789).

Xpnowonowote 1o nedio Tumor Type (TUNog GyKou) yia va EKXWPROETE TUNO OYKOU yla KABe
Oelypa, entAéyovtag Tov nio €101ké dlabEaipo tuno 6ykou. BA. EmiAoyn tunou oykou otn oghida 6.

Xpnowonotfote to nedio Tumor Type (TUnog dyKou) yla va EKXWPHROETE €vav and TOUG
NapakdTw TUNOUG pHapTUpwy yia kKaBe paptupa. BA. Asiyuata paptupwy otn oelida 6.

EEwtepikdg pdptupag DNA

EEwTtepikdg pdptupag RNA

Maptupag DNA xwpig npdtuno

Mdaptupag RNA xwpig npétuno
Edv xpnowonoteite tov pdptupa DNA TruSight Oncology, o TUnog pdptupa gival o eEWTEPIKOG
paptupag DNA. Edav xpnowponoteite tov paptupa RNA TruSight Oncology, o tUnog pdptupa sival
0 €EWTEPLIKOG papTupag RNA.

Ekxwpnote @UAo.

[MpoaipeTikd] EnNéETe Export to CSV (Egaywyn oe CSV) yla va e€aydyete nAnpogopieg
OelypaTtog og eEwTEPLKO apyeio.

EAEyETE TIG NAnpo@opieg otnv 006vn Create Run (Anuioupyia ekTéAEONG).
Tuxov e0QaAPEVECG NANPOoPoOpieg pnopei va ennpedoouv Ta anoTEAECUATA.

EmAeEte Save Run (Anobrkeuon ekTéAeoNG).

Elwcaywyn detypdtwv

1

EniAéEte Import CSV (Eloaywyr CSV) kal petafeite otn 6€on Tou apxeiou Pe TIG NANPOYOPIEG
Tou deilypaTog. Yndpyxouv dUo TUnoL apXeiwv nou PNopeite va €l0ayAayeTe.
EmAgEte Download CSV (Afyn CSV) otnv 086vn Create Run (Anuioupyia eKTEAEONG) YO
AAWN véag npotunou NAnpo@oplwyv deiylaTtog. To apxeio NpoTUnou NEPLEXEL TIG ENKEPAAIDEG
OTNAWV KAl TN HOp®R Nou anattouvTal yia eloaywyr|. Eloaydyete TIg nAnpogopieg deiypatog
oe KGBe oTAAN yla Ta deiypata tNG ekTEAEONG. Na ™ otAAN Tumor Type (TUnog dykou),
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€10ayAyETE TOV OPO TUNOU OYKOU A ToV OXETIKO KwOIKO (BA. Nrjwn TUnwv Ooykwv otn oeAida 8).
To nedio Tumor Type (TUnog 6ykou) xpnoonoleital eniong yia Tov KabBoplopd dEYUATWY WG
HopTUpwV (BA. Asiyuata paptupwv aTtn oelida 6).

XpnowonoljoTte €va apxeio nAnpo@oplwy deiypatog nou eixe e€axbei and tn Movada
avdAuong TSO Comprehensivexpnowponolwvtag th Asttoupyia Export to CSV (EEaywyn

oe CSV).

2 Xtnv 006ovn Create Run (Anuwoupyia ekTEAEONG), EAEYETE TIG NANPOPOPIEG Nou €Xouv eloaxOEel.
Tuxov e0QaAPEVEG NANPOQOpPieG pnopei va ennpedoouv TA ANOTEAECUATA.

3 [MpoaipeTtikd] EmAeETe Export to CSV (EEaywyr oe CSV) yia va eEayayete nAnpo@opieg
OelypaTtog og eEwTEPLKO apyeio.

4 EmAégTe Save Run (AnoBrnkeuon ekTEAEONG).

Agiypota papTtupwy

To MNpoaodlopiopdg TSO Comprehensive anattei tn xprion tou Mdaptupeg TruSight Oncology . O
XOPOKTNPLOPOG £VOG dEIYHOTOG WG HApTUpa pubuilel autopata To nedio Sex (PUAo) Tou deiypatog
oe Unknown (AyvwoTo). Na va opioete €va deiypa wg paptupa, eNAEETE €vav and Toug TECOEPLG
TUnoug paptupa and to nedio Tumor Type (Tunog oykou): EEwtepikdg paptupag DNA (BeTikdGg
paptupag DNA), Mdaptupag DNA xwpig npdétuno, EEwtepikdg paptupag RNA (BeTikdG paptupag
RNA) 1 Méaptupag RNA xwpig npdétuno. BA. EmiAoyr Tunou dykou 0Tn GeAida 6 yia nEPLOCOTEPEG
nAnpo@opieg oXeTikd pe TN pUBUION TV TUNWY OYKOU Yo 6AOUG TOUG TUNOUG OEYUATWY KATA TN
pUBULION TNG EKTEAEONG.

Movo €vag and kKaBe TUno papTupa pnopei va kaboplotel oe pia ektéAeaon. Mévo pia BiAodAkn DNA
punopei va kaboplotel yia €vav eEwtepikd pdptupa DNA A €vav pdptupa DNA xwpic npétuno. Moévo
pua BiBAoBnkn RNA pnopei va kaBoplotei yia €vav eEwtepiko paptupa RNA A €vav pdptupa RNA
Xxwpig npétuno. Ot BiBA0BARKEG nou xapaktnpifovtal wg paptupeg DNA 1 RNA xwpic npdtuno dev
unoAoyifovTal EvavTl TOU PEYLIOTOU aplBpou BIBAOBNKWY O€ pla EKTEAEON.

BA. EvBeto ouokeuaoiag TruSight Oncology Comprehensive (EU) (ap. eyypdpou 200007789) ywa
NEPLOCOTEPEG NANPOPOPIEG OXETIKA PE TN XPNON SEYUATWY HAPTUPWV.

Enwoyr Tunou dykou

Mna kaBe deiypa npénel va kabBopidetal €vag TUNog 6ykou. EKTOG and toug TUNoug papTtUpwy, Ol
OlaBEaipol TUnoL OyKou NPoEpXovTalL and TNV €yKATeOTNUEVN YVwaolakr Baon KB (KB) kat evdexeTal
va oANGEoUV pE TIG evnUEpWHEVEG €kdOOELG TNG KB.

MPOZOXH

H eo@ahpévn enhoyr Tou TUNOU OYKOU PNOPEi va NPOKaAECEL EGQAAUEVA anoTeAEopaTa. EnvoTe
TUXOV NPOEIDOMOLNOELG NOU eP@avifovTal KAaTa Tov KaBopPIoPo TwV TUNWV OYKOU YA VO ano@UYETE
TNV anotuxia Tng avaAuong.

Ot 6pol Tou TUNOU TOU OYKOU anoTeAoUV HEPOG HIAG LlEPAPXLIKAG ovToAoyiag Tng vooou otnv KB, n
onoia KaTaoKeUAZeTal wg €va oUVOAO YOVIKWV-BuyaTplkwy oxEoewyv. MNa napddelypa, o 6poG pn
HIKPOKUTTAPLKOG KAPKivOG Tou nveupova gival natdi Tou Kapkivou Tou nvelupova, Kabwg o un
HIKPOKUTTAPLKOG KAPKivOG Tou nvelpova gival €vag TUNog Kapkivou tou nveupova. H Ewkéva 1
anelkovidel €va unooUvolo €vOG NapadeiypaTog ovToAoyiag Tng vooou, nou napouactalel Tov
gupnayrn 0yko wg Ttov piliké 6po Kal Toug 6pouG Nou oXeTICovTal PE TOV KapKivo Tou nvelpova Kal
ToVv Kapkivo Tou Bupeoeldoug (dev gpgavidovtal GAAoL Tunot 0ykwyv). 'Evag 6pog nou cuvOEETAL HECW
OxX€0ewv yovea-naldlou pe 6poug XapnAdtepou ennedou ovopdletal npoyovog. Ot ouvdedepévol 6pol
KatwTtepou ennédou eival andyovol Tou 6pou Tou npoyovou. [Na napddelypa, o Kapkivog Tou
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nveupova eival 0 NpOyovog TOU adEVOKAPKIVWUATOG TOU NVEULIOVA KAl TOU UIKPOKUTTAPLKOU KapKivou
TOU NVEULOVA KAl TO HUEAOEIDEG KAPKiVWUa Tou Bupeoeldoug eival andyovog Té00 TOU KAPKIVWUATOG
Tou Bupeoeldolg 600 Kal TOU guunayoug OyKou.

Ewéva 1 YnoouUvoAo evog napadeiypatog ovroloyiag vooou

JUUTOYAG OyKOQ

Kapkivwua tou
Bupeoeldbolg

] I |

Kapkivog Tou mvevupova

Mugho€eldeg KapKivwua
TOL BuPEOELDOLG

Mn MIKPOKUTTOPLKOG

Kok énbeg pecobnAiwua
KOPKivog Tou velova

TOoL LTECWKOTA

MK POKUTTOPIKOG
KOpKivog Tou mvevpova

l

Mn mAOKwWoNG uN
MIKPOKUTTOPLKOG
KapKivog Tou mvevpova

A

ONAWdES KApKivwUa
TOL BuPEOELDOLG

QUAGKLWAOES KapKiVwa
TOL BuPEOELDOLG

AdEVOKOPK VWO
TOU TIVELMOVO

Kapkivwpa xitwva
TOL BuPEOELDOLG

ABEVOTIAGK WOEC
KOPK (VWO TOL TIVELIOVA

AVOTIAQOTIKO KAPKIVWUQ
TOL BuPEOELDOLG

MeYaAOKUTTOPIKO
KOPK (VWO TOL TIVELIOVA

ZOPKWUATOELDES
KOPK (VWO TOL TIVELIOVA

O eniAeypevog TUNoG dykou yla €va deiypa aocbevoug ennpeddlet:

Moleg npoBAendUeEVEG XPNONG OUVODEUTIKAG OlaYVWOTIKAG €EE€TAONG agloAoyoUuvTal yia To deiypa.
Movo deiypata aoBevwy e TUNO OYKOU NOU avTIOTOLXEL akpIBwG | andyovog Tou Tunou OyKou
yla npoBAenopevVn Xprion OUVOBEUTIKAG dLlayVwOoTIKAG eEETaoNG Ba agloAoynBouv yia tn
OUYKEKPLUEVN agiwan.

Moleg napaAAayEG yia Tov Npoodloplopd Tou NPo@ih Tou Oykou neplhapBdavovtal otnv

ava@opd MNMpoadlopiopog TSO Comprehensive. BA. [Tpoodioptouog tou npo@id Tou oykou ano TIG
napaAdayeg otn oehida 17.

OL napakdtw odnyieg neplypdagouv tn dtadikacoia entAoyng evog TUNou OyKou PHECW TNG 006vNng
Create Run (Anpoupyia ektéAeong). O tunog éykou pnopei eniong va OpLOTEL PLE TNV €L0AYWYH €VOG
apxeiou CSV nou neplExel €vav tuno éykou (BA. Eioaywyrn detyudtwy otn oelida 5).

1
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Epgaviote Toug dlaB€oipoug Tunoug oykou Kdvovtag dnAd KAk pE€oa oto KeAL Tumor Type
(Tunog 6ykou) otn oepd yia to dciypa. Ot dlaBEaiol TUnoL OyKwv ePPaviCovTal O€ HIA LEPAPXLKN
AioTta opyavwpevn aA@apnTIKA.

To nedio Tumor Type (TUnog 6ykou) xpnaolonoleital eniong yua Tov Kaboplopod evog Tunou
HapTUpa yia deiypata paptiupwy (BA. Aciyuata paptupwyv otn oelida 6).
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2 Evtoniote kat eMAEETE TOV EMBUPNTO TUNO OYKOU PECW aAAnAenidpaong He Tn Aiota N
XPNOILONOWWVTAG TN YPAUUN avalATtnong 0To enavw HEPOG Tou napabupou Tumor Type (Tunog
AyKou).

AAQYN TUNWV OYKWwv

Mia nAfpng Aiota Twv dlaBEoipwy TUNWV OyKwv o€ pop®r TSV pnopei va Anebei and tnv 066vn
Create Run (Anuioupyia ektéheong) xpnotponowwvtag to koupni Download Tumor Types TSV (Aqwn
TUnwv Oykwv TSV). To apxeio neplhappfavel TIG NAPAKATW NANPOPOPIEG:

Tov 6po TUNou GyKou Nou g€ival opatodg oTo NePIPBAANOV epyaaiag XpAoTh.

Tnv nAfpn dadpopi Tou TUNOU TOU OYKOU €VTOG TNG lEpapxiag Tou TUNoOU Tou OyKou (ovToAoyia
™G vooou).

Tov Kwdkd nou xpnatgonoleital andé to Movdada avaiuong TSO Comprehensiveyla tnv
TauTonoinon Tou TUNou OyKou.

Enetepyaoia ekTEAEONG KAl EvapEn aAANAOUXIONG

Ma odnyieg oXeTIKA pe TNV enegepyadia TwV NANPOPOPLLV EKTEAECNG KAL TNV EvapEn EKTEAEONG
aAAniouxiong, BA. Odnyog avagopadag opydvou NextSeq 550Dx (ap. syypdpou 1000000009513). H
avdAuaon kat n ava@opd EeKvouv HOAIG OAOKANPWOEL pia ekTEAEAN aAAnAouxLong.

Ma Aoyoug anoBikeuong, pla ektéheon aAAnlouxiong pnopei va napayet 40-100 GB €E6dou. H
deutepelouca avaAluaon MG EKTEAEONG avaAuong aAAnAouxiong pnopei va napdayet 100-200 GB
€Ebddou.

MeTd tn ouAloyr Twv dedopuévwv aAAnAolxiong, autd unoBdaiAovTtal oe enegepyaaia andé tnv Movada
avaiuong TSO Comprehensive yia tn dlegaywyn NoloTikoU eAEyXoU, TNV avixveuon napailaywv, Tov
NPoodLloplopd NG KATAoTAONG TOU QOPTIioU TwV HETAANAGEEWV Tou Oykou (TMB) kat TG KatdoTaong
Hikpodopuoplkhg actdbelag (MSI), Tov npoodloplopd Twv aNOTEAECUATWY CUVOOEUTIKWV
OlaYVWOTIKWY €EETACEWY, TNV AELOAOYNON TNG KAWVIKAG ONUaciag Kal TNG dUVNTIKAG KAWVIKAG
ONUaciag Twv aviXVEUUEVWY NapaAAaywyv Kat Tnv ava@opd Twv anoteAeopdtwy. Ot napakdatw
evoTNTEG NEPLYPAPOUV TIG peBOdOUG avaAuong.

EKTEAEON NOLOTIKOU EAEYXOU

AZloloyouvTal oL HETPAOELG NOLOTNTAG TNG EKTEAEONG AAANAOUXLONG Yla va NPoodloploTEL €AV
BpiokovTtal evtog anodekToU €UPOUG. TO GUVOALKO MOCOOTO TWV AVAYVWOEWV nou dlEpxovtal and 1o
@iATpo ouykpiveTal pe €va eAdxloto optlo. Na tnv Avdyvwon 1 kat tTnv Avdyvwon 2, To HECO NOCoaTO
Twv Bacewv = Q30, To onoio divel npoBAeyn TNG NBavoTNTAG AavBaouévng avTiotoixiong Baong
(Q-score), ouykpiveTal eniong pe €va eAAXL0TO 6plo. EAv ol TIHEG yia KaBepia and auTEG TIG TPELG
METPNOELG NANPOUV TIG NPOJLAYPAPESG, TOTE O MOIOTIKOG EAEYXOG TNG EKTEAEONG Ba avapepbel wg
PASS (Enttuyia) kat n av@Auon 8a cuvexlotei. EGv pua TR ya onowadAnote and TIG HETPAOELG deV
nAnpol TI¢ Npodlaypa@eg, TOTE 0 MNOLOTIKOG EAEYXOG TNG eKTEAeoNG Ba avagpepBei wg FAIL (Anotuyia)
Kat n avaAuon dev Ba ouvexloTel. Na NeplOTOTEPEG NANPOYOPIEG, avaTPELTE OTNV EvOTNTA
Metprioeig nototikoU eAgyxou atn oelida 52.
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Anuoupyia apxeiou FASTQ

Ta dedopéva aAAnAouxiong nou gival anoBnkeupéva ae pop@r) BCL anonoAunAékovTtal HECW ULOG
dwadikaaoiag nou xpnowonolei TIG aAAnAouxieg eupetnpiwy, oL onoieg €ival povadikeEG yia KABe deiypa
nou NpooTEBNKe KATA TN dLAPKELD TOU BANATOC NpoeToadiag tnG BIBALOOAKNG, yia TNV EKXwPNaon
ouoTadwyv atn BiBA0OBAKN and tnv onoia nponABav. Kadbe cuotdda neplExel U0 eUPETAPLA
(akoAouBieg i5 kat i7, pia og KABe Akpo Tou TUAMATOCG TNG BIBALOBAKNG) KAl O CUVOUACHUOG AUTWY TWV
aAAnAouxlwy eupeTnpiwv xpnaotponoleital yia Tnv anonoAunAegio Twv opadonotnpévwy BLRALOBNKWY.

MeTd tnv anonoAunAegia, autr n dwadikacia dnuioupyei apxeia FASTQ, ta onoia neplExouv TIg
avayvwoelg aAAnAouxiong yia kadbe pepovwpevn BIBALOONAKN OElYHATWY Kal TIG OXETIKEG BabuoAoyieg
noloTNTAG yla Kabe avtioToixlon BAong, eEAIPOUPEVWV TWV AVOYVWOEWVY and onolecdNnoTe CUOTAdEG
nou &ev dIAABav anod to @iATpo.

EuBuypdpuion DNA kat d16pBwon 0@aApaTwy

H euBuypdaupion DNA kat n 816pbwan oc@aApdtwy nepAapBdvel Tnv euBuypdauUIOn avayvwoewy
aAAnAouxiong nou npogpyovtal and BiPAoBNkeg detypdtwyv DNA pe €va yovidiwpa ava@opdg Kat ™
O16pbwon oc@aApdTwy otnv aAAnAouxion nptv and TNV avtioToixlon napailaywy.

To BApna eubuypdppuiong xpnotponolei To epyaieio eubuypdupiong Burrows-Wheeler (BWA-MEM) pe
Tov BonénTikd yia tTnv eubuypdppion aAAnAouxwwyv DNA oe apxeia FASTQ pe 1o yovidiwpa ava@opdag
hg19, dnuoupywvtag apxeia BAM (*.bam) kat apxeia eupetnpiwv BAM (*.bam.bai).

Ta apxikd apxeia BAM unoBaAlovTal o€ nepaltepw enegepyacia yia tTnv apaipeon cQaApdTwy
(oupnep\apBavopeEvwy cQAARATWY Nou €l0AayovTal Katd tnv gvioxuon f tTnv aAAnAouxion PCR),
Anou ol avayvwoelg nNou npokuntouv and to idlo povadiké pépio DNA cupntuooovTal o€ pia pévo
AvVTINPOOWNEUTIKA aAAnAouxia, aglonowvTtag To Povadlko poplakd Toug avayvwploTiko (UMI) nou
€ival EVOWHOTWHEVO 0Ta TUARATA TNG BBALOBAKNG KaTA Tn SLAPKELA TNG NPOETOLNACIAG TNG
BLBALOBAKNG.

‘Evag delTepOg yUpoG eubuypdupiong pe Xxpnon tTwyv epyaieiwv BWA-MEM kat SAM
npaypatonoleitatl oTig peTpAoelg oupntugng UMI, pe anotéAeopa va npokUNTel €va deUTEPO GUVOAO
apxeiwv BAM pe avtiotolxa apxeia eupetnpiwv BAM. Autd ta apxeia BAM xpnotlponotouvtal wg
€ioodog yla avtioTolyioelg yovidlaKknG evioxuong.

TENOG, NPOCOAKEG Kal dlaypa@EG unown@iwv TautonoloUvTal and TIG CUMNTUYHEVEG EUBUYPAUUIOELG
BAM kal ta {euyn avayvwong euBuypappifovTal €K VEOU PE QUTEG TIG NPOOBNKEG Kal dlAYPAPEG
unoyn@iwyv yia va dlacwoouv CHHATA NPooinKwy Kal dlaypa@wy Nou HNopei va €Xouv napalelpdei
AOYW KOKAG euBuypdpuiong. Tautdxpova, Ta aAAnAenikaluntopeva Celyn avayvwong cuppdntovTal
(dnA. cuvdudalovTtal und 6poug BLONANPOYOPIKAG) OE Hia HOVO CUVALVETLKI avAyvwan. ZThH OUVEXELQ,
OAeg oL avayvwaoelg eEdyovTal wg TpiTo auvoAo apxeiwv BAM pe avtiotolxa apxeia eupetnpiwv BAM.
AuTd ta apxeia BAM xpnowonoloUvTtal wg NPooBAKN Yl avTIOTOIXION UIKPWVY NApaAAaywyV,
NPocodloplopd TNG KAaTAoTAONG UKPOOOPUWYOPLKNAG acTdbelag (MSI) Katl NoloTIKO €AEYXO TNG
BBA0BAKNG DNA.

AVTIOTOIXI10N UIKPWYV NOPAAAQY WV

H avtiotoixion pikpwv napaidaywv npaypatonoteital yia BipAobnkeg deypatwv DNA (e€alpoupévwy
Twv popTtUpwv DNA Xwpig npdTUNO) YO TNV QVIXVEUGN MIKPWY NAPAAAAYWY, CUUNEPIAAUBAVOUEVWY
Twv naparlaywv evog voukAeoTidiou (SNV), Twv noAuvoukAeoTidikwv napaiiaywyv (MNV) pAkoug
€wg 3 Ceuywyv Bdaong (bp) kal Twv NPocONKWV Kal dlaypa@wv HAKOUG €wg 25 bp. Oplopeéveg MNV,
indel (éva ) neploagdTepa voukAeoTidla avtikaBioTavtal and €va f NEPLOCOTEPA VOUKAEOTIOIA Kal dev
eivat SNV A MNV) kat dliaypa@eg pnopei va anattolv TNV avixveuon HlaGg Npoogyylong kabuaotépnaon
Baong. Avixveuovtal €va npokaBoplopevo ocuvoro MNV, indel kat dlaypagwyv yia ta yovidia EGFR kat
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RET (BA. Mapdptnua A MNV, Indel kat Ataypapes o EGFR kat RET nou avixveuovTtal ano
npoypaupa kabopiouou napaiiayrnc atn oeAida 59) xpnoILONOWVTAG UG NMPOCEYYLION KaBuoTEPNON
Baong. H npoogyylon kabBuoTtépnan BAoNG yla TNV avTlioToiXlon HIKpWY napaliaywyv neplopietal
HOVO 0g auTEG TIG napaliayeg. Ot ahyoplBpol avtioToixtong napalAaywv dev KAvouv dLAKPLON
HETAEU NapaAAOyWV CWHATIKAG NPOoEAEUONG A NpoEAeUonG PAACTIKAG OELPAG.

Avixveuon HKpwv napaAiaywyv

Ta dlopBwpéva pe opdApa apxeia BAM (oUpntugn kat enaveubuypappIOPEVEG NPOCOBNKEG Kal
dlaypa@Eg) xpnoponololvtal wg €i00d0g and €vav apxikd aAyoplBuo avtioToixlong napaAlaywyv yla
Vv avixveuon Ukpwv napaAilaywv. To apxXiké BALa avTioToixiong naparlaywv odnyei o€ un
QINTPOPIOPEVA apXEia HOPPNAG avTioToixlong napaAlaywv yovidiwpatog (gVCF), Ta onoia neplExouv
aVTLOTOLXIOEIG ava@OopAg N NEPINTWOEWY NAPAAAAYWV YA KABE yeEVETIKO TONO NOU OTOXEUEL TO
Mpoodloplopdég TSO Comprehensive.

QITPAPLIONA HIKPWY NAPAAAQY WV

2T OUuVEXEL, Ol NAPAAAAYEG TwV unoywn@iwv @IATpApovTal yia enavalappavopeva (e90KA yla Tov
NPOCdLOPIONS) TEXVOUPYNHATA KAl aTabepononuéva ue @oppalivn, eykAelopeva oe napagivn (FFPE)
TEXVOUPYNUATA anapivwong (edikd yia 1o deiypa). Na TNV avTIHETWNLON TWV E0IKWY yla TOV
npoadloplopd Texvoupynudtwy, unoAoyileTal Yo npocappoopévn Babuoioyia notdtnTag
OuyKpivovTtag Tn ouxvoTnTa NapaAAaywyv Nou napatnpenénke pe pla katavourn BopUufou ypappng
Baong yia tov idlo Téno. Auth n Katavour NPoAABe and Tnv KaTapTLon NPOoYiA evog cuvoAou
@ualohoylkwy detypdtwy FFPE dlagpdépwv nootATtwy peow tou Mpoadlopiopdg TSO Comprehensive.
Ma TNV avTILETWNION €KWV YA TO OEIYHA TEXVOUPYNUATWY, Ol AVOYVWOELG NOU unootnpifouv tnv
avTioToixlon NnapaAAaywyv CTPWHATONOLOUVTAL KOTA NOCOOTO GQAAUATOG, HE TIG AVAYVWOELG VA
NnPOoEPXOVTAL and avayvwaoelg ONANG OYnG/CUPPAUUEVEG VA €XOUV TO XAUNAOTEPO NOCOCTO
OQAALATOG KAl TIG OVAYVWOELG MOU NpogpxovTal and anAeég (dnA. pn ap@idpoueg/Un CUPPAUPEVEG)
avayvwaoeLlg va €X0UV TO UYPNAOTEPO NOGOOTO OPAALATOG. AUTA TA NOCOOTA CQPAAUATWY EKTIHWVTAL
pe TNV agloAdynon OAwV TWV YEVETIKWY BECEWV PE QVAPEPOUEVEG CUXVOTNTEG OAANAOHOPPWY
napoAlaywv Katw and 5%. Ot avayvwoelg Xwpic ava@opd o autoug TOUG TONOUG o@eihovTal OE
pEYAAO BaBOUO 0 OQAAUA KOl TA NPAYHOTIKA CWHATIKA CUPBAVTA —AOYW TNG OXETIKAG onavidTnTag—
Oev Ba ennpedoouv ONUAVTIKA AQUTEG TIG EKTIMACELG NOCOOTOU OQAANATOG. Enedn autég ol
Katnyopieg avayvwaong, 8InANG OWwng/cuppappévng Kal anAng oyng, €Xouv dLOQOPETIKA NOCOCTA
OQAALATOG €10IKA YA TO CUYKEKPIUEVO delypa, 0 Olyoupog evToniopdg Hlag napaiiayng unoyngiou
punopei va anattel neplocdTepeg f AlYOTEPEG AVAYVWOELS WG CUVAPTNON auTtoU TOU NOCoooTOoU
o@aApaTog. Na napadelypa, o BaBog kaGAuywng 200 avayvwoswy, pia napaiiayr pnopei va
QVTLOTOLXIOTEL HE OLlYyOoUpPLd HE TPELG UNOOTNPIKTIKEG AVAYVWOELG UPNAAG NotOTNTAG I HE NEVTE
UNOOTNPLKTIKEG AVAYVWOELG XOUNAOTEPNG NOLOTNTAG.

Ot napaAhayEg unown@iwv nou Oev €X0UV €MAPKI UNOCTAPIEN AvayVWOEWY PE BACN AUTO TO HOVTEAO
EVNUEPWONG OPAAUATWY A NOU €XOUV XOUNAEG NPOCOPHOCUEVEG Babpoloyieg noldTnTag
enonpaivovtal pe pla enonuavon @idtpou LowSupport (xapnAfg unooTAPLENG) Kal BewpouvTal wg
avTIOTOLXIOEIG ava@opdg. € NePINTWON NOU 0 TONOG €XEL eniong avenapkn KAAUYn yla avtiotoixlon
napaAlayng (Atyétepo and 100x), n napaAiayr enonuaivetal pe enworpavon @iAtpou LowDP kat
Bewpeital wg pn avtioTtollopevn. Ot napaAlayEG pe uwnAo ennoAacpd otn peAétn COSMIC3 €xouv
XOUNAOTEPQ Opla yia KaBepia and auTEG TIG HETPAOELG NOLOTNTAG O aUYKpPLon PeE TIg un-COSMIC
napaAlayeg. Auto 1o BAUG QIATpapiopaTog €xel wg anoTEAeoua @IATpaplopEva apxeia gvVCF.
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KaBuotépnon Baong HKpwy NnapaiAaywyv

Mpoypapua kaboplopou pe kabBuotepnon Bdong napaAlayAg xpnolponoleital yla TV Tautonoinon
oplopevwy MNV, indel kat diaypagwv ota yovidla EGFR kat RET. O aAy6piBuog npoacdiopilel
napailayeg ota yovidla EGFR kat RET nou givat unoyn@leg ya kabuotépnaon Baong ota
@\Tpaplopeva apxeia gVCF and 1o nponyoupevo BAUG KAl TOKTOMNOLED TIG NAPAANAYEG OE TOMIKEG
VEITOVIEG. 2TNn CUVEXELQ, eEopUaael TO dlopBwWPEVO Pe o@AApa apxeio BAM yia onowadAnote €vOelEn
OTL QUTEG Ol HIKPEG NAPAAAOYEG EPPAVIOVTAL OTOUG 010UG KAWVIKOUG unonAnbuopoug PeTagU TOoug
(dnA. og KaBuaoTEpnon BAaong LETAEU TOoug). AuTO yiveTal opadonolwvTag ENKOAUNTOUEVEG
AvayvWOELG OTN YELTOVIA 0€ €va EAAXIOTO OUVOAO OUOTAdWY MOU NEPLEXOUV TIG BLEG NAPAAAAYEG.
MapaAAayEg avixveuovtal eEetadovtag TIG oupPoroocelpeg tng Concise Idiosyncratic Gapped
Alignment Report (CIGAR) oto apxeio BAM kat ouykpivovtag Tig aAAnAouxieg avayvwong pe Tnv
aAAnAouxia Tou yovISIWHATOG avapopdg.

2 UYXWVEUOT HIKPWV NAapaAAaywv

TENog, ot MNV, ot indel kat ot dlaypa@Eég nou avixveluovTal and To npoypappa kaboplopou phased
napaAlayng cuyxwvevovtal ota @ATpaplopeva apxeia gvVCF. Mévo ot MNV, ot indel kat oL dlaypa@eg
ano pla npokaBoplopevn Aiota napaAlaywv ota yovidla EGFR kat RET givatl katdAAnAeg yia
ouyxwveuon oto gVCF (BA. MNMapdptnua A MNV, Indel kat Aiaypapsc oe EGFR kat RET nou
avixvevovtal and npoypauua kabopiouou napaidayng otn aelida 59). Ot MNV, ot indel kat ot
olaypa@EG and To NPOYPAPUa KaBoplopoU pe kKaBuatEpnan BAong napaAiayrng €Xouv NPoTEPALOTNTA
€vavTl ekeivwv nou pnopei va undpyouv non oto gVCF and 1o apxlkoé BAUG avTioToixiong
napaAiayng. Autd To Bripa €xel wg anoTéAeopa ouyxwveupéva apxeia gvVCF.

Enonpeiwon pkpwv napaAlaywv

Mikp€g napaAlay€EG nou avixvelutnkav oXoAldfovTtal Pe Tn Xpnon tTng Hnxaving oxoAtaopou Nirvana pe
nAnpoopieg and tn Bdon dedopévwy RefSeq, kaBwg kal and diagopeg Baoelg dedopeEvwy
nAnBuopou (COSMIC, ClinVar, dbSNP, 1000 Genomes kat gnomAD). Enonueiwon pikpwv
napaAlaywv npaypatonoleital NOANEG QOPEG aveEApTNTA, ONWG NEPLYPAPETAL OTIC aKOAOUBEG
EVOTNTEG.

2 TATIKEG BAOELG OEDOUEVWY ENONKEIWONG YIa unoAoyLlopo tou TMB

To Nirvana xpnolgonoleital yla Tnv eNCNUEIWON QIATPAPLIOUEVWY AVTIOTOLXIOEWY HIKPWV NAapaAlaywv
HE OTATIKEG (KN EVNUEPWHEVEG) BAoeElG OEDOPEVWV OTATIKWY EMONUEIWOEWY YA Xpron and katdvtn
unoAoylopo tou TMB (BA. @opTio Twv puetailraéswv Tou oykou atn oelida 12). To gVCF ané to Brua
kaBuoteépnon Bdong pikpwv napaiiaywv (BA. AvtioToixion pikpwv napaiiaywv atn agehida 9)
xpnolgonoleital wg €icodog. MaparAayEg nou avixveuovTal and To npoypappa kaboplopou phased
napaAlayng dev xpnolgonolouvTal yia Tov unoAoylopd tou TMB.

2 TATIKEG BACEIG DEDOUEVWY VIO AVTIOTOLXIOEIG CUVODEUTIKWY OLAYVWOTIKWY
€LETAOEWY

To Nirvana xpnogonoleital yla Tnv eNCNUEIWON QIATPAPLIOUEVWY AVTIOTOLXIOEWY HIKPWV Napailaywyv
ME OTATIKEG (KN EVNUEPWHEVEG) BAoelg OEDOUEVWV OTATIKWY EMNONUEIWOEWY YA Xpron and Katdavtn
QAVTIOTOIXION OUVOOEUTIKWY BlayVWOTIKWV €EeTA0ewY (BA. AvTiOTOiXI10nN OUVOOEUTIKOU dlayVWOTIKOU
eA€yxou otn ogAida 16). To gVCF ano 1o BAua kabBuotepnon Bdong Hikpwv napailaywv (BA.
AvTioToixion uikpwv napaiilaywv otn oehida 9) xpnowonoleital wg €i00d0G.
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Evnuepwpuévn Bdon dedopevwy RefSeq yia npoodloplopd Tou NnpoiA Tou
OyKou

To Nirvana xpnolgonoleitat yia tnv enonueiwan QIATPAPLOUEVWY UIKPWVY NAPOANAYWY UE HLa
evnuepwpevn Baon dedopevwy RefSeq wg pEPOG pag katavtn dladlkagiag npoodloplopou Tou
nPo@iA Tou dykou and Tig napariayeg (BA. MMpoodiopioudc Tou npo@iA Tou dykou amno TIC
napaidayéc otn oehida 17). H evnuepwpévn Baon dedopévwyv RefSeq neplhapBavetal wg pEpog NG
KB kat pnopei va evnuepwveTal nepLlodikd yla va givat cupfatnh pe GAAo neplexopevo tng KB.

AvTIoTOIXI0N YOVIOLOKAG €vioxuong

AvTioToixlon yovidlakAg evioxuong npaypatonoteital yia BiPAodnkeg detypdtwv DNA (egatpoupévmy
Twv poptUpwv DNA xwpic npoétuno). 'Evag aAyoplBuog xpnotgonoleital yia tTnv Tautonoinon tTwv
EVIOXUHEVWY YoVIdiwv Kal Tov unoAoylopod tng Tipng fold change ya ta yovidla evioxuong nou
otoxeuel 1o MNpoadlopiopdg TSO Comprehensive. Mua fold change yia éva dedopévo yovidlo
NPOKUNTEL and TO KavoviKonolnuéevo BaBog avayvwong Tou yovidiou aTo deiypa e oxeon Ye TO
Kavovikonotnpevo Babog avayvwaong Twv dnAoedwyv neploxwyv anod Tto idlo deiypa. Mua fold change
nou unepfaivel pla €OIKA yla TO yovidlo T anokonng Bewpeital yovidlakA evioxuon. Auto to BApa
avdAuong odnyei oe €va apxeio VCF, ocuvowiovtag TNV KATAOTACN YOVIBLOKAG EvioXuong Kat Tnv
unoAoylopévn fold change yua ka6e yovidlo otoxeuodpevng evioxuong

DopTio TWV HETAANAEEWY TOU OYKOU

To TMB unoAoyietat yia BiBAloBAKeg detypdtwv DNA (e€aipoupévwy Twv paptupwyv DNA xwpig
npétuno). Mwa BabuoAoyia TMB dnuioupyeitat ané to apxeio gVCF nou dnuioupyeital oto BAua
QOiAtpo pikpwv napardaywv (BA. AvTioTtoixion pikpwv napailaywv otn oeAida 9) kat TIig
ENONPEWWOELG NOU dnploupyouvTal Katd th dldpkela Enonpeiwong pikpwyv napailiaywyv. Ot SNV kat
oL napaAlay€EG npooBnkwv kat dlaypapwyv nepthapfdavovtal 0Tov unoAoylopod tng BaduoAoyiag TMB,
n onoia npokUNTEL and Tov aplOpd CWHATIKWY NAapaAAaywv pn odnywv ava peyafdaon (agloAoynoiun
neptoxn). Ot petaAAdgelg-odnyoi TautonolouvTal Kat @IATpdpovTal pe Bdaon tov apBudé COSMIC. Av
kat 1o NMpoodiopiopdg TSO Comprehensive dev dlagoponolel LETAEU TwV NAPAAAAYWV CWUATIKAG
npogheuang N Npoéleuong BAAOTIKAG OEIPAC yia OKONMOUG AVTIOTOIXIONG HIKPWV NapaAAaywy, ot
napaAlayEg emanuaivovtal wg niBaveg BAACTIKEG OEIPEG Ue oKond Tov unoAoylopd tng Babuoloyiag
TMB, a&lonowwvtag évav cuvduaopd NANBUoULloKWY BAoewy dEDOUEVWY KAL OTPATNYIKWY
QNTpapiopaTtog HeTA T Bdon dedopévwy. Ot napalAayEG Nou napatnpouvTal ouxva o€ OAOKANPN TN
Baon dedopévwy Tou NANBUCHoU gival NniBavo va npogpyovtal and BAaoTIKA oepd. MeTd To
Q@\TPApLONa TNG BAoNG dEBONEVWY, TO QIATPO proxi xapaktnpilel TIG napaAAayEG wg PAACTIKA OELpq,
€av nepBailovtal and napailayeg BAAOTIKAG O€lpdg nou enwonpaivovtal atn PBacn dedopéEvwy.
MapaAAayEg nou TauTonoloUvTal wg nibavr BAAOTIKN oelpd anokAgiovtal andé ToOv UNOAOYIOUO TNG
BaBuoAoyiag TMB. H aglohoynaiun neploxrn npocappoletal SuVapka avd deiypa pe paon to Bd6og
aAAnAouxiong. Ot YoVIOIWHATIKEG NEPLOXEG e UWNAO eninedo BopuPou unoPfdabpou eCalpolvTal and
Tov unoloylopd TMB. To TMB unoloyiletal wg 0 aplOpdG TwWV CWHATIKWY NAPAAAAYywY €KTOG TOU
hotspot pe VAF >=5% &1aipolpevo pe To HEYEBOG TNG AELOAOYAOIUNG NEPLOXAG.

KatdoTtaon HKpodopu@PopIKAG aoTABelaq

Mna va npoadloplotei n katdotaon MSI evog deiypatog, agloAoyouvtal uvoAlka 130
Tonot npokaBopiopévng MSI. MNa k&dBe TOMO, N ENAVAANNTIKI KATAVOUR TOU PAKOUG CUYKPIVETAL PE
€va NAVEN QUOIOAOYIKWV dEYUATWY Yia va dlanotwlei edv n enavaAnnTikg KATAVOUR €XEL
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petatonotel onuavTtikd. H tehikA BaBuoAoyia MSI unoAoyileTal wg 0 aplBudg Twv actabwv TONwv
Old TOU GUVOALKOU aplBuoU TwV XPNOILONOIACIUWY TONWV (dnA. Ténot pe enapki KGAuwn). 'Eva deiypa
Bewpeitat MSI-H €av n BabuoAoyia MSI givat >=20,00%.

[MolOTIKOG €AEYXOG VIO BIBALOOAKEG detypudTtwy DNA

Ot BLBA0BAKEG detypdtwy DNA (pévo deiypata acBevwy) agloAoyouvTal yia nibavr entpéAuvon anod
DNA ané aAh\a deiypata (E€vo DNA) xpnolponowvtag cuvduaopd Baduoioyiag entpéAuvong Kat
TIMAG p €MUOAUVONG. Z€ eNPOAUCUEVA delypaTa, undpxouv napaiAayEeg BAAOTIKNAG OEIPAG
(noAupopolopoi evog voukAeoTidiou ) SNP) nou €xouv petaBoAreg VAF and TIG avapeVOUEVEG TIUEG
0%, 50% 1 100%. O aAyo6piBpog unoAoyilel pia Badupoioyia AoyaplOUIknG NiBavoTnTag o OAEG TIG
Kowveg B€aelg SNP 6nou avagépovtal ot avtioTolxioelg SNV. 'Oco peyaAutepn eival n Babuoloyia
enpoAuvong, Téoo no nbavo eival va undpxet entpdAuvon ano Evo DNA. H Ty p avadldtagng
ouvoyicel pa BadpoAoyia XpwHOOWULKAG aviocopponiag, n onoia avtinpoowneUel TN OUVOAIKA
neavoTnTa TWV NAPATNPOUNEVWY AVTIOTOLXioEWV NapaAlaywyv o€ KABe xpwpoowpa. Eva deiypa
Bewpeital enpoluapévo dv 1600 n BadBpoAoyia enpdAuvong 600 Katl N TR p avadldtagng ivat
navw anoé ta npokaboplopéva opla noldtnTag. Edv avixveutel enipdAuvan, TOTE 0 NOLOTIKOG EAEYXOG
BBA0BAKNG DNA Ba avagepbei wg Fail (Anotuyia) kat dev Ba undpxouv dlABECIUA ANOTEAECUATA YIA
MIKPEG NapaAAayEG, YOVIOIOKEG evioxuoelg, MSI i TMB. EninA€éov, €éva anoTéAECUA OUVODEUTIKOU
OlayVWOTIKOU EAEYXOU I ANOTEAETUA NPOCdLOPIOUOU TOU NPO@IA TOu OYKOU UNOPEL va pnv gival
Ola0€aipo €dv BaoifeTal oTnV enTu)ia TOU NOLOTIKOU AEyxou TNG BIBA0BAKNG DNA.

Ol PETPAOELG NOLOTIKOU EAEYXOU XPNOILONOOUVTAL YIa TNV agloAdynaon Tng eyKupoTNTAG TWV
avTIoTOolKioEWV UIKpwV napaAiaywv, Tou TMB, Tng MSI Kal Twv yovIdloKWY eVIOXUCEWV YO
BiBA0BAKEG detypdtwyv DNA nou nepvoulv pe enttuxia Tov NOLOTIKO €AeyXo enpoAuvong. Edv n
BLBALOOAKN BEYPATWY ANOTUXEL O€ pia A NEPLOCOTEPEG HETPAOELG NOLOTNTAG, TOTE O AVTIOTOLXOG
TUnog napaAAayng A BLodeikTng OV AvAPEPETAL KAL N OXETLKI KATNYOPIa NOIOTIKOU EAEYXOU OTNV
enke@alida tng avagopdg Ba epgpaviotei wg FAIL (Anotuxia). EninA€ov, €éva anotéheopa
OUVOOEUTIKOU dlayvwaTIKOU EAEYXOU Il ANOTEAECUA NPOCBLIOPIOUOU TOU NPO@IA Tou OyKou PNopei va
pnv eival dlaBEaipo €av Paoidetal otnv enttuxia Tou NOLOTIKOU EAEYXOU YIa pia 1) NnEPLOCOTEPEG and
TIC NAPAKATW KATNYOPIEG MOLOTIKOU EAEYXOU.

Ta anoteAéopata NoloTikoU eAeyxou BIBAL0OAKNG DNA eival diaBeaipa oto apxeio MetricsOutput.tsv.
BA. Eéodo¢ uestpricewv atn agehida 41.

Avagopd xapnAou BaBoug yia BIPAL0OAKES detypudtwy DNA

Avagopd xapnAou Baboug dnuoupyeital yia kGbe deiypa aobevoug pe BBAoBAKN DNA, n onoia
neptAapfavel pa Aiota yovidlwpaTIKwy BE€oewv e OUVOALKO BAaBog aAAnAouxiong <100 yua tnv onoia
Oev aviXveuTnke PIKPH napaAAiayr nou dEpxetal and 1o QIATPo. AUTEG oL BEDELG £XOUV AVENAPKEG
BaBog aAAnAouxlong woTE va anoKAELOTEL N napouadia PIKPAG napaAlayng. AapBete undyn OTL
eEakoAoubBei va gival duvatn n avixveuon napaAAaywyv pe cuvoAlkd BaBog aAAniouxiong <100 eav
undpxet eNapkeg BaBog aAAnAouxiong Tou aAANAGUOpPOU NapaAAayAG.

Mapakeipeveg BEoelg xapunAou BaBoug nou enikaAuntouv Ta idla yovidla cuvdudalovTal o€
YOVIBIWHATIKA €Upn aTNV ava@opd xapnAou BdBoug. Kabe yovidlwpaTiké eUpog TNV avagopd
enonuaiveTal pe €va n neplocotepa aUpPora yovidiwv RefSeq. H emaonpavon RefSeq Baciletal otn
Baon dedopevwv RefSeq nou nepihapfdvetal wg pEpog tng KB Kat pnopei va aAAGgel pe pua
evnuépwaon tng KB.

BA. evotnTa Avagopd xaunAou BaBoucg otn oeAida 43 yla AENTOUEPELIEG OXETIKA PE TO NEPLEXOUEVO.
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EuBuypdpuion RNA

EuBuypdppion RNA npayuatonoteital yia BipAobnkeg deypdtwv RNA kal neplthappavet
npoenegepyacia avayvwoewy pn eubuypapulopévng aAAnAouxiong, euBuypduuion avayvwoewy
aAAnAouxiong og €va yovidiwpa ava@opdg Kal HETENEEEPYATIa avayvwoewV EUBUYPAUUIOUEVNG
aAAnAouxiong.

MpwTtov, To péyebog Twv aAAnAouxiwv RNA ota apxeia FASTQ €xel pewwbeil og nepinou 30
EKATOUHUPLO avayvwaoelg ava BiAodnkn detypdtwv RNA. Auté yivetal pe tuxaia enthoyn
avayvwoewv and ta apxeia e.06dou FASTQ petd and pla katavopn niBavoTATwy. XTn CUVEXELD, TA
akpa Twv aAAnAouxiwv RNA neplkdnTovTal 0€ PEYIOTO PNKoG 76 (euywyv BAonG.

2T OUVEXELD, Ol NPOENEEEPYATUEVEG avayvwaoelg eubuypappifovTal pe To yovidiwpa avagopdg hg19
KAl TaUTONOLoUVTAL Ol EVWCELG UNOYN QWY HaTIoONATWwyY. AuTtod dnuioupyei apxeia BAM kat apxeia
eupetnpiou BAM yla euBUYPAUUIOUEVEG AVAYVWOELG Kal €va apXeio KEIUEVOU 0PLOBETNUEVO HE
KOPTEAEG YO TIG EVWOELG UNOWN@iwv HATIOHATWY.

TENOG, ol BIMAEG avayvwoelg entonpaivovtal ota apxeia BAM, £€TolL woTe va pnopouv va
anokAgloTouv and ta katdvtn BApaTa. Autd To BAua dnuoupyei apxeia BAM kal apxeia eupetnpiou
BAM nou xpnoiponotoUvtal wg €i00d0G OTIG avTioTolyioelg cuvtAtewv RNA Kal OTIG avTIoToLKiOoELG
napoAlaywv patiopotog RNA.

AvTioToixion ouvtiEewv RNA

AvTioToixlon ouvthewv npaypatonoleital yia BiBAoOnRkeg detypdtwyv RNA (e€aipoupévwy Twyv
papTUpwv RNA xwpig npotuno). Ot unoyAQleg CUVTAEELG TauTonolouvTal and avwpaia Zeuyn
avayvwoewv (dnA. avayvwaoelg nou eubuypappiovTal He SIOQOPETIKA XPWHOCWHATA ) OE 1N
avapevOUEVOUG NPocavaTtoAlopoug) ota apxeia BAM (nou dnpioupyolvTal KOTA TNV €UBUYPAUULON
RNA) ywa ta yovidia ouvtngng nou atoxevovtal and 1o MNpoodiopiopdg TSO Comprehensive. Ot
avayvwaoeLlg nou unoatnpifouv Tn oUvTnNgn ouvappoAoyoUvVTalL OE CUVOPHOAOYAUATO UNOWHROLWY
OUVTASEWV. TN OUVEXELA, TA CUVOPHOAOYHATA UNOWR®LWY CUVTAtEwv euBuypappifovtal Ye 10
yovidiwpa ava@opdg. Katénwv, autd Ta cuvappoAoynuaTta unoyn@wy cuvtngewy aglohoyouvTal
€VAVTL HIOG NOKIAIaG @IATpwyY nptv ava@epBolv wg avixveubBevta. AuTtd ta @iATpa cuvoyifovtal oTov
napakdTw nivaka.

®dirtpo Heprypaon

Avakpiela Ynownela xapnAng avaAuong, 0xt ouvappoAoynuévn avtiotoixion ouvtngng.

EnavéAnun, H ouyxwveuon enonpaivetal wg ENKAAUNTOUEVN PE NEPLOXA enavaAnyng. Xpnotgonoteitat Hovo
eNKAAUYN WG QIATPO yla UNOYWAPLEG CUVTAEELG PN HOVAdIKAG avTloToiXlongG.

Avenapkeg Akpo Ta oTtolkeia avayvwong/eubuypdppiong otn pia nAeupd TG olvtngng eival avenapkr]. Zuvnbwg,
Bpavong auTo 1o QIATPO UNOdEIKVUEL OTL OL AVAYVWOELG ENKOAUNTOUV T oUVTNEN HOVO pE pEPLKA Celyn
Baoswv. EvaAAakTIKd, pnopei va unodelkvuel unepBoAlki opoAoyia.

AwnAétuno Ta 800 nuiouvappoloyAuata TNG ouvtngng anotelouvtatl and tnv idta aAAnlouyia.
OUVOPHOAOYNHO

Contiglntragenic H enaveuBuypdupion Twv NUIOUVAapPoAoynpaTwy napdyel eubuypappioelg nou avtiotolyi¢ouv To
{610 yovidlo kal oTig dUo nAeupeg (f evtdg 1 kb edv dev undpyouv ENONUEWTELG).

XapnAf nodtnta Ol UNOOTNPIKTIKEG avayvWoEeLlg HOVAdIKAG oUvTnEng €ival LKpOTEPEG and €va NPoKaboplopEVo
6plo (To 6puo eival 5 yia 9-16 ekaToppUpla avayvwoelg, 6 yia 16-26 ekatopplpla avayvwoelg, 7
yla 26-30 eKATOPHUPLO AVAYVWOELG).

Mnopei va avixveutoUuv npocBeTeg OUVTALEIG LECW TNG Ol1adIKaoiag avTioToiXlong napailaywy
patiopatog RNA (BA. Avtiotoixion napaAiaywyv uatiopuatoc RNA atn geAida 15 kal Zuyxwveuon
ouvtiéewv RNA otn ogAida 15).
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AvTioToixlon napaAlaywyv patiopatog RNA

AvTioToixion napalaywv patiopatog RNA npayupatonoleital yia BipAodnkeg deypatwv RNA
(e€alpoupévwyv Twy paptupwyv RNA xwpig npdtuno). Ot unown@leg napaiAayEg PATIONATOG (EVWOELG)
anoé tnv eubuypduuion RNA ocuykpivovtal pe pia Bacn 8€d0UEVWV YVWOTWY HETAYPAPNUATWY KAl LA
YPOUUN ava@opdg napaAAaynG HATIOHATOG KN GVTIKOPKIVIKWV EVWOEWV Mou napdyovtal anod €va
guUvolo @ualohoyikwy detypdtwy FFPE and dla@opeTikoUg TUNoUG IoTWY. Tuxdv napaAayEg
HOTiopOoTOG Mou Talpldfouv pe tn BAacn 0edOUEVWY ) TNV ApPXLKN T QIATPpApovTal EKTOG AV
Bpiokovtal o€ €va OUVOAO EVWOEWV LE YVWOTH 0YKOAOYIKA Acttoupyia. Edv undpyouv enapkeig
UNOOTNPLKTIKEG AVayVWOELG, dlaTtnpeital n unownela napaiiayr patiopatog. Auth n dladikaoia
npoadlopidel eniong Tig unoywneleg ouvtAgelg RNA (BA. Zuyxwveuon ouvtiéewv RNA otn ogAida 15).

2 uyxwveuon ouvthéewv RNA

Ot ouvTtAgelg nou TautonololvTal Katd Tn OldpKELa TNG avTioToixliong ouvtingewv RNA
guyxwveuovTal pe ouvtAgelg and eyyug yovidla nou tautonololvTal Katd tn OldpKela NG
avtioTtoixlong napaAlaywyv patiopatog RNA. ZTn ouveExela, autéG enonpeEwvovTal pe gUpBoAa i
ovopata yovidiwv ava@oplkd pe po otatikh faon dedopevwy petaypapnuatwyv (GENCODE
Kukhogopia 19). To anotéAeopa autng TnG dtadikaciag eival €va oUVOAO avTIOTOLXIOEWV OUVTALEWV
nou €ivatl KATAAANAEG yia avag@opa.

Enonueiwon napaAaywyv patiopatog RNA

Ot avixveupéveg naparlayeg patiopatog RNA enonuelwvovTal He Th XPAON TNG KNXAVAS
oxoAlaopou Nirvana pe nAnpogopieg and tn Bdon dedopévwy RefSeq. H enonueiwon twy
napaAAaywv PHaTiOPHOTOG npaypotonoleital MOANEG QOPEG aveEdpTNTa, ONWG NEPLYPAPETAL OTIG
ak6AouBeg evoTNTEG.

2 TaTIKA Bdaon dedopEvwy RefSeq yia avtiotolyioelg cuvodEUTIKWY
OlOYVWOTIKWY EEETACEWV

To Nirvana xpnolgonoleital yia Tnv ENCANAVON aVIXVEUUEVWY avTioTolXioewv napallaywv RNA pe
OTATIKEG (UN evnuepwpeveg) Baoelg dedopevwy RefSeq yla xpAon and KATAvTn avTioToixlon
OUVOOJEUTIKWY OlayVWOTIKWV €€eTA0ewY (BA. AVTIOTOIXI0N OUVOOEUTIKOU OlayVWOTIKOU EAEYXOU OTN
oelida 16). Ot napaAAayEG POTIOPATOG enonpaivovTal pe aAAayEG OTO €NiNEDO TOU PETAYPAPHATOG
(dnA. ennpeaocpeva €E6via 0To peTaypaPnua evog yovidiou) oe oxeon pe tnv RefSeq. Auti n pdaon
oedopevwyv RefSeq eival n idla pe tn otatiky Baon dedopevwy RefSeq nou xpnolponoleital and tn
oladikaoia enonueiwong KIKpWVY NAapoANaywY.

Evnuepwpévn Baon dedopevwy RefSeq yia npoadloplopd Tou NPo@iA Tou
OYKOU

To Nirvana xpnolgonoleital yla tTnv enonueiwon avixveupévwy avtiotolXioewv napaliaywv RNA pe
Hla evnuepwpévn Baon dedopévwy RefSeq wg pépog plag katavtn dladikaciog Npoadloplopou Tou
nPo@iA Tou dykou anod TG napaAlayeg (BA. MMpoodiopiouds Tou npo@iA Tou oykou amno TIG
napaidayeg otn oehida 17). Ot napalAayEG PaTIONOTOG entonuaivovtal e aAAayEG oto eninedo Tou
HETAYPA@AMATOG (BNA. ENNPEACUEVA €EOVIA OTO HETAYPAPNHUO EVOG YOVIdiou) 0€ OXEQN PE TNV
RefSeq. H evnuepwpévn Bdaon dedopévwy RefSeq neplhappfavetatl wg pEpog g KB kat pnopei va
EVNUEPWVETAL NEPLODIKA yia va eival cupfatr pe GANo neplexopevo tng KB.
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[MoloTIKOG €AeYXOG YIa BIBALOOAKES detypudTtwy RNA

Ol PETPNOELG NOLOTIKOU EAEYXOU XPNOLLONOLOUVTAL Yia TNV agloAdynon Tng EykKupoOTNTAG TWV
BBA0ONKwV detypdtwyv RNA. Edv pia p€tpnon nolotikoU eAEéyxou dev BpiokeTal evTog Tou
anodeKToU €UPOUG, TOTE O NOLOTIKOG €AeyXoG BIBA0BARkNG RNA Ba avagepbei wg FAIL (Anotuxia) kat
Oev Ba undpxouv SLABECIUNA ANOTEAECUATA VIO TIG CUVTAEELG I TIG NapalAayEg patiopatog. EnnAgoy,
€Va anOTEAECHUO OUVOOEUTIKOU JlOYVWOTIKOU EAEYXOU | ANOTEAECUA NPOCSIOPIOUOU NPOQiA Tou
OyKou pnopei va pnv givat dlabeoipo €av BacifeTal 0TV ENLTUXIO TOU NOLOTIKOU EAEYXOU TNG
BLBAL0OAKNG RNA.

Ta anoteAéopata QC BiBAoBAkng RNA eival diaBeoipa oto apxeio MetricsOutput.tsv. BA. E£odog
UETProewy oTn ogAida 41.

MeTtaypagiuata

To petaypdenua sival évag kAwvog RNA nou petaypdgetat ané to DNA. Auto to RNA pnopei
aKOAOUBWG va PHeETa@PAOTEL woTe va dnuioupynBei pa npwteivn. 'Eva yovidlo pnopei va €xel
NOAAQNAQG PETAYPAPAHATA, ONWG €AV XPNOILONOIOUVTAL SLAQOPETIKOL UNOKIVNTEG ) UNAPXOUV
Ola@OopPETIKG NpOTUNA paTiopaTtog eEoviou. KaBe petaypd@nua €xel €vav Povadlko aplOpsd. Ztnv
ovopatoAloyia Tou HGVS, pia aAAayr] voukAgoTidiou nou ennpeddet pia aAAnAouyia kwdlkonoinong
punopei va napatebei pe avagopd o €va peTaypA@NUa, HE TO NPWTO YPAUUA VA UNOdEIKVUEL TO
AAANAGHOP@PO GypLloU TUMNOU KAl TO BEUTEPO YPAUHA VA UNOJEIKVUEL TO OAANASHOP@O NAPAAAAYNG.
Mapadeiypatog xapv, NM_004333.4:c.1799T>A onpaivel 6tL otn 8€on 1799 Tou petaypa@iuaTog
NM_004333.4, to kwdikonoinuévo RNA kwdikonolei Eva T oto yovidiwpa ava@opdg, aAAd aANalelL o€
A ywa authv TNV napaiiayr.

Avagpopd papTUpwv

Avag@opd €£600U PApTUPa dnUloupyeital yia KaBe avaiuaon kat nepAapBavel pia agloAdynaon kade
deilypaTtog paptupa nou nepthapBavetal otnv ektéAeon. H Movada avaiuong TSO
Comprehensivedev akupwvel autopaTa Ta delypaTta acbevwy pPe BAon Ta ANOTEAECHATA TWV
OELYUATWY HOPTUPWYV.

BA. EvBeto ouokeuaoiag TruSight Oncology Comprehensive (EU) (ap. eyypdpou 200007789) ywa
odnyieg OXETIKA PUE TNV EYKUPOTNTA TNG EKTEAEONG KAL TNV EYKUPOTNTA TWV OEYHATWY 00BEVWV pE
Bdaon Ta anoTeAECUOTA VIO TA dEiyHATA HAPTUPWYV.

H avagopd €E6dou pdptupa eival diaBeoipn oto apxeio ControlOutput.csv. BA. Avagopd €£odou
uaptupwy otn oeAida 38.

AVTIOTOIX1O0N OUVOOEUTIKOU dlaYVWOTIKOU EAEYXOU

Ma kKGBe TeKUNPWUEVN NPOBAENOUEVN XPFON CUVOBEUTIKWY dLayVWOTIKWV eEeTdogewy (CDXx),

n Movada avadluong TSO Comprehensive kaBopilel TNV €QAPUOCIUOTNTA TNG XPAONG Yl TNV onoia
npoopiovtatl ot CDx yia kéBe deiypa acbevoug pe Bdon tov TUNO OyKOU Tou deiypaTtog acbevoug.
Edv o TUnog éykou Tou deiypatog aoBevolg avTioTolXel akplBwg A €ival andyovog Tou Tunou éykou
yla tnv npoBAenopevn xpnon twv CDx, Bewpeital 611 1oxUel yia TNV npoBAenduevn xpAon twyv CDx.
BA. EntAoyn tunou dykou otn oelida 6 yla NEPLOCOTEPEG NANPOPOPIEG OXETIKA PE TNV OVTOAOYia TNnG
vooou. Edv o Tunog dykou Tou acBevoug dev loxUeL yia Tnv npofAenopevn xpron Twv CDx, T0TE n
npoPAendpevn xprion twv CDx dev Ba agloAoynBei yla TO CUYKEKPIPEVO BEIYMA.

Edv pa anattoupevn BiPAodnkn aAAniouxiong (DNA A RNA) yia thv npoBAendpevn xprion twv CDx
Oev €xel unoPAnBei oe aAAnAouxion i dev NANPoi TIG NPOdLaYPAPEG NOLOTIKOU EAEYXOU, TOTE TO
dOelypa acBevoug dev Ba agloloynBei yia tn cuykekplpEvn npoBAenopevn xprion tTwv CDx. Edv €vag
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TUnog napaAAayAg (n.x. LIKPEG napaAAayEg) 1 €vag Blodeiktng nmou anatteital yia tnv npoBAenopevn
xphon Twv CDx dev nAnpoi TIg npodlaypa@Eg NoloTIKOU eAEyXoU, TOTE To deiypua aogBevoug dev Ba
aglohoynBei yla tnv ev Adyw npofAenduevn xprnon twv CDx.

MOAG npoadiloplotei 6TL pla npoAendpevn xpnon twv CDx woxuel yia €va deiypa acgbevoug, ot
anattoUpeveg BIBALOOAKeG €xouv unoPBAnbei ae aAAnAouxion Kat ot anattoupeveg petpnoelg QC eival
€yKupeg, Ba aglohoynBei n npoBAenodpevn Xpron Tou GuvodEUTIKOU dlayVWOTIKOU EAEYXOU Yl TO
dciypa aoBevoug. Ot avixveupeveg napallayeg f/kat Blodeikteg oto deiypa aobBevoug aglohoyouvTal
Yyl va NpocodloploTEl TO anoTEAETHA yia TNV npoPAendpevn xprnon tTwv CDx. AuTto yiveTtal pEow evog
aAyopiBpuou €1dkoU yia tTnv npoPAenduevn xpnon tTwv CDx, o onoiog agloAoyel Tnv napouacia r/kat
NV anoucia NapaAAaywV/BLOBEIKTWY NOU AVTIOTOLXOUV aTnV npoBAenopevn xpnon twv CDx.

ANOTEAECUATA CUVODEUTIKWY DLAYVWOTIKWY EAEYXWV

Ta anoteAéopata avtioToixiong CDx dwatiBevtal otnv avagopd TSO Comprehensive (BA.

EkBeon TruSight Oncology Comprehensive otn oehida 20). Ot npoBAendueveg Xpnoelg Betikou CDx
ava@EPOVTAL TNV EVOTNTA ANOTEAECUATO OCUVODEUTIKWYV DLOYVWOTIKWY EAEYXWV TNG avapopdg

Tou TSO Comprehensive.

[Mpoadloplopog Tou NPo@iA Tou dykou and TIG NAapaANayEG

MeTd Tov Npoadloplopd TWV ANOTEAECUATWY OUVOBEUTIKWY dLAYVWOTIKWY £EETATEWY, ONEG OL
EMNITUXNUEVEG, QVIXVEUUEVEG NAapAaANayEG o€ €va deiypa acgbevoug avTtioTolxifovTal €vavTl TNG
eykateotnuévng KB yia Tov npoodloplopnd Twv YOVIOIWUATIKWY EUPNUATWY NMOU €X0UV KALVIKA
onuavtikd otolxeia f €xouv duvnTikh KAWIKA onupacia. Autr n dladikacia ovopdaletatl Npoadloplopdg
TOU NPo@iA Tou 6ykou anod TIG napaiiayeg. 'Eva yoviduwpaTike eUpnpa ival €iTe YO HELOVWHEVN
napoAlayn pe evOEIEELG KALVIKAG ONUAVTIKOTNTAG ] SUVNTIKAG KAWVIKAG ONUAVTIKOTNTAG €(TE pla
opadonoinon napaillaywyv nou, 6tav avixveubBouv padi, £Xouv KAWVIKG onuavTikd otolxeia f duvnTiKA
KALVIKA onuaoia.

‘Otav noANanAEG napaAAayeEG ava@EpovTal padi wg YoVIOIWHATIKO eUpnud, auTto onuaivel 0Tl
UNApPXouVv KALWVIKG ONUOVTIKG OoTolXeia 1 duvNTIKA KAWVIKA onpacia ylo auTEG TG napaliayég padi, oe
TOUAGYXLOTOV pia and TIG NNYEG NOU ava@EPOVTAL OTIG AENTOUEPELEG NANPOYOPIKAG TNG AvVAPOPAq.
Edv undpyxouv noAAanAd yoviSIwHATIKA EUPAUOTA Kal pia napaiiayr neplhapBdvetal oe neplocdTEPaA
anod éva and auTtd, auTA N NapaAlayn UNOPEl va ava@EPETAL NEPLOCOTEPEG AN Hia QOPEG O LA
avagopd. M pepovwpevn napariayn Ba avagepetal Hévo 0TO UPNAOTEPO €ninedo 6nou nAnpoi ta
KPLTAPLO ava@opds. KaBéva and Ta napakaTw napadeiypata KAVIKAG €vvolag nepiappave
NoAANAEG NapaAAaYEG:

H NTRK1 p.(Gly595Arg) evdeikvuTal yia Tnv NnpokANon avlekTIKOTNTAG O€ £€vav | NEPLOCOTEPOUG
avaoTtoAeic TRK, oe aobeveig pe katdAAnAn ouvtnén TRK (eykekplpéveg and tov FDA
nAnpogopieg cuvtayoypagnong Aapotpektivipnn 211710s000Ibl).

'Evag agbeving otnv KAk dokiur) LIBRETTO-001 napatnprbnke 6TL €xet RET D898 _E901del kat

RET D903_S904delinsEP. O aocBevrg napouciace avtandkplon Tou 0yKou oTn Bepaneia pe
avaotoAréa RET (PMID 32846061).

Mia diepeuvnTiki) avadiuon Twv dokipwv BOLERO-1 kat -3 unédeiEe 6TL ol acbeveig pe kapkivo
Tou paotoU pe evioxuon ERBB2 anokopioav KAWVIKO 6peAog and Tnv avaoToAl Tou mTOR, €dv ol
oykol napouaiacav gvepyonoinon ™G odou PI3K A petaAddgeig AKT1 E17K (PMID 27091708).

Mia petdAAagn BRAF p.(Val600Glu) nou cuvundpyel pe petdAAagn unokivnth TERT oxetifeTal pe
duopevi Npoyvwaon o0To BNAWdEG KapKivwpa Tou Bupeoeldolg GUUQWVA HE TIG KUPLEG
KaTeuBuvTrpleg 0dnyieg Twv HIA.
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[(OVIOWHATIKA EUPAMOTA HE KAIVIKA ONUAVTIKA OTOLXEIO

Ta yovISLwHOTIKA EUPAUATA PE KALVIKA ONUAVTIKA oTolXeia ava@épovTal oTnv evotnTa MoVISIWHATIKA
EUPAMATA HE KAWVIKG ONUAVTIKG oTolxeia tTng ava@opdg tou TSO Comprehensive (BA.

EkBeon TruSight Oncology Comprehensive otn ogAida 20). Ta yovIdIWUATIKA EUPAHUATA AVAPEPOVTAL
0TO MNOVIOIWHATIKG EUPAMATA UE KAIVIKE ONUAVTIKA oTolxeia, edv nAnpolv Ta ak6Aouba KpLtrpla:

To yovidlwpaTikG eUpnua oxeTifeTal pe 60QeAOG 1 EAAEWWPN 0QEAOUG and pla Bepaneia, GNwg
anodelkvUeTal and pia eykeKpluevn and tov EMA enonpavon tou @appdkou f and pia
eYKeEKPIUEVN anod tov FDA enwofupavon tou @appdkou. O TUnog dykKou Tou delypuaTog npeneL va
eival ioog pe ) andyovog Tou TUNOU OYKOU TNG ouoXETiong tTng KB atnv ovtoAoyia tng vooou.
BA. EmtAoyn tunou dykou aTn ogAida 6 yla nEpPLOCOTEPEG NANPOPOPIEG OXETIKA PE TNV OvTOAoyia
NG voagou.

To yovIdlwHaTIKG eUpnua oxeTifeTal pe 6@eA0G 1 EAAelWn o@ENOUG O pla Bepaneia, €xel
OlLOYVWOTLKI OUVAPELD ] €XEL NPOYVWOTIKN ouva@ela, ONwG anodelkvUeTalL and Yo ONUOCLEUHEVD
kateuBuvthpla odnyia ESMO, ASCO 1} GAAn onpavTIKA KATEUBUVTAPLO 0dnyia KAWVIKAG NPAKTIKAG
otig HIMA. O tunog 6ykou Tou deiyplaTog NnpENeL va €ival ioog pe 1) andyovog Tou TUNou OYyKou
™G ouoxETong NG KB otnv ovtoAoyia tng véoou. BA. EmAoyr tunou dykou atn aelida 6 yua
NEPLOCOTEPEG NANPOPOPIEG OXETIKA PE TNV OVTOAOYia TNG vOGOU

[MOVIOIWHOTIKG EUPAATA HE DUVNTIKEA KAWVIKA onpacia

Ta yovIdlwHATIKG euphAuaTa e dUVNTIKA KALWVIKA onuacio ava@épovtal atny evotnTa MovidlwpaTiKG
€UPNUATA PE dUVNTLKI KALVIKF onpacia tTng ava@opdg tou TSO Comprehensive (BA. ExkBeon TruSight
Oncology Comprehensive otn ogAida 20). Ta yoVIOIWUATIKA EUPAUATA AVAPEPOVTAL TO
MovISlwPaTIKA eupripaTa pHe BUVNTIKA KAWVIKA onupacia, €dv nAnpouv Ta akdAouba KpLTApLa:

To yovidlwpaTIKG eUpnua nAnpoi Ta KpItthpLla MoVISIWHATIKA EUPAUATA HE KALVIKA ONUAVTIKA
otoxeia (dnA., eykekplpevn andé tov EMA enworfjpavon @appdkou, eykekplpevn and tov FDA
eNOAUavon eappdkou, kateubBuvtApla odnyia ESMO, kateuBuvthpla odnyia ASCO i GAAn KUpla
kateuBuvthpla odnyia twv HIMA), aAA& povo étav o TUnog 6ykou Tou deiypatog dev Talpldlel pe
Tov TUno Oykou ouoxETiong tng KB. Zuvenwg, o Tunog dykou Tou delypatog dev npénel va sivatl
{o0g pe kal dev nNpEnet va €ival andyovog Tou TUnou OyKou Tng ouaoxeTiong tTng KB.

H napaAAayr €xel BepaneuTIkO, dLAYVWOTIKO A MPOYVWOTIKO CUOXETIONO OTNV KALVLIKN
BBAoypagia nou neplypd@et pia KAWLIKN PEAETN. O TUNOG Oykou Tou delypaTtog npénel va givatl
{oog pe A andyovog Tou TUnou OyKou TnG ouoxETiong tTng KB.
H napaAAayr nepAapBAaveTal OTa KPITAPLA KATAAANAOTNTAG YIA MO KALVIKE OOKIYF o€ OTAdL0
evtagng (eaaon /11, 11, T/, 1A 1V) nou gival kataxwplopévn otn dietBuvon clinicaltrials.gov A
oto MnTtpwo KAwikwv Aokipwy tTng EE (EUCTR). O tinog 6ykou tou deiypatog npeEnet va gival
{o00g pe A andyovog Tou TUnou OYKoU TNG KALVIKAG OOKIUAG.

To TMB kat n MSI avagépovtal navta ota MovISWwPaTIKA EUPAHATA UE BUVNTIKA KALVIKA

onuacia avegdptnta and Tov TUNo OyKOU Tou OEiyUaTOG.

AN\ayEG entnéEdou AOyw evnpepwoewy NG KB

KaBwg cuoowpelovTal KAWVIKG oTolxeia yia naparlayEg otnv oykohoyia akpifeiag, datiBevTal
evnpepwoelg TG KB yla va avtavakAouv Tig aANayEG. MapaAAayEG nou apxlka dsv ATav duvaTto va
ava@epBouv AOyw EAAEWYNG KALVIKWV OTOLXEIWV pnopoulv apydTepa va ava@epBouv oTa YOVIOIWUATIKA
EUPHAMATA HE KALWVIKG ONUAVTIKA OTOLXEIO ) OTA YOVIOIWUATIKA EUPAMOTA PE OUVNTLKI KAWVLKF onupacia
MEOW evnuEPWONG Tou neplexopévou NG KB. Opoiwg, ot napaAAayEg pnopouv va PHeTakvnBouv and
TO YOVIOLWHOTIKA EUPAMATA HE KALWVIKA ONUAVTIKA OTOLXEIO OTA YOVIOIWHATIKA EUPAMATA PE OUVNTIKN
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KALWVIKA onpaoia f avtioTpo@a. Avixveupeveg napaldayEg nou dev NANPoUV TA KPLTHPLA YO KavEva
eninedo dev ava@EPOVTAL. ZUCXETIOEIG enppENElag A KivdUvou ep@Aaviong Kapkivou anokAgiovtatl and
v KB Kat dev ennpedlouv tn dtaBdaduion emnedwyv. Ot BEpAneUTIKEG OCUOXETIOEIG NOU
xpnowonotloUvTtal yia tn otafadpion emnédwv neplopiovTal 0€ OTOXEUPEVEG AVTIKAPKLIVIKEG
Bepaneieg kKaL avoooBepaneieg (KN cupnepAapfavouEvwy Twv avoooBepanelwy nou Baacifovtal og
KUTTOPQ).

OeTkA anoteAeopata CDx

Ot napaAAay€EG OUVOBEUTIKWY DlAYVWOTIKWY EEETACEWY MOU AVAQEPOVTAL OTA ANOTEAECUATA
OUVOOEUTIKWY BlaYVWOTIKWY £EETACEWY anoKAgiovTal and TV ava@opd WG YOVIOIWHATIKA EUPAUATA
MOVNG NOPaAAQYG 0€ YOVIOIWHATIKA EUPAUATA PE KALVIKA onUavTikd otolXeia Kal YovISIwUATIKA
eupAuaTa pe duvNTIKN KALWVIKA onuacia Qotdoo, Ta YOVISIWHATIKA EUPAMATA Nou NePIAaUBAavouv
noAAANAEG napaAAayEG Ba pnopouoav va eEakoAoUBoUV va ava@EpovTal 0Ta MoVISIWHATIKG
EUPNMUATA HE KALVIKA ONUAVTIKG oTolxeia Kal oTa MNovISIwHATIKA EUpAUATA PE DUVNTIKA KALVIKA
onpacia akoun kat av pia and Tig napaiAayEeg ava@EPETAL 0TA ANOTEAECUATA CUVODEUTIKWV
OlaYVWOTIKWYV €EETATEWV

Enonueiwoeig COSMIC

Ot napaAAay€G NOU ava@EPOVTAL OTO [NOVIOIWUATIKA EUPAUATA PE KALVIKA onuavTikd otolxeia i
YOVIOIWHATIKA EUPAUATA HE DUVNTIKA KAVIKA OnUacia ENONUEWVOVTAL HE €VA AVOYVWPLOTLKO
COSMIC, katd nepintwon, and tn Bdon dedopévwy Tou KataAdyou CWHOTIKWYV HETAANGEEWY OTOV
kapkivo (COSMIC), n onoia nepihapBdvetal wg pEpog tng KB.

‘OTtav ohokAnpwOei n avaiuan, n povada Movdada avdiuong Local Run Manager TruSight Oncology
Comprehensive dnuioupyei €vav @AkeAO avAAUCNG GTOV JIAUOPPWHEVO @AKEND €EOO0U yia TO
ouoTnua. BA. evotnta OdOnydg avapopdc opyadavou NextSeq 550Dx (ap. eyypdeou 1000000009513)
yla neplocdTEPEG NANPOYOPIEG OXETIKA HE TN JLAPOPPWON TOU PakEAoU €E6O0U.

MNa npoBoAn tng €€d6dou avaiuong:

1 MetaBeite oTov KATAAOYO MOU NEPLEXEL TOV PAKEAO avAAUCNG.

2 Avoifte Tov @akeAo avdAuong yia va npoBAaiete Ta apxeia €€6dou.
To évopa Tou @akEAou avaluong Ba popgonoinBei wg Analysis_# 6nou to # opiCetal and
npoeniloyn oto 1 kKat augdvetal katd €va yla Ka6e enavatonoBETnon avaiuong otnv oupd. 'Evag
uno@akehog, o YYYYMMDD_HHMMSS, dnuioupyeital pEoa atov @AKeEAO avaAuong Kat
unodeLKVUEL TNV NUEPOUNVIa Kal TNV wpa TG avaiuong (n.x. 20210101_145958).

Apxeia

AUTH n evOTNTA NEPLYPAPEL TA OUVONTIKA apxeia eE6dou nou dnuioupyouvTal Katd Tn SLapKELD TNG
avdAuong.

Ava@opEC aNOTEAECUATWYV

Anuioupyouvtat avagopeg TSO Comprehensive oe popenry PDF kat JSON yia ka6e deiypa aobBevoug
nou oAokAApwoe Tnv avadiuon pe enttuxio. Ta anoteAéopata ep@avifovtal yia npoeNIoKOnnon otnv
kaptéAa Samples and Results (Agiypata kat AnoteAéopata) otnv evotnta Results Reports
(Avagopeg anoteAeopdtwy). Ta deiypata nou dev OAOKAAPwWOAV PE ENTUXia TNV avaAuon
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napatiBevral pe €va pnvupa o@aipatog. EmAeETe Export Report (E€aywyn avagopdg) yia va
npaypatonowoete Awn piag avagopag TSO Comprehensive oe poper PDF. AvaTtpeEte aTOV QAKEAD
anoteAeopdtwy avadiuong ya avagopeg TSO Comprehensive yia 6Aa ta oAokAnpwpéva delypata.

'EkBeon TruSight Oncology Comprehensive

Ot napakdTw Nivakeg NEPLYPAPOUV TIG EVOTNTEG Nou anoTteAoulv TIG ekBEoelg Tou TSO
Comprehensive nou napayovtal yia kabe deiypa aobevoug oe popery PDF kat JSON. H avagopd PDF
eivalr avayvwoun ané avBpwnoug, evw n avagopd JSON eival kataokeuaopEvn and dOUEG
0edopévwy nou npoopifovtal yia avdluon and pnxaviuata. NMAnpogopieg nou Bpiokovtal povo oTnv
avagopd JSON kat dev avtikatontpifovtal atnv avagopd PDF enwonuaivovtatl wg A/l yia tnv
avagopd PDF. MapaAAayEg nou dev ava@EPOVTAL OTA ANOTEAETUATA GUVODEUTIKWY OlOYVWOTIKWV
eAEYXWV N 0ev NANPOUV TA KPITAPLA YIO CUUNEPIANYN OTA YOVIOIWUATIKA EUPAHUATA UE KAVIKA
ONUAVTIKG oTOolXEla /| OTA YOVIOIWHOTIKA EUPAUATA HE BUVNTIKA KAWVIKA onpacia dev neplhapBdavovtatl
OTIG OVOQOPEG.

BA. EvBeto ouokeuaoiag TruSight Oncology Comprehensive (EU) (ap. eyypdpou 200007789) ywa tThv
EPHUNVEIQ TWV ANOTEAECUATWY.

AvatpeEte oto oxAua JSON oTig oelideg unoothpigng TSO Comprehensive otov 1oTtéTONO
unooTthpEng tng lllumina yia npéoBeTeg NAnpo@opieg OXeTIKA pe Tn dopr, Ta nedia Kat TG MBaveg
TIMEG OTNV avagopd JSON.
Sample, Run, and Analysis Information (MAnpogopieg deiypatog, eKkTEAEONG KOl avaAuong) —
MeplEXEL YEVIKEG MANPOPOPIEG OXETIKA LE TO deiypa acBevoug Katl TV avagpopd.

Iedio otV
avagopda PDF

Mgdio otnv avegopd JSON

Mepwypaen

Huepounvia Huepopnvia avagopdg H nuepopnvia nou dnuioupyndnke n avagopd.
ava@opdag
Al ‘Qpa avaeopdg H wpa nou dnpoupynBbnke n ava@opd.

AvayvwploTiko
deiypatog

TOnog dykou

Al MAnpogopieg deiypatog / KwdlkdG TUNou 0ykou nou oxeTidetal pe to deiypa aocbevoug.
Kwdikdg TUnou dykou

Al MAnpogopieg deiypatog / 0086¢g TUnou dykou (0g OXEON PE TNV OVTOAOYia TNG vOGOU)
Awadpopn TUNou deiypatog nou oxetietal pe To deiypa Tou acbevolga.

Al MAnpogopieg deiypatog / Awadpopr) KwdlkoU TUNou OyKou (0€ OxEon e TNV ovToAoyia
Awadpopn KwdlkoU TUNouU OYKoU NG véoou) nou oxeTieTal pe 1o deiypa agbevoug.

dUANo MAnpogopieg deiypatog / @UAO ®dUAo aoBevoug (Avdpag, MNuvaika ) AyvwaoTo).

Huepounvia MAnpogopieg deiypatog / Hpepopnvia oAokAApwong tng deutepelouoag availuong.

avaiuong Hpepopnvia avdiuong

Al MAnpogopieg deiypatog / ‘Qpa ‘Qpa oAokAApwaong Tng deutepelouaag avaAuang.

AvayvwpLloTIKO

MAnpogopieg deiypatog /
AVOYVWPLOTIKO BEIyHaTOg

MAnpogopieg deiypatog / TUNOG
6ykou

avaiuong

MAnpogopieg deiypatog /

AvayvwploTiko deiypatog. Ta dnpoypa@ikd oTolXEia TwV
aoBevwyv dev nepAapfavovTat.

TUnog dykou nou oxeTieTal pe 1o deiypa aoBevoug.

AvayvwploTiKe eKTEAEGNG aAANAOUXLONG.

€KTENEONG AvayvwpLloTIKO EKTEAEDNG
avaiuong
A/l MAnpogopieg deiypatog / Ovopa ‘Ovopa ekTéAeong aAAnAouxiong.

€KTENEONG avAAUONG
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Quality Control (IMowoTikdg €Aeyxog) — MNeplExel NANPOYOpPIEG NOLOTIKOU eAEyxoU. [Na
NEPLOCOTEPEG NMANPOPOPIEG OXETIKA LE TOV TPONO afloAdynoNG TOU NMOLOTIKOU EAEYXOU, QVOTPEETE
oto Mapdptnua A Aidypauua pong UETPHOEWV NOIOTIKOU EAEyxou aTn aeAida 50.

IMedio otV
avagopa
PDF

EktéAleon
noloTLkou
eANéyxou

MoloTikog
€NEYX0G
BLBAL0BAKNG
RNA

[MoloTikog
€NeyX0Q
BBAL0BAKNG
DNA

MoloTik6g
€\eyxog MSI
DNA

Iedio otV
avagopd JSON

noloTikég €Aeyxog /
kataotaon /
(oTolxeio
ouoTolxiag pe
ETIKETA =
“EKTENEON
NnoloTIKOU eAEyXOU”)

noloTikég €Aeyxog /
kataotaon /
(oTtolxeio
ougTolyiag pe
ETIKETA =
“TToloTIKOG €AEYX0G
BiBAoBARKNG RNA”)

noloTikég €Aeyxog /
Kataotaon /
(oTolxeio
guoTolxiag pe
ETIKETA =
“ToloTIKOG ENEYXOG
BiBA0OAKNG DNA”)

noloTikég €Aeyxog /
kataotaon /
(oTolxeio
ouoTolxiag pe
ETIKETA =
“TTolOTIKOG EAEYXOG
MSI DNA”)
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O noloTikdg €Aeyxog avaiuong [PASS (Emtuyia), FAIL (Anotuyia) R N/A
(A/)] wox0el yia 6Aa Ta delypaTa Nou NEPLEXOVTAL OE €vaV KUKAO EKTEAEONG
aAAnAouxlong.

PASS (Enttuxia) — H ektéhean eival €ykupn.

FAIL (Enttuyia) i N/A (A/l) — H ektéleon dev eival €ykupn. 'ONeg ot
KOTAOTAOELG NOLOTIKOU eAEyyou 101k yia Tto deiypa RNA kat DNA eival N/A
(A1) (MooTikog €Neyxog BiBA0ONKNG DNA, MoloTikdg €Aeyxog MSI DNA,
Mikpr) napaAAayr) DNA kat MNotoTikdg €heyxog TMB, MoloTIKOG €Aeyx0G
napaAlayng aptbpou avtiypdaewv DNA, MoloTikog EAeyxog BiBA0BARkng RNA)
Kol dev undpxouv napaAlayEg i BlodeikTeG Nou va napatibevral oTnv
avaeopd.

Avatpégte oto EvBeTo ouokeuaoiag TruSight Oncology Comprehensive (EU)
(ap. eyypagou 200007789) yla odnyieg OXETIKA HE TNV EYKUPOTNTA TNG
avaAuong Kat TNV eyKupoTnTa Tou deiypatog aobevolg pe Baon ta
anoTteAéopaTa yila ta deiypata pdptupa.

O noloTik6g €Aeyxog tnG BiPA0OBARkNGg RNA [PASS (Emttuyia), FAIL
(Anotuyia) A N/A (A/l)] woxoet yia n BiBAoBAKN RNA nou unofARBnke oe
aAAnAouxion.

PASS (Enttuyia) — n BiBAoBAkn RNA népaoce OAeg TG €10IkEG yia To RNA
HETPNOELG NMOLOTIKOU EAEYXOU.

FAIL (Anotuyia) — n BiBA06rAkn RNA anétuxe o€ pia ) neplocdTePEG anod TIG
€BIKEG yia To RNA peTpAROELg NoloTiKoU eAEyXOU.

N/A (A/l) — n BBA0BAKN RNA yia to deiypa dev unoBAABnke oe aAAnAouxion
| 0 NOLOTIKOG €Aeyx0G avaiuong ixe T FAIL (Anotuyia).

Edv n tipnA eivat FAIL (Anotuyia) A N/A (A/l), dev undpyouv tUnot
napaAaywv RNA (napaliay€g oUvtnEng r HOTIOPATOG) TNV QVAPOPAd.

O noloTikdg €Aeyxog TnG BLBAoBAKNGg DNA [PASS (Enttuyia), FAIL
(Anotuyia) 1 N/A (A/1)] woxuel yia tn BiBAodnkn DNA nou unoBARBnke oe
aAAnAouxion.

PASS (Enttuyia) — n BiBAo6Akn DNA népaoce tn HETPNON NOOTIKOU EAEYXOU
enpoéAuvong.

FAIL (Anotuyxia) — n BiBAoOnkn DNA anétuxe otn HETPNON NOLOTIKOU
€NEYXOU €NPUOAUVONG.

N/A (A/l) — n BBA0BAKN DNA yia to deiypa dev unoPAnke oe aAAniouxion A
0 MoloTIKOG €Aeyxog avaluang eixe TR FAIL (Anotuyia).

Edav n Ttwn givat FAIL (Anotuyia) i N/A (A/l), dev avagEpovTtal TUnot
naparaywv DNA (uikpé€g napallayEg, napaAAayEg apOpou avtlypdewv) A
Blodeikteg DNA (TMB, MSI).

O noloTikég €Aeyxog MSI DNA [PASS (Enttuyia), FAIL (Anotuxia) f N/A
(A/I)] woxvet yia ™ BLBA0OAKN DNA nou unoBARBnke oe aAAnAouxLon.

PASS (Enttuyia) — n BiBAoBAkn DNA népaoe tnv €81KN yla tnv MSI pétpnon
QC kat tn pétpnon QC tng BiBA0ONAKNG avavtn DNA.

FAIL (Anotuyia) — n BipAoBAkn DNA anétuxe otnv €81KA yia tn MSI
pétpnon QC.

N/A (A/l) — n BBA0BAKN DNA yia to deiypa dev unoBARBnke oe aAAnAouxlon,
o QC tng BBA0BNAKNG DNA yia to deiypa gixe anotéheopa FAIL (Anotuyia),
Il 0 NOLOTIKOG €Aeyx0G avaiuong eixe TR FAIL (Anotuyia).

Edv n TR eival FAIL (Anotuyia) A N/A (A/l), n MSI Blodelktwv dev
avagepeTal kat kataxwpi¢etat wg Not evaluable (Mn agloAoynown).
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IMedio otV
avagopa
PDF

MoloTik6g
€AeYX0G
UIKPWV
napaAlaywv
DNA kat TMB

[MoloTikog
€NeyX0G
napaAlaywv
aplopou
avTlypagwv
DNA

Iedio otV
avagopd JSON

noloTikég €Aeyxog /
kataotaon /
(oTolxeio
ouoTolxiag pe
ETIKETA =
“TTolOTIKOG €AEYXOG
UIKPWV napoAAaywv
DNA kat TMB”)

noloTikég €Aeyxog /
Kataotaon /
(oTolxeio
guoTolxiag pe
ETIKETA =
“ToloTIKOG ENeYXOG
napaAlaywv
aptopou
avtypagwv DNA”)

G|

O noloTikdg €Aeyxog pikpwv napaiilaywv DNA kat TMB [PASS (Enttuyia),
FAIL (Anotuyia) A N/A (A/l)] woxoet yia tn BiBA06AKN DNA nou unoBAABnkKe
og aAAnAouxion.

PASS (Enttuxia) — n BiBAoBAkn DNA népaoce TIG €10IkEG yia Tov QC pikpwv
naparaywv DNA kat TMB petpnroelg kat tn petpnon QC tng BLAL06AKNG
avavtn DNA.

FAIL (Anotuyxia) — n BiBAoBnkn DNA anétuyxe oe pia ] neplocdtepeg anod TIg
€l0kEG yia QC pkpwv napaliaywv DNA kat TMB petpnoeig.

N/A (A/l) — n BBA0BAKN DNA yia to deiypa dev unoPAndnke ae aAAnAouxlon,
o QC tng BBABAKNG DNA yia to deiypa gixe anotéAeopa FAIL (Anotuyia),
0 NOLOTIKOG €Aeyx0G avaiuong ixe TR FAIL (Anotuyia).

Edav n twn givat FAIL (Anotuyia)  N/A (A/l), dev undpxouv HIKPEG
napaAlayég otnv avagopd kat o TMB Blodeiktwv katayxwpidetat wg Not
evaluable (Mn aglohoynoipog).

O TMoloTIKOG €AeyxoG napailaywyv aplOpou avtiypdewyv (CNV) DNA [PASS
(Enttuyia), FAIL (Anotuyxia) n N/A (A/1)] woxlet ya tn BBAI0BAKN DNA nou
unoBAABnke oe aAAnAouxLon.

PASS (Enttuyia) — n BiBAo6Akn DNA népaoe TIg €10IKEG YO TOV MOLOTIKO
€Neyxo napaliaywv aptOpou avtypdewv DNA petpAoelg kat tn peétpnon QC
™G BBA0OAKNG avavtn DNA.

FAIL (Anotuyia) — n BiBAobrAkn DNA anétuxe oe pia r neplocdTeEPEG anod TIG
€IOLKEG Yla TOV NOLOTIKG €AeyX0 naparlaywv aptBpou avtiypdgwv DNA
HETPAOELG.

N/A (A/l) — n BBA0BAKN DNA yia to deiypa dev unoBARBnke oe aAAnAouxlon,
o QC tng BBA0BAKNG DNA yia to deiypa gixe anotéheopa FAIL (Anotuyia),
Il 0 NOLOTIKOG €Aeyx0G avaiuong eixe TR FAIL (Anotuyia).

Edv n tipnA eival FAIL (Anotuyia) i N/A (A/l), dev undpxouv YoVIOIOKEG
€vIoXUOELG OTNV ava@opd.

TruSight Oncology Comprehensive Analysis Module and Knowledge Base Configuration

(Alapopewon povadag avaluong Kat yvwolakng paong TruSight Oncology Comprehensive) —
MeplExel NANPo@opPIieg OXETIKA PUE TO AOYIOULIKO Kal TIG ekdO0eLg TG KB nou xpnowonoibnkav

Katd tn dnuoupyia TnGg ava@opdga.

edio otV

avagopda PDF

‘Ekdoon yvwolakng

Baong

Huepounvia
dnuooiguong

yvwolakng paong

‘Ekdoon povadag

‘Ekdoon nakétou

aglwoewv

Companion Diagnostic Results [AnoTEAEONOTO CUVODEUTIKWV BLOYVWOTIKWY €EeTA0EWV] — Ta
AnNOTEAECUATA YIa TIG NPOPAENOUEVEG XPAOEIG OUVODEUTIKOU dlayvwaTikoU eheéyxou (CDx) énou
avixveuBbnke oxetiCopevn napaiiayn f Blodeiktng napatibevtal otig avapopeg PDF kat JSON.
Mp6oBeTeg NPOPAENOUEVEG XPHOELG OUVODREUTIKWY dLAYVWOTIKWY EAEYXWV ONOU BEV AVIXVEUTNKE

IMedio otnv avegopd JSON

SlapépeWaon AOYLOUIKOU / €KdOON
NOKETOU OgLOEWY

Slapépewan AOYLOUIKOU / €KBOON
yVwolakng Bdong

Slapépewan Aoylopikou /
nuepopnvia dnpoaoiceuong
yVwolakng Bdong

SlapépeWaon AOYLOUIKOU / €KdOON
AOYIOMIKOU povadag

Heprypaen

‘Ekdoon tng yvwolakng BAong nou £xeL eykataotadbel
pe ™ Movdada avdAuong TSO Comprehensive.

Huepopnvia nou oxetifeTal pe Tn yvwolakn Bdaon nou
xpnotwonotnénke yia tn dnuoupyia TNG avapopdg.

‘Ekdoon tng Movada avadiuong TSO

Comprehensive nou xpnotgonoleitatl yla tn dnuoupyia
NG ava@opdg.

'Ekd00N Tou NOKETOU agLWOEWV MOU €XEL EYKATAOTABOE(
pe tn Movada avédAuong TSO Comprehensive.

OXeTI(OpeVN napaAlayn f Blodeiktng r nou dev agloloynBnkav, napatiBevtal pévo otnv avagopd
JSON. BA. MpoBAendusveg xproeig ouvoOeUTIKWY OlayVWOTIKWV EAEyXwV nou aéloAoynBnkav otn

oelida 28.
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Iedio otV avagopd
PDF

[MAaiolo pnvupdTtwy]

[MAaiclo pnvupdTtwy]

Al

Mgdio(a) sTnv
avagopd JSON

eupnuaTa
avaeopdg /
anoTteAéopata
OUVOOEUTIKWY
Ol0YVWOTIKWY
gtetaoewy /
anoteAéopata /
Xwpig eicodo
KEMEVOU

eupnuaTa
avaopdg /
anoteAéopata
OUVOBEUTIKWV
OlOYVWOTIKWY
etetaoewy /
anoteAéopata
/ufvupa

eupnuaTa
avaeopdg /
anoTteAéopata
OUVOOEUTIKWY
Ol0YVWOTIKWY
gtetaoewy /
anoteAéopata /
YOVIOWUATIKA
eupnuata /
(otolxeio
ouoTolxiag ya
npooptéuevn
xpnon oe CDx) /
évopa
OUVOBEUTIKOU
OloyVWoTIKOU
eNEYXOU
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Hepvypaei

€ AUTAV TNV evOTNTA ERQAVICETAL NPOALPETIKA €va HUAVUUA.
Mnopei va epgavifetal To akéAoubo pAvupa:

No Companion Diagnostic biomarkers for the stated sample
tumor type were detected (Aev avixvelTnkav BlodeikTEG
OUVOJEUTIKWY OLOYVWOTIKWY EAEYXWYV VIO TOV dNAwpEVO TUNO
deiypatog 6ykou) — AuTO 1o pAvVUPa neplhapfavetat 6Tav
onotodAnoTe and ta akoAouBa LoxUeL yia OAEG TIG NPOPBAENOUEVEG
xpnoeig CDx:

* To deiypa nepva Tov NoloTikd EAeyx0, aAAd dev avixveuBnke
Kapia oxeTl{opevn napaliayr A Blodeiktng r 0 TUNOG Tou dyKOoU
ToU Ogv LoXUEL

* To deiypa anotuyxdvel OTIG analToUUEVEG HETPAOELG MOLOTIKOU
€AEYXOU KAl O TUMOG TOU OYKOU TOoU BeV LOYUEL.

Y€ QUTAV TNV €vOTNTA ERQaVI(ETAL MPOALPETIKA £va HAVULA.
Mnopei va epgavifetal To akdéAoubo pAvupa:

One or more biomarkers or variant types failed QC, or the
appropriate nucleic acid was not run (‘Evag i nepioo6tepol Tunot
BlodelkTWY A NApaAAAYWV ANETUXAV OTOV MOLOTIKO €AeyX0 1 Oev
EKTENEOTNKE TO KATAAANAO VOUKAETKS 0EU) — To pAvupa auto
nepthappavetal 6tav dev ftav duvath n agloAdynon TOUAdXIoTov
piag npoBAenodpevng xprong CDx nou oxUeL yia Tov TUNo 6ykou
Tou delypaTtog AOyw anotuyiag noloTikoU eAEyxou i eneldn dev
exet BiBAodrnkn DNA 4 RNA nou unofAnBnke oe aAAnAouxion. Eav
avixveuBouv Blodeikteg CDx epgavidovtal oe €vav nivaka KATw
ané autd To pAvupa. BA. evotnta MpoBAendueves xprosic
OUVOOEUTIKWYV OlayVWOTIKWV EAEYXwWV rnou aloAoyribnkav otn
oelida 28 yia Toug AOYouG yla Toug onoioug dev agloAoyndnke n
npoBAendpuevn xpnon twv CDx.

‘Ovopa NG npoPAenduevng XPAONG TOU OUVOOEUTIKOU
OlayvwoTIKOU gAéyxou. MeplhapPdvel neplypa®n BLOdEKTWY,
Bepaneia kat TUNO OyKOU.
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Iedio otV avagopd
PDF

Avixveupéveg
napaAlay€g/BlodeikTeg

O¢epaneia

Xpron

Mgdio(a) sTnv
avagopd JSON

eupnuaTa
avaeopdg /
anoTteAéopata
OUVOOEUTIKWY
Ol0YVWOTIKWY
gtetaoewy /
anoteAéopata /
YOVIOWUATIKA
eupnuata /
(otolxeio
ouoTolxiag ya
npooptéuevn
xpnon oe CDx) /
napaAlayeg

eupnuaTa
avaopdg /
anoteAéopaTa
OUVOBEUTIKWV
OlOYVWOTIKWY
etetaoewy /
anoteAéopata /
YOVISIWHOTIKA
eupnuata /
(oTolxeio
guoTolxiag ya
npooptéuevn
xpnon oe CDx) /
Bepaneia

gupnuaTa
avagopag /
anoteAéopaTa
OUVOOEUTIKWYV
Sl0YVWOTIKWYV
etetdoewy /
anoteAéopata /
YOVISIWHATIKA
eupnuata /
(oTolxeio
ouoTolxiag yua
npooptéuevn
xpApon oe CDx) /
Xpnon
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Hepvypaei

Mua AioTta Twv avixveupévwy napaiiaywyv f BLOdEIKTWY nou
oxeTi¢ovTal pe pia npoBAenopevn xpnon twv CDx yia to deiypa.
ZTtnv avagopd JSON, autd To nedio eival Kevo yla TIG
npofAenodpeveg xpnoelg Twv CDx, edv To anotéAeopa dev
Ll00dUVaEl HE AUTO MOU aVIXVEUTNKE.

H Bepaneia nou oxetietal pe tnv npoPfAenodpevn xpnon twv CDx.

Xpnon tng Bepaneiag CDx [Indicated (Evdeikvudpevn) fj See Note
(BA. Znpeiwon)]. Ztnv avagopd JSON, autd to nedio undpyel ya
TIG npoBAendpeveg xpnoelg Twv CDx, edv To anotéAeopa dev ival
L0038 UVANO PE QUTO MOU aviXVeUBNKE.

Indicated (Evdeikvudpevn) — n oxeTikh Bepaneia evdeikvuTal yia
xpnon.

See Note (BA. Znueiwon) — onueiwon nou neplypd@el Tn Xpnon
Tng Bepaneiag.
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Iedio otV avagopd
PDF

NenTopépeleg

Al

Mgdio(a) sTnv
avagopd JSON

eupnuaTa
avaeopdg /
anoTteAéopata
OUVOOEUTIKWY
Ol0YVWOTIKWY
gtetaoewy /
anoteAéopata /
YOVIOWUATIKA
eupnuata /
(otolxeio
ouoTolxiag ya
npooptéuevn
xpnon oe CDx) /
onueiwon

eupnuaTa
avaeopdg /
anoTteAéopata
OUVOOEUTIKWY
Ol0YVWOTIKWY
gtetaoewy /
anoteAéopata /
YOVIOWUATIKA
eupnuata /
(otolxeio
ouoTolxiag ya
npooptéuevn
xpnon oe CDx) /
napaAlayeg /
(otolxeio
guaToliag yia
napaAlayeg oe
YOVISIWHATIKA
€upnuaTa)

eupnuaTa
avaeopdg /
anoTteAéopata
OUVOOEUTIKWY
OlOYVWOTIKWY
gtetaoewy /
anoteAéopata /
YOVIOWUATIKA
eupnuata /
(otolxeio
ouoTolxiag ya
npooptéuevn
xpnon oe CDx) /
AEMNTOUEPEG
anotéheopa /
anoTéleopa

Ap. £yypagou 200008661 £kd. 02
FIA IN VITRO AIATNQETIKH XPHEH

MONO INA EZAIQrH

Hepvypaei

MeplExel pla NPOALPETIKA oNUEiwon Kal pia AloTa AENTOPEPELWDV TNG
napaAiayng. Ztnv avagopd PDF, n oeipd Twv AenTopepeEwy
napaAlayng avtioTolxel 0tn oelpd Twv NapaAAaywyv nou
napatifevtal yia to nedio Detected Variants/Biomarkers
(Avixveupeveg napaiiayeg/Blodeikteg). BA. Mivakag 1, MNivakag 2,
Mivakag 3 kat Mivakag 4 yia pua Aiota Twv nediwv AeNTOPEPELWV
napaAlayng.

>tnv avagopd JSON, autd Ta nedia gival kevd yia Tig
npofAenopeveg xpnoelg Twv CDx, edv To anotéAeopa dev
Ll00dUVaNEl HE AUTO MOU AVIXVEUTNKE.

Kwdlkonotnpévn T yla To anoTéEAeoUa TNG NPOBAENOUEVNG
XpAong Twv CDx. XT1g niBaveg TIHEG neplthapBavovTal ol €ENG:
detected (avixveiutnkav) — H npofAendpevn xprion twv CDx oxUel
yla Tov TUno 6ykou Tou d&iyuaTtog kat oTo deiypa avixveludnke pia
N neploadtepeg napaliayeg A Blodeikteg nou oxeTiovtal e TNV
npofAenodpevn xpnon twv CDx.

notDetected (dev avixveltnkav) — H npoBAenodpevn xpnon twv
CDx oxUel yla Tov TUno 6ykou Tou deiypaTtog, aAAG dev
avixveutnkav oto dsiypa napaAlayeg | Blodeikteg nou va
oxeti¢ovTal pe Tnv npofBAenodpevn xprion twv CDx.
tumorTypeNonMatch (un avtiotoixion Tunou 6ykou) — H
npofAenopevn xpnon twv CDx dev 1oXUEL yla TOV TUNO OYKOU TOU
deiypaTtog.

nucleicAcidNA (A/l voukAgik6 oEU) — To deiypa dev eixe unooTei
aAAnAouxion BiBAoBAkng DNA 1 RNA, n onoia anatteital yia tTnv
npoBAendpuevn xpnon twv CDx.

qcFail (Anotuyia nolotikoU eAéyxou) — H npoBAendpevn xpron Twv
CDx dev aglohoynbnke AOyw anoTuXiog TOU MoloTIKoU EAEYXOU.
didNotCompleteAnalysis (un oAokARpwon avdAuong) — H avéiuon
dev oAOKANpwONKe pe enttuyia yia To deiypa.

negative (apvntikA) — TR KpATNONG B6€0NG yia HEAAOVTIKA XPAON.
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Other Alterations and Biomarkers Identified (AA\eg Tpononotfoelg kat BlodeikTeg nou
TauTonolnenkav) — AuTh n evOTNTA NEPLEXEL MANPOYPOPIES YIa TO NPOoPiA Tou OyKou yla To deiyua,

ME avixveupéveg napailayeg, TMB kat MSI Katnyoplonoinpéva o€ YOVIOIWUATIKA EUPHUATA HE

KALVIKG ONUOVTIKA OTOlXE(O 1 YOVIOIWHATIKA EUPAUOTA PUE OUVNTLKA KAWVIKN onupacia BA.
[Mpoodioptoudc Tou npo@id Tou OykKou and TIG napaiiayeg otn oeAida 17 yia AeNTOUEPELEG
OXETIKA PE TOV TPONO NPoadloplopoU evOG eNNESOU YIA TIG AVIXVEUUEVEG NAPAANAYEG.

Genomic Findings with Evidence of Clinical Significance (MovidiwpaTtikd suprfipata e KALVIKA
onpavtikd otolxeia) — KdBe kataxwplon o€ auTthv TNV evoTNTA €ival £va yoVvIOIWHATIKO eUpnua,

TO onoio €ival eite pia napaAAayh pe KAWVIKA onpavTikG otolxeia ite pia opadonoinon
napoaAlaywv nou, étav avixveuovtal padi, €Xo0uv KAWVIKG onpavTIKa oTtolxeia. Edv dev avixveuTtouv
napaAlayeg, n avagopd ep@avidel eva puvupa No Detected Variants (Aev avixveUtnkav
napaiAay€g).

IMedio otV
avagopa PDF

AviXveupEveg
napaAlayeg

N\enTopEPELEG

Genomic Findings with Potential Clinical Significance (MovidiwpaTtikad eupfApata pe duvnTIKA

Medio stnv avepopda JSON

€upnpaTa ava@opdg / GAAa
€UPNHOTA / YOVIOIWHOTIKA
EUPAUOTO HE OTOLXEID KALVIKAG
onuaociag / anoteAéopata /
yovIdwpaTikd gupnpata /
(oTolxeio ouoTtolkiag ya
YOVISIWHATIKG eUpnua) /
napaAlayeg

gupnpaTa ava@opdg / GAAa
EUPAMOTA / YOVIOLWHOTIKA
EUPAMOTA PE OTOLXEIO KAVIKAG
onupaciag / anoteAéopata /
YoVISIwHaTIKA guprpata /
(oTolxeio ouoTolkiag yia
yovidwpaTikd evpnpua) /
napaAlayeg / (otolxeio
ouoTolxiag ywa napaAiayr o€
YOVISIWHATIKO €UpNUA)

Hepypoei

NAlOTO TWV AVIXVEUREVWY NAPOAAQYWV MOU anoTeAOUV HEPOG
TOU YOVISIWHATIKOU EUPHHATOG.

lMa pikpég napaiiayég, nepthappavel To guppfolo Tou
yovidiou kat Tnv oAAayn TnG npwTeivng, TNV aAlayn Tou
HETAYPAPAUATOG 1 TN YOVIOWHATIKA aAAayr o€ poper) Human
Genome Variation Society (HGVS), n.x. NRAS p.(GIn61Arg).
[Na yovidlakég evioxuoelg, neptAappdvel To ocUPBOAO TOU
yovidiou akoAouBoUpevo anod to kEpdog (Gain), n.x. ERBB2
Gain.

lMNa ouvtAgelg, nepthapBdavel Ta oUpPBoAa f Ta OVOPATA Kal
Twv 0U0 yovidiwv-eTaipwv (and tnv €kdoon 19 tou
GENCODE), nou daxwpiCovtat pe - ) /. Otav daxwpifovtat
HE -, N ava@ePOUEVN OELPA Yovidiwv avTIoTOLKEL OTOV
peTaypa@nuévo npoaavaTtoAlops (5’ €wg 3°). ‘Otav
dlaxwpifovtatl pe /, dev ATav duvaTtodg o0 NPoadloplopds Tou
npPooavaTtoAlopou. Eav noAAanAd yovidia entkaAuntouv €va
onpeio Bpavong, 6Aa napatiBevrtal kat oplobeTouvTAL ANO
EPWTNHATLKA.

Mo napaAAay€Eg patiopatog, nepthapBavel To cUPBoAo
yovidiou Kal To ennpealopevo egovio(a) (kata nepintwaon),
n.x. napdAewn tou €goviou 14 tou MET.

MeplExel pa Aiota AenTopePElWY NApaiAayng. ZTnv avapopd
PDF, n oepd tTwv AenTopepelwv naparlayng avTIOTolKEL TN
oelpd Twv napaAlaywyv nou napatiBevrtal yia 1o nedio
Detected Variants/Biomarkers (Avixveupeveg
napaAlay€g/Blodeikteg). BA. Mivakag 1, MNivakag 2, Mivakag 3
kat MNivakag 4 ya pa Aiota Twv nediwv AENTOPEPELDV
napaAAayng.

KAWVIKR onupaoia) — Téoo to TMB 600 kat n MSI avagépovTtal e auTthv TNV evoTnTa 0TAV UNAPXEL

BBA0BAKN DNA nou £€xet unoPBAnBei ae aAAnAouxion yia to deiypa. KaBe GAAN KaTtaxwplon o€
auThVv TNV evOTNTA €ival yovIdlwHaTIKO €Upnua, To onoio €ival €ite pepovwpévn napaiiayr pe
OUVNTLKN KAWVLIKN onuacia eite opadonoinon napaAlaywyv nou, 6Tav avixvevovtal pali, Exouv

OuvnNTIKA KAWVIKA onupacia. Edv dev avixveutouv napaAlayég, n ava@opd epgavifel eva pavupa No
Detected Variants (Aev avixveUtnkav napaiAayEg).

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

26



0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

IMedio otV
avagopa PDF

TMB

MSI

Avixveupéveg
napaAlayeg

NenTopEpeleg

Mgdio sty avegopd JSON

€UpAHaTA ava@opdg / GAAa
eupnpata / Blodeikteg /
HETAANOKTIKO @opTio OyKou

EUPAUOTO ava@opdg / GAAa
eupnpata / Blodeikteg /
HIKPOBOPUPOPLKH) 0TABEPOTNTA

€upAUaTa ava@opdg / GAAa
€UPAHATA / YOVIOIWHOTIKA
EUPNHATA UE OTOLXEIO KALVIKAG
onuaciag / anoteAégpata /
yovidwpaTiké eupnpata /
(oTolxeio ouaTtolxiag ya
YovISwpaTIKO evpnpa) /
napaAlayeg / (6Aa ta oToleia
guoTolXiag) / eTIKETA
QVIXVEUHEVNG NapalAayng

gupnpaTa ava@opdag / GAAa
EUPAHATA / YOVIOLWHOTIKA
EUPAMOTA HE DUVNTIKA KALVIKA
onuacia / anoteAéopata /
YovISwHaTIKA guprpata /
(oTolxeio ouoTtolkiag ya
YOVISIWHATIKG eUpnua) /
napaAlayeg

Heprypaei

To TMB €ival pia pE€tpnon Tou aplOpol TWV EKTIHWHEVWY
OWHOTIKWY HETOANGEEWY MOU PETAPEPOVTAL ANO TA KAPKIVIKA
KUTTOpa ava peyafdcn otnv neploxr kwdikonoinong. To TMB
avagépetatl wg Not evaluable (Mn a&loAoynotpo) edv dev ATav
duvaté va aglohoynBei eite AOyw anotuxiog Tou NoloTIKOU
eAEyxou eite AOyw pn eKTEAEONG aAANAOUXIONG TNG
BBA0BAKNG DNA yia to deiypa.

To TMB nepidapBdvetal ndvta atnv evétnta Genomic
Findings with Potential Clinical Significance (FovidlwpaTiKa
€UPNHOTA PE BUVNTIKA KAWVIKF Oonpacia).

Katdotaon MSI. Z1ig niBavég TipéG neplthapBdavovTat ot €€AG:
MSI-Stable (MSI-Ztabepn) — Mikpodopu@opikh oTabePOTNTA.
MSI-High (MSI-YynAn) — Mikpodopu@opikr aoTdbela-uypnAn.
Not evaluable (Mn a&loAoynown) — H katdotaon MSI dev
Atav duvato va aglohoynbei eite Adyw anotuxiag nNoloTikou
eAEyxou eite AOyw pn eKTEAEONG aAANAOUXIONG TNG
BBA0OARKNG DNA yia To deiypa.

To MSI nepthapBavetal navta ota eupnuata Genomic
Findings with Potential Clinical Significance ([ovidlwpaTika
EUPNUOTA PE BUVNTIKA KAWVIKA onpacia).

AlOTO TWV AVIXVEUPEVWY NAPAAAAYWV MOU anoTteAoUV HEPOG
TOU YOVISIWHOTIKOU EUPHHATOG.

MNa pkpég napaiiayeg, nepthapBavel To cUUBOAO TOU
yovidiou kat Tnv aAAayn g npwTteivng, TNV aAAayn Tou
HETAYPAPAUATOG A TN YOVIOWWHATIKN GAAQYR OE HOopP®r
Human Genome Variation Society (HGVS), n.x. NRAS p.
(GIn61Arg).

Mo yovidlakeg evioxuoelg, neplAappdavel To ocUPBOAO TOu
yovidiou akoAouBoupevo and to kEpdog (Gain), n.x. ERBB2
Gain.

Mo ouvtAelg, nepthapBdvel Ta cUPBOAT A Ta OVOUATA KAl
Twv OU0 yovidiwv-eTaipwv (and tnv €kdoon 19 tou
GENCODE), nou dwaxwpifovtal pe - A /. ‘Otav daxwpiovtal
UE -, N ava@epopevn oelpd yovidiwv avTioTolxel otov
peTaypa@nuévo npoaavaTtoAlopo (5’ €wg 3’). ‘Otav
dlaxwpiovtatl pe /, dev fTav duvatdg o Npoadloplopds Tou
npooavatoAlopou. Eav noAAanAd yovidia entkaAuntouv €va
anueio Bpavong, 6Aa napatibevtal kat oploBeTouvTal ANd
EPWTNHATLKA.

Mo napaAAayEg patiopatog, nepthapfavel To oUpBoAo
yovidiou Kal To ennpealopevo egovio(a) (kata nepintwaon),
n.x. napaAewn tou €goviou 14 tou MET.

MepExel pua Aiota Aentopepelv Naparlayng. ZTnv avagopd
PDF, n ocipd Twv AeNnTOPEPEIWY NAPAANAAYHG AVTIOTOLXEL OTN
oelpd Twv napaAlaywv nou napatibevrtal yia 1o nedio
Detected Variants/Biomarkers (AvixveupEveg
napaliayeg/Blodeikteg). BA. Mivakag 1, MNivakag 2, MNivakag 3
kat Mivakag 4 yia pua Aiota Twv nediwv AENTOUEPELWV
napaAAayng.

Companion Diagnostics QC ([MoloTik6G €AeyX0G OUVOOEUTIKOU dlayVWOTIKOU EAEYXOU) — AUTA N
evoTNTA NAPABETEL TIG YOVIOIWUATIKEG BE0EIG Nou oxeTiCovTal pe TNV NPoPAenduevn XpRon Twv
CDx kal oL onoieg dev gixav enapkeG BA60OG yia va npaypatonotjoouv agléniotn avTioToixion
ava@opdg. Avagépovtal povo ot npoPAendueveg xpnoelg Twv CDx nou neplthapfavouv HIKPEG
napaAlayEg Kal agloAoynbnkav yia €va deiypa.

Ap. £yypagou 200008661 £kd. 02
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Ieodio

oty . . =

avagopd Mgdio otnv avagopd JSON Mepryypaoi

PDF

[AioTa EUPNHOTA AVOPOPAG / aNOTEAECHATA CUVODEUTIKWY BLAYVWOTIKWV NAiOoTO YOVIBIWUATIKWY BE0EWV
0éoewv] eteTdoewy / NOOTIKOG €Aeyx0G / avenapkng nowdtnta / yla Tn oxeTIgouevn

kataxwpioelg / (oTolxeio ouaTolKiag yia npooplfOPevn Xpron o€ npoBAenopevn xpnon twv CDx

CDx) / B€oeglg

HE avenapkn KaAuyn.

Companion Diagnostics Intended Uses Evaluated (IMpoBAendpeveg xpAOEIG OUVODEUTIKWV
OlAYVWOTIKWY EAEYXWV Nou agloAoynBnkav) — AuTtr n evoTnTa NapaBETEL OAEG TIG
eyKaTteoTnUEVEG NpoPAenOueveg XxpRoelg Twv CDx, pe €va nedio nou unodelkvuel €av n
npoPAendpevn xprion twv CDx aglohoyAbnke yia to deiypa. Eav dev aglohoyndnke n

npoBAendpevn xprion CDx, napatibetal €vag AdGyog.

Iedio otV

avapopd PDF Medio otnv avegopd JSON

Tunog dykou EUPNHOTA AVOPOPAG / anoTeAECUATA
OUVOBEUTIKWV dlayVWOTIKWY £EETACEWY /
noloTikoG €Aeyxog / aglohoynbnkav ot
npooptfOpeVEG XPNOELG / Nivakag ouvodeuTIKOU
OlayVvwOoTIKOU €AEyxoU / KaTaxwpioelg / (otolxeio
ouoTolxiag yla npooptgopevn xprnon oe CDx) /
T0nog 6ykou

Blodeikteg EUPNHOTA AVOPOPAG / anoTeAECUATA
OUVOBEUTIKWV dlayVWOTIKWY £EETACEWY /
noloTikoG €Aeyxog / aglohoynbnkav ot
npooptfOpPeVEG XPNOELG / Nivakag ouvodeUTIKOU
OlayVvWOoTIKOU €AEyxOU / KaTaxwpioelg / (otolxeio
ouoTolxiag yla npooptgopevn xprnon oe CDx) /
BlodeikTeg

O¢gpaneia EUPNHOTA AVOPOPAG / anoTeAECUATA
OUVOBEUTIKWV dlayVWOTIKWY £EETACEWY /
noloTikOG €Aeyxog / agloAoynbnkav ot
npooptfOpeVEG XPNOELG / Nivakag ouvodeuTIKOU
OlayvwOoTIKOU €AEyXOU / KaTaxwpioelg / (otolxeio
ouoTolxiag yla npooptfopevn xprnon oe CDx) /
Bepaneia

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

Oeprypoon

>0powva pe tn dnAwon npofAendpevng
Xpnong.

>0powva pe tn dnAwon npofAendpevng
Xpnong.

>0powva pe tn dnAwon npofAendpevng
Xpnong.
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IMedio otV

avapopd PDF Mgdio otnv avegopd JSON

MpoPAenduevn EUPNUOTA AVOPOPAG / anoTEAECHATA

XxpAon Twv CDx  ouvodeuTIKWV dlAYVWOTIKWY £EETATEWY /

nou noloTkOG €AeyXog / agloAoynénkav ot

aglohoynbnkav npooptféueveg XpNoelg / nivakag ouvodeuTikoU
SlayVwOoTIKOU eAEyxou / KaTaxwpioelg / (oToleio
guoTolxiag yla npooptlopevn xprnon oe CDx) /
aglohoyndnkav oL NPoopL{OUEVEG XPAOELG

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

Heprypoaoi

Ynodelkviel €dv agloAoyABnKe n
npoPAenopevn xpnon Twv CDx yia to deiypa
(NavOxu).

H a&lohoynon tng npoPAenodpevng XpAong Twyv
CDx anattei enttuyia oTig €10kEG yia Tov QC
KATnNyopieg Tou TUNOU VOUKAEIKOU 08€0G A
napaAAaywv/BlodEIKTWY Nou OXETI(OVTAL HE
TNV npoPBAenodpevn xpnon Twv CDX.

Ol npoBAenopeveg xpnoelg Twv CDx nou
OXETICOVTAL HE TNV AVIXVEUON UIKPWV
napaAaywv (SNV, MNV, Indel) anattolv tnv
ekTENEON aAAnAouxilong tou DNA kat tnv
entuyia Twv akGAOUBwWV KATNYOPLLV
NOLOTIKOU EAEYYXOU:

* EKTéAEon noloTikoU eAEyxou

* MoloTikdG €Aeyxog BiAoOnkng DNA

* M010TIKOG €AeYX0G HikpwV napariaywv DNA
kat TMB

Ol npoBAenopeveg xpnoelg Twv CDx nou
oXeTiCovTal pe TNV avixveuon cuvtAgewv
anattolv Tnv ekTtéAean aAAnAouxiong Tou
RNA kat Tnv enttuxia Twv ak6Aoubwyv
KATNYOPLWYV MOLOTIKOU EAEYXOU:

* EKTENEON NOLOTIKOU EAEYXOU

* MNoloTikdg €Aeyxog BBAL0OAKNG RNA

[Na va pnopéaoel va aglohoynBei, o TiNog Tou
dyKou Tou delypaTog npeEnet eite va eivatl icog
Ue Tov TUNO TOU OYKOU MOU aVO@EPETAL OTOV
nivaka MpoPAendUeVEG XPrOELG OUVOBEUTIKWV
OlaYVWOTIKWY EAEYXWV Mou agloAoynonkav,
€ite unotunog autou. BA. EmAoyr tunou
Oykou oTn oehida 6.
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IMedio otV

avagopi PDF Iedio stnv avagopd JSON Heprypaoi

>x6A0 EUPNUOTA AVOPOPAG / anoTEAECHATA Edav to nedio CDx Intended Use Evaluated
OUVOJEUTIKWV OlaYVWOTIKWY €EETATEWY / (MpoPBAENOUEVEG XPrOEIG CUVODEUTIKWV
noloTkOG €AeyXog / agloAoynénkav ot OlaYVWOTIKWY EAEYXWV Mou agloAoynbnkav)

npooptféueveg XpNoelg / nivakag ouvodeuTikoU eivat Yes (Nat) kat dev xpeladovtal npéabeta
SlayvwoTIKoU eAEyxou / kaTaxwpioelg / (oToeio  oxOAla, o€ auTo To nNedio eppavideTal pa
guoTolxiag yla npooptlopevn xprnon oe CDx) / navAa.
axOAlo Edav 1o nedio CDx Intended Use Evaluated
(MpoBAendueveg XpHoeLG CUVODEUTIKWY
OLaYVWOTIKWY EAEYXWV Mou agloAoyAdnkav)
eival Yes (Nat) kat undpyouv npocBeta axoAla
oTn Alota, pnopei va ep@avioTel €va oxOoAlo
6nwg Tto napakatw. Mapddelypa:
* OplOPEVEG YOVIOIWHOTIKEG BETELG NoU
oxeti¢ovtav pe tnv agiwon CDx dev gixav
enapkn kKAAuwn. Avatpégte otnv evotnTa
[oVIOIWHATIKEG BE0EIG OUVODEUTIKWY
OlOYVWOTIKWY PE AVEMAPKI KAAUWN YO
aviXveuon HIKpWY napailaywv yia
AENTOUEPELEG.
Edv 1o nedio CDx Intended Use Evaluated
(MpoPBAeNOUEVEG XPrOEIG CUVODEUTIKWV
OlaYVWOTIKWY EAEYXWV Mou agloAoynbnkav)
eivat No (Oxt), epgpaviCetal €va oxoAlo énwg
TO napakdtw. Mapadeiypata:
» O TUnog oykou Tou deiypatog dev
AvVTIOTOLXE( OTOV TUNO OYKOU MOU QVTIOTOLXEL
oTtnv npoBAenodpevn xpAon twv CDx.
» Aedopeva DNA 1 RNA nou oxetiovtal pe
€vav Blodeiktn CDx.
un dwabéaipo
* H anaitoupevn kKatnyopia noloTikoU eAEyXOU
dev ATavV ENITUXAG.

About the Test, Informatics Details, Limitations (INAnpo@opieg yia tnv €€€taon, AenTOUEPELEG
NANPOPOPLKNG, NEPLOPLOMOL) — MePLEXEL YEVIKEG NANPOYOPIEG OXETIKA HE TNV €LETAON KABWG Kal
Mo AloTa NEPLOPLOPWY.

IMedio otV

avagop PDF Medio stnv avapopd JSON Heprypaon

MAnpogopieg yia nAnpo@opieg / neplypa®n Mepypaen ™ng e€€Taong.

v €€€taon

NenTtopépeleg Aentopépeleg / (éva oTolxeio Z0vVTOopN NEPLYPAPR TWV EVOTATWY TNG ava@opdg Kat
NANPOQOPIKAG JSON ava unoevétnTa) GAAWV AENTOUEPELWY NANPOPOPIKAG.

Meploplopoi neplopLlopoi / nepypaen AioTa NEPLOPIOPWY NPOCGOLOPLOUWY KAL AVAPOPWV.

TruSight Oncology Comprehensive Gene Panel (INdaveh yovidiwv TruSight Oncology
Comprehensive) — lMeplexel nAnpo@opieg oxeTikd pe to Navel yovidiwy.

e dio

otV Mgdio(a) sty avagopa ,

avapopa JSON Mepwpaen

PDF

Maveh navel yovidiwv / Aiota H Aiota Twv yovidiwv nou anoteAouv PEPOG TOU NAVEA,

yovidiwv yovidiwyv / yovidia, ndveA gupnepAapBavopévng piag unoonpeiwong nou unodetkvuel notot TUnot
yovidiwv / Aiota yovidiwv / napaAlaywv aglohoyouvTat yia nota yovidia. Mikpég napaAiayEg
yovidia / napalAayEg avtioTolxifovtal o€ 6Aa Ta yovidla.

Ap. £yypagou 200008661 £kd. 02
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Mivakag 1 AenToOpEPELEG HIKPWV NOPAAAAYWY OTNV ava@opd

IMedio otV
avagopa PDF

Tunog

VAF

EnakdéAoubo

ANNayn
VOUKAEOTIOIWV

FovidwpaTikA
6€on

AN\NAOHOP®PO
ava@opdg

EvaAANaKTIKO
aAANAGHOPQO

Al

A/l

Al

Al

Igdio otnv avagopd JSON
(oyeTwi dwdpoun oo
ovtikeigevo JSON
napaiiayng)

TUNOG / TIHA

npo6obeTeg NAnpoopieg /
(otolxeio ouoTtolyiog pe
€TIKETA = “VAF”) / Tiun

npo6obeTeg NAnpoopieg /
(otolxeio ouoTtolyiog pe
€TIKETA = “EnakoAoubo”) / TR

npo6obeTeg NAnpoopieg /
(otolxeio ouoTtolyiog pe
€TIKETA = “ANNayn
VOUKAEOTIOIWV”) / TIuA

npo6cobeteg NAnpoopieg /
(otolxeio ouotolyiog pe
ETIKETA = “[OVIOIWUATIKA
0€on”) / Tn

npo6oBeteg nAnpoopieg /
(oToweio aguaTtolyiag pe
€TIKETA = “AANNAOLOPYO
ava@opdg”) / Tiun
npo6obeTeg NAnpoopieg /
(otolxeio ouoTtolyiog pe
€TIKETA = “EVAANOKTIKO
AAANAGLOP®O”) / TN

cosmiclds

Aentopepn SEBOUEVA HIKPWV
napaAlaywv / xpwpdowpa vef

Aentopepn OEBOUEVA HIKPWY
napaAlaywv / 6€on vcf

Aentopepn OEBOUEVA HIKPWY
napaAlaywv / aAAnAOHOPYO
ava@opdg vcf

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

Heprypaei

O Aentopepng TUNog naparlayng. Ot MBavEG TIHEG YO HIKPEG
napaAlayeg nepthapfdavouv:

SNV — NMapaliayni evog voukAeoTidiou.

Insertion (Mpoobnkn) — NMpooBARkn voukAeoTdiwv €wg 25 bp.
Deletion (Alaypa@n)— Agaipeon voukAeoTIdiwy £wg 25 bp.
MNV — MoAuvoukAeoTIdIKA napaAAayr, n onoia neplAapBavet
unokataoTaon dUo A TPV VOUKAEOTIOIWV pe Tov idlo aplBuod
VOUKAEOTIOIWV.

Indel —Eva ) neplocdTeEPa VoukAeoTidla avTikabiotavtal and £va
fl neploodtepa voukAeoTidla kat dev givat SNV A MNV. Auto
ava@epeTal ouvhBwg wg delins.

>uxvétnta aAAnAGHOopPwV napaAAayng (wg NocooTo).

EnakoAouBo napaAlayng and tnv ovroloyia aAAnAouxlong.

AM\ayr otnv aAAnAouyia avagopdg DNA kwdikonoinong (dnA.,
petaypagn RefSeq) otnv ovopatoAoyia tou HGVS. Edv n
napaAlayn dev ennpeddel €va petaypagnua, nepllappavetat n
aAlayf otnv aAAnAouxia yovIBLwHATIKAG ava@opdg otnv
ovopaTtoAoyia Tou HGVS.

MNovidwpatikh 8€on (hg19) oe popYn XPWHOOWHATOG:HOPPA
0€ong. AvagepeTtal otn B€on T™NG NpwTng Bdong oto
aAANAGHOP®O ava@opdg.

To aAANAGHOP®YO avaPopdag.

EvaAAakTIKO aAANAGHOPQO.

AlOTO avayVWPLIOTIKWY YOVIOIWHATIKAG HETAAAAENG NoU
oxeTti¢ovTal pe TNV napaAliayn and tn Bdaon dedopévwy Tou
KataAdyou cwpaTikwy peTaANGEewv otov kapkivo (COSMIC),
KaTd nepintwaon.

Xpwuéowua.

MNovidwpatikh 6€an (hg19). Avagépetal otn B€0n TNG NPWTNG
Baong oto aAAnAdpop@o ava@opdg (Aentopepeg nedio
dedopévwy / ava@opdg aAANASGpop@OU HIKPAG NApaAAaYAG).

To aAANAGHOP@O ava@opdg.
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Iedio otV
avagopa PDF

A/l

A/l

A/l

Al

A/l

A/l

A/l

A/l

A/l

A/l

Al

Mgdio otnv avegopd JSON

(oyeTwi dwdpoun cto
ovtikeigevo JSON
napaiiayng)

Aentopepr 6eSOPEVA UIKPWV
napaAlaywv / ouxvotnTa
napaAiayng vcf

Aentopepr 6ESOPEVA UIKPWV
napaAiaywv / enonpeiwon /
LETAYPAPAMATO

Aentopepr 6ESOPEVA UIKPWV
napaAiaywv / enonpeiwon /
peTtaypagnuata / (npwto
oTolxeio guoTolyiag) /
HETAYPAPNUA

Aentopepn OEBOUEVA HIKPWY
napaAhaywyv / enonpeiwon /
peTaypa®Aupata / (Npwto
aTtolxeio guaToliag) / nnyn

Aentopepn SEBOUEVA HIKPWV
napaAlaywv / enwonpeiwon /
petaypagnuata / (npwTto
atolxeio ouatolyiag) /
BoTUNog

Aentopepn OEBOUEVA HIKPWY
napaAlaywv / enwonpeiwon /
pETOYpPOA®AUATA / (NPWTO
oTolxeio ouoTolyiag) /
auwvogea

Aentopepn SEBOUEVA HIKPWV
napaAlaywv / enwonpeiwon /
petaypagnuata / (npwTto
atolxeio ouatolyiag) / 6€on
cdna

Aentopepn OEBOUEVA HIKPWY
napaAlaywv / enwonpeiwon /
pETOYpPOA®AUATA / (NPWTO
oTolxeio ouoTolyiag) /
KwOLKOVIa

Aentopepn SEBOUEVA HIKPWV
napaAlaywv / enwonpeiwon /
petaypagnuata / (npwTto
atolxeio ouatolyiag) / 6€on
cds

Aentopepn OEBOUEVA HIKPWY
napaAlaywv / enwonpeiwon /
pETOYpPOA®AUATA / (NPWTO

oTolxeio ouoTolxiag) / €§ovia
Aentopepn OEBOUEVA HIKPWY
napaAhaywyv / enonpeiwon /
peTaYypa®ApaTa / (Npwto

atolxeio ouoTolyiag) / vtpdvia

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

Heprypaei

2uxvoTtnTa aAANAOHOPPWV NAapaAAaynG.

A\enTopeEPEIG ENONUEWOELG O €NiNEdO PETAYPAPAUATOG YlO £va
petaypdaenua (katd nepintwon). MeptlapBavetal pévo Eva
NPOTIHWHEVO HETAYPAPNHA.

AvayvwpLlOTIKO HETAYPAPHHATOG.

Mnyn petaypagnuatog (n.x. RefSeq).

Ta&wvounon Blotunou Ensembl yia to petaypdenua.

H aAAayr ota apwvogéa, katd nepintwon (n.x. G/D).

©¢on cDNA.

AMN\ayr aAAnAouyiag kwdikoviwv (n.x. gGt/gAt), katd nepintwon.

©€on aAnAouyiag kwdikonoinong, Katd nepintwon.

To/ta €govio(a) nou ennpedletal(ovTal) and Tnv napaAiiayr Kat
TOV OUVOALKS aplBud eEoviwy, katd nepintwon. MNa napddetyua,
T0 4-6/7 unodelkvuel 6TL ennpedoTnkav Ta €goévia 4, 5 kat 6 kat
OTL QUTO TO HETAYPAPNUA NEPLEXEL 7 EEOVIA GUVOALKA.

Ta wvtpdvia nou ennpeddovTal and tnv napaAiayn, Katd
nepintwon.
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Iedio otV
avagopa PDF

A/l

Al

A/l

A/l

Al

A/l

A/l

Al

Mgdio otnv avegopd JSON
(oyeTwi dwdpoun cto
ovtikeigevo JSON
napaiiayng)

Aentopepr 6eSOPEVA UIKPWV
napaAiaywv / enonueiwon /
peTtaypagnuata / (npwto
oTolxeio guoTolyiag) /
avayVWPLOTIKO yovidiou

Aentopepn OEBOUEVA HIKPWY
napaAhaywyv / enonpeiwon /
peTaypa@Auata / (Npwto
atolxeio ouatolyiag) / hgne

Aentopepn SEBOUEVA HIKPWV
napaAlaywv / enwonpeiwon /
petaypagnuata / (npwTto
atolxeio ouatolyiag) /
guveénela

Aentopepn OEBOUEVA HIKPWY
napaAlaywv / enwonpeiwon /
peTAYpOa®AUaTa / (NPWTO

oTolxeio ouoTolyiag) / hgvsc

Aentopepn OEBOUEVA HIKPWY
napaAhaywyv / enonpeiwon /
peTaypa@Auata / (Npwto

atolxeio ouoTolxiag) / hgvsp

Aentopepn SEBOUEVA HIKPWV
napaAlaywv / enwonpeiwon /
petaypagnuata / (npwTto
atolxeio ouatolyiag) /
KQAVOVIKO

Aentopepn SEBOUEVA HIKPWV
napaAlaywv / enonpeiwon /
HeETOYPOA®AUHATA / (NPWTO
otolxeio ouoTolyiag) /
aAvayvwploTIKO NpwTeivng

Aentopepn OEBOUEVA HIKPWY
napaAlaywv / enwonpeiwon /
HETOYPOAPAHATA / (NPWTO
atolxeio ouatolyiag) / 6€on
npwteivng

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

Heprypaei

AvayvwploTiko yovidiou Tou EBvikou Kévtpou Blotexvoloyikwv
MAnpogwopwv (NCBI).

2U0pBoAo yovidiou tng EnttponAg MNovidiwpatikig OvopatoAloyiog
HUGO (HGNC).

>uoTolxia enakdAouBwv napaliaywv and Ttnv ovroloyia
aAAnAouxiong.

AM\ayr otnv aAAnAouyia avagopdg DNA kwdikonoinong (dnA.,
petaypaenua RefSeq) otnv ovopatoloyia tou HGVS, katd
nepintwon.

AMN\ayr TnNG NPWTEIVIKAG aAAnAouxiag otnv ovopaTtoAoyia Tou
HGVS, katd nepintwon.

Epgavifetal aAnbég €dv autd TO peTaypd@nua Bewpeitat To
KAVOVIKO PETAYPA@NUa Tou yovidiou, SlapopeTIKa Yeudeg. 'Eva
KOVOVIKO HETAYpA®NUa yla €va yovidlo npoadlopileTal wg €ENAG:
MephapBavovtal pévo petaypaenuata NM kat NR.

Ta peTaypa@nuata yla €va yovidlo TaglvopouvTal He TNV
ako6Aoubn oelpd:

* Ol KaTaxwpioelg YOVISIWHATIKWY NEPLOXwv ava@opdg (LRG)
nponyouvTal Twv Kataxwpioewv pn LRG.

+ ®Bivov pakog CDS.

* ®Bivov UAKOG HETAYPAPNAHATOG.

* AUEwv aplBuog.

Me auThAv TNV Taglvopnon, To NPWTO HETAYPAPNUa Bewpeital
KQAVOVLKO.

AvayvwploTtiké npwteivng.

©¢on npwteivng.
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Mivakag 2 AenTopépeleg YOVIOIAKAG Evioxuong aTnv avagopd

Hsﬁ:o Mgdio otnv aveeopd JSON
::: opd (oxetwi dwdpopn oo
pop avtikgipevo JSON maparrayic)

PDF

Tunog TUNOG / TIHA

Fold Aentopepn dedopéva napaAAaywyv

Change aplOpou avtiypdowy / foldChange

A/l Aentopepn dedopéva napaAAaywyv
aplOpoU avTlypd@wy / TUnog
aplOpou avtypdewyv

A/l Aentopepn dedopéva napaAAaywyv
aplOpou avtypdewy / yovidlo

Al Aentopepn dedopeva naparlaywy
aplOpoU avTlypdQwy / XpWHOCWHO

Al Aentopepn dedopeva naparaywy
aplOpou avTypdewy / B€on €vapgng

Al Aentopepn dedopEva NnapaAiaywv

aplOpol avTypd@wy / TEAKA BEon

Mivakag 3 AenTopEPELEG OUVTAEEWY OTNV avaQopd

Iedio otV
avagopda PDF

Tunog

>nueio Bpavong
1

>nueio Bpavong
2

YNOOTNPIKTIKEG
AVOYVWOELG
alvTtngng

A/l

Al

IMedio otnv avegopd JSON
(oyetuc dwdpopn oto
avtikeipevo JSON
napoiiayng)

TUnog / Tn

npo6cBeTeg NAnpoopieg /
(oTolxeio ouoTtolxiag pe
€TIKETA = “Xnueio Bpavong 17)

npo6cBeTeg NAnpoopieg /
(oTolxeio ouoTtolxiag pe
€TIKETA = “Xnueio Bpavong 2”)

npo6cBeTeg NAnpoopieg /
(oTolxeio ouoTtolxiag pe
ETIKETA = “YNOOTNPLKTIKEG
avayvwoelg ouvtngng” )

Aentopepn dedopeva ouvTnNgng
yovidiwv / katelBbuvon
olvTnENng yvwoTh Kat
evOelKvUbOuEVN HE OELPa
yovidiwv

Aentopepn dedopéva olvTngng
yovidiwv / unooTNPLIKTIKEG
avayvwoelg olvingng

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

Heprypaei

O Aentopepng TUNog napaAlayng. Ot mBaveg TIHEG YA TIG
YOVIOLOKEG evIoXUOELG NnEPIAAUBAvVOUV:

CNV — lMapaAiayr aptBpol avtypd@wv (oL YOVIOLOKEG
evioxUoeLg eival ol poveg naparlayeg aplbpou avtypdewy nou
ava@EpovTal oTnv avagopd).

To fold-change Tou kavovikonoinpévou BaBoug avayvwaong oTo
Oeilypa og gx€on Pe TO Kavovikonolnpévo Babog avayvwong oe
dnAo€ldr| yovidlwpaTa.

H T eivat <DUP> yia 6Aeg TIG YOVIBIAOKEG EVIOXUOELG.

Z0pBoAo yovidiou.

Xpwuéowpa Tou yovidiou.

©¢on évapéng (hg19) Tou yovidiou.

Tehwkr 6€on (hg19) Tou yovidiou.

Hepwypaor

O Aentopepng TUnog napaAiayng. Ot niBaveg TIHEG YO TIG
OuVvTAgELG neplthapBdvouy TIG €ENG:

>ovtnén

Mapatnpoupevo anueio Bpavong 1 Tng auvtngng oe RNA.
Xpwuoéowpa:popen 8€ong (hg19).

Mapatnpoupevo anueio Bpavong 2 Tng auvtngng oe RNA.
Xpwuoéowpa:popen 8€ong (hg19).

ApLBUOG UNOOTNPIKTIKWY avayvwoewv ouvtngng.

Epgavidetal aAnbég 6tav n oepd yovidiwv/onpeiwv Bpadong
avTIoTOolXEl OTOV peTAYPaA@OUEVO NPooavaTOAoud (5 €wg 3').
Epgavidetal yeudég étav o Npoodloplopog Tou
nPOCAavaToAlopoU dev fTav duvaTtog.

ApLOUOGC UNOOTNPIKTIKWY avayvwoewyv ouvtngng.
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Iedio otV
avagopa PDF

A/l

A/l

A/l

A/l

A/l

A/l

Mgdio oty avegopd JSON
(oyxeTwkn drwdpopn 6to
ovTikeigevo JSON
napaiiayng)

Aentopepn dedopeva ouvTnNgng
yovidiwv / ouvepyatngl /
yovidio

Aentopepn dedopéva ouvTngng
yovidiwv / guvepydtngl /
XPWHOCWUA

Aentopepn dedopéva ouvTngng
yovidiwv / ouvepydtngl / B€an

Aentopepn dedopeva ouvTnNEng
yovidiwv / ouvepydtng2 /
yovidio

Aentopepn dedopéva ouvTngng
yovidiwv / guvepydtngl /
XPWHOCWUA

Aentopepn dedopéva ouvTngng
yovidiwv / ouvepydtngl / B€an

Heprypagi

>U0pBoAa ) To évopa (and tnv €kdoon 19 tou GENCODE) twv
yovidiwv nou aAAnAenikaAUnTovTal pe To onueio Bpavong 1.
MoAAanAd yovidla nou enkaAlntouv 1o idlo onueio Bpavong
0pLoBETOUVTAL UE EPWTNHATLKA.

Xpwpdéowpa onueiou Bpaviong 1.

©¢on (hg19) tou onueiou Bpauvong 1.

>U0pBoAa ) To dvopa (and tnv €kdoon 19 tou GENCODE) twv
yovidiwv nou aAAnAenikaAUnTovTal pe To onueio Bpavong 2.
MoAAanAd yovidla nou entkaAlntouv 1o idlo onueio Bpavong
0opLoBeTOUVTAL UE EPWTNHATLKA.

Xpwpdéowpa onueiou Bpaviong 1.

©¢on (hg19) tou onueiou Bpauvong 1.

Mivakag 4 Aentopépeleg naparAayng ouvtngng oTnv avagopd

Medio otV
avagopda PDF

Tonog

Ennpealopevo
(a) egovio(a)

MeTtaypdapnua

‘Evap&n onpeiou
Bpavong

TENoG onueiou
Bpauong

YNooTNPLKTIKEG
QAvVayVWOELG
HOTiOpOTOG

Iedio otV avagopd
JSON (cyetkn dwdpopn
670 avtikeipevo JSON
napoiioyng)

T0nog / TR

Oeprypaon

O Aentopepng TUNog napaiiayng. Ot mBaveg TIHEG YA TIG

ouvTAgeLg neplAapBavouy TIG €ENG:

npo6obeteqg nAnpoyopieg /
(otolxeio ouoTtolxiog pe
ETIKETA =
“TMpooBePAnuevo(a) egovio
(0)7)

npo6cBeTeg NAnpoopieg /
(oTolxeio ouoTtolxiog pe
e€TIKETA = “MeTdypa@o” )

npo6cBeTeg NAnpoopieg /
(oTolxeio ouoTtolxiog pe
eTIKETA = “Evapgn
onpeiou Bpavong” )

npocBeTeg NAnpoopieg /
(oToleio ouoTolkiag pe
€TIKETA = “TENOG onpeiou
B6pavong” )

npo6obeteqg nAnpoyopieg /
(otolxeio ouoTtolxiog pe
ETIKETA = “YNOOTNPLKTIKEG
avoyvwoelg patiopatoqg” )

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

MapaAAayn patiopatog

To €&bvio (N Ta egdvia) nou ennpeddovtal and Tnv napaiiayn
patiopaTtog, Katd nepintwon. MNa napadeiypata, 1o 4-6 unodeikviel
OTL ennpedoTnkav Ta €govia 4, 5 kat 6.

AvayvwploTiko petaypagnuatog (RefSeq).

Mapatnpolpevn €vapgn onueiou Bpavong napaAlayAg HATIOPATOG
oto RNA. Xpwpbéowpa:popoer 8€ong (hg19).

Mapatnpoupevo onueio Bpavong napaAlayng patiopatog oto RNA.
Xpwpéowpa:popen 6€ang (hg19).

ApLlOUOG UNOCTNPIKTIKWY aVOYVWOEWY HATIOHATOG.
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Iedio otV
avagopa PDF

A/l

A/l

Al

A/l

A/l

A/l

A/l

A/l

Al

Iledio otV avagopd
JSON (cyetwkn dwdpopn
610 avtikeigevo JSON
napaiiayng)

Aentopepn dedopeva
napaAlaywv patiopatog /
XPWHOOWHA EVAPENG
onpeiou Bpavong

Aentopepn dedopéva
napaAiaywv patiopatog /
0€on €vapgng onueiou
Bpavong

Aentopepn dedopEVa
napaAiaywv patiopatog /
XPWHOOWHA TEAOUG
anueiou Bpavong

Aentopepn dedopEva
napaAaywv patiopatog /
0¢€an TéAoug onpeiou
Bpavong

Aentopepn dedopeva
napaAlaywv patiopatog /
UMOOTNPIKTIKEG
AVOYVWOELG HATIOHATOG

Aentopepn dedopéva
napaAiaywv patiopatog /
enonpeiwon / nnyn

Aentopepn dedopéva
napaAiaywv patiopatog /
enonpeiwon / yovidlo

Aentopepn dedopéva
napaAiaywv patiopatog /
enonpeiwon /
npooReBAnueva egovia

Aentopepn dedopEva
napaAiaywv patiopatog /
enonpeiwon /
HETOYPAPNUa

Ap. £yypagou 200008661 £kd. 02

FA IN VITRO AIATNQZTIKH XPHXZH
MONO NA EZAIQrH

Heprypaei

Xpwupdéowpa TnNG €vapgng onueiou Bpavong.

©¢on (hg19) évapgng onueiou Bpauong.

Xpwuoéowpa Tou TEAOUG onpeiou Bpauong.

©¢on (hg19) Tou TéNoug onpueiou Bpauong.

AplBUOG UNOCTNPIKTIKWY AVAYVWOEWV HATIOHATOG.

Mnyn petaypagnuatog (n.x. RefSeq).

Z0uBoAo yovidiou.

To/ta €Eovio(a) nou ennpedletai(ovtatl) and Tnv napailayrn Kat Tov
OUVOALIKO aplBpéd egoviwyv, katd nepintwon. Na napadeiypata, to 4-
6/7 unodelkvuel OTL ennpedoTnkav Ta €E6via 4, 5 kat 6 kat 6TL autod
TO PETAYPAPNHO NEPLEXEL 7 EEOVIO OUVOAIKA.

AvayvwpLloTIKO HETAYPAPNHOTOG.
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AehTtio detypdTwy

‘Ovoua apxeiou: SampleSheet.csv

Ma kaBe avaiuon, To Movada avahuong TSO Comprehensivednuioupyei Eva deAtio detypdtwy
oploBeTnpévo pe KOppata (SampleSheet.csv). Autd To apyxeio nepLEXEL NANPOYOPIEG dEIYHATOG NOU
NOPEXOVTAL OTO AOYIOULKO KOTA Tn SlApKELD TNG pUBULONG EKTEAEONG. AUTA Ta dEATIO dELYUATWY

NEPLEXOUV UL ENKEPAAIDQ PE NANPOPOPIEG OXETIKA PE TNV EKTEAEDN KAL NEPLYPAPLIKA OTOLXEIO YA TIG

BBAI0BAKEG detypdTwy nou unoBARONKav og eNegePyania g€ L CUYKEKPIUEVN KUYEAida poAg (pia

oelpd dedopeEvwy avd BIBAOBNKN dElyUdTWY).

MPOZOXH

H Tpononoinan Tou apxeiou Tou deATioU OelydTWY Ba NPOKAAETEL AvENIBUUNTEG EVEPYELEG
KOTAVTN, CUUNEPIAOUBAVOUEVWY ECQAAUEVWY AMOTEAEOUATWY A anoTuxiog TnG avadAuong.

O ak6Aoubog nivakag napexel AENTOUEPELEG YA TA OEDOUEVA TOU OEATIOU DEIYUATWY:

Ovopa otiing

Sample_ID
17_Index_ID
Oeiktng
15_Index_ID
index2
Sample_Type
Pair_ID

Sample_Description
Tumor_Type
®ulNo

Heprypaei

AvayvwploTiké deiypatog pe ouvnupévo «-DNA» yia BiBAodnkeg DNA 1 ouvnupévo
«-RNA» yia BiBAodrkeg RNA.

‘Ovopa eupetnpiou i7. BA. AAAnAouxieg npooapuootwv lllumina (ap. eyypdpou
1000000002694) yia AeNTOUEPELEG OXETIKA e TOV TPOMO PE TOV OMNOI0 TO
AVOYVWPLOTIKO EUPETNPIOU Tou deATIOU SEYPHATWY avTIOTOLKI(ETAL OTO AVAYVWPLOTLKO
€UPETNPIOU NOU KATAXWPIOTNKE KATA Tn pUBHLION TG avaAuong.

AkoAoubia eupetnpiou i7.

‘Ovopa gupetnpiou i5. BA. AAAnAouyieg npooapuootwy lllumina (ap. eyypdeou
1000000002694) yia AeNTOUEPELEG OXETIKA e TOV TPOMO PE TOV OMNOio TO
aAvVOYVWPLOTIKO eupeTnpiou Tou deATiOU SElYHATWY avTIOTOLKICETAL OTO AVAYVWPLOTLIKO
E€UPETNPIOU NOU KATAXWPIOTNKE KATA Tn puBuLIon TG avdAuong.

AkoAoubia eupetnpiou i5.
DNA f RNA.

AvayvwploTtiké deiypatog (To idlo avayvwploTikd xpnotgonoteitat yia BiBAobAkn DNA
kat RNA andé to idlo deiypa).

Mepypaen deiypatog.
TUnog 6ykou yla deiypata acBevwy. TUNog papTupa yia deiypata pdptupa.

®UAo (Avdpag, MNuvaika A AyvwoTog).
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Avagopd eE600U HapTUPWY

‘Ovopua apyxeiou: ControlOutput.csv

H avag@opd €£6d0u paptupwyv eival Eva apxeio oploBETNUEVO PE KAPTEAEG TO OMOIO NAPEXEL
NANPOQOPIEG NOLOTIKOU EAEYXOU Yl onoladAnoTe deiypuaTa papTUpWV Nou CUPNEPIARPONKav oThv
avdAuon. H Movada avdduong TSO Comprehensivedev akupwvel QUTORATA Ta dEiyHaTA 00BEVWV PE
Baon ta anoteAéopata Twv delypdTwy paptiupwy. BA. EvBeto ouokeuvaaiag TruSight Oncology
Comprehensive (EU) (ap. eyypdapou 200007789) yia 0dnyieg OXETIKA UE TNV EYKUPOTNTA TNG
EKTEAEONG KAL TNV EYKUPOTNTA TWV dElYUATWY aoBevwy pe BAon Ta anoTEAECUATA Yia Ta deiypata

HOPTUPWV.

H avag@opd €£600uU pHapTUpwy NEPLEXEL TIG AKOAOUBEG evOTNTEG KAl TA OXETIKA nedia Toug (To
avayvwploTike avaiuong neplAappdaveTtal npv andé tTnv NpwTn €vOTNTA):

Tunol paptipwy — MeplExel nAnpoopieg yia kGBe deiypa pdptupa nou nepliappdaveTatl otnv

EKTENEON.

Iledio

Tunog
HapTUpa

Sample_ID

OMokAfpwan
avaiuong

Overall
Result
(ZuvoAiko
anoTEAeOHQ)

Twn
eualobnaiag

‘Oplo
eualobnaiag

Heprypaei

O TUnog pdptupa Tou deiypatog paptupa. Ot nibaveg TipEG neplhapBdvouy ta €ENg: EEwTepikog
paptupag DNA, Mdaptupag DNA xwpig npdétuno, EEwtepikdg pdptupag RNA 1 Mdptupag RNA
Xwpig npotuno.

AvayvwploTiké deiypatog tou deiypatog paptupa. H TipA eival [Not Run (Mn ektéleon)] edv auTtog
0 TUNog paptupa dev CUPNEPIAAPONKE OTNV EKTENEDN.

‘Evdelgn yla 1o €dv oAoKANPWONKE N avaAuan yla To CUYKEKPIPEVO deiypa paptupa. Ot niBaveég
TIpEG eival TRUE (Zwotd), FALSE (AdBog), NA (A/l).

To anoTéAeopa NOLOTIKOU EAEYXOU yia To deiypa pdptupa. Ow mBaveg TipeEg eivat PASS (Enttuyia),
FAIL (Anotuyia), NA (A/l).

H unoloylopévn TR eualobnaiag yla to deiypa pdptupa. Avtinpoownevel TNV avaloyia Twv
AVIXVEUHLEVWY NAPOAAOYWY HAPTUPA NPOG TOV OUVOALIKO aplOpd avapevopevwy napaAlaywv pdptupa
oTo deiypa paptupa. loxuel povo yia Toug akdAouboug TUnoug papTtipwyv: EEWTEPIKOG papTUpag
DNA kat eEwTeplkog paptupag RNA.

H eAdxiotn T eualodnoiog nou anatteital yia va €xel To deiypa HApTUPA ONOTEAECHA NMOLOTIKOU
eAéyxou PASS (Enttuyia). loxuel pévo yia toug akdAouBoug TUnoug paptupwyv: EEwtepikdg
paptupag DNA kat eEwTteplkdg paptupag RNA.

Aentopépeleg avaiuong — MeplExel NANPoOYOpPIiEG OXETIKA PE TNV avaiuan.

Iledio

Huepopnvia avagopdg
‘Qpa avapopadg
‘Ekdoon povadag

‘Ekdoon diadikaaciag

Heprypaei

H nuepopnvia nou dnuoupyndnke n ava@opd LapTupa.
H wpa nou dnuioupynRbnke n ava@opd paptupa.

H ékdoon tng Movada avaluang TSO Comprehensive.

H €kdoaon tng dadikaciag avaAuong/pong epyactwy.

Aentopépeleg ektéAeong aAAnAouxiong — MNeplExel NANPOQYOPIEG OXETIKA PE TNV EKTEAEDN
aAAnAouxlong.

Icdio

‘Ovopa eKTEAEONG
Huepopnvia ektéAeong

AvayvwploTIKO Tou opydvou

Mepwypaon
To évopa NG eKTEAEONG AAANAOUXIONG.
H nuepopnvia tTng ektéAeong aAAnAolxiong.

To povadiké avayvwploTiKO nou OXETI(ETAL HE TO Opyavo aAAnAoUxLong.
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e dio Heprypaon

'Ekdoaon AoylopikoU eAEyxXou ‘Ekdoon tou AoylopikoU eAéyxou NextSeq Control Software (NCS) nou

opydvou XPNOlLoNoLEiTaL YO TNV EKTEANEDN.

Tunog opydvou O TUnog Tou opydvou aAAnAouxiong.

‘Ekdoon RTA ‘Ekdoon tou AoylopikoU Real-Time Analysis (RTA) nou xpnowonoleitat yla tnv
€KTEAEON aAAnAouxiong.

Ap1Bpo6g naptidag @uatyyag O aptBuoég naptidag Tng @UClyyag avtidpaotnpiou nou Xpnaotgonoleital ya tnv

avtidpaotnpiou eKTENEDN.

Analysis Status (Katdotaon avaiuong) — lMNMeplExel NANPoYopieg OXETIKA Pe TO €AV n avaAuaon
OAOKANPWONKE yla KABe deiypa paptupa Kat €av kdnota delypata anEtuxav AoOyw 0QAAUATOG

AoyLopLKOU.
Medio Meptypaen
Sample_ID AvayvwploTiké deiypatog tou deiypatog paptupa. H g eival [Not Run (Mn ektéleon)] yia

Tov/Toug TUNo(-oug) papTupa nou dev nNepAapBdavovTal oTnV eKTEAEDN.

COMPLETED_ Ynodelkviel €av To delypa eAEyXOU OAOKARPpwOE OAa Ta BApata TnG avaiuong. Ot mBaveg TIHEG
ALL_STEPS givat TRUE (ZwoTt6), FALSE (A&dBog), NA (A/l). Eav n A givat FALSE (Anotuyia), enikolvwvAoTte
HE TNV TEXVIKA unooTtApEn tng lllumina ya neploodTePEG NANPOYOPIEG.

FAILED_ AioTta anotuxnuévwy Bnpdtwyv avaiuong Adyw o@AApaTtog AoyLlopikoU. EnkowvwvhoTte pe tnv

STEPS TEXVIKN unootApEn tng lllumina yia neplocdTEPEG NANpoopieg, edv ava@EpeTal onolodANoTe
BApa €dw.

STEPS_NOT_ AioTta BnuaTtwy avdAuong nou 8ev eKTEAECTNKAV AOYW CQAANATOG TOU AOYLOHIKOU. EnkolvwvhoTte

EXECUTED pe TNV TEXVIKA unoathpgn tng lllumina yia nepioadtepeg nAnpoopieg, edv avagEpeTal

onotodnnote BApa edw.

Small Variants Truth Table Results (AnoteAéopota nivaka opBOTNTAG UKPWY MAPOAAAAYWV) —
MeplExel NANPOYOPIEG OXETIKA PE TO NOLEG MIKPEG NapaAlayEg Tou DNA pdptupa o0Tov €EWTEPLKO
paptupa DNA (BeTiko6g paptupag DNA) avixveltnkav | dev avixveuTnkav (Uia ospd avd
napaAiayn paptupa). TiwéEg A/l Ba napateBolv €dv 0 eEWTEPIKOG pdpTtupag DNA dev
ouunePINRPONKE OTNV €KTEAEON aAAnAoUXLONG.

Ieodio Hepypaon

Avixveltnke YnodelkvUel €av avixvelTnke n pikpr napaliay DNA pdptupa oto deiypa paptupa. Ot nibaveg
TIpEG eival TRUE (Zwotd), FALSE (AdBog), NA (A/l).

‘Ovopa yovidiou  Z0pPoAo yovidiou tng Enttponng OvopatoAoyiag Novidiwv HUGO (HGNC) nou oxetidetal pe tn
HGNC uikpA napaAiayi DNA pdptupa.

Xpwuoowpa Xpwpoéowpa TG HikpAGg napaiiayng DNA pdaptupa.

O¢on ©¢on (hg19) tTng pkpng napaAiayng DNA paptupa.

AN\NAGLOP®PO ANNAGHOP®YO ava@opds TNG HIKPAG napaliayng DNA paptupa.

avaeopag

EvaANaKTIKO EvaAANaKTIKO/EVAANOKTIKO aAANAOLOP®O TNG HikpAG napaAlayng DNA pdptupa.
aAANAOHOPYO

Splice Variants Truth Table Results (AnoteAéopata nivaka opBoTNTAG NAparAaywv
poTiopaTog) — MNeplExel NANpopopieg OXETIKA Pe TO noleg napaAiayEg patiopatog RNA pdaptupa
oTov eEwTEPLKO papTupa RNA (BeTikOG paptupag RNA) avixvelutnkav i dev avixveutnkav (pia
oelpd ava napaAlayn paptupa). Tpeg A/l Ba napateBolv edv 0 eEWTEPIKOG papTtupag RNA dev
oupnNEPINAPONKE OTNV EKTEAECN AAANAOUXLONG.
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e dio Tepypaon

Avixveltnke Ynodelkviel edv avixveltnke n napaiiayn patiopatog RNA pédptupa oto deiypa paptupa. Ot
nibaveg TipéEG eivat TRUE (Zwoto), FALSE (A&dBog), NA (A/l).

‘Ovopa >U0pBoAo yovidiou HGNC nou oxetiCetal pe tnv napailiayn patiopatog RNA pdptupa.
yovidiou

HGNC

Znueio Xpwpoéowpa kat 8€on (hg19) Tou npwtou onueiou Bpauong Tng napaiiayng patiopatog RNA
Bpauong 1 pHapTUPQ.

>nueio Xpwpoéowpa kat 8€an (hg19) Tou deltepou onpeiou Bpavong Tng naparlayng patiopatog RNA
Bpavong 2 HapTUPQ.

Fusions Truth Table Results (AnoteAéopata nivaka opBoTNTOAG CUVTALEWV) — MNEPLEXEL
nAnpo@opieg oXeTIKA Pe To Noleg napaAiayeg ouvtnEng RNA pdptupa otov eEWTEPIKO papTupa
RNA (8eTik6g paptupag RNA) avixvelutnkav f dev avixveltnkav (Hia oeipd ava napaiiayr
paptupa). Tipeg A/l Ba napateboulv dv 0 eEWTEPLIKOG papTupag RNA dev oupneplA\@Onke otnv
EKTEAEON AAANAOUXLONG.

Medio Meplypaen
Avixveltnke YnodelkvUel €dv avixvelTnke n napariayn ouvtngéng RNA pdptupa oto deiypa paptupa. Ot nibavég
TIpEG eival TRUE (Xwotd), FALSE (AdB0og), NA (A/l).
‘Ovopa >0ppoAo yovidiou HGNC nou oxetifetal pe To npwTto onueio Bpavong Tng napaAlayng ocuvtngng
yovidiou RNA pdptupa.
HGNC 1
‘Ovopa >UuppoAo yovidiou HGNC nou oxetidetal pe To deUTepO onueio Bpaltong Tng napailiayng olvIngng
yovidiou RNA pdptupa.
HGNC 2

DNA NTC Library QC Metrics (Metproelg nototikoU eAéyxou BiAoBAkNGg DNA NTC) — Mepiexet
NANPOYOPIEG OXETIKA PE TN HETPNON NOLOTIKOU EAEYXOU Nou agloAoyninke yia tov pdptupa DNA
Xwpig npoétuno. H katdotaon PASS (Enituxia) unodeikvuel 6TL n TIWA Yo Th HETPnon Bpioketal
€VTOG TOU KaTWTEPOU opiou npodlaypa@wy (LSL) kat Tou avwtepou opiou npodlaypagwyv (USL).
H katdotaon FAIL (Anotuyia) unodelkvUel OTL n TN yia Tn PETPNON €ival EKTOG Tou gUpoug LSL
N USL. Twweg NA (A/l) 6a napatebouv €dv o paptupag DNA xwpig npdéTuno dev cupnepAn@onke
otnv ekTéAeon aAAnAouxiong.

. , ’ Opw
Métpnon Hepypaon Movadeg N T
MEDIAN_EXON_ Aldpeon kdAuywn BpaucpdTwy egoviou og OAeG TIG BAoELg Ap1Bpog <8
COVERAGE egoviou.

RNA NTC Library QC Metrics (Metproelg nototikoU eAéyxou BiAoBAkng RNA NTC) — MepiExet
NANPOQYOPIEG OXETIKA LE TN HETPNON NOLOTIKOU EAEYXOU Nou agloAoynbnke yia tov pdptupa RNA
Xwpig npétuno. H katdotaon PASS (Enttuxia) unodeikvuel 6TL n TIWA Yo Th HETPNON BpiokeTtal
€VTOG TOU KATWTEPOU opiou npodlaypa@wy (LSL) kat Tou avwtepou opiou npodlaypapwyv (USL).
H katdotaon FAIL (Anotuyia) unodelkvUiel OTL N TN yia Tn PETPNON €ival EKTOG Tou gUpouqg LSL
N USL. Tweg NA (A/l) 6a napateboulv €dv o paptupag RNA xwpig npdtuno dev cupnepAn@onke
otnv eKkTéEAeon aAAnAouxiong.

p p , Oprwo
Métpnon Hepyypaon Movadeg O EEE
GENE_ O apBuo6g Twv yovidiwy yia ta onoia To SLdpeCO anodINAACIAoUEVO Ap1Bpog <1
ABOVE_ BaBog avayvwaong oe 6AOUG TOUG YEVETIKOUG TOMOUG NOU ENEKTABNKAV
MEDIAN_ yla KaBe yovidlo gival >20.
CUTOFF
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'E€0d0G peTpHoEWwV

‘Ovopua apyeiou:

MetricsOutput.tsv

H €Eodog peTproswyv eival €va apxeio oploBeTNUEVO PE KAPTEAEG NOU NAPEXEL NANPOPYOPIEG MOLOTIKOU
eAEyxou yla deiypata aoBevwy nou cupnepIAf@dnkav atnv avaiuon.

To apxeio €600V PETPOEWV NEPLEXEL TIG OKOAOUBEG eVOTNTEG KAl TA OXETIKA nedia:

Header (Enike@alida) — MNeplExel YEVIKEG NANPOYOPIEG OXETIKA PE TO APXEIO KAl TNV EKTEAEDT.

Ieodio Tepypaon

Huepopnvia €£6dou Hpepopnvia dnuloupyiog autou Tou apyeiou.

‘Qpa €£6d0U ‘Qpa dnuoupyiag autol Tou apxeiou.

‘Ekdoon pong epyacuwv H €kdoon tng dtadikaciog avaAuonG/ponGg EPYOCLWV.

‘Ekdoon povadag

H €kdoon tng Movada avadiuong TSO Comprehensive.

AvayvwploTikO EKTEAETNG To avayvwploTikd TNG EKTEAEONG aAAnAoUxlong.

‘Ovopa eKTEAEONG

To 6vopa NG ekTEAEONG AAANAOUXIONG.

Run QC Metrics (EKTéAeon pHeETPOEWY NOLOTIKOU eAEyxoU) — lMepLEXeL NANPOYOpPIiEG NOLOTIKOU
€ANEYXOU yla TNV eKTEAEON aAAnAouxtong. AuTh n evOTNTA AVTIOTOLKEL OTNV KaTdoTaon oTnVv
EKTEANEDN NOLOTIKOU €AEYXoU oTNV avagopd tou TSO Comprehensive kal nepthAapBavel pia oeipd
avd HETPNON NOLOTIKOU €AEYXOU MOU CUUPBAAAEL TNV KATAOTAON EKTEAECNG TOU MOLOTIKOU
eAEyxou. 'ONeG OL LETPNOELG NOLOTIKOU EAEYXOU OE€ QUTAV TNV EVOTNTA NPENEL VA €ival ENITUXEIG
yla va BewpnBei €ykupn n EKTEAECN TOU MOLOTIKOU EAEYyXOU. BA. EKTEAEON NOIOTIKOU EAEy)OU OTN
oehida 8 yia Aentopgpeleg avaiuong. MNa neplypa@EeG Kat yia Ta 0pla TwWV HETPAOEWY MOLOTIKOU
eANEyxou, avaTpEeETe aTnNV evoTNTa METPOEIC MOIOTIKOU €AEyxoU OTNn aeAida 52.

XN

Métpnon (UOM)
LSL

usL

Twn

PASS
(Enttuyia)/FAIL
(AnoTtuyia)

Heprypaei

‘Ovopa HETPNONG NOLOTIKOU EAEYXOU KOl HOVADA HETPNONG.
Katwtepo 6pto npodlaypa®wv (CupnepAapBAavel TNV akpaia Tiun).
AvwTtepo 6plo npodlaypapwyv (cupnepAapBAavel TNV akpaia Tiun).
T HETPNONG NOLOTIKOU EAEYXOU.

YnodelkvUel €av To deiypa NTAV ENTUXEG ) ANETUXE OTN HETPNON NoloTikoU gAéyxou. Ot nibaveg
TIHEG nepthapPBdavouv PASS (Emttuyia), FAIL (Anotuyia) A NA (A/l).

Analysis Status (Katdotaon avaiuong) —lepiExel NAnpo@opieg OXeTIKA Pe TO €4V n avaiuaon
oAokANpwONkKe yia kGBe deiypa aoBevn Kat edv kanotwa dsiypata anétuxav Adyw o@AALOTOG
Aoylopikou. Kabe otiAn o€ authv Tnv evOTNTA AVTIOTOLKEL 0€ €va deiypa aoBevoug (To
aAvVAYVWPLOTIKO BEIYHATOG XPNOLMOMNOLEITAL YIa TO OVOud TNG OTAANG).

Iz dio

COMPLETED_
ALL_STEPS

FAILED_
STEPS

STEPS_NOT_
EXECUTED

Heprypoaen

Ynodekviel €av To deiypa oAokAnpwaoe 6Aa Ta Brpata tng avadiuong. Ot niBaveég TipEG eivat TRUE
(ZwoTod) kat FALSE (AdBog). Eav n Twr eivat FALSE (AnoTuxia), ENKOWVWVAOTE HE TNV TEXVLKA
unoothpgn tNng lllumina yia nepioadtepeg NANpPoYopieg.

AioTta anotuxnueEvwy Bnudtwyv avaiuong Adyw 0@AAPAToG AoyIOpLIKoU. ENKOIVWVAOTE PE TNV TEXVLKA
unoothpEn tng llluminayla neplocdtepeg NANPoOPoPieg, €AV ava@EPETAL ONOLOOANOTE PrHA £OW.

AioTta BnuaTtwy avadAuong nou dev eKTEAECTNKAV AOYW OQAALATOG TOU AOyLOpLIKoU. EntkolvwvhAoTe pe TV
TEXVIKN unoaTtnpEn tng llluminayla neploocdTEPEG NANPOYOPIEG, EAV AVAPEPETAL ONOLOdANOTE BAHA EOW.
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QC Metrics Sections for Patient Samples (EvotnTeg PETPOEWY NOLOTIKOU EAEYXOU Yia deiypaTta
agBevwyv) — MeplAapBAaveTal pa evoTNTA yia KABE TUNO NOLOTIKOU EAEYXOU MOU Xpnaolponoleital
yla deiypata acBevwyv. O ak6Aoubog nivakag snonuaivel Ta onueia énou n Katdotaon NoloTikou
eAéyxou atnv avagopd tou TSO Comprehensive avtioTtolxei o pla evotnta.

Evétnta

MeTproelg nolotikol
eAEyxou BIBALOBAKNG
DNA

MeTproelg nolotikol
eAéyxou BIBALOBAKNG
DNA yia avtioTolyioelg
UIKPWV NapaAAaywV Kat
TMB

MeTproelg noloTikou
eAeyxou BIBALOOAKNG
DNA yua MSI

MeTproelg noloTikou
eAeyxou BIBALOOAKNG
DNA yia CNV

AlEUPUPEVEG PETPNOELG
DNA

MeTprioelg noloTikou
eAEyxou BIBALOBAKNG
RNA

AlEUPUUEVEG PETPNOELG
RNA

Heprypoen

MeTpnoelg noloTikoU eAEyXOU Nou XpnatgonotolvTal wg KPLTApLa
€YKUPOTNTOG YO BIBALI0BAKEG detypaTtwy DNA.

BA. lMoioTikdg €Aeyxog yia BiBAiobrikeg detyudtwv DNA otn
oelida 13 yia Aentopépeleg avaiuong. Na NepLypageg Kat yia
Ta 6pla TWV PETPAOEWVY NOLOTIKOU EAEYXOU, QVATPEETE OTNV
evotnTa MeTprioelg noloTikou eAgyxou otn oehida 52.

MeTpnoelg noloTikoU eAEyXOU Nou XpnaotponotolvTal wg KPLTAPLa
yia MSI og BiBA0BAKN detypdtwy DNA.

BA. lMoioTikdg €Aeyxog yia BiBAiobrikeg detyudtwv DNA otn
oelida 13 yla Aentopépeleg availuong. Na neplypageg Kat yia
Ta 6pla TWV HETPAOEWY MOLOTIKOU EAEYXOU, avaTPEETE OTNV
evotnTa MeTprioelg nolotikou eA€yxou oTn oehida 52.

MeTproelg NOLOTIKOU EAEYXOU MOU XPNOLHonoloUvVTal WG KPLTHpLa
via MSI og BiBA0BAKN detypdtwy DNA.

BA. lMotoTikdg €Aeyxog yia BiBAiobrikeg detyudtwv DNA otn
oelida 13 yla Aentopépeleg avaluong. Na neplypageg Kat yia
Ta 6pla TWV HETPAOEWY MOLOTIKOU EAEYXOU, avaTPEETE OTNV
evotTnNTa MeTprOoEelg MoloTikoU eAEyxou oTn oehida 52.

MeTproelg NOlOTIKOU EAEYXOU MOU XPNOLHONOooUVTalL WG KPLTHPLa
yla yovidlakég eviayxloelg o BiBAoOnkn detypatwy DNA.

BA. lMotoTikdg €Aeyxog yia BiBAiobrikeg detyudtwv DNA otn
oelida 13 yia Aentopépeleg avaluong. Na neplypa@eg Kat yia
Ta Opla TWV HETPHOEWV MOLOTIKOU EAEYXOU, OVATPEETE OTNV
evoTnTa MeTprioelg nototikou eA€yxou oTn aelida 52.

O1 dieupupeveg petpnoelg DNA npoopidovtal povo yia
EVNUEPWTIKOUG OKOMNOUG Kal &eV UNodEIKVUOUV AUECT TNV
notdtnta BLBAoOnkwv DNA.

BA. lMotoTikdg €Aeyxog yia BiBAiobrikeg detyudtwv DNA otn
oelida 13 yla Aentopépeleg avaluong. Na neplypageg Twy
peTpRoewy, BA. Aieupuuéveg petpriosic DNA otn oglida 54.

MeTproelg NOlOTIKOU EAEYXOU MOU XPNOLHONOLoUVTalL WG KPLTHPLa
€YKUPOTNTOG YO BIBAL0BNAKEG detypatwy RNA.

BA. Moiotikog €Aeyxog yia BiBAioBrikes detyuatwv RNA otn
oelida 16 yia Aentopépeleg avaluong. Na neplypa@eg Kat yia
Ta 6pla TWV PETPOEWV NOLOTIKOU EAEYXOU, QVATPEETE OTNV
evotTnTa MeTprioelg noloTikou eAEyxou oTn oehida 52.

O1 dieupupéveg petpnoelg RNA npoopidovtal poévo yua
EVNUEPWTIKOUG OKOMNOUG Kat deV unodeIKvUOUV AUETA TNV
nototnta BLBAtoOnkwv DNA.

BA. IMotoTikdg €Aeyxog yia BiBAioBrikeg detyudtwv RNA otn
oelida 16 yia Aentopépeleg avaluong. BA. Aisupupugveg
uetprioeic RNA otn oelida 55 yla neplypa@eg Twv HETPHOEWY,
aAAd Kat yia Ta 6pld Toug.

Kdbe evoTtnTa neplEXel TIG aKOAOUBEG OTAAEG:
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Metric (UOM) [Métpnon (UOM)] — To 6vopa tng PETPNONG MOLOTIKOU EAEYXOU KAl Tn povada
HETPNONG.

LSL — KatwTtepo 6pLto npodlaypa@wy (CUPNEPIAAUBAVEL TNV OKPaia TIUA).

USL — AvwTtepo 6plo npodlaypa@wv (cupneptA\apfAavel Thv akpaia TIuA).

Mia oTtAAn ava deiypa (ovopdleTal HE TO AVAYVWPLOTIKO dEiyHATOG).

Kdbe evotnta neplEXel TIG aKOAOUBEG OEIPEG:

Mia oelpd avd pETpnon NoloTikoU AEYXOU.

PASS (Emttuyia)/FAIL (AnoTuyia) —Ynodelkviel €dv To deilypa ATAvV ENTUXEG I ANETUXE YA
Tov TUNO Tou noloTikoU gAéyxou. H katdotaon PASS (Enttuxia) unodeikvuel OTL Ol TIUEG
OelypaTog yia TIG peTpnoelg BpiokovTal evtog Twyv opiwv LSL kat USL. H katdotaon FAIL
(AnoTuyia) unodelkvuel OTL OL TIHEG DElYHATOG YA pia i NEPLOCOTEPEG ANO TIG PETPNOELG
BpiokovTtal eKTOG TOU €Upoug LSL  USL. Auth n ocipd dev neplhapBavetal yia SIEUPUUEVEG
petproelg DNA f dieupupéveg petproelg RNA.

Notes (Znpewwoelg) — MNeplExel pa Aiota OnNUEWOEWY NOU NEPLYPAPOUV TO NEPLEXOUEVO TOU
apxeiou.

Avagpopa xapnAou Badoug
‘Ovoua apxeiou: {SAMPLE_ID}_LowDepthReport.tsv

H avagopd xapnAou BdBoug gival Eva apxeio oploBeTNUEVO Pe KAPTEAEG Nou dnuloupyeiTal yia kabe

Oclypa acBevoug kal nepAaBAvVEL Evav KOTAAOYO TWV EUPWYV YOVIOIWHATIKWY BECEWV E GUVOALKO
BaBog aAAnAouxiong <100 yia To onoio dev avixvelTnke napailayr nou dlEpXETAL and To QIATpo.
AUTEG oL BEoelg €xouv avenapkeg BABog aAAnAoUxIong wOoTE va AnoKAELOTEl N napoucia HIKPAG
napaiiayng. O B€oelg otn AloTa anokAglopoU egalpolvTal andé TNV avagopd.

H avagopd xaunAou BdBoug dev enavadnuioupyeital kKata thn didpkela Tou Report Regeneration (Ek

vEou dnuoupyia ava@opdg).

H avag@opd xaunAou BdBoug neplhapfavel TIG akOAOUBEeG evOTNTEG KAl Ta OXETIKA nedia:

Header (Enike@alida) — MNMeplExel YEVIKEG NANPOPOPIEG OXETIKA HE TO ApXELO KAl TNV EKTEAEON.

Iedio Hepwpaon

Sample ID (AvayvwploTtikd AvayvwploTIKO deiypaTtog Tou deiypatog agbevoug.

deiypatog)

TUnog 6ykou Tunog éykou Tou deiypatog agbevoug.

Hpepounvia ava@opag H nuepopnvia nou dnuioupyndnke n avagopd xapunAou Baboug.

AvayvwploTIKO EKTEAEDNG To avayvwploTIKO TNG eKTEAEONG aAAnAoUxiong.

Hpepopnvia ekteAeong H nuepopnvia tTng ektéAeong aAAnAouxiong.

‘Ekdoon yvwolakAig Bdong H €kdoon tTng KB nou eykataotdBnke 6tav dnpoupyndnke n ava@opd xapuniou
Baboug.

Hupepopnvia dnuooicuong H npepopnvia nou oxetidetal pe tnv KB nou eykataotdBbnke 6Tav dnpioupynbnke

YVWOLOKAG BAong n ava@opd xaunAou Baboug.

‘Ekdoon povadag LRM H €kdoon tng Movada avdiuong TSO Comprehensive.

Genomic Range List (Aiota yovidiwpaTtikoU eUpoug) — lMeplExel pia Aiota Tou €Upouqg
YOVIOIWHATIKWY BE€0ewv pe XaunAS BdaBog. MNapakeipeveg yoVIOIWUATIKEG BETEIG He XaunAG BdabBog
nou enikaAunTtouv To/Ta idlo(-a) yovidlo(-a) cuvdudlovTal o€ pia oelpd.
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TN Hepypaon

Chrom Xpwpoéowua.

‘Evapén O¢on €vapgng (hg19).
TéNog Tehiky 6€on (hg19).

lovidlo >U0pBoAo(-a) yovidiwv nou enkaAUNTOUV TO YOVISLWHATIKG eUpog Bdoel TnG Pdong dedopévwy RefSeq nou
nepthapBavetal otnv KB.

Aopn akEAoU €E0dOU

AUTH n evOTNTA NEPLYPAPEL TO NEPLEXOUEVO KABE @akEAoU €€6O0U nou dnuloupyeital Katd Tn
OldpKela TNG avaiuong.
IVD
IVD_Reports

{SamplelD}_TSOCompEUModule_KB{version}_Report.pdf — Avapopd& tou TSO
Comprehensive (og popen PDF) avd deiypa acgbevoug
{SamplelD}_TSOCompEUModule_KB{version}_Report.json — Avagopd tou TSO
Comprehensive (og poperp JSSON) ava deiypa acBevoug
{SamplelD}_LowDepthReport.tsv — Avagopd xauniou BdBoug ava deiypa aobevoug
MetricsOutput.tsv — 'E€000G HETPrOEWY
ControlOutput.tsv — Avagopd €£6d0u papTUpwyv

Logs_Intermediates (Apxeia kataypagng_Evdidpeon apxeia) — Apxeia kataypa@ng kat
evOldpueoa apyxeia nou dnuioupyoulvTal Katd T Oldpkela NG d1adlkaoiag/poAg epyaciwv
avaiuong. Ta evdldpeoa apxeia npoopifovTal povo yia Borbela oTnv avTILeTWNON NPORANHATWY.
O nAnpo@opieg nou neplExovtal ota evoldpeoa apyxeia dev npoopifovTal yla XpRon yia KALWVLIKN
avagopd r) dlaxeipion acBevwv. Ot enddoelg onowwvoNoTE NapaiAaywv nou npoodlopifovtal o€
auTtd Ta apxeia, eKTOG and eNKUPWHEVEG NAapallayeg, dev €xouv KatadelkBei. Ot ENKUPWHEVEG
napaAlayEg ival napaiAayeg PE anodedELYPEVA XAPOAKTNPLOTIKA endogewyv. KaBe @AakeAog
avtinpoownevel €va BApa NG pong epyactwv/dladikaciag avaiuong. To Movéada avdiuong TSO
Comprehensivenpooaptd RNA ) DNA ota ovopaTta @akEAWV avayvwpLloTIKWOV TwV OEYUATWY
katd Tn dldpkela TNG enegepyaaoiag.

1 Anoé tov nivaka gpyaleiwv tou Local Run Manager, eniAégte TO dvoua TNG EKTEAEONG.

2 Ané tnv kaptéAa Run Overview (Enokédnnaon ekTEAeONG), OEITE TIG HETPAOELG TNG EKTEAEONG
aAAnAouxiong.

3 T va aA\agete N B€on Tou apyxeiou dedopévwv avaluong yla LEANOVTIKEG EnavaTtonoBeTnOELg
™G eMAEYPEVNG EKTEAEONG O€ oupd, emAegTe Edit (EneEepyaaoia) kal, otn ouvexela,
eneepyaoteite N dladpopn apxeiou e€600U EKTEAEONG.

To évopa Tou @akEAou €5000U ekTEAEONG dev HNopel va aANGEEL.

4 [MpoapeTtikd] EnAégTte TOo Copy to Clipboard (Avtiypagn oto npdxelpo) yia yprnyopn npdéaBaon
OTOV @AKENO €EOOOU EKTENEONG.

5 EnéETe Tnv KapTteNa Sequencing Information (MAnpo@opieg aAAnAouxlong) yia va deite TIG
NOPAUETPOUG TNG EKTEAEONG KAL TIG NANPOYPOPIEG YO TA AVOAWOCLUA.

6 EnéETe TNV KapTtéAa Samples & Results (Asiypata Kat anoteAEOPATA) yia va NPpoPAAETE
ava@opEG Kal NANPoYopieg NOLOTIKOU EAEYXOU.
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Mna enavelAnuuévn avaAuaorn, avantugte Tnv avantuooopevn Aiota Select Analysis (Enthoyn
avdAuong) kat eMAEETE TNV KATAAANAN avaAuon.

7 [MpoaipeTikd] EmAEETe Copy to Clipboard (Avtiypa@r oto npoxeELpOo) Yl va avTlypdyweTe TN
dladpopr apxeiou Tou @akéAou Analysis (Avaiuan).

MNa neplocdtepeg NAnpoYopieg oXeTIKA pe TNV KapTtéAa Run Overview (Enokénnon ektéAeong), tTnv
KaptéAa Sequencing Information (MAnpo@opieg aAAnAoUxiong) kat Tov TpdNo enavatonoBETnong Tng
avdAuong ag oupd, BA. Odnyoc avapopdg opydvou NextSeq 550Dx (ap. eyypdpou 1000000009513).

Samples & Results (Aciypata Kat anoteAEoHATA)

H 066vn Samples & Results (Agiypata kot anoteAéopata) ep@avidel Ta anoTEAEOUATA TNG AVAAUONG
nou oxetiovtal pe TNV eMAEYUEVN avdAuaon Kal NopEXEL TNV EMAOYI YlA €K VEOU avAAUCN TNG
EKTEAEONG HE OLOPOPETIKEG NAPAPETPOUG. 'Evag nivakag 0To endvw HEPOG TNG 000vNG NapEXEL TNV
NnUEPOMNVia €vapgng TnG TPEXOUOAG EMAEYUEVNG EKTEAEONG avAAUONG KAl TOV TUMO TNG EKTEAEONG
(apxtkn avaAuaon, enavatonoBETnong tTnG avaiuong o€ oupd A €k vEou dnuloupyia avagopdg).

MeTpRnoelg entnEdoU EKTEAEONG

H evétnta Run Level Metrics (Metprioelg eninédou ekTéAeong) otnv o86vn Samples & Results
(Agiypata Kol anoteAéopaTa) ep@aviel TNV KATAOTAON EKTEAEONG PETPHOEWV NOLOTIKOU EAEYXOU
PASS (Enttuyia)  FAIL (Anotuyia) yia KGBe ekTEAEON PETPNONG NOLOTIKOU €AEyXou. Ot KOTAOTAOELG
EKTEANEONG HETPACEWYV MOLOTIKOU EAEYXOU npoEpxovTal and to apxeio MetricsReport.tsv (BA. EEodog
HETPioewVY OTN oeAida 41). MNa NeEPLyPAPES KAl YIa TA OPLO TWV HETPAOEWY MNOLOTIKOU EAEYXOU,
avaTtpELTe aTnV evoTNTa METPNOEIC MOIOTIKOU €AEy)xoU TN oeAida 52.

Agiypota papTtupwy

Ta deiypata paptupwy kKabopifovtal otnv 086vn Run Setup (PuBuion ektéleong) tou Local Run
Manager. Ta anoteAéopaTta yla ta delypata nou €Xouv oploTel wg HAPTUPEG epaviovTal oTnv
evotnta Controls (Maptupeg) Tng 0066vng Samples & Results (Aciypata kat AnoteAéopata). H
evotnta Controls (MAptupeg) epgpaviel TiIg akOAouBeg OTAAEG yla KGBe deiypa nou €xeL oplOTEl WG

MAPTUPOG:
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Sample ID (AvayvwploTiké deiypatog)

Type (Tunog) — Tunog deiypatog pdptupa. OL niBaveg TIpEG eival EEwTepIkOG paptupag DNA,
Mdaptupag DNA xwpig npotuno, EEwtepikdg pdptupag RNA 4 Maptupag RNA xwpig npdétuno. Ot
OlaBEaipol TUnot dEYUATWY POPTUPWY NapapeEvouyv idlot kat dev ennpedalovTal and Tnv
EYKATEOTNUEVN YVWOLOKN Baaon.

Analysis Complete? (ONokAnpwBnke n avaiuon;) — Ot mBaveg TipEG eivat TRUE (Zwotd) kat
FALSE (A&Bog). Ta deiypata paptupwy nou enonuaivovtat wg TRUE (Zwotd) otn 0TAAN
Analysis Complete? (OAokAnpwONnKe N avaAiuan;) €xouv OAOKANPWOEL TNV avaiuan deilypaTtog
paptupa. Eav éva deiypa paptupa €xet enonupavOei wg FALSE (AdBog), €xel napouclaoTei
OQ@AALa O0TO AOYIOMIKOG. ['la neploadTEPEG NANPOPOPIEG, ENKOVWVAOTE PE TO THAMA TEXVIKNAG
unoothpEng tng lllumina.

Outcome (AnotéAeapa) — Ot mBaveég TipeEg eival PASS (Emituyia) kat FAIL (Anotuyia). Acite Tov

NOpaKATW Nivaka yla TNV €pUNVEia TWV TIHWV ONOTEAECHATOG:

Tomog
dgiypartog
HapTvpo
DNA xwpig
npoTuno

RNA xwpig
npoTuno

EEwTeptko
DNA

EEwTepikd
RNA

AmotéheoHa

PASS
(Enttuyia)

FAIL
(Anotuyia)

PASS
(Enttuxia)

FAIL
(Anotuyia)

PASS
(Enttuyia)
FAIL
(AnoTtuyia)
PASS
(Enttuyia)

FAIL
(Anotuyia)

Eppnveia

Agv unodelkvueTal dlacTaupolpevn poAuvon pHeTagu BLBALOONKwY.

YnodelkvieTal dlactaupoulpevn poAuvon petagl BipAobnkwy. Ta deiypata DNA otn
dadikaocia npostolpaciag BIBALOONKNG KAl O OAEG TIG OXETIKEG EKTEAETELG
aAAnAouxiong dev eival €ykupa.

Agv unodelkvUeTal dlactaupoUpevn poAuvon petagl BIBALOONK®Y.

Ynodekvietal dlactaupoupevn péAuvon PeTagu BiBAoBnkwy. Ta deiypata RNA otn
dadikaoia npoetolpaciog BIBAOOAKNG Kal 0e OAEG TIG OXETIKEG EKTEAETELG
aAAnAouxiong dev gival €ykupa.

AvVIXVEUTNKAV AVOUEVOUEVEG NAPOANAYEG.

OL npodlaypa@eg avTioToixliong napailaywy dev ikavonolouvTal Kat Ta deiypata
DNA otnv ektéheon aAAnAouxlong dev eival €ykupa.

AviXveUTnKaV aVaUEVOUEVEG NAPAAAAYEG.

O npodlaypa@eg avTioToiXlong napaAlaywy dev IKavonolouvTal kat Ta deiypata
RNA otnv ektéAean aAAnAouxlong dgv eival €ykupa.

MeTtprnoelg emnedou deiyaTtoqg

H evétnta Sample Level Metrics (MetpAioelg eninedou deiypatog) tng 066vng Samples & Results
(Agilypata kat anoteAéopata) ep@avidel NANPo@opIieg NOLOTIKOU EAEYXOU Yyla delypaTta aoBevwy nou
oupnepAn@Bbnkav otnv avaiucon. Ta anoTEAECUATA TOU NOLOTIKOU EAEYXOU TWV JELYUATWY a0BEVWV
npogpxovtal and 1o apxeio MetricsReport.tsv (BA. EEodo¢ petpriocswv otn oelida 41). H evotnTa
MeTproelg enngdou delypatog ep@avifel TIG akOAoubeg oTAEG yia kKGBe deiypa acbevoug:

Sample (Agiypa) — To avayvwploTiké Tou deiypaToG.

Analysis Complete? (OAokAnpwOnke n avaiuon;) — Ot niBaveg Tipeg eival TRUE (XwoTd) kat
FALSE (A&B0og). Ta deiypata nou enonuaivovtal wg TRUE (Zwotd) otn otAAn Analysis
Complete? (OAokAnpwONKe n avaAuon;) €Xouv OAOKANPWOEL ENTUXWG TNV avaiuan. Edv éva
dciypa €xel enonpavei wg FALSE (AdBog) oe autrhv Tn oThAn, €xeL napouclaotel QAN
AoylOopIKOU. Ma neplocOTEPEG NANPOPOPIES, ENKOWVWVAOTE PUE TO TUAHUA TEXVIKAG UNOCTAPLENG
™G lllumina.
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DNA Library QC ([Motwotik6g €Aeyxog BiBAoBnkng DNA) — O miBavég Tipeg eivar PASS (Enttuyia)
kat FAIL (Anotuyia). YnodeikvUiel edv TO delypa nEpace pe enttuxia i 0xL TOV NOLOTIKO EAEYXO
BiBAI0BAKNG DNA, o onoiog woxUel yia tn BiPAoOAkn DNA nou unoBAROnke ae aAAnAouxlon.
AvTlOoTOLKEL OTOV NOLOTIKO €Aeyxo BIBAL0BANkNG DNA otnv avagopd tou TSO Comprehensive.
EpgavideTal pia navha (-) €av pa BLAoOAkn DNA dev unoBAndnke oe aAAnAouxlon A €av o
noloTIkOG €Aeyxog avaiuong €xel Tiun FAIL (Anotuyia).

DNA Variants and Biomarkers (IMapaAhayég DNA kat Blodeikteg)
Small Variants and TMB (Mikpég napalhayég kat TMB) — O niBaveg TIpEG €ivat PASS
(Emttuyia) kat FAIL (Anotuyia). YnodelkvUuel eav TO deiypa nEpace pe enttuxia i OxL Tov
NoloTIKO EAEYXO YO PIKPEG napallayeg kat TMB atn BiBA0BAkn DNA. AvtioTolxei
OTOV NMOLOTIKO €AeyX0 HIKpwV napailaywv DNA kat TMB otnv avagopd tou TSO
Comprehensive. Epgavifetal pia navia (-) €av pia BipAodAkn DNA dev unoBAnBnke oe
aAAnAouUxlon, n eKTEAEON NOLOTIKOU eAéyxou €xel T FAIL (Anotuyia) ] 0 NOlOTIKOG EAEYXOG
BBAoBAKNG DNA €xel Tip FAIL (Anotuyia).
MSI — Ou niBavég Tipég gival PASS (Enttuyia) kat FAIL (Anotuyia). Ynodelkvuel €dv To deiypa
népaoe pe enttuyia f 0xL Tov NoloTIKO €Aeyxo yia MSI otn BiBAloBAKn DNA. AvtioTolxei otov
nolotikd €Aeyxo MSI oto DNA otnv ava@opd tou TSO Comprehensive. Epgavifetal pua
navAa (-) €av pa BiBAodnkn DNA dev unoBARBNKe ae aAAnAoUxLan, N EKTEAECN NOLOTIKOU
eAéyyxou €xel TiuA FAIL (Anotuyia) f o noloTikdg €Aeyxog BiBAoBnkng DNA €xel tiun FAIL
(Anotuyia).
CNV — Ow niBaveg Tipeg eivat PASS (Enttuyia) kat FAIL (AnoTuxia). YnodelkvUel eav TO
Oclypa népaoe pe enttuxia fj 6L TOV NOLOTIKO EAEYXO YLO YOVIOLOKEG €VIOXUOELG OTN
BBA0BAKN DNA. AvTtioTolxel 0TOV NOLOTIKG €AeyX0o napaAiaywyv aplOpou avtiypd@wv DNA
otnv avagopd tou TSO Comprehensive. Epgavidetal pa navAa (-) €av pia BiBAoOnkn DNA
Oev unofBAnBnke oe aAAnAoUxlon, N EKTEAECN NOLOTIKOU eA€yxou €xel TIuA FAIL (Anotuyia) | o
noloTikoG €Aeyxoqg BIBAoBAKNG DNA €xet T FAIL (Anotuyia).

RNA Library QC (Mowotikég €Aeyxog BiBAobAkng RNA) —O1 niBaveg Tipég gival PASS (Enttuyia)
kat FAIL (Anotuyia). YnodelkvUiel €av TO deiypa nEpAce pe entTuxia i OxL TOV NOLOTIKO EAEYXO
BBA0BAKNG RNA, 0 onoiog woxuel yia tn BiPAoOnkn RNA nou unoBAROnke ae aAAnAouxion.
AvTioTolxel oTtov noloTikd €Aeyxo BIBAL0BAKNG RNA atnv avagopd tou TSO Comprehensive.
EpgavideTat pia navla (-) €dv pa BipAodnkn RNA dev unofARBnke g aAAnAouxion A €dv o
noloTIkOG €Aeyxog avaiuong €xel T FAIL (Anotuyia).

Ta pepovwpéva deiypata pnopei va anotuxouv, aKOUA Kal OTAV Ol LETPNOELS EKTEAEONG €ival
ENTUXE(G.

H ek véou dnuloupyia ava@opdg enttpENEL TV €K VEOU dnUloupyia piag f nEpLOcOTEPWY AVAPOPWYV
XwpIig enavaAnyn 6Awv Twv Pnudtwy deutepeloucag avaiuong. H ek véou dnuioupyia ava@opdg
€ival NoAU taxutepn and pa NARpn oelpd avaAuoewy, OANG €XEL DLAPOPETIKA XAPOAKTNPLOTIKA:

Scope (Medio epappoyng) — H ek véou dnuloupyia ava@opdg avakataokeuddel Tnv avagopd TSO
Comprehensive, aA\d napaAeinel oplopéva BApata avaiuong. Mnopeite va aAAGEeTE TO GUAO 1
Tov TUno OyKou yla €va A neplocdtepa delypata A va eykataothoete véa KB yua va
ONUIoUPYNOETE VEQ ava@opd Nou avTIKAaTonTpilel auTEG TIG aAAayEg. KaBe deiypa npénet va
eMAgyYEl Un auTOMATA YIa TNV €K VEOU dnuloupyia ava@opdg, EVw Ua enavatonoBETnaon avaiuong
ge oupd enAEyel auTopaTa OAa ta dsiypata and npoenihoyr. Mepovwpéva deiypata pnopouv va
agalpebolv yla enavatonoBETNON avaAuong o€ oupa.
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Analysis run failure (Anotuyia ektéAeong avadiuong) — H €k véou dnuioupyia ava@opdg anattei
EMNITUXN €KTEAEON avAAUONG WG €i0000, evw n enavatonoBetTnon avadiluong ae oupd pnopei va
XpnotponolnBei oe oevdpla 6rnou n avaiAuaon anETUXE.

Editable fields (Enegepydaoipa nedia) — H ek vEou dnuioupyia ava@opdg emtpenel aAAaYEG OTA
nedia Sex (PUAo) kat Tumor Type (Tunog dykou), Evw n enavatonobETnaon avaiuong o€ oupd
enmTpenel TNV aAAayn onoloudAnote and ta nedia nou eMAExOnkav Katd tn pubuion TG
avaAuong.

Movdada avdAluong TSO Comprehensive version (Ekdoon TSO Comprehensive analysis module)
— H ek véou dnuloupyia avagopdg anattei enituxq avaiuon and tnv €kdoon 2.3 tou Movada
avaiuong Local Run Manager TruSight Oncology Comprehensive i petayevéotepn. Mnopei va
EeKIVAOEL pla oglpd aVOAUCEWY XPNOLLONOLWVTOG avAaAuaon and onoladAnoTe NPonyoupevn €Kdoon
Tou Movada avaiuong TSO Comprehensive.

Run Input Settings (PuBpioeig elad6dou ekteéAeang) — Ot eicodol EKTEAEONG €K VEOU dnuioupyiog
ava@opdg opifovtal aUTOUOTA OTIG TIHEG And TAV N0 NPOCPATH ENTUXI EKTEAEON
deutepelouoag avaiuong. Ot eicodol ekTEAEONG yla enavatonoBETnon avaluong og oupd
opidovTtal auTOMATA OTIG TIMEG anO TNV No Npoc@aTn npoondbela avaiuong
(oupnep\apBavopEVWY TwV GMOTUXNHEVWY AVOAUCEWY).

AuTh n Aettoupyia givat npooBaaoiun povo oe xpAoteg dlaxelptotwv LRM i og xprioteg nou dev gival
OLAXELPLOTEG PE EKXWPNHUEVA DIKAIWUATA enavaTonoBETnong availuong o€ oupd. Na neplocdTEPEG
nAnpo@opieg oxetikd pe tn dlaxeipon xprnotn LRM, avatpéEte otov Odnydg avapopdg opydvou
NextSeq 550Dx (ap. eyypdpou 1000000009513).

Ek véou dnuoupyia avag@opdc A enavatonob€Tnon availuong o€ oupd

1

Ano Tov nivaka epyoleiwv eKTEAEONG, EVTONIOTE YA eKTEANEON pe kKatdoTtaon Analysis Completed
(ONokAnpwpévn avaAiuaon). ENAEETE To elkovidlo KABeTwV eAAeipewy Kal enAEETE Requeue
(Enavatonobétnon og oupd).

Anatteital enavaoglvdeon Twv EKTEAECEWV NOU €X0UV dlaypa@ei and Tov TOMKO NPoowpLvod
@AKENO yla TNV enavatonoB€Tnaon Tng avaiuong o€ oupd. Na NEPLOCOTEPEG NANPOYPOPIEG OXETIKA
pe tn dlaxeipion xprotn LRM, avatpegte otov O0nyog avapopds opyavou NextSeq 550Dx (ap.
gyypdpou 1000000009513).

EmAéEte Edit Setup (Enegepyaaia pubuiong) oto avadudpevo napdbBupo Requeue Analysis
(EnavatonoBétnon avdAuong og oupq).

XpnOoonoloTe TO AvanTUOOOUEVO PEVOU OTO endvw PEPOG TNG 086vng Requeue Analysis
(EnavatonoB€tnon avdAuong oe oupd) yia va eMAEEETE €k VEOU dnuLoupyia avagopdg i
enavatonoBETnan NAfnpoug avaAuong o€ oupd.

>HME'IQZH Tavta va eEAEYXETE TIG KOTAXWPIOEIG avaAuong yia KaBe delypa nplv anobnkeUoeTe pia
avaAuon. Ot KaTaxwploelg EKTEAEONG €K VEOU dnuioupyiog ava@opds opifovtal QUTOUOTA OTIG TIHEG and
TNV No NpOoPaATn ENTUXNHEVN EKTEAECN dEUTEPEUOUOCAG OVAAUONG.

4

Ap. £yypagou 200008661 £kd. 02

Ta deiypata andé tnv avaAuan nou oAoKANpwOnKe Nnponyoupevwg Ba epgaviotolv ag €vav nivaka.
XpNOIUonoIAoTe Ta KOUUNIA + ota €€l TOU Nivaka yla va eNoNUAvETE Ta eNBUPNTA dsiypata
yla TNV €K véou dnpiloupyia ava@opds. ‘OAa Ta deiypata o€ pla eKTEAEON anokAeiovTal and Tnv €K
véou dnuoupyia ava@opdg and npoenthoyn Kat NpENEL va npootebolv pepovwpeva. H ek véou
dnuloupyia avagopdg dev gival dlabEoiun ya deiypata nou avalubnkav apxtkd wg deiypata
HOpTUPWY, YO Ta onoia anatteitatl enavatonoBETnaon tng NARPOUG avaAuong o€ oupd.
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5 'Otav €xouv enonuavOei 6Aa ta emBuuNTd deiypaTa yia €K vEOU dnuloupyia avapopdg, ENAEETE
Requeue Analysis (EnavatonoB8¢tnon avdAuong og oupaq).

[MpoBOAr anOTEAECUATWY EK VEOU dNIIOUPYIAG avagopdg

Ol ava@opeg nou €xouv dnuloupynbei ek vEou yla delypata nou €xouv enonpavoel yia €k véou
onuoupyia avagopwv pnopouv va npoBAnBolv padi pe GAAEG OAOKANPWHEVEG avaluaoelg otnv 08dévn
Samples and Runs (Agiypata kat ekteAEoelg) oto Local Run Manager. Ot ava@op€g nou napdyovTal
ME XPAON TNG €K VEOU dnuioupyiag avagopwyv enonuaivovtal wg Report Regeneration (Ek vEéou
onuiloupyia avagopdg) oto nedio Analysis Type (TUnog avaAuong) oTto endvw PEPOG TNG 08d6vng
Samples and Runs (Agiypata Kol EKTEAECELG).

‘Otav n avagopd deiypatog unodelkvuel O0TL N avAAuaon yia To deiypa anETuxe AOyw o@AAUOTOG
AOYLOMIKOU, QVTIHETWNIOTE TO NPOPANUA pe BAON TO OCUYKEKPIUEVO BANA anoTuyiag. 2Tov @AKeNO
IVD_Reports, To MetricsOutput.tsv unodelkviel TO OUYKEKPIUEVO BApa avaluong nou dev
ohokAnpwOnke otnv evotnta FAILED_STEPS

XpNOWonowoTe ToV NAPAKATW Nivaka yia TNV AvVTILETWALON NPOBANUATWY OTN POH EPYACLWV.

AmotoynHévo , ,
, YUOVIGCTOMEVN EVEPYELN

Biipa Hevn PY

Enwkupwon Fastq Edv To o@dApa AoyilopikoU ogeiletal 0To BApa entkupwong Enkupwon Fastqg, 16Te pla nibavh attia
givat AavBaopévo ) avinapKTo EUPETAPLO HE ANOTEAECHA VA PNV UNAPYXOUV avayvWwoeLg yla To deiypa.
Edav undapyel unoyia eocpaipévou eupetnpiou, TOTE N avaluon Ba npénel va enavain@oei pe
EMNAEYHUEVO TO OWOTO AVAYVWPLOTIKO eUpeTNPiou. Ala@opeTikd, To deiypa Ba npénet va enavain@bei
HEOow TNG PONG epyactwv Tou TSO Comprehensive pe véa ekXUAON VOUKAEIKWY 0EEWV CUHQWVA PE TO
‘EvBeTo oguokeuaaiag TruSight Oncology Comprehensive (EU) (ap. eyypdeou 200007789).

AvTtioToixion Edv To o@dApa Aoyilopikou ogeidetal oTo BApa AvTioToixion oluvtngng, TOTE oL MBaveg aitieg eivatl

ouvtngng deiypa kakng notdtntag (avenapkeg adBikto RNA), avenapkng eicodog RNA, c@dApa xpAong Katda n

dlapkela TNG pong epyactwv tou TSO Comprehensive | e0QAAUEVO EUPETAPLO NOU EXEL EKXwpPnOei oTO
Oeiypa. To deiypa Ba npénet va enavaAn@bei péow tng pong epyaciwv tou TSO Comprehensive pe
VvEQ EKXUALON VOUKAEIKWY 0&Ewv oupgwva pe 1o 'EvBeTo ouokeuaaiag TruSight Oncology
Comprehensive (EU) (ap. eyypdgou 200007789).

MNa onowdAnoTte GANQ BripaTa Nou UNodELKVUOVTAL WG ANOTUXNUEVA, EMNKOIWVWVACTE UE TO TUAMA
TEXVIKNG unoothpENg tng lllumina.
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To ak6AouBo dldypappa pong nepLypd@el TIG LETPROELG NOLOTIKOU EAEYXOU NMOU napatiBevtal oTnv
avagopd TSO Comprehensive. EAv n eKTEAEON NOLOTIKOU EAEYXOU ANOTUXEL, TOTE dev aglohoyouvTal
GANa BAMOTa NOLOTIKOU gAEyXOU Katl OAa enwonuaivovtatl wg N/A (A/l). Edv to DNA ) to RNA dev
€xouv unoBAnBei oe aAAnAouxion f anoTtUXouv OTOV MOLOTIKOG €AeyX0 BIBA0BNAKNG, TOTE onololdANOTE
avTtioTolyol Tunotl napaiiaywyv dev nepAapBdavovtal 6Ta ANOTEAECUATA TWV CUVOOEUTIKWY
OLOYVWOTLKWY f| TOU NPoodloplopoU To Npo@iA Tou oykou. O noloTikeg €Aeyxog TnG PBLBA0BRkng DNA
eival Evag Tpdnog PETPNONG TNG enpoAuvong. Edv dev gival enttuxng, TOTE oL HETPAOELG NOLOTLKOU
eAéyxou tou katdvtn DNA (MoloTtikég €Aeyxog MSI DNA, ToloTIKOG €AEYXOG HIKPWV NAPAAAAywV
DNA kat TMB kat MNMowoTtikdg €Aeyxog CNV DNA) enwonuaivovtat wg N/A (A/l). MNa neplocdtepeg
NANPOoYopieg, avaTpEETE OTIG AKOAOUBEG EVOTNTEG KAl MIVOKEG:

MgBodot avdAuong otn oeAida 8

Mivakag noloTikoU eAEyxou oTn ogAida 21

Mivakag eKTEAEONG HETPACEWY NOLOTIKOU AEYXOU OTN OgAida 41
[MotoTIkAG EAgyxoq yia BiBAoBrikeg detyudtwv DNA otn oelida 13
Metpnoeig emngdou deiyuatog otn oehida 46

lNMapdptnua B Metpnocic nototikou eAEyxou otn ogAida 52

To diaypappa poAg dev avTtioTolyi(eTal pe Ta deiypata paptupwy. Ta anoteAéopata and ta
Oelypata paptupwy dev ennpedlouv TIG HETPAOELG MOLOTIKOU eAEyXou atnv avagopd PDF 4 JSON
Tou TSO Comprehensive. H xpron delypdtwy paptipwyv NePLlypd@eTal 0TNV evoTNTa Agiyuata
uaptupwy otn oehida 6. Na npdoBeTEG NANPOPYOPIEG OXETIKA pe Ta deiypata paptupwy, BA. ‘EvBeTo
ouokeuaoiag TruSight Oncology Comprehensive (EU) (ap. eyypdagou 200007789).

To dldypappa pong dev avTIoTOoLXICETAL UE TO ANOTEAECHOTA MNOLOTIKOU EAEYXOU €MNEDOU BEONG.
AUTA Ta anOTEAECHATA ANOTEAOUV HEPOG TWV AMOTEAECUATWY NOLOTIKOU EAEYXOU TWV OUVODEUTIKWV
OlOYVWOTIKWY, Ta onoia neplypd@ovtal OToV NivaKa MoloTIKOU EAEYXOU GUVODEUTIKWY OLOYVWOTIKWY
€EeTdoewyv 0Tn 0eAida 27. Ta anoTEAECUATA NOLOTIKOU €AEyxoU ennedou BEoNG yla Tnv evoTnTa
Mpoodloplopdg Tou NPOo@IA Tou dykou NapeExovTal oTnv avagopd xapniou Bddoug, n onoia
nepypdgetal otnv Avapopd xaunAou Baboug yia BiBAtobrikeg dciyudtwv DNA atn aehida 13.
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00nyog pong epyactwy povadag avadiuong Local Run Manager TruSight Oncology Comprehensive (EU)

Hray
emicn
exTéNEON Tov
TOOTIKOD EAEYXOD
aMnhovxon;

O MOLOTIKOG EAEYXOG
BBAL0Br KNG DNA, 0 TIOLOTIKOG
£AeyX0G MSI DNA, 0 TOLoTIKOG
EAEYXOG HIKPWVY TIOPOAAQY WY
DNA kat TMB Kol 0 TTOLoTIKOG

€Aeyxog DNA CNV éxouv
anotéAeapa N/A (A1)

Agv avOQEPOVTAL HIKPES
TAPOANAYEG 1) EVIOXVOELG
ylo CDx 1} yia poodloplopd
TOU MPOPIA TOU OYKOU

To TMB kait n MSI avagépovtat
wg «Not evaluable»
(Mn ag§lohoynotua)

O TOLOTIKOG ENEYXOG
BIBALOBHKNG RNA, 0 TIOLOTIKOG
£AeYX0G BBALOBNKNG DNA,

0 TIOLOTIKOG €AeyX0G MSI DNA,
0 TIOLOTIKOG EAEYXOG HIKPWV
napaAiaywv DNA kot TMB
KO O TOLOTIKOG €AeyX0G DNA
CNV éxouv amnotéAeopa N/A (A/l)

Aev avoQEPOVTAL HIKPES
Oxt TapaAAaYEG, EVIOXVOELS,

GUVTAEELS, TAPOANAYES
Hatiopatog yio CDx f yia
TPOGBIOPLOHO TOU TIPOPIA

TOU OYKOU

To TMB kait n MSI avagépovtat
Nat wg «Not evaluable»

YroAnenke
oe ahAnhovxion
0 DNA;

Noit
0 motoTikdg EAeyxog DNA MSI, 0 ootk g
EAEYXO0G HIKpWV TopaAAaywv DNA kat TMB,
i 0 TOLOTIKOG £AeYX0G DNA CNV éxouv
Fail anotéAeopia N/A (/1)
TMoloTikég (Amotuyia)
EeyXog e

DNA (emupéhuvon)

Pass
(Erutuyia)

Aev a EPOVTAIL HIKPEG TIOPOAAQYEG
1) EVIOXVOELS yia CDX 1 yiat Mpoadloplopio
TOU TIPOYIA TOU GYKOL

To TMB kat n MSI avag@gpovtatl wg
«Not evaluable» (Mn a§oAoyrioiya)

O TOLOTIKOG EAEYXO0G TG
BiBAL0BrKNG DNA eival emutuxnig

O ToloTik oG €Aeyxog DNA MSI,
0 TIOLOTIKOG EAEYXOG HIKPWV
mnaparaywv DNA kat TMB,

0 TOLOTIKOG £AeyX0G DNA CNV

aglohoyrnenkav

(Mn aglohoyroiua)

O TI0I0TIKOG EAEYXOG BBAIOBIAKNG
RNA gxel anotéAeopa N/A (A/])

YropAenKe ¢
o€ aAnAobxIon OLapaAAayEG GOVTNENG KOt

HotiopaTog dev avapepovTal

oTa anoteAéopata CDx f
TPOGBLOPITHOU TOU TPOPIA
TOU GYKOU
J

y O TOLOTIKOG EAEYXOG TNG

Fail BiBALOBIKNG RNA amétuxe
RNA Library \_(ATOTUXIC)
QC (lowoTikég

OLnapaAAayég ouVTNENG Kat
HaTiopoTog eV avapEpovTal
oTa anoteAéopota CDX
A POGBIOPIGHOU TOU
TPOPIA TOU BYKOU

Eheyxog
BiBAoBrKNG
RNA)

Pass
(Erutuyia)

O ToLOTIKOG EAEYXOG TNG
BBA06BrIKNG RNA eival emtuxig

OLnapaAAayég oLVTNENG KAl
Matiopatog mepAapBavovtal
oTa anoteAégpota CDX fj
TIPOGBLOPLOHOL TOL TIPOPIA
TOL 6YKOU, avaAoya
HE TV TepinTwan

Fail . ; .
(Anotuxia) MK pEG TapaAAaYEG Tou Sev Exouv

AVOPEPBEL OTO ATIOTEAEGHOTA

Ol evioxvoelg dev
TiepAapBavovTat
OTO OMOTEAEGHATA
cDx Ry
TPOGSLOPIoHOL
TOU TPOPIA
TOU OYKOU

(Anotuyia)

ass
(Emutuyio)

Ol evioXVOELG UTopolv
VO GUUTIEPIANPBOLY aTa
anoteAéopota CDx
) tPOGdLoPIGHOL TOU
TIpOWIA TOL ByKOL, avVaAoya
He TV mepintwon

H MSI
QAVOPEPETAL WG
«Not evaluable»

(Mn agloroynoyn)

(Anotuyia)

(Erutuyio)

H MSI avagépetat
w¢ MS-Stable
(MS-XtaBepn)
MSI-High (MSI-YynAd)

Ap. eyypdpou 200008661 £kd. 02
FA IN VITRO AIATNQETIKH XPHEH

MONO NA EZAIQrH

néilg;;;:? CDx i poadLopLGHOL TOU
= bipav naparhayiy TPOGIA TOU ByKOU
DNA kot TMB

To TMB avagépetal wg
«Not evaluable»
(Mn aglohoyroio)

Pass
(Erutuyia)

Mikpég mapoaAlayeEg
mephapBavovtal oTa
amnoteAéopota CDX 1

TPOGBLOPLGHIOU TOU TIPOPIA
Tou GyKoU, avaAoya

ue TV mepinTwon

Avagpepopevn T TMB
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METPROELG NOLOTIKOU EAEYXOU

Mivakag 5 MetpAoelg anoTteAeopATWY ava@opdc noloTikou eAeéyxou TSO Comprehensive

Tomog €E6d0v Métpnon

Exktéleon PCT_PF_READS (%)

aAAnAouxiong

PCT_Q30_R1 (%)

PCT_Q30_R2 (%)
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Mpodrwypapécg

280,0

280,0

280,0

Heprypaon

[Mocootd avayvwoewyv nou
SlEpxovTal and To QiATpo
(PF).

Méoo nocooTt6 Twv
avtioTolxioewv BAaong pe
BaBpoAoyia nodTNTAG
Q30 A uynAdTEPN VIO TNV
Avayvwon 1.

Mé€oo nocooTt6 Twv
avtioTol ioewv Bdaong pe
BaBuoAoyia nodTNTAG
Q30 A uynAdTEPN YO TNV
Avayvwon 2.

Emidpacn tng
amoTvyiag
mpodwypapng™
Mn €ykupn
eKTENEON
aAAnAouxiong,
dev ava@epOnkav
anoTeAéopaTa
Yl Kaveéva
deiypa atnv
EKTENEON.
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Tomog €£660v

BiBAoBrkeg DNA

Métpnon

CONTAMINATION_
SCORE

MEDIAN_INSERT_SIZE
(bp)

MEDIAN_EXON_
COVERAGE (ap1Buoég)

PCT_EXON_50X (%)

USABLE_MSI_SITES
(aptOpog)

COVERAGE_MAD
(aptOpog)

MEDIAN_BIN_COUNT_
CNV_TARGET (aptBuog)
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Mpodwypapéc

<3.106 H
>3.106 kat
TIMH_P <0,049

290,0

<0,210

G|

Métpnon nou a&lohoyei
v nibavoétnta
enpoéAuvong He Tn xpnon
Ttou VAF kowvwv
napaAiaywv. H
BaBpotoyia enpéAuvong
BaoiCeTal otnVv KaTtavoun
VAF twv SNP.

H Tt P empdAuvong nou
Xpnotgonoleitat ya tTnv
agloAdynon yovidwpaTwy
HE uYnAo Babuod
avadldtagng, oxueL povo
6tav n BabpoAoyia
enpoéAuvong sivatl ndvw
and To avwTePo 6plo
npodLaypagwy.

To dldpeoco PAKog
BpavopaTtog oto deiypa.

Aldpeon kdAuwn
Bpauopdtwy egoviou oe
6Aeg TIG BAoelg goviou.

[MoocooTiaieg Baoelg
etoviou pe kKaGAuwn
Opavopatog 50X.

O apBuog twv ténwv MSI
nou pnopouv va
XxpnotponotnBouyv yua
avtioTolxioelg MSI
(apBuog
UIKPOSOPUPOPIKWY TONWY
UE ENAPKEIG NAPAKEIUEVEG
UETPACELG YIa TNV
Tautonoinon tTng
UIKPODOPUPOPIKAG
aotdbelag).

H diapeon TipA andAuTtwv
anokAioewv andé tn
OlGpean T Tou
KQAVOVIKOMNOLNUEVOU
aplbpou kabe
OTOXEUOUEVNG NEPLOXNG
CNV.

O duapecog aplBuog
avenegEpyaoTwy KAdwyv
(rawbin) ava otéxo CNV.

0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

Enidpacn tng
amotvyiog
mpodwypaeng®
Agv
avagepdnkav
anoTeAéopaTa
DNA.

Agev
avagEpdnkav
anoTeAEopaTa
TMB A
anoTeAéopaTa
HIKPWV
napaAAaywv
DNA.

Agev
avaeépbnkav
anoTeAEopaTA
MSI.

Agv
avaeépbnkav
anoTeAEopaTA
YOVIOLaKAG
evioxuong.
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Tomog €£660v Métpnon Mpodwypapéc Enidpacn tng
Heprypaon amotvyiog
mpodwypaeng®
BiBAoBrkeg RNA MEDIAN_INSERT_SIZE > 80 To d18UeTo pAKog Aev ava@epbnkav
(bp) BpalopaTog oTo deiypa. anoteléopata
MEDIAN_CV_GENE_ <0,93 To MEDIAN_CV_GENE._ ;’Z‘ggﬁi%g
500X (ouvteleoTn i >
(ouvt ™Mg) 500X eival pia pétpnon uaTiopaToc.

OopoloOpoP®Yiag KAAUYNG.
Mo kGBe yovidlo pe
TouAdytotov 500x
KGAuyn, unoAoyifetal o
OuvTEAEOTNAG dlakupavong
oTnv KdAuywn o€ 6\o TO
owpa Tou yovidiou. Auth
n p€tpnon €ival n didpeon
TIHA QUTWV TWV TIHWV.
YwnAR Tn unodelkvuel
uywnAo eninedo
SlakUpavong Kat
unodelkvuel NPOBANHa
gTNV NPOETOIHACIa TNG
BBALOOAKNG, 6Nwg
npopAfuata xopnAng
€10000u deiypatoqg R/kat
KatakpApviong (pulldown)
avixveutwyv. Auti n
HETPNON unoloyifetat
XPNOHONOWVTAG OAEG TIG
avayvwoeLg
(oupnepthapfavopévwy
TWV avayvWOEWV Nou
enonpaivovTal wg

SnAéTUNa).
TOTAL_ON_TARGET_ >9.000.000 O GUVOAIKGG aplOpodg
READS (pétpnon) avayvwoewv nou

avTioTolouv OTIq
OTOXEUOUEVEG NEPLOXEG.
AuTn n pETPNON
unoloyigetat
XPNOLHonowvTag OAEG TIG
AvVOyVWOELG
(oupnepthapBavopevwv
TWV AVOYVWOEWV Nou
enwonuaivovtal wg
dnA6TUNa).

*Ta éykupa anoteAéopata unodetvuvtal pe PASS (Enttuyia).

Aleupupéveg petproelg DNA

Aleupupéveg petproelg DNA napéxovtal HOvo yia EVNUEPWTIKOUG okonoug. Mnopouv va eival
EVNUEPWTIKEG YIO TNV AVTILETWNION NPoBANUdTWY, aAAG napExovTal Xwpig pntd 6pla npodiaypapwv
Kal Oev XxpnolgonolouvTal aneubeiag ylia Tov noloTikd EAeyx0 delypdTwy. Na npdobeTeg 0dnyieg,
EMNKOWVWVNAOTE YE TNV TEXVIKNA unootnpgn tng lllumina.
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0dnyo6g poRg epyacuwv povadag availuong Local Run Manager TruSight Oncology Comprehensive (EU)

Métpnon
TOTAL_PF_READS

MEAN_FAMILY
SIZE

MEDIAN_TARGET_
COVERAGE

PCT_CHIMERIC_
READS

PCT_EXON_100X

PCT_READ_
ENRICHMENT

PCT_USABLE_UMI_
READS

MEAN_TARGET_
COVERAGE

PCT_ALIGNED_
READS

PCT_
CONTAMINATION_
EST

PCT_PF_UQ_
READS

PCT_TARGET_
0.4X_MEAN

PCT_TARGET_100X
PCT_TARGET_250X

Heprypooi
20voAo avayvwoewv nou dEpyxovTal and To QiATpo

To dBpolopa Twv avayvwoewv o€ KABE olkoyEvela OLaLPEPEVO PE TOV apLlOpd
TWV OLKOYEVEWWV HETA and d16pBwaon, cUPNTUEN KAl @IATPApLlopa Bdoel
UNOOTNPIKTIKWY aVAyVWOEWV

H diapeon kdAuywn Twv Baoewv

[M0000TO XIHAIPIKWY AVAYVWOEWY

Moooato Bdoewv egoviou pe kGAuwn peyaAutepn and 100X

[Mooo0TO avayvwoewy Nou dla0TAUPWVOVTAL OE ONOLOOANOTE PEPOG TNG
OTOXEUOUEVNG NEPLOXAG EVAVTL CUVOAIKWY AVAYVWOEWY

To NoocooTO TWV AVAYVWOEWY HE Xpnotponothoua UMI.

H péon kdAuywn tTwv Baoswv

[MoocooT6 avayvwoewv nou eubuypappifovtal He TO yovidiwpa ava@opdg.

Mooootd enpudAuvong Tou delypaTtog

[Mooo0TO avayvwoewyv nou dLEPXOVTAL TO GIATPO

MooooTiaieg oToxeudpeveg BAoeLg e KAAUWN OTOXOU peyaAutepn and 0,4
(QOPEG TN HEON Tiun
MooooTiaieg otoxeudpueveg Baoelg pe kGAuwn peyailtepn and 100X

MooooTiaieg oToxeuopeveg PAoelg pe KAAUYN peyalutepn and 250X

Movadeg
AplBpuog
Ap1Bpog
Ap1Bpog
%

%
%

%

AplBpuog

%

%

%

%

%
%

Aleupupeveg petpnoelg RNA

Aleupupeveg petproelg RNA napéxovtal povo yla EVNUEPWTIKOUG okonoug. Mnopouv va eival
EVNUEPWTIKEG YIO TNV AVTILETWNION NPOoBANUdTWY, aAAG napExovTal Xwpig pntd 6pla npodiaypapwv
Kal Ogv xpnolgonolouvTal aneubeiag yla Tov NoloTikd €Aeyxo delyudTwy. Na npdobeTteg 0dnyieg,
EMNIKOWVWVNOTE PE TNV TEXVIKNA unooTtnpgn tng lllumina.

Métpnon Heprypoaon Movadeg
PCT_ Mooootd avayvwoewv nou eubuypappi¢ovratl wg dUo TUAPATA TA onoia %
CHIMERIC_ avtioTolxifouv pn dladoXIKEG NEPLOXEG OTO YoVIdiwpa

READS

PCT_ON_ MooooTd avayvwoewv nou dlacyi(ouv onolodANOTE TUAKA TNG OTOXEUOUEVNG %
TARGET_ NeEPLOXNG €VAVTL CUVOAIKWY avayvwoewv. Mia avadyvwon nou avtiotolxifeTal ev HEPEL

READS O€ YL0 OTOXEUOMEVN NEPLOXN UNOAOYICETAL WG NPOG TOV OTOXO.

SCALED_ Aldpeon kdAuwn TG dldpeong KAAUWNG BAONG TwV yovidiwv pe KAHAKWonN ava pAkog.  AplBuog
MEDIAN_ ‘Evdelgn tou didpecou BaBoug KAAUYWNG Twv YoVvidiwv 0To NAveA.

GENE_

COVERAGE

TOTAL_PF_ 2UVOAIKOG aplOpdg Twv avayvwoewy nou SlEpXovTal and 1o QIATpo Ap1Buog
READS

Ap. £yypagou 200008661 £kd. 02
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llumina TruSight™ Oncology Comprehensive (EU) FOR IN VITRO DIAGNOSTIC USE  Report Date 2022-04-06

samplelD Sample A Run QC /PASS  RuniD 190426_NDX550142_0014_AH3VGWBDXX

Tumor Type  Medullary thyroid RNA Library QC /PASS  pnalysis Date 2022-04-06
DNA Library QC /PASS  Knowledge Base Version 6.8.0.0

Ea ESna LDNA MSI QC #PASS  Knowledge Base Fublished Date 2021-12-23
LONA Small Varisnt & TMBQC ~ # PASS  Module Version 23.6.113
LDNA Copy Number Variant QC ¢ PASS  Claims Package Version 21.0.2

Companion Diagnostic Results *
Detected Variants,/Biomarkers Therapy Usage Details
LMNA-NTRK1 Fusion VITRAKVI® Indicated Type: Fusion
(larotrectinib) Breakpoint 1: chr1:156100562 | Breakpoint 2:

chr1:156844696 | Fusion Supporting Reads: 64

For details 8Bout the Companion Diagnostics claims that were evaluated for this sample, see the Companion Diagnostics Intended Uses Evaluated table.

Other Alterations and Biomarkers Identified

The genomic findings reported below, for variants or biomarkers identified in this sample, are intended to provide tumor

profiling information in accordance with professional guidelines.
. ' @

with Evid of Clinical Si
No Datected Varlants.

with P ial Clinical Signi *

TMB: 3.1 Mut/Mb MSl: MS-Stable
Detected Variants Details

APC p.(Arg1450Ter) Type: SNV
VAF: 11.39% | Consequence: Stop Gained | Nucleotide Change: NM_000038,5:¢.4348C>T | Genomic
Position: chr5:112175639 | Reference Alele: C | Alternate Allele: T

BRAF p.(Val600GIu) Type: SNV
VAF: 5.17% | Consequence: Missense Varlant | Nucleotide Change: NM_004333.4:c.1799T>A |

@ Genomic Position: chr7:140453136 | Reference Allele: A | Alternate Allele: T

*Additional information in Informatics Details section

A

B

BA. Mapdptnua A Aidypaupa ponG UETPHOEWY MOIOTIKOU EAEYXOU OTN
oehida 50 yla AeNTOPEPELEG.

‘Eva anotéAeopa CDx unodelkvuel OTL To deiypa Tou aagBevolg €xet TUNO
Oykou Kat Blodeiktn nou otoxevetal and tnv evoedelypevn Bepaneia. Na
AENTOUEPELEG, AVATPEETE OTNV EVOTNTA AVTIOTOI 10N OUVOOEUTIKOU
OlayvwoTIKOU eA€yxou oTn oglida 16. Eav dev undpyxouv anoTteAéouaTa
CDx, n avagopd avagepel OTL dev aviXveuTnkav BLOGEIKTEG OUVODEUTIKWY
OLOYVWOTIKWV EEETACEWV YA TOV OSNAWUEVO TUNO deiypaTOG OYKOU.

O Buodeiktng CDx nou napatnprbnke og delypa acbevoug. H xpron
pnopei va Indicated (Evdeikvudpevn) i See Note (BA. Znueiwon). Eav
loxUel, pa onueiwon otn otnAn Details (AenTtopEpeleg) napexeL
NPOCBETEG NANPOPOPIEG OXETIKA UE TNV NApaArlayr], 6nwg NAnpoYopieg
OXETIKA Pe TNV mbavr] aveekTIKOTNTA OTO PAPLOKO.

H evotnTa ANEG Tpononolroelg Kat BLodeiKTEG Nou TauTono|enkav
nePLEXEL MANPOYOPIES YIa TOV NPOCOLOPIOHO TOU NPOYIA Tou oykou. Ot
OUOXETIOMOIL pnopel va ogeilovTal o€ BEPANEUTIKA, OLAYVWOTIKA 1)
nNPoyvwoTikG atolxeia. Edv 1oxuel, auTr n evotnTa NnapabETeL eniong
METAANGEELG avOEKTIKOTNTAG PE avTioToLKn onueiwon.

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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llumina TruSight™ Oncology Comprehensive (EU) FOR IN VITRO DIAGNOSTIC USE  Report Date 2022-04-06

sampiein Sample A Run oC /PASS  FuniD 190426 NDX550142 0013 AH3VGWBDXX
Tumor Type  Medullary thyroid RNA Library QC /PASS  Analysis Date 2022-04-06
carcinoma DNA Library QC 7 PASS Knowledge Base Version 6.8.0.0
Sex Female LDNA MsI QC 7 PASS Knowledge Base Published Date 2021-12-23
L DNA Small Variant & TMB QC + PASS Module Version 2.3.6.113
L DNA Copy Number Variant QC 7 PASS Claims Package Version 2.1.0.2
Companion Diagnostic Results *
Detected Variants/Biomarkers Therapy Usage Details
LMNA-NTRK1 Fusion VITRAKVI® Indicated Type: Fusion
(larotrectinib) Breakpoint 1: chr1:156100562 | Breakpoint 2:

chr1:156844696 | Fusion Supporting Reads: 64
For details 8B6ut the Companion Diagnostics cleims that were evaluated for this sample, see the Companion Diagnostics Intended Uses Evaluated table,

Other Alterations and Biomarkers Identified

The genomic findings reported below, for variants or biomarkers identified in this sample, are intended to provide tumor
profiling information in accordance with professional guidelines.

with Evi of Clinical Signi * @

No Detected Variants

with P ial Clinical Signifi. *

TMB: 3.1 Mut/Mb MSl: MS-Stable
Detected Variants Details

APC p.(Argl450Ter) Type: SNV
VAF: 11.39% | Consequence: Stop Gained | Nucleotide Change: NM_000038.5:c.4348C>T | Genomic
Position: chr5:112175639 | Reference Allele: C | Alternate Allele: T

BRAF p.(Val600GIu) Type: SNV
VAF: 5.17% | Consequence: Missense Variant | Nucleotide Change: NM_004333.4:c.1799T>A |

@ Genomic Position: chr7:140453136 | Reference Allele: A | Alternate Allele: T

*Additional information in Informatics Details section

Z0ppwva pe tnv KB, undpxouv KAVIKA OnUavTIKG oTolxeia yia autév Tov
Blodeiktn o€ auTtdv Tov TUNO GyKou e BAon nAnpogopieg and Bepaneia,
KAWVIKEG KOTEUBUVTHPLEG 0dNyieg 1 Kal Ta duo. Na neplocdtepeg
NANPOYOPIEG, AVATPEETE OTO [OVIOIWHATIKA EUPHUATA UE KAIVIKA
onuavTika otolxeia otn oelida 18 kat otov nivaka MoviSwpaTIKG
€UPNUATA HE KAVIKA ONuavTika otolxeia otn oglida 26.

ZU0pgwva pe tTnv KB, undpxouv neploplopéva i KaBOAoU KAIVIKG oTolXeia
yla €va yovIOIwHATIKO eUpnua eVTOG TOU TUMNOU Tou Oykou. Mnopei va
undpyouv NPOKAVIKG dedopEva 1) dedopEva e GAOUG TUNOUG OYKWV
6nou o BlodeikTng ival NPOYyVWOTIKOG TNG avVTANOKPLONG O Ya i unod
€peuva Bepaneia. Na neplocdTEPEG NANPOPOPIEG, AVATPEETE OTNV
evoTnNTa MNoVIOIWUATIKA supripata Le OUVNTIKI KALVIKY onpacia otn oeAida
18 kat otov nivaka MovVISIWUOTIKA EUPHMOTA HE BUVNTIKA KALVIKI onpoaia
oTn ogAida 26.

Ta TMB kat MSI avagépovtal otnv evotnta Genomic Findings with
Potential Clinical Significance (lMovidiwpaTIKG EUpARATA PE OUVNTIKN
KAwIKA onuaaia). BA. @opTio Twv petaiAdéewv Tou dykou atn oehida 12
KAl Katdotaon PIkpoSopuPopLKrG aoTdBsiag otn oehida 12.

Edav undpyouv duo napalayEg oe pia aelpd (dev anewovidovtal),
undpxeL KAVIKI) onpacia yia auTteG TIG napaAlayEg étav avixveuovTal
padi. H attia pnopei va givat HeTOAAGEELG avOEKTIKOTNTAG | AGANEG NNYEG.
BA. napadeiypata otnv evétnTa [1000010pI0UOG TOU MPOoQIiA Tou OyKou
and TI¢ napaiiayec atn oelida 17.

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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Sample D TumorType Module Version  Knowledgs Base Version  Report Date.
Sample A Medullary thyroid carcinoma  2.3.6.113 6800 2022-04-06.

Companion Diagnostics QC @

C i i i ic Positions with Insufficient Coverage for Small Variant
Detection

llumina' | Trusight™ Oncology Comprehensive (EU)

The positions listed below did not have sufficient coverage for detecting small variants for the listed Companion Diagnostic intended
uses. Only Companion Diagnostic intended uses that were evaluated will be listed.

None

C ion Di i d Uses

The table below includes a column that indicates whether that Companion Diagnostic intended use was evaluated for this sample. If
an Intended use was not evaluated, a reason Is listed, The columns shaded in gray below Indicate the information that Is sample-
specific

Tumor Type Biomarkers Therapy OxintendedUse  comment

Solid Tumor NTRK1, NTRK2 & NTRK3 Gene VITRAKVI® Yes =
Fusions (larotrectinib)

20f6

A H evdtnTa NoloTIKOU EAEYXOU OUVODEUTIKWY OLOYVWOTIKWY EEETATEWV

NApEXEL NANPOYOPIEG NOLOTIKOU EAEYXOU £NNESOU BEONG OXETIKA PE TOUG
Blodeikteg CDx. Eav dev avagépovtal B€oelg, auTto onuaivel 6TL uNApPxe
€NAPKAG KAAUYN O€ OAEG TIG OTOXEUOUEVEG NAPAANAYEG KAl OTNV
neploxn. MNa neplocoTEPEG NANPOPOPIEG, AVATPEETE OTOV NivaKa
MOLOTIKOU EAEYXOU OUVOBEUTIKWV £EETACEWY OTN OEAda 27.
H evotnTa MNpoBAENOUEVEG XPOELG CUVODEUTIKWY LAY VWOTIKWV
e€LeTdoewyv nou €xouv aglohoyndei napabeETel OAeg TIG NpoBAendueveg
xpnoelg Twv CDx kat unodelkvuel €av aglohoynbnkav og auto To deiypa.
Avatpegte otnv evotnta 'EvBeto ouokeuaoiag TruSight Oncology
Comprehensive (EU) (ap. eyypdagou 200007789)yia neplocdTEPEG
NANPOYOPIEG OXETIKA LE TNV NPOPAENOPEVN XPAON
Tou Mpoadiopiopog TSO Comprehensive. O TUnog dykou, ot PBlodeikTeg
Kal n Bepaneia npogpyxovtal and tn dfAwon MNMpoBAendpevng xprnong.
AEZloAOynon npaypatonoleital €dv o TUNOG OyKou gival KATAANAOG yia
CDx kal to deiypa €xel NEPACEL TIC ANAITOUUEVEG KATNYOPIEC NOLOTIKOU
eNéyxou. Na NepLocOTEPEG NANPOPOPIEG OXETIKA HIE TA KPLTHPLO MOU
anarTouvTal ya tTnv agloAdynon detypdtwy ya CDx, avatpeETe oTov
nivaka MNpoBAeNdUEVEG XPOEIG CUVOBEUTIKWY OLOYVWOTIKWY EEETACEWV
nou €xouv a&loAoynbei atn oehida 28.

Yes (Nat) — To deiypa agloAoynbnke yla auth tnv

npoBAendpevn XpAon. ZUYKEKPIUEVA anoTeAéopaTa Ba

npoadloploToUV 0NV €vOTNTA ANOTEAECUATA OLAYVWOTIKWY

EAEYXWV TNG ava@opdag.

No (Oxt) —To deiypa dev aEloAOyABNKE yla QUTAV TNV

npoBAendpevn xpRon kKat éva oxoAo egnyei Tov Adyo.

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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Mapdptnua A MNV, Indel kat Alaypag@eg oe EGFR kat RET nou avixveuovtal ano npdypappa

KaBoplopou napaAiayng

Chromosome Oéon , , EvolhokTtiké , , .

(Xpopssolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAnAOHOPQO Tovidwo Alhoyn apwo&éov

chr7 55242462 CAAGGAATTAAGAGAA C EGFR NP_005219.2:p.(Lys745_Glu749del)

chr7 55242463 AAGGAATTAAGAGAAG A EGFR NP_005219.2:p.(Lys745_
Ala750delinsThr)

chr7 55242464 AGGAATTAAGAGA A EGFR NP_005219.2:p.(Glu746_Glu749del)

chr7 55242464 AGGAATTAAGAGAAGC A EGFR NP_005219.2:p.(Glu746_Ala750del)

chr7 55242465 GGAATTAAGA G EGFR NP_005219.2:p.(Leu747_Glu749del)

chr7 55242465 GGAATTAAGAGAAG AATTC EGFR NP_005219.2:p.(Glu746_
Ala750delinsllePro)

chr7 55242465 GGAATTAAGAGAAGCAA AATTC EGFR NP_005219.2:p.(Glu746_
Thr751delinsllePro)

chr7 55242465 GGAATTAAGAGAAGCAAC AAT EGFR NP_005219.2:p.(Glu746_
Thr751delinslle)

chr7 55242465 GGAATTAAGAGAAGCAACA G EGFR NP_005219.2:p.(Glu746_Thr751del)

chr7 55242465 GGAATTAAGAGAAGCAACATC AAT EGFR NP_005219.2:p.(Glu746_
Ser752delinslle)

chr7 55242465 GGAATTAAGAGAAGCA G EGFR NP_005219.2:p.(Glu746_Ala750del)

chr7 55242466 GAATTAAGAGAAGCAACAT G EGFR NP_005219.2:p.(Glu746_
Ser752delinsAla)

chr7 55242466 GAATTAAGAGAAGCAA G EGFR NP_005219.2:p.(Glu746_
Thr751delinsAla)

chr7 55242467 AATTAAGAGAAGCAAC A EGFR NP_005219.2:p.(Leu747_Thr751del)

chr7 55242467 AATTAAGAGAAGCAACATC A EGFR NP_005219.2:p.(Glu746_
Ser752delinsAsp)

chr7 55242467 AATTAAGAGAAGCAACATC T EGFR NP_005219.2:p.(Glu746_
Ser752delinsVal)

chr7 55242467 AATTAAGAGAAGCAACATCTC TCT EGFR NP_005219.2:p.(Glu746_

Pro753delinsValSer)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov

chr7 55242467 AATTAAGAGAAGCAACA TTGCT EGFR NP_005219.2:p.(Glu746_
Thr751delinsValAla)

chr7 55242467 AATTAAGAGAAGCAAC T EGFR NP_005219.2:p.(Glu746_
Thr751delinsVal)

chr7 55242468 ATTAAGAGAAGCAACATCT A EGFR NP_005219.2:p.(Leu747_Ser752del)

chr7 55242468 ATTAAGAGAAGCAAC GCA EGFR NP_005219.2:p.(Leu747_
Thr751delinsGIn)

chr7 55242468 ATTAAGAGAAG GC EGFR NP_005219.2:p.(Leu747_
Ala750delinsPro)

chr7 55242469 TTAAGAGAAG C EGFR NP_005219.2:p.(Leu747_
Ala750delinsPro)

chr7 55242469 TTAAGAGAAGCAA C EGFR NP_005219.2:p.(Leu747_
Thr751delinsPro)

chr7 55242469 TTAAGAGAAGCAACATCT CAA EGFR NP_005219.2:p.(Leu747_
Ser752delinsGin)

chr7 55242469 TTAAGAGAAGCAACATCTCC CA EGFR NP_005219.2:p.(Leu747_
Pro753delinsGin)

chr7 55242469 TTAAGAGAAGCAACATCTC T EGFR NP_005219.2:p.(Leu747_
Pro753delinsSer)

chr7 55242469 TTAAGAGAAGCAA T EGFR NP_005219.2:p.(Leu747_
Thr751delinsSer)

chr7 55242482 CATCTCCGAAAGCCAACAAGGAAAT C EGFR NP_005219.2:p.(Ser752_lle759del)

chr7 55249011 AC CCAGCGTGGAT EGFR NP_005219.2:p.(Ala767_Val769dup)

chr10 43604549 CTCAGACTTCCAGGGCCCAGGA G RET NP_066124.1:p.(Asp378_
Gly385delinsGlu)

chr10 43609928 ATCCACTGTGCGACGAGCTG CACAC RET NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

chr10 43609928 ATCCACTGTGCGACGAGCTG CACAT RET NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

chr10 43609928 ATCCACTGTGCGACGAGCTG CCCAC RET NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

chr10 43609928 ATCCACTGTGCGACGAGCTG CCCAT RET NP_066124.1:p.(Asp627_

Leu633delinsAlaHis)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov

chr10 43609928 ATCCACTGTGCGACGAGCTG CGCAC RET NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

chr10 43609928 ATCCACTGTGCGACGAGCTG CGCAT RET NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

chr10 43609928 ATCCACTGTGCGACGAGCTG CTCAC RET NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

chr10 43609928 ATCCACTGTGCGACGAGCTG CTCAT RET NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

chr10 43609933 CTGTGCGACGAGCTGTGCCGCACGGTGATC TGCGAT RET NP_066124.1:p.(Leu629_
11e638delinsCysAsp)

chr10 43609933 CTGTGCGACGAGCTGTGCCGCACGGTGATC TGTGAT RET NP_066124.1:p.(Leu629_
Ile638delinsCysAsp)

chr10 43609933 CTGTGCGACGAGCTGTGCCGCACGGTGAT TGCGA RET NP_066124.1:p.(Leu629_
Ile638delinsCysAsp)

chr10 43609933 CTGTGCGACGAGCTGTGCCGCACGGTGAT TGTGA RET NP_066124.1:p.(Leu629_
1le638delinsCysAsp)

chr10 43609936 TGC GCT RET NP_066124.1:p.(Cys630Ala)

chr10 43609940 ACGAGCTG TA RET NP_066124.1:p.(Asp631_
Leu633delinsVal)

chr10 43609940 ACGAGCTG TC RET NP_066124.1:p.(Asp631_
Leu633delinsVal)

chr10 43609940 ACGAGCTGTGCCGCACGGTGAT C RET NP_066124.1:p.(Asp631_
Ile638delinsAla)

chr10 43609940 ACGAGCTGTGCCGCACGGTGATC CA RET NP_066124.1:p.(Asp631_
Ile638delinsAla)

chr10 43609940 ACGAGCTGTGCCGCACGGTGATC CG RET NP_066124.1:p.(Asp631_
Ile638delinsAla)

chr10 43609940 ACGAGCTGTGCCGCACGGTGATC CT RET NP_066124.1:p.(Asp631_
Ile638delinsAla)

chr10 43609940 ACGAGCTG TT RET NP_066124.1:p.(Asp631_
Leu633delinsVal)

chr10 43609941 CGAGCTG A RET NP_066124.1:p.(Asp631_

Leu633delinsGlu)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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Chromosome

Oéon

Evollaktiké

(Xpopésopa) (hg19) Reference Allele (ALAnAopop@o avagopdc) akdmAbl0p @O Tovidw Alrayn apwo&Emy
chr10 43609942 GAGCTGTGCCGCA AGCT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCA AGTT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGCAGC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGCAGT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGCTCA RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGCTCC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGCTCT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGTAGC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGTAGT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGTTCA RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGTTCC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG AGTTCT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACGGTGATCGCA CACAGG RET NP_066124.1:p.(Glu632_
Ala639delinsHisArg)
chr10 43609942 GAGCTGTGCCGCACGGTGATCGCA CACCGC RET NP_066124.1:p.(Glu632_
Ala639delinsHisArg)
chr10 43609942 GAGCTGTGCCGCACGGTGATCGCA CACCGG RET NP_066124.1:p.(Glu632_
Ala639delinsHisArg)
chr10 43609942 GAGCTGTGCCGCACGGTGATCGCA CACCGT RET NP_066124.1:p.(Glu632_

Ala639delinsHisArg)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 Vi1 ONOW

H1O41Vv
HXHdX HMILZIONIVIV OdLIA NI VI

20 "Q93 199800002 NodHJIAA3 “dy

€9

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

Reference Allele (ALAnAopop@o avagopdc)

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

Evollaktiké

aAinriopHop@o

CATAGG

CATCGC

CATCGG

CATCGT

CACAG

CACCG

CATAG

CATCG

TCAAGC

TCAAGT

TCATCA

TCATCC

TCATCT

TCCAGC

TCCAGT

TCCTCA

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

¥9

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov
chr10 43609942 GAGCTGTGCCGCACG TCCTCC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCCTCT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCGAGC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCGAGT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCGTCA RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCGTCC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCGTCT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCTAGC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCTAGT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCTTCA RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCTTCC RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCACG TCTTCT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCA TCAT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCA TCCT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCA TCGT RET NP_066124.1:p.(Glu632_
Thr636delinsSerSer)
chr10 43609942 GAGCTGTGCCGCA TCTT RET NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 Vi1 ONOW

H1O41Vv
HXHdX HMILZIONIVIV OdLIA NI VI

20 "Q93 199800002 NodHJIAA3 “dy

S9

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

Reference Allele (ALAnAopop@o avagopdc)

AGCTG

AGCTG

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

Evollaktiké

aAinriopHop@o

TA

TC

CAGC

CCGC

CGGC

CTGC

TAAGACCA

TAAGACCG

TAAGACCT

TAAGGCCA

TAAGGCCT

TACGACCA

TACGACCG

TACGACCT

TACGCCCA

TACGCCCG

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Leu633delinsVal)

NP_066124.1:p.(Glu632_
Leu633delinsVal)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 Vi1 ONOW

H1O41Vv
HXHdX HMILZIONIVIV OdLIA NI VI

20 "Q93 199800002 NodHJIAA3 “dy

99

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

Reference Allele (ALAnAéHoppo avagopdg)

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

Evollaktiké

aAinriopHop@o

TACGCCCT

TACGGCCA

TACGGCCG

TACGGCCT

TACGTCCA

TACGTCCG

TACGTCCT

TCAGACCA

TCAGACCG

TCAGACCT

TCAGGCCA

TCAGGCCG

TCAGGCCT

TCCGACCA

TCCGACCG

TCCGACCT

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



3 Vi1 ONOI

HXHdX HMILZIONIVIV OdLIA NI VI

H1O4v

20 "Q93 199800002 NodHJIAA3 “dy

L9

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

Reference Allele (ALAnAéHoppo avagopdg)

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

Evollaktiké

aAinriopHop@o

TCCGCCCA

TCCGCCCG

TCCGCCCT

TCCGGCCA

TCCGGCCG

TCCGGCCT

TCCGTCCA

TCCGTCCG

TCCGTCCT

TGAGACCA

TGAGACCG

TGAGACCT

TGAGGCCA

TGAGGCCG

TGAGGCCT

TGCGACCA

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 Vi1 ONOW

H1O41Vv
HXHdX HMILZIONIVIV OdLIA NI VI

20 "Q93 199800002 NodHJIAA3 “dy

89

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

Reference Allele (ALAnAopop@o avagopdc)

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

Evollaktiké

aAinriopHop@o

TGCGACCG

TGCGACCT

TGCGCCCA

TGCGCCCG

TGCGCCCT

TGCGGCCA

TGCGGCCT

TGCGTCCA

TGCGTCCG

TGCGTCCT

TTAGACCA

TTAGACCG

TTAGACCT

TTAGGCCA

TTAGGCCG

TTAGGCCT

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



3 Vi1 ONOI

HXHdX HMILZIONIVIV OdLIA NI VI

H1O4v

20 "Q93 199800002 NodHJIAA3 “dy

69

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

Reference Allele (ALAnAopop@o avagopdc)

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

Evollaktiké

aAinriopHop@o

TTCGACCA

TTCGACCG

TTCGACCT

TTCGCCCA

TTCGCCCG

TTCGCCCT

TTCGGCCA

TTCGGCCG

TTCGGCCT

TTCGTCCA

TTCGTCCG

TTCGTCCT

TAAGAC

TAAGGC

TACGAC

TACGCC

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



3 Vi1 ONOI

HXHdX HMILZIONIVIV OdLIA NI VI

H1O4v

20 "Q93 199800002 NodHJIAA3 “dy

0L

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

Reference Allele (ALAnAopop@o avagopdc)

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

Evollaktiké

aAinriopHop@o

TACGGC

TACGTC

TCAGAC

TCAGGC

TCCGAC

TCCGCC

TCCGGC

TCCGTC

TGAGAC

TGAGGC

TGCGAC

TGCGCC

TGCGGC

TGCGTC

TTAGAC

TTAGGC

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 Vi1 ONOW

H1O41Vv
HXHdX HMILZIONIVIV OdLIA NI VI

20 "Q93 199800002 NodHJIAA3 “dy

ML

Chromosome

(Xpopoécopa)

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Oéon

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

Reference Allele (ALAnAopop@o avagopdc)

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

Evollaktiké

aAinriopHop@o

TTCGAC

TTCGCC

TTCGGC

TTCGTC

CAGCA

CAGCC

CAGCT

CCGCA

CCGCC

CCGCT

CGGCA

CGGCC

CGGCT

CTGCA

CTGCC

CTGCT

Tovidwo

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

Alkoyn apwoEéov
NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

cL

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov
chr10 43609943 AGCTG TT RET NP_066124.1:p.(Glu632_
Leu633delinsVal)
chr10 43609944 GCTGT CGTAC RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGT CGTCC RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGT CGTGC RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGT CGTTC RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTAAGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTAAGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTACGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTACGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTACGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTCAGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTCAGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTCCGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTCCGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTCCGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTGAGA RET NP_066124.1:p.(Glu632_

Cys634delinsAspValArg)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

€L

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov
chr10 43609944 GCTGTGC CGTGAGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTGCGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTGCGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTGCGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTTAGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTTAGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTTCGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTTCGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC CGTTCGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTAAGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTAAGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTACGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTACGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTACGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTCAGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTCCGA RET NP_066124.1:p.(Glu632_

Cys634delinsAspValArg)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

VL

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov
chr10 43609944 GCTGTGC TGTCCGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTCCGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTGAGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTGAGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTGCGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTGCGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTGCGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTTAGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTTAGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTTCGA RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTTCGG RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGTGC TGTTCGT RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGT TGTAC RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGT TGTCC RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGT TGTGC RET NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
chr10 43609944 GCTGT TGTTC RET NP_066124.1:p.(Glu632_

Cys634delinsAspValArg)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

SL

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov

chr10 43609945 CTGTGC GTATGG RET NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

chr10 43609945 CTGTGC GTCTGG RET NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

chr10 43609945 CTGTGC GTGTGG RET NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

chr10 43609945 CTGTGC GTTTGG RET NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

chr10 43609948 TGC CCA RET NP_066124.1:p.(Cys634Pro)

chr10 43609948 TGC CCG RET NP_066124.1:p.(Cys634Pro)

chr10 43609950 CCGC GGGA RET NP_066124.1:p.(Cys634_
Arg635delinsTrpGly)

chr10 43609950 CCGC GGGG RET NP_066124.1:p.(Cys634_
Arg635delinsTrpGly)

chr10 43609950 CCGC GGGT RET NP_066124.1:p.(Cys634_
Arg635delinsTrpGly)

chr10 43609950 CCGC TCCAAAAAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAAAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAACGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAGAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAGAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAGCGA RET NP_066124.1:p.(Cys634_

Arg635insProLys)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

9L

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov

chr10 43609950 CCGC TCCAAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCAAAGCGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAAAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAAAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAACGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAGAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAGAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAGCGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCCAAGCGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAAAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAAAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAACGG RET NP_066124.1:p.(Cys634_

Arg635insProLys)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

LL

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov

chr10 43609950 CCGC TCCGAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAGAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAGAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAGCGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCGAAGCGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAAAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAAAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAACGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAGAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAGAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAGCGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 CCGC TCCTAAGCGT RET NP_066124.1:p.(Cys634_

Arg635insProLys)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

8L

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov

chr10 43609950 C TCCAAAA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 C TCCAAAG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 C TCCCAAA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 C TCCCAAG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 C TCCGAAA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 C TCCGAAG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 C TCCTAAA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609950 C TCCTAAG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAAAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAACGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAGAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAGCGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CAAAGCGT RET NP_066124.1:p.(Cys634_

Arg635insProLys)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO



=3 VIJd ONOW

H101V
HXHdX HMILXONIVIV OdLIA NI VI

20 "Q93 199800002 NOGHJIAA3 dy

6L

Chromosome

Oéon

EvaAlrokTtiko

(Xpwji6oolis) (hg19) Reference Allele (ALAnAopop@o avagopdc) arAAOHOPQO Tovidwo Alhoyn apwo&éov

chr10 43609952 GC CCAAAAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAACGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAGAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAGAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAGCGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CCAAGCGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAAAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAAAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAACGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAGAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAGAGG RET NP_066124.1:p.(Cys634_

Arg635insProLys)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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chr10 43609952 GC CGAAGCGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CGAAGCGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAAAGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAACGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAACGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAACGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAGAGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAGCGA RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAGCGG RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43609952 GC CTAAGCGT RET NP_066124.1:p.(Cys634_
Arg635insProLys)

chr10 43613904 TTG ACT RET NP_066124.1:p.(Leu790Thr)

chr10 43615630 TTCC ACCA RET NP_066124.1:p.(Asp903_
Ser904delinsGluPro)

chr10 43615630 TTCC ACCG RET NP_066124.1:p.(Asp903_
Ser904delinsGluPro)

chr10 43615630 TTCC ACCT RET NP_066124.1:p.(Asp903_
Ser904delinsGluPro)

chr10 43615630 TTCC GCCA RET NP_066124.1:p.(Asp903_
Ser904delinsGluPro)

chr10 43615630 TTCC GCCG RET NP_066124.1:p.(Asp903_
Ser904delinsGluPro)

chr10 43615630 TTCC GCCT RET NP_066124.1:p.(Asp903_

Ser904delinsGluPro)

(n3) anisuayaidwo) ABojoouQ ybigni] 1ebeuepy uny |eoo7 Suonypap Spgpaor AmonAds3 Suod S0ALQQO
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Heprypaen alrayng

[MpooTEBNKE NEPLEXOUEVO CUVODEUTIKWY OLAYVWOTIKWY EAEYXWV.
MpooTtédnke neplexodpevo KAWVIKAG peEAETNG NTRK.

Mpootédnkav evéTnTeG Yyia dieupupéveg petpnoelg DNA kat RNA.

ApXIKN €kdoon.
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lNa texvikA Bonbela, ENKOIWVWVACTE PE TO TUAMA TEXVIKAG unooTAPENG tng lllumina.

Istétomog: www.illumina.com
Email: techsupport@illumina.com

TnAepwvikoi aplBuoi egunnpetnong nehatwyv tng lllumina

Meproyn
Bopesw Apepwn
Avotpakria
Avotpio

BéAiyw

Kiva

Aavia
Pwiavdia
T'airio
I'eppavia
Xovyk Kovyk, Kiva
Ipravdia

Italia

Iamtovia

Kato Xopeg
Néa Zniavdia
NopBnyic
Ziykamovpn
Notw Kopéa
Ismtovia
Zovndia
EArpetia
Taipav, Kiva
Hvopévo Baocilswo

Adldreg Lopeg

Xopic ypéoon
+1.800.809.4566
+1.800.775.688
+43 800006249
+32 80077160
400.066.5835
+45 80820183
+358 800918363
+33 805102193
+49 8001014940
800960230

+353 1800936608
+39 800985513
0800.111.5011
+31 8000222493
0800.451.650
+47 800 16836
+1.800.579.2745
+82 80 234 5300
+34 911899417
+46 850619671
+41 565800000
00806651752
+44 8000126019
+44.1799.534000

Tormko

+43 19286540

+32 34002973

+45 89871156

+358 974790110

+33 170770446

+49 8938035677

+353 016950506
+39 236003759

+31 207132960

+47 21939693

+34 800300143

+46 200883979

+41 800200442

+44 2073057197

AeAtia dedopévwv acpdielag (SDS) — AwaBeoipa otov wotdéTono tng lllumina otnv nA. dietBuvon
support.illumina.com/sds.html.

Tekunpiwon npoiévtog — AlaBeoun yia Afyn oe poper) PDF and tov wotétono support.illumina.com.
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