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Opyavo NextSeq™ 550Dx

MA XPHZH 2TH AIACTNQZH IN VITRO
MONOTIA EZAIQrH

Ap. katahoyou 20005715

MpoBAeTTOpEVN XPION
To 6pyavo NextSeq 550Dx trpoopiCetal yia Tnv aAAnAouxion BiBAioBnkwv DNA étav xpnoiyotroigital Pe in vitro

dlayvwaoTIKoug TTpoodiopliopols. To opyavo NextSeq 550Dx 1TpoopideTal yia Xprion Y€ OUYKEKPIPEVQ,
ToTOTToINUEVA 1) EYKEKPIYEVA in Vitro BIayvVwOTIKA epyacTApla Kal AoyIoNIKO avadAuong.

Apx£g TnG diadikaaiag

To 6pyavo lllumina NextSeq 550Dx TTpoopiceTal yia Tnv aAAnAouxion BiBAIoBnkwv DNA e in vitro dilayvwoTIKoUug
TTPOCBIOPICUOUG KAl TIPETTEI VA XPNOIYOTTOIEITAI ATTO EIBIKEUUEVO KAl KATAPTIOPEVO TTPOCWTTIKO TTOU £XEI EKTTAIDEUTEI
oTn Xpron in vitro dIayvwaoTIKWY dIadIKACIWY TTou eKTEAOUVTAI 0€ KAIVIKO epyaaThplo. Q¢ aToixeia £106d0u, TO
NextSeq 550Dx xpnoipotroiei BIBAI0BNKeS o1 oTroieg éxouv dnuioupynBei attdé DNA &1Tou eupeTrpIa SEIYUATWY Kal
aAAnAouxieg Afwng TrpoaTiBevTal o€ evioxupévoug atoxoug. O BIBAIOBRKeS delyudTwy AapBdavovTtal og pia KUyeAida
pong kai uttoBaAAovTal o€ aAAnAouxion oTo épyavo pe T pEBodo TG aAAnAouxiong pécw ouvBeong (SBS).

H xnuikA pé6odog SBS xpnaoipotroiei pia péBodo avaoTpéWiou TEPUATIOTH YIG TNV avixveuon
@OOPICUOETTIONUACUEVWY JEPOVWUEVWY VOUKAEOTIOIKWY BACEWY KABWG QUTEG EVOWUATWVOVTAI OTIG
avaTrruooopeveg ahuoideg DNA. To Aoyiopikd Real-Time Analysis (RTA) ekteAei avaAuon eIKOVWY Kal avTIOTOIXIoN
Baong kal ekxwpei yia BabuoAoyia ToidTnTag o KGBe Bdaon yia KaBe KUKAo aAAnAouxiong. Otav oAokAnpweEei n
KUpla avaAuon, JTTopei va eKTEAEOTET deuTEPEUOUCA AVAAUGCT OTO OPYAVO VIO TNV ETECEPYATIA TWV AVTIOTOIXICEWY
Baong. AvaAloya pe Tn por epyaoiwy, To NextSeq 550Dx xpnoipoTTolei SIGQOPETIKEG JOVADEG DEUTEPEUOUTOG
avaAuong. MNa m povada Germline Variant Module 4 Somatic Variant Module, n ereéepyacia TrepIAapBavel
aTTOTTOAUTTAEEN, dnuioupyia apxeiwv FASTQ, euBuypduuion, avTioToixion TTapaAAaywy Kai dnuioupyia apxeiwv
avTioToixiong Bdaong (oe popen VCF kal gVCF). Ta apxeia VCF kar gVCF trepiéxouv TTAnpo@opieg yia TTapaAAayég
TTOU BPioKOVTal O OUYKEKPIYEVEG BETEIG O€ £va yovIdiwua ava@opdg.

Alapop@waon dITTANG EKKivnong
To 6pyavo NextSeq 550Dx diabétel pia diapodp@won SITTANG EKKivNONG yia va €ival EQIKTA N Xpron Tou opydvou
povo o dlayvwoTikA (Dx) ) og epeuvnTikn Aeiroupyia (RUO). ZTn diayvwaTikr Aeimoupyia ekteAolvTal in vitro
OlayVWOTIKOI TTPoadIopIGHOoI, CUUTTEPIAGUBAVONEVWY TwY Jovadwy Germline Variant Module kal Somatic Variant
Module. 21 d1ayvwoTIKA AgiIToupyia YTTopouv va xpnoidotroinBolv pévo avTidpacoTtrpia aAAnAouxiong IVD.
Ta xapaktnploTik& a1rédoong Kail ol Treplopiouoi TG diadikaaiag yia 1o 6pyavo NextSeq 550Dx kaBopioTtnkav yia
TIG povadeg Germline Variant Module kair Somatic Variant Module og diayvwoTiKA AgiToupyia.

[Meplopiopoi TNG diadikaaiag

1 Tia xpAon otn didyvwaon in vitro.

2 Or1 povadeg Germline Variant Module kai Somatic Variant Module, 6tav xpnoiyotroiouvtal ge 1o NextSeq 550Dx High
Output Reagent Kit v2 (300 kukAwv) 1} ye To NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUKAwV), JTTOpOUv
va TTapAcyouV Ta £EAG:

Aedopéva £600u alnAouxiong = 90 gigabases (Gb)
Mrkog avayvwong (o€ eKTEAEON OUZEUYHEVWY AKpwV) 2 X 150 Celyn Bdoewv (bp)
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Bdoeig ioeg pe A peyahutepeg ammd Q30 = 75% o€ pnkog avayvwong 2 x 150 bp
O1 Bdoeig Trou eival ioeg pe ) peYoAUTEPEG aTTO 75% €xouv BaBuoloyieg TroidtnTag Phred = 30, yeyovog TTou
uTTodEIKVUEl aKpifela avTioToixiong Baong peyoAuTepn ammod 99,9%
O1 avayvwoeig Pe indel (TrpooBnkeg, diaypapég ] GuVOUACHOUG) OTTOU TO PAKOG TTEPIEXOMEVOU gival > 25 bp dev
euBuypappiCovtal amrd 1o AoyioIKOG Tou TTpoadiopiopol. ETTopévwg, Ta indel pe pfikog > 25 bp dev gival avixvelaiya
atrd 10 AoyIopIKG Tou TTPoadIopIGHOU.
To Aoyiopikd Tou TTPoCdIoPIGHOU EVOEXETAI VO PNV EUBUYPAUUICE! TIG AVOYVWOEIG TWV AUTTAIKOVIWV E aKpaio
TTEPIEXOPEVO, UE ATTOTEAECHA N TTEPIOXT VA AVOPEPETAl WG Ayplou TUTTOU. TETOIO OKPQio TTEPIEXOMEVO TTEPIAAUBAVEL:

Avayvwoeig TTou TTEPIEXOUV TTEPICOOTEPQ aTTd Tpia indel

Avayvwoelg pfikoug TouldyioTtov 30 bp pe epiexduevo povig VOUKAeoTIBIKAG TTaparlhayns (SNV) > 4% Tou
OUVOAIKOU GTOXEUOUEVOU PAKOUG OUTTAIKOVIWY (EEQIPOUNEVWV TWV TTEPIOXWY TWV AVIXVEUTWV)

Avayvwoelg prkoug < 30 bp pe epiexopevo SNV > 10% Tou ouvoAIKOU PKOUG QUTTAIKOVIWY
(oupTTEPIAUBAVOPEVWY TWV TTEPIOX WV TWYV QVIXVEUTWV)
O1 peyaAeg TTapalhayég, ouptTePIAaPBavouévwy Twv TTOAUVOUKAEOTISIKWY TTapaArAaywyv (MNV) kai Twv peydAwy indel,
eVOEXETAI VO avaPePBOUV WG XWPIOTEG UIKPOTEPEG TTapaAAayég oTo apxeio €6dou VCF.
O1 Traparhayég diaypa@rg HTTopolv va QIATPpapIoToUV i va xabolv oTav TrepiAapBavouy dUo TTapakeipeva apTrAikévia,
€AV TO NAKOG TNG dlaypaPrg eival PeYaAUTEPO 1] i00 PE TNV ETTIKAAUWN METAEU TWYV TTAPOKEIPMEVWY OUTTAIKOVIWV.
To ouoTnua dev ptropei va avixveloel indel ev epgavioTolv atreubeiag SITTAa o€ €vav KKIVNTH Kal dEV UTTAPXEI
ETTIKAAUTTTOPEVO AUTTAIKOVIO. M TTEPIOXEG PE ETTIKOAUTITOPEVA AUTTAIKOVIA, O TTPOCdIOPICHOG BEV UTTOPEI va avIXVEUOEI
dlaypagég 6Tav N TTEPIOXA TNG ETTIKAAUWNG €ival PIKPOTEPN aTTd TO PEYEBOG TNG SlayPAPAS TTOU TTPETTEI VA QVIXVEUDEI.
MNa moapddeiypa, €av n TEPIOXH TNG ETTIKAAUWNG PETAEU U0 TTAPOKEINEVWY auTTAIKOViwy gival 000 Baaoeig, o
TTPOCdIOPIoUOG BEV PTTOPET va avixveloel diaypagEég TTou TrepIAauBdavouy kai TIg dUo auTég Baoelg. MTTopei va
avixveuBei diaypagn piag BAong o€ otroladATTOTE AT QUTEG TIG OUO BACEIG.
O1wg pe kKGBe pon epyaciag TpoeToiyaciag BIBAIOBAKNG pe Baon Tnv UBPISOTTOINGN, Ol UTTOKEIUEVOI TTOAUHOPQICHOI,
METAANGEEIG, EI0ayWYEG ) DIaYPAPEG OE TTEPIOXEG DECUEUONG OAIYOVOUKAEOTISIWY UTTOPOUV va £TTNPEGCOUV Ta
aANAGPopPa TTOU aviXveuovTal KAl TIG QVTIOTOIXIOEIG TTOU TTPAYUATOTTOIOUVTAl KOTA TN SIAPKEIQ TNG aAAnAouxIong.
MNa mapdadeiyua:

Mia TrapaAAayf TTou cuvadel Pe pIa TTAPOAAQYA OTNV TTEPIOXK EKKIVATH EVOEXETAI va PNV evioXuBei. Qg ek TouTOU,
TO QTTOTEAEC A PTTOPEI vVa €ival PeUdWG apvnTIKO.
O1 Traparhayég oTnv TTEPIOXN EKKIVATA Ba utropoucav va ePTTodicouV TNV £vioxuon Tou aAANAGUOPPOU ava@opdag,
ME OTTOTEAEC WA N QVTIOTOIXION TNG OMOZuYNG TTAPAAAAYAG va gival E0QAAUEVN.
O1 TapaAhayég Tou indel oTnv TTEPIOXT EKKIVNTA PITTOPOUV VO TTPOKOAECOUV pIa WeudWG BETIKA avTIOTOoiXION OTO
TENOG TNG avayvwaong SITTAA OTOV EKKIVNT.
Ta indel yropouv va @IATpapIoToUuV AOyw PEPOANWiog aAucidag, eav EPAvIOTOUV KOVTA OTO TEAOG Miag avayvwong
Kal ouvdeBoUv XaAhapd katd Tn didpkeia TNG euBUyPAUUIoNG.
O1 pikpég MNV dev €xouv eTTIKUpwWOET Kal avagépovTal povo otn povada Somatic Variant Module.
O1 diaypagég avapépovtal ato VCF, atn ouvtetaypévn g Baong tmou TTponyeital ava popery VCF. ETTopévwg,
TTPETTEl VO AaUBAVETE UTTOWN TIG TTAPOKEIPEVES TTAPAANAYEG TTPOTOU QVAPEPETE PIA JEPOVWHEVN AVTIOTOoiXIoN BAONG WG
opoguyn avagopd.
Eidikoi replopiopoi yia Tnv avtioToixion TapoAaywv BAACTIKAG OEIpdaG:
To 6pyavo NextSeq 550Dx, 1o otroio Xpnoiyotrolgi Tn povdada Local Run Manager Germline Variant Module yia
10 NextSeq 550Dx, £€xel oXEDIOOTEI IO TNV TTAPOX N TTOIOTIKWY ATTOTEAETUATWY YIa TNV QVTIOTOIXION TTAPaAAQYWV
BAaoTIKAG O€IPAg (TT.X. OMOCUyN, £TEPOLUYN, Gypiou TUTTOU).
Ortav xpnoiyotroigital oe cuvduacoud e T povada Germline Variant Module, n eAdyioTn KGAuwn ava apTTAIKOVIO
TTOU XPEIAdETaI yIa TNV aKPIBA avTioToixion Twv TTapaAlAaywy eival 150x. Katd cuvétreia, atraitouvrar 150
uTTOOTNPIKTIKA Bpaucpara DNA, yeyovog 1o otroio Icoduvapei he 300 eTTIKAAUTTTOUEVEG AVOYVWOEIG OULEUYUEVWV
akpwyv. O apiBuég Twv SelyPATWY KAl 0 GUVOAIKOG apIBUOG TwV OTOXEUOHEVWY BACEWY ETTNPEACOUV TNV KAAUWN.
To mepiexopevo GC kal GANO YOVISIWHATIKO TTEPIEXOUEVO UTTOPOUV va £TTNPEACOUV TNV KAAUWN.

H peTafAnTéTNTA TOU APIBUOU AVTIYPAPWY UTTOPEI va ETTNPEGCEI TO av pia TTapallayr] avayvwpifeTal wg opéluyn
r eTEPOCUYN.
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Opyavo NextSeq 550Dx

O1 Trapalhayég o€ opiopévo eTTavalapBavopevo TAaioio @IATpapovTal ota apyeia VCF. To @iAtpo emavaAnyng
RMxN xpnaoiyotroigital yia To QIATpapIopa TTapaAAaywy, €av To aUvoAo i HEPOG TNG aAAnAouxiag Tng TTapaAAayAg
etTavahauBavetal o1o yovidiwpa avapopdg Sittha otn B€an Tng TTaparhayng. MNa avrioToixion TapoAaywy
BAaOTIKNG O€IpAg, aTmraIToUVTal TOUAAXIOTOV EVVEQ ETTAVOANWEIG OTO YOVISIWHO avapopAs TTPOKEINEVOU VO
@IATpapIoTei pia TTapoaAayr. Aappdavovral uTTown PHOvo o1 eTTavaAqWeIG Pe PRKog péXpl 5 bp (R5x9).

‘Eva indel kai pia SNV g€ pévo évav 110 uTropolv va £X0UV WG ATTOTEAEGUA ThV avagopd Povo Wiag
TTapalAaynig.
13 EIdIKOi TTEPIOPIOYOI YIQ TNV AVTIOTOIXI0T CWHATIKWY TTOPAAAAYWV.

To 6pyavo NextSeq 550Dx, To otroio Xpnoiyotrolei Tn povada Local Run Manager Somatic Variant Module yia 1o
NextSeq 550Dx, £xel oxedIAaTEl yIa TV TTAPOXNA TTOIOTIKWY ATTOTEAEGUATWYV YA TNV QVTIOTOIXION CWHATIKWY
TTapaAAaywy (1T.X. TTOPOUCia CWHATIKAG TTapaAAayrg Pe ouxvoTnTa TTapaAAayAg ion We 1 peyaAuTtepn atoé 0,026
ME TIA opiou avixveuang 0,05).

Otav xpnoiyotroigital oe cuvduacud pe Tn yovada Somatic Variant Module, n eAdxiotn kGAuywn avd autrAIkévio
TTOU XPEIGZETal VIa TNV AKPIPA avTioToixion Twv TTapalhaywy gival 450x avd degauevr) ohlyovoukAeoTidiwv. Katd
ouvétrela, amrairouvral 450 uttooTnPIKTIKA Bpavopara DNA avd degapevr) oMyovoukAeoTISiwY, yeyovog TO OTTOI0
1coduvapei pe 900 eTTIKOAUTITOMEVEG QvayVWOEIG OUCeUyUEVWY Akpwv. O apiBudg Twv SeIYUATWY KOl O GUVOAIKOG
apIOPOG Twv oToXEUOUEVWY BAoEwV £TTNPEAZOUV TNV KAAUYWN. To trepiexopevo GC kal GAAO yovISIWMATIKO
TTEPIEXOPEVO UTTOPOUV VO ETTNPEACOUV TNV KAAUWY.

Mo avTioToiXION CWUATIKWY TTAPOAAQYWY, ATTaIToUvTal TOUAGXIOTOV £€1 ETTAVAAAYEIG OTO YOVISiWUa avagopdag

TTPOKEIPEVOU VO QIATPOPIOTEN N TTapaAAayr| Kal AauBavovTal uTrdyn POvVo ol ETTAVOAWEIG YE UAKOG PEXPI 3 bp
(R3x6).

H povada Somatic Variant Module &gv ptropei va diokpivel TiG TTapaAayEég BAAOTIKAG OEIPAG atTd TIG CWHATIKEG
TapaAlAayEg. H povada £xel oxediaoTei yia TNV avixveuon TTapaAAaywyv o€ £va eUPOG CUXVOTATWY TTAPAAAaYWY,
aAAG n ouxvoTnTa TTapaAAaywy Oev PTTOPEI va XpnoIPoTToindei yia Tn dIagopoTToincn TwY CWHATIKWY
TTapalAaywy atro TIG TTaparAayEg BAAOTIKAG oelpdq.

O @uaoioAoyIkdG I0TOG OTO Beiypa eTTNPEEACEl TNV avixveuon Twv TTapalaywyv. To Oplo avixveuong TTOU avapEPETal
BacileTal o€ pia cuyxvoTnTa TTAPAAAAYRG TTOoU gival OXETIKI PE TO ouvOoAMkKO DNA tTou €€dyeTal TOOO aTTd TOV
KOPKIVIKO 000 Kal aTTd TOV QUOIOAOYIKO 10TO.

E¢apTtpara TTpoidvTog
1 Opyavo NextSeq 550Dx (Ap. katahdyou 20005715)
2 Ztoixeia AoyiopikouU yia 1o 6pyavo NextSeq 550Dx, cuptrepIAauBavopévwy Twv €ENG:

fg;z::ﬁ(ﬁ:i AsiToupyia Mepiypagn
NextSeq EAéyxer H e@appuoyn Aoyiouikou NOS diaxeipifeTal Tn Aitoupyia Tou opydvou Katd Tnv aAAnAouxion Kai
550Dx Aerroupyia Tou dnpIoupyEi EIKOVEG yia Xxprion atro 1o Aoyiopikdé Real-Time Analysis (RTA).
Operating opydvou
Software
(NOS)
Real-time EkreAei kUpia H epappoyn AoyiopikoU RTA petatpéTrel Tig €IkOveg Trou dnpioupyrdnkav amd 1o NOS yia kdBe
Analysis availuon TAaKidIo avda KUkAo TnG ekTéAeang aMnAouxiong o€ apxeia avTioToixiong BAcng, Ta oTroia aTroTeAoUV
Software oToIxEia €1I00d0uU yia TIG povadeg avaAuong Tou Local Run Manager. H spappoyr) Aoyiopikou RTA dev
(RTA) O100€éTel TTEPIBANOV X PO TH.
Local Run MepiBaAov To Aoyiopiké Local Run Manager €ival pia AUon eVOwPOTWHEVN GTO OPYAVO KAl TIPOOPICETAl VIO TN
Manager XPNoTn yia SlaxEipiIon xpNOoTWY, TNV €MAOYR TNG KATAAANANG povadag avaAuong Kai Tnv TTapakoAoubnan Tng

TNV emAoyn KaTdoTOONG.

povadag
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Opyavo NextSeq 550Dx

Epappoyn

AoyiopikoU M
Somatic EkteAei
Variant deutepeliouca
Module avaAuon
Germline EkteAei
Variant deutepeliouca
Module avaiuon

Neprypaegn

AuTé 10 Aoyiopikd povadag avaAuang Tou Local Run Manager eme€epyddeTal avrigToixioeig Badong
péow deuTepeloucag avaluang. H eregepyaaia TTepIAapBavel aroTToAUTTAEEN, dnuIoupyia apy Eiwv
FASTQ, euBuypdpupion, avrioToiXion TrapaAAaywy kai dnuioupyia avagopwv. O avTioToIXIoTAG
mapaAayig (Pisces) dnuioupyei apyeia VCF TTou TrepiEXouv TTAnpo@opieg yia TTapaAAayég TTou
Bpédnkav o€ oUYKEKPIPEVEG BETEIG O€ Eva yOVIDIWHO ava@opdg Kal TrEPIAaBAVE! Kal TN PETPNBeica
ouxvoTNTa TTOPaAAayAG.

AuTé 10 Aoyiopikd povdadag avdAuong Tou Local Run Manager eme§epyddeTal avtigTolxioeig Badong
péow deuTepelouaag avaluang. H eme€epyaaia epihapBdaver aTToTTOAUTIAEEN, dnuIoUpYia apxEiwv
FASTQ, euBuypduuion, avtigToixion TrapaAAaywy Kai dnuioupyia avagopwv. O avTiGToIXIOTAG
Trapalayis (Pisces) dnuioupyei apyeia VCF TTou TrepIEXOUV TTANPOQOPIES Yia TTaPaAAayEG TTOU
Bpédnkav o€ ouykeKkPIPEVeG BETEIG O€ éva YOVISIWHA avapopdag Kal avayvwpilel KdBe TrTapaliayh wg
€TEPOZUYN 1 OHOZUYN.

2 UVONKeG Asitoupyiag

ZTolxEio Mpodiaypapég

Oepuokpacia | H Bepuokpaaia Tou epyaatnpiou Trpétel va diatnpeital otoug 19 °C €wg 25 °C (22 °C +3 °C). To guykekpIuévo eUpog
Beppokpaaiag eival To elpog Beppokpaaiag Aemoupyiag Tou opydvou. KaTtd Tn SIGPKEIa PIaG EKTEAEONG, UNV ETTITPEWETE N
Beppokpacia Tou TrepIBAGANovTOG va peTaBAnBei repicodtepo atd +2°C.

Yypacia Aiatnpeite OXETIKA uypacia Xwpig cupTrikvwon petagy 20—-80%.

ECoTTAIoNOG Kal UAIKG

ECoTAIo GG Kal UAIKA TTOU aTTaiToUuvVTal, TTwAoUVTal XWPIoTA

NextSeq 550Dx High Output Reagent Kit v2.5 (75 kUkAwv), Ap. kataAdyou 20028870
NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv), Ap. kataAdyou 20028871

ECOTTAIONOG Kal UAIKG TTOU atTaiTouvTal, eV TTapEXOVTAI

AvVOAWOIUA TTOU TTAPEXOVTAI OTTO TOV XPOoN YIA EKTEAETEIG AAANAouXiag

AvaAwoipo MpopnBeutng ZKOTTOG

MavTnAdkia I00TTPOTTUAIKAG 0Ak0OANG, 70% VWR, ap. kataAdyou 95041-714 KaBapiopdg kupeAidag pong Kal YEVIKA Xpron
n (A avTioToIXOG)

ABavoAn, 70% ["evikdg TTpounBeuUTAG EpyacTnpiou

Mavdkia epyaoTnpiou, TTOU €V aPrivouv VWR, ap. kataAdyou 21905-026 KaBapiopdg kuweAidag pong Kal YEVIKA Xprion
XVoudi (n avrioToIX0G)

AVOAWOIUQ TTOU TTAPEXOVTAI OTTO TOV XPriOTN YIO CUVTHPNoN TOU OpyAavou

AvaAwoipo

NaOCl, 5%
(uTrox AwpIOEG VATPIO)

Tween 20

Méiog 2022

MpopnBeutng 2KOTOG

Sigma-Aldrich, ap. ‘EkTTAuGn Tou opydvou PEow TNG AEImoupyiag un autépaTng EKITAUCNG META
kaTaAdyou 239305 TNV ekTéAEDN, apaiwon a1o 0,12%

(i 100dUvapo

£PYAOTNPIAKAG

TT0I6TNTAG)

Sigma-Aldrich, ap. ‘EKTTAUCN TOU OpYdavou PECW TWV ETTIAOYWV N auTOPATNG EKTTAUONG,
KkaTaAdyou P7949 apaiwon oTo 0,05%
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Opyavo NextSeq 550Dx

AvaAwoipo MpopunBeutng ZKOTOG

NepO, EpyaoTnPIOKAG "evikdg TTpopunBeuTAg ‘EKTTAUGN TOU opydvou (N autéuarn €KTTAuan)

TT0I6TNTOG £pyaoTnpiou

DikTpo aépa llumina, ap. kataAdyou KaBapiopog Tou agpa Trou I0AyeTal GTO Opyavo yia yugn
20022240

Odnyieg yia vepod epyaocTnPIOKAG TTOIOTNTAG
XpnOIYOTTOIEITE TTAVTA VEPS EPYACTNPIOKAG TTOIGTNTAG  ATTIOVIOPEVO VEPO YIA TNV EKTEAECN Twv SIAdIKACIWY TOU
opyavou. Mnv xpnoiyoTroigite TTOTE vePO PBPUong. XpNOIUOTTOIEITE HOVO VEPOS UE TIG TTAPAKATW TTOIOTNTEG A
10000VapES AUOEIG:

ATTIOVIOEVO VEPO

[llumina PW1

Nepd 18 Megohm (MQ)

Nepo Milli-Q

Nepd Super-Q

Nepod 1ToI0TNTAG POPIaKAS BloAoyiag

[MpoeIdOTTOINCEIG KAl TIPOPUAACEIS

MPOZOXH H opootrovdiakh vouobeaia eTTPETTEI TNV TTWANCN AUTAG TNG CUCKEUAG HOVO aTtro 1aTpo ) KATOTTIV
EVTOANG 1aTPOU, 1 aTté AAAoV eTTayyeApaTia uyeiag pe adeIa aoKNOEWS ETTaYYEAUATOG CUPQWVA UE TN VORoBeaia TNG
TTOAITEIAG OTNV OTTOIO AOKEI TO ETTAYYEAUA TOU, YIa XPAON f EVIOAR XPriong TNG CUCKEUNAG.

1 OplopMéVa OTOIXEIO TwV avTISpaoTnpiwyv TTou Trapéxovral amd Tnv lllumina yia xpRon pe 1o 6pyavo
NextSeq 550Dx 1repiéXouv duvnTIKA €mMIKivOUVEG XNHIKEG ouaieg. H €10TTvoR, N KATATTOON KAl N MA@
ME TO Bépua A Ta PATIO UTTOPEI VO TTPOKAAETElI TPAUUOTIONO. POpPdTe TIPOCTATEUTIKO £§OTTAICUO,
oupTrepIAauBavopévou EOTTAICHOU TTPOCTACIAG YIO TA MATIO, YAVTIA KAl EPYOOTNPIOKA TTOdId,
KatdAAnAo yia Tov Kiviuvo ékBeong. Ta XpNOoIJOTTOINKEVA AVTISPACTHPIA TIPETTEI VA AVTIMETWITI{OVTAI
WG XNMIKA atrofANTA KAl VA ATTOPPITITOVTAl CUM@WVA HE TOUG I0XUOVTEG TTEPIPEPEIAKOUG, £BVIKOUG Kal
TOTIKOUG VOUOUG KaI KAVOVIOMOUG. Na TTANpo@opiec OXETIKA Ue To TTEPIBAANOV, TNV UyEia Kal TNV 0oQAAEIQ,
avaTpégTe 0T GUAAG dedopévwy aapdAeiag (SDS), otn dietBuvon support.illumina.com/sds.html.

2 AvogépeTe auETWG TUXOV OOROPA ATUXNAMATA TTOU OXETICOVTal PE QUTO TO TTPOIGV oTnVv lllumina kal aTig apuddieg
apX£EG TWV KPATWYV PHEAWV OTA OTTOIO €ival EYKATECTNUEVOI O XPAOTNG KOI O AGBEVAG.

3 MMpétrel va xelpiCeate 6Aa Ta deiypara aipatog wg €av va ATAV yvwaoTo OTI €ival JOAUGUATIKA yia TOV 10 TG avBpWITIVNG
avoooaveTdpkeiag (HIV), yia tov 16 Tng nmratitidag B (HBV) kai GAAoug TTaBoydvoug TTapdyovTeg TTou PETadidovTal Je
TO Qipa (YEVIKEG TTPOQUAGEEIG).

4 H pn mMpnon Twv d1adIKaoIwy OTTWG TTEPIYPAPOVTAl UTTOPET VO 0BNYHOEl 0 E0QAAUEVA OTTOTEAECUATA 1] GNPAVTIKN
peiwon TNG TToIOTNTAG TWV OEIYUATWV.

5 Xpnoigotroleite UVABEIG EpyaoTNPIAKEG TTPOPUAGEEIG. MV XPNOIPOTTOIEITE TO OTOPA OAG VIO VO AVOPPOPrOETE UYPA
otnv mméta. Mnv TpwTe, TiveTE ) KOTTVI(ETE 0€ KaBoPIoUEVOUG XWPoug epyaaiag. Popdre yavTia piag xpriong Kai
EPYOOTNPIOKN POUTTO KOTA TOV XEIPIOHO SEIYUATWY Kal avTI®paoTnpiwy Twv KIT. MNMAEVETE Ta XEPIA 0OG OXOAACTIKA PETA
TOV XEIPIOUO BEIYUATWY Kal avTIdpacTnPiwy TwV KIT.

6 H epapuoyr) opbwv epyocTNPIOKWY TTPAKTIKWY Kal N KA €pYaoTNPIOKN UYIEIVH €ival aTTapaiTATES YIA TNV OTTOTPOTTH
NG MOAUVONG TWV avTIOPOCTNPIWY, TWV OPYAVWY Kal TwV delyudTwy yovidiwuaTikou DNA arréd ta mpoidvra 1ng PCR.
H péAuvon 1ng PCR ptropei va 0dnyfoel o€ avakpifr] Kal ava&iommoTa armoTeAEoUaTa.

7 Tia Tnv ammoTpoTt poAuvong, dIac@alicTe OTI OTIG TTEPIOXEG TTPIV ATTO TNV EVioOXUoN Kal HETA TNV EVioXUon UTTAPXEI
€10IKOG €EOTTAICOG (TT.X. TTITTETEG, AKPA TTITTETWY, CUOTOIXIEG BEPUAVTIKWV TUOKEUWY, aVadEUTAPES KOI CUOKEUEG
(PUYOKEVTPIONG).
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Opyavo NextSeq 550Dx

10

11

12

H Celn d¢iktn ka1 deiypaTog TTPETTEI va avTIoToIXEl akpIBwg aTtnv évrutrn didtagn Adkag. To Local Run Manager
CUUTTANPWVEI QUTOPOTA TOUG EKKIVNTEG EUPETNPIOU TTOU OXETICOVTAI PE TA OVOUATA TWV BEIYHATWY, KATA TNV £i0000
TOUG OTN POVAda. ZUVIOTATAI O XPAOTNG Va £TTOANBEUEI TOUG EKKIVNTEG EUPETNPIOU TTOU OXETICOVTal PE Ta OEiyaTa
TpIv atrd TNV £vapén TnG ekTEAeang aAnAolxiong. TuxOv e0QaAPEVES avTIOTOIXIOEIG HETAEU DeiypaTog kal didTagng
TTAGKOG €XOUV WG ATTOTEAEO A ATTWAEIQ BETIKAG TAUTOTTOINONG OEIYHATWY KAl ETQAAUEVN AVAQPOPE OTTOTEAECUATWV.
ZuvioTatal Beppd n eykatdaTaon AoyiopikoU TTPO0Tagiag atrd 100G TTOU TTaPEXETAI ATTd TOV XPAOTN, YId ThV
TTPOCTACIA TOU UTTOAOYIOTH aTTO 10UG. ZUMPBOUAEUTEITE TO £yXEIPIOIO XPrOTN YIa 0dnyieg OXETIKA PE TNV eyKaTdaTaon.
Mnv xeipi¢eoTe T0 NextSeq 550Dx vy €xel apaipeBei oTTOI00BATTOTE OTTO TOUG TTIVOKES. O XEIPIOPOS Tou 0pydvou
eV £XEl aQaIpeBEei 0TTOI00BATTOTE ATTO TOUG TTiVOKES dnuioupyei TTBavr) €kBeon oTnv TAon JIKTUOU Kal O€
EVOAAOOOWEVEG TAOEIG.

Mnv ayyiete Tn Baon TG KuweAidag poRg yEoca oTo dIaPEPIoUa TNG KUWEAIBAG porg. H ouokeur) Bépuavong e auto
10 Slopépiopa AciToupyei o€ Bepuokpacia oo 22 °C €wg 95 °C kal YTTopEi va TTPOKOAETEl EyKaUuaTa.

To 6pyavo Cuyicel Trepitrou 185 Ib kal ptTopEi va TTPOKAAECEl GORAPO TPAUPATIONO O€ TTEPITITWON TITWONG N
€0QaApEVNG XPAONG.

Odnyieg xpnong
O1 mapakdTw o0dnyieg xpHong TrpoopifovTal yia Tn Asitoupyia Twv povadwy Germline Variant Module kai Somatic
Variant Module o€ diayvwaoTikn Asitoupyia a1o 6pyavo NextSeq 550Dx pe 1o NextSeq 550Dx High Output Reagent
Kit v2 (300 kUkAwv) A pue 1o NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV).

Eilcaywyr TTANpo@opIwyV EKTEAEONG

MNa AemrTopepeig odnyieg, deite Tov OdNyd avagopdg opyavou NextSeq 550Dx (ap. eyypdeou 1000000009513) kai
TOV avTiaToixo odnyod povéadag Tou Local Run Manager.

KaBopioudg TapapETpwyv

1
2
3

>uvdeBeite oto Local Run Manager.

EmAégTe Create Run (Anuioupyia ektéAeong) kal Somatic Variant i Germline Variant.

EicaydyeTe éva 6vopa ekTEAEONG TTOU TAUTOTTOIE TNV EKTEAEGN aTTO TNV aAAnAoUxion €wg Tnv avaAuon.
XpNno1YoTroINoTE aAQAPIBUNTIKOUG XOPAKTAPEG, KEVA, KATW TTAUAEG ) TTAUAEG.

[MpoaipeTikd] EicaydyeTe pia TEPIypaPr TNG EKTEAECNG YIA EUKOAOTEPN TAUTOTTOINGN TNG EKTEAEDNC.
XpnaIYoTToIOTE AAQAPIOUNTIKOUG XOPAKTAPEG, KEVA, KATW TTAUAEG R TTAUAEG.

EmAEETE TOV apIOBUO TWV BEIYUATWY KOl TO CUVOAO TWV EUPETNPIWY aTTO TNV avaTITUooOpEvVn ANioTa.

Kard tnv emAoyn oag, AaBete uttdwn oag TIG TTAPOKATW TTANPOPOPIEG.

H avatrruooduevn Aiota repiAapBavel apiBuoug delyudtwy Pe éva ouvoho eupeTnpiwy. MNa Tapddeiyua, 10 «24-Set 1»
uTTOdEIKVUEI OTI UTTAPXOUV 24 SeiypaTa TTPOG £6£TAON, WE EUPETAPIA aTTO TO GUVOAO €UPETNPIWY 1.

O1 apIBuoi Twv CUVOAWY TWV EUPETNPIWY avagEpovTal o€ dIOPOPETIKG GUVOAa (euywyv eupeTnpiwy i5 kal i7. To
2UvoAo 1 kal To Z0UvoAo 2 TTpoCPEPOUV Kal Ta U0 TToIKIANOHop®ia eupeTnpiwy. Mapéxovral U0 aUVOAa EUPETNPIWY IO
TNV ammopuyn £§AvTANCONG £vOG HOVO GUVOAOU.

EmAEETE TOV apIBUO delypdTwy TTOU TTANCIACEl TTEPIOCTOTEPO OTOV aPIBPG Twv delyUATwyY TTou Ba uTToBANBOUV o€
egétaon. Eav otn Aiota dev utTdp)El 0 akpIPAS aplBuog Twv delyudTwy, €TTIAECTE TOV TTANCIECTEPO APIBUO, OAAG
PPOVTIOTE Va gival PIKPOTEPOG aTTO TOV apIBPS Twv TTPog eEETaon delypaTwy. MNa TTapddelyua, av TTPOKEITal va
egeTaoTouv 18 deiypara, €mAESTE 16 deiypara.

Ta TpoTelvoueva Bobpia deiyuaTog Kal oI CUVOUACHOI EUPETNPIWY TTOU TTANPOUV TIG ATTAITACEIG TTOIKIAOOP®Iag
EUPETNPIWV ETTICNUAIVOVTAI PE TTPACIVO XPWHA.

Eicaywyr) apxeiwv deATioU dEiyUATOC yIa TNV EKTEAEON

1

2
3

BeBaiwBeite o011 Ta deATia deiypatog Tou BEAETE va eicayayeTe ival diaBéoipa o€ pia TpooBdaiun 6€on aTto dikTuo 1
o€ pia yovada USB.

EmAégTe Import Manifests (Eicaywyr deAtiwv deiyuaTog).

MeTaBeite oTo apyeio Tou deATiou deiypaTog Kal eTTIAEETE Ta SeATIO deiyuaTOG TTOU BEAETE VO TTPOCBECETE.
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Opyavo NextSeq 550Dx

SHMEIQ>H Ta va gival dlaBéoipa 1a apxeia deATIWY deiyuaTog yia OAEG TIG EKTEAEDEIG PE TN PovAada avaAuong

Germline Variant rj Somatic Variant, rpogféoTe Ta deATia deiyuatog pe mn Asitoupyia Module Settings (PuBuioeig
povadag). MNa tn Aciroupyia auth atraitolvTal adeieg eMTTEOOU DIAXEIPIOTA. [Na TTEPITOOTEPEG AETITOUEPEIEG, BA.

Odnyoéc avagopdc opydvou NextSeq 550Dx (ap. eyypdgou 1000000009513).

KaBopioudg delyudTwy yia TNy EKTEAECN

KaBopioTe Ta deiypata yia TRV EKTEAEON XPNOIYOTTOIWVTAG Pia atrd TIG ETMAOYEG Kal TIG 0dnyieg TTou akoAouBouv.
Mn autéparn sicaywyn deypdTwv—XpnoiuoTroinoTe Tov KEVO Trivaka atnv 08évn Create Run (Anuioupyia
EKTEAEONG).
Eicaywyn deiypdtrwv—MeTaBeite o€ £va e§WTEPIKO APXEIO PE HOPPN TIHWV XWPICPEVWYV PE KOPUA (*.CsV). ZTnV
006vn Create Run (Anuioupyia ekTéAeong) uTTApXEl €va TTPOTUTTO TTPOG Afyn.

Mn autéuaTn eiIcaywyn oy uaTwv

1 Eioayayete éva povadiko dvoua deiypotog (Movdda avaAuong Somatic Variant Module) 1y éva avayvwpioTikd
deiypatog (Movdada avaAuong Germline Variant Module).

XpnoIUOTToINOTE AAQPAPIOUNTIKOUG XAPAKTAPES, TTAUAEG ) KATW TTAUAEG.

2 [MpoaipeTikd] MNa deiypata pe BeTIKOUG A apvNnTIKOUG PAPTUPEG, KAVTE DEEi KAIK Kol ETTIAEETE TOV TUTTO TOU PAPTUPQ.
O pdpTupag o1o £va BoBpio deiyuaTtog CUPTTANPWVEI QUTOPATA TO avTioTolXo BoBpio oTnv AAAn degapevr pe Tov idio
papTUpQ.

3 [MpoaipeTikd] Eicaydyete pia eplypaer deiyyarog oo medio Sample Description (Mepiypagr) deiyuarog).
XpnoiyotroinoTe aAQapIBUNTIKOUG XOPAKTAPEG, TTAUAEG i KATW TTAUAEG.

4 EmAEETE €vav TTpooapuoyéa Eupetnpiou 1 ammd Tnv avamtuooouevn Aiota Index 1 (Eupetipio 1) (i7).

OT1av xpnoIyoTToIEiTE TA TTPOTEIVOUEVA BoBpia SeiyaTog, TO AOYIOHIKO GUUTTANPWVEI QUTOUOTA TTPOCOPHOYEIG
EUPETNPIOU i7 Kal i5 TTou TTANPOUV TIG ATTAITACEIG TTOIKIAOPOP®iag eupeTnpiwyv. EAv oTn AioTa dev UTTApXEl aKpPIBWGS O
apIBPOG TWV BEIYUATWY TTPOG £EETACT), PPOVTIOTE va ETTIAEETE TTPOCAPOYEIG EUPETNPIOU yia eTTITTASOV BoBpia.

5 EmA&ETe évav Tpoaapuoyéa EupeTnpiou 2 ammd tnv avarrtuacoopevn Aiota Index 2 (Eupetipio 2) (i5).

6 EmAECTe éva apxeio deAtiou deiypaTog atmd Tnv avarrTucoopevn Aiota Manifest (AeATio deiypaTog).

MNa ta dsiyyata otn Acgapevi A atraiteital S1a@QopeTIKO deATio deiypartog ammod Ta deiypata otn Asgauevn B.

7  OpioTe pia emmiAoyn yia TTPpoBoAr, ekTUTTWonN ) amodrikeucon Tng d1IaTagNg TTAGKAG WG ava@opd yia TNV TTPOEToIPACIa
BiBAIoBNKwWV:

EmAEETE TO €IKOVIDIO = Print (EkTUTTWON) Via va gpgavioeTte TN SidTagn Tng TAdkag. EmAéETe Print (EkTUTrwon)
yla TNV eKTUTTWON TNG d1ATagng TTAGKOG.
EmAéETe Export (ESaywyn) yia va e€aydyeTe TIG TTANpo@opieg deiyuaTog o€ £va eEWTEPIKO apPXEiO.

8 EmAéETe Save Run (AmoBrikeuon ektéAeang).

Eicaywyn delypudaTwv
1 EmAéETe Import Samples (Eicaywyn delyudtwy) kai JeToReiTe aTn BE0N TOU ApPXEIOU HE TIG TTANPOPOPIES TOU
O¢eiypatog. Y1rdpyxouv dU0 TUTTOI APXEIWV TTOU UTTOPEITE va EI0QYAYETE.
EmAéETe Template (MpoTutro) oTnv 086vn Create Run (Anuioupyia ekTéAeang) yia va dNUIOUPYACETE Ia vEQ
O1aragn TTAGKag. To apxEio Tou TTPOTUTTOU TTEPIEXEI TIG OWOTEG ETTIKEQAAIDEG GTNAWY YIa TNV EICAYWYA.
EicaydyeTe TIG TTAnpo@opieg deiyuatog ae kKABe aTAAN yia Ta deiypata TNG eKTEAEONG. AlaypdwTe TIG TTANPOYPOPIES
TWV TTAPAdEIYUATWY OTA KENIG TTOU BEV XPNOIKOTTOIOUVTAI KaI, TN OUVEXEID, aTTOBNKEUOTE TO apXEio.
XpnoIYoTIoINOTE £va apxEio TTANPO@opPIWY deiyuaTog TTou €xel e€axBei ammd Tn povada Germline Variant fj T
povada Somatic Variant xpnoigotroiwvtag mn Asitoupyia Export (E€aywyn).
2 EmA&ETe TO €IKOVIDIO = Print (EkTOTTWON) VIO va gu@avioeTe TN OIATAEN TNG TTAGKAG.
3 EmAéETe Print (ExtUTrwon) yia va ektuttwoeTte T SIdTagn Tng TTAAKAG WG avagopd yia TNV TIPOETOIPOTIa
BiBAI0BNKWV.
4  EmAéETe Save Run (Amobrikeuon ekTéAeang).
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Opyavo NextSeq 550Dx

[MpocToIyacia TNG KACETAG avTIOPACTNPIWYV

BeBaiwbeite 611 akoAouBEeiTeE TIPOTEKTIKA TIG 0ONYiES TNG KATETAG avTIOpACTNEIWY yia emTUXNUEVN aAAnAouxion.

1 Tapte TNV KAoETa AVTIOPACTNPIWY OTTO TOV XWPO atrodrikeuong OtTou BpiokeTal o€ Beppokpaoia -25 °C éwg -15 °C.
2 EmAEETE pia atmod TIg TTapakdTw PeBGdOUG yia TNV ammoyuén Twv avtidpactnpiwyv. Mnv Bubifete Tnv kKacéTa. MeTd Tnv
atmoYuén TNG KAOETOG, OTEYVWOTE TNV TTPOTOU TTEPACETE OTO ETTOUEVO Brpa.

Ogppokpacia Xpovog amoyuing Oplo oTabBepdTNTOg
NouTpd UdaTog ae Beppokpaaia 15 °C €wg 30 °C 60 AeTTd Na unv utrepBaivovTal o1 6 WPEeG
2°Céwg8°C 7 WpEG Na unv utrepBaivovtal o1 5 nuépeg

>HMEIQ>XH Edv amroplyete TAvw atréd pia Kaoéta oT1o idlo Aoutpd UBATOG, AUEHOTE TOV XPOVO TNG ATTOWUENG.

3 AvotrodoyupioTe TNV KOCETA TTEVTE QOPEG yIa va avaueixBolv Ta avTidpacTrpIa.

4 EmBewproTe TO KATW UEPOG TNG KOCETAG yia va BeRaiwBeite OTI Ta avTIOpacThpIa £XOoUv atToWuyxBei Kal 6Tl dev
uttdpxouv iIfnuata. EmBepaivoTte 611 01 Béoeig 29, 30, 31, kai 32 £€xouv amoyuXOei, KaBwWG eival o1 JEYaAUTEPEG Kal
Xpe1dgovTal Tov TTEPICTOTEPO XPOVO atToYung.

5 XtutrAoTe amraAd Tnv Kao£Ta OTOV TTAYKO YIA VO TTEPIOPICETE TIG QUOAAISES aépa.

MNa BEATIOTA atToTEAETATA, POPTWOTE QTTEUBEIAG TO dEiyua KAl KOBOPIOTE TIG TTAPAPETPOUG TNG EKTEAEDNG.

[MpocToipacia TNG KuWeAidag porg

1 Napte éva véo KIBWTIO KUWEAIdAG porg atrd Tov Xwpo arrobrikeuong étrou Bpicketal oe Beppokpacia 2 °C éwg 8 °C.
2 A@aipéoTe TNV OAOUMIVEVIA CUCKEUAaia atrd TO KIBWTIO Kal agrioTe Tnv o€ Beppokpaaia dwpartiou yia 30 AeTTTa.

[MpocToipaaia BIBAIOONKWYV yia aAAnAouxion
EkTeAéoTe amrodidragn kai apaiwon oTig BIBAIOBAKEG 0ag o€ OyKo @opTwong 1,3 ml. Tnv TPAgn, N ouykéEvipwon NG
QOPTWONG UTTOPEI va dla@épel avaloya Pe Tnv TTpogToiyacia Twv BIBAIoBNKwy Kal TIg peBddoug TroooTikoTroinong. H
apaiwon Twv BIBAIOBNKWY Twv SeIyPATWY EAPTATAI OTTO TNV TTOAUTTAOKOTNTA TWV OPAdWY OAIYOVOUKAEOTISIWY. Na
0dnyieg OXETIKA PE TOV TPOTTO TIpoETOINaCiag Twy BIBAIOONKWY delyuaTwy TTpog aAAnAouxion,
oupTrepIAapBavouévng TG apaiwaong Kal TnG opadoTtroinong Twv BIBAIOBNKWY, avaTpéETe TNV EvVOTNTA ME TIG
Odnyieg xprong yia 1o avTioTolXo KIT TTpogToipaciag BiBAIoBnkwv. 10 NextSeq 550Dx n BeATioToTToinon TNg
TTUKVOTNTAG TwV CUCTAdWV gival atrapaitnTn.

PopTwon BIBAIOONKWY OTNV KACETA AVTIOPACTNPIWV

1 XpnoigotrolwvTtag éva Travi TTou dev agrvel Xvoudi, KaBapioTe TN OTEYAVOTTOINGN GAOUMIVIOU TTOU KOAUTITEI TN
oegapevn ap. 10 pe eTikéTa Load Library Here (P6pTwaon BiBAI0BAKNG £3w).

2 TpuTtAoTE TN OTEYAVOTTOINGN ME £va KOBapd Akpo TTITTETAG 1 ml.

3 Qoptwarte 1,3 ml mpoeToipaopévwy BiBAIoBnkwv otn degapevry ap. 10 pe eTikéta Load Library Here (®dpTtwon
BiBAI0BRAKNG €dWw). Mnv ayyileTe TN oTeyavoTTroinon aAoupiviou Katd Tn dlavoun Twv BIBAI0BNKWV.
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Opyavo NextSeq 550Dx

Eikéva 1 ®opTwon BIBAIOBNKWY

KaBopIioudg TrTapapéTpwy eKTEAEO NG aAAnAouxiong

1
2
3

4

7

2uvdeBeite oTo NextSeq 550Dx pe Tov KwdIKO TTPOGRACTG 0ag yia To Aoyiopiké Local Run Manager.
A6 Tnv apyIkri 086vn Tou AoyiopikoU NOS, emAéCTe Sequence (AMnAouyia).
EmIAEETE pia ekTéAeon atTd TN AioTa Kal, oTn ouvéxela, eTIAéETeE Next (ETTouevo).
Avoiyel pia og1pd atré 086veg KaBoPIoUOU TTAPOPETPWY EKTEAEONG e TNV €ENG oeIpd: Load Flow Cell (PépTwaon
KuweAidag porg), Load Buffer Cartridge (PopTwon kacétag pubuioTikwy dioAupdtwy), Load Reagent Cartridge
(PépTwOnN kacgétag avTidpaoTnpiwyv) kal Pre-run Check (EAeyxog Tpiv amrd Tnv ekTéAean).
Ortav epgavioTei n 086vn Load Flow Cell (PopTwon kuyweAidag porg), kKaBapioTe Kal, TN CUVEXEIA, POPTWOTE TNV
KuyeAida pong.

ApaipéaTe TNV KUWeAida porg arrd TNV aAoUMIVEVIO CUCKEUATIa.

Avoi¢te Tn d1dgavn TTAACTIK avadITTAOUUEVN CUCKEUOTIO KOI apaIpEOTE TNV KUWEAIda porG.

KaBapioTe Tn yuGAivn €TIQAvela TNG KUWEAIDAG ponG ME HavTNAGKI aAKOOANG TTOU eV G@RVEI XVOUDI. ZTEYVWOTE TN
YUdAIvn €TTIQAVEIQ JE TTAVAKI EPYACTNPIOU TTOU BEV APAVEI XVOUDI.

BeBaiwsite 6TI n yudhivn eTQAveia TNG KUWeAIBAS PoAg eival kaBapr|. Edv eival ammapaitnto, £TTavaAdBeTe TO
Brua Tou kaBapiopoU.

ApaipéaTe TN XPNOIPOTTOINKEVN KUWEAIDO POrG aTTd TTPONYOUMEVN EKTEAEDT.

EuBuypappioTe TNV KUWeAida poig eTTavw atTé TOUG TTiPoUG eUBUYPAUUIONG KOl TOTTOBETACTE TNV KUWEAIA pong
emavw oTn Bdon.
EmAégTe Load (PopTwaon).
H Bupa kAeivel autépara, TO avayvwpioTIKO TNG KUWEAISAG pong eugaviCeTal aTnv 080vn Kal yiveTal EAeyX0g Twv
aiodnTrpwv.
AkolouBrjoTe TiIg 0dnyieg Tou AoyIoUIKOU yia va adeIGoETE TO OOXEIO XPNOIUOTTOINKEVWY avTIOPACTNPIWY, POPTWATE
TNV Kao€£Ta pubuioTiKwy diaAupdtwy Tou NextSeq 550Dx, kal opTwaTe TNV KAoETa avTidpaoTnpiwv Tou NextSeq
550Dx.
OTtav @opTwlolv o1 Kao£Teg pUBUIoTIKWY SIoAUNATWY Kal avTidpacTnpiwy Tou NextSeq 550Dx, 10 AoyiopIKO diaBadel
kai kataypagel 1o RFID. Ta avayvwpIoTIKA TwV KACETWV PUOUICTIKWY SIGAUPATWY Kal avTIOpaoTNpiwy gugaviCovTal
oTnv 006vn Kai yiveTal EAeyX0og Twv ailodnThpwy.
OT1av oAokAnpwOei 0 autduaTog éAeyxog TrpIv atro Tnv ekTéAean, emAégTe Start (Evapn). (Aev atraiteital av el
OpIOTEl QUTOPATN €KKivnon aTn diaudpewarn.)
Kard tnv évapén tng ektéAeang, avoiyel n 086vn Sequencing (AAMnAoUXIon). Z€ auTAv Tnv 084vn yiveTal Pia OTTTIKA
avaTtrapdoTaon TNG EKTEAEONG TTOU BpiokeTal o€ €EENIEN, TUUTTEPIAQUBAVOUEVWY KAl TWV EVIACEWV KAl TWV
BaBuoloyiwv TT0160TNTAG (BaBPOAOYIEG TTOIOTNTAG).
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AtToTeAéopaTa

To Aoyiopiké Real-Time Analysis (RTA) ekteAei avdAuon €IkOvwy Kal avTioToixion BAoNG Kal EKXWPEI Mia
Babuohoyia TToidTNTAG 0€ K&Be BAon yia K&Be KUKAO aAAnAouUyxiong. Otav oAokAnpwbei n kUpia avaAuon, n
emAeyuévn povada Tou Local Run Manager oo 6pyavo NextSeq 550Dx Eekivda Tn deutepelouca avaAuon auTtéuara.
O1 diadikacieg deutepeUioucag avaAuong TTou TTEPIYPA@ovTal OTo TTapSOV agopoulv Tn hovada Germline Variant
Module kai Tn yovada Somatic Variant Module.

ATTOTTOAUTTAEEN
Katd v atmmotroAUTTAEEN yiveTal gia oUykpion KABe aAAnAouxiag avayvwaong eupeTnpiou pe TIG aAAnAouxieg
EUPETNPIOU TTOU €XOUV OPIOTEI yIa TNV EKTEAEDT. Z€ auTd To BApa dev AauBdavovTtal uTTown TIES TTOIOTNTAG.
O1 aAAnAouyieg eupeTnpiou TauToTTOIOUVTAI UE TA TTAPOKATW BAPATA:
Ta deiypara apiBuouvral atrd 1o 1 pe Bdon Tn ogipd Pe TNV OTToIa AvayPAPOVTaI VIO TNV EKTEAEDN.
O ap1Buég deiypatog 0 TTpoopieTal yia cuoTAdEG TToU OEV avTIoToIXioTNKAV O€ Ogiya.

O1 ouoTddeg avtioToixiCovral o€ deiypa OTav UTTapXEl atTOAUTN avTioTolxia TNG aAnAouyiag eupeTnpiou ) oTav
UTTAPXEI £WG KAl dia avavTIoToIXia ava avAayvwaon EUpETNPIiou.

Anuioupyia apxeiou FASTQ

MeTd TNV atmotToAUTTAEEN, TO AoyIouIKG dnuioupyei evdldueoa apxeia avdAuong os pop@r FASTQ, n otroia gival pia
HOopP®N KEIWEVOU TTOU XPNOIKOTTOIEITAI YIa TNV avaTtrapdotacn aAAnAouxiwyv. Ta apxeia FASTQ mepiéxouv
AVAYVWOEIG YIa KABe deiypa Kal TIG OXETIKEG BaBuoloyieg TroidtnTag. O1 cuoTAadeg TTou deV TTEPATAV TO PIATPO
atrokAgiovTail.

KdaBe apyxeio FASTQ mepiéxel avayvwaoeig yia éva povo Oeiypa Kal To évopa Tou deiyaTog TTEpIAaUBAvVETAI OTO
6vopa Tou apxeiou FASTQ. £1n povada Germline Variant Module kai otn povada Somatic Variant Module,
dnuioupyouvTal okTw apyxeia FASTQ avd deiypa avd de€apevr ohiyovoukAeoTidiwv, Téooepa atod Tnv Avayvwon 1
Kal TEoogpa aTré v Avdyvwan 2, Ta otroia dnuioupyouv éva alvoAlo atrd 8 kal 16 apxeia FASTQ avd deiyua yia
N yovada Germline kai Tn povada Somatic, avTioToixa. Ta apxeia FASTQ cival Ta Baoikd oToixeia eig6dou yia Tnv
eubuypduuion.

EuBuypduuion
270 Brua Tng euBuypdaupiong, o aAyopiBuog Smith-Waterman pe {wveg eubBuypappiel cuoTadeg atmod kabe deiyua
Bdaoel aAAnAouxiwv auTTAIKoviwy TTou KaBopifovTal oTo apxeio deATiou deiyuaTog.

O aAyopiBpog Smith-Waterman pe Cwveg ekTeAei nUIKaBoAIkEG euBuypappiosig aAAnAouxiwy yia Tov Kabopioud
TTAPEPPEPWV TTEPIOXWV PETAEU BUO aAAnAouxiwv. AvTi TnG OUYKPIoNG Tou GUVOAoU TnG aAAnAouxiag, o ahyopiBuog
Smith-Waterman ouykpivel TufpaTa SAwv Twv TOAVWY TINWV JAKOUG.

KaBe avayvwon ouleuyuévwv akpwv agloAoyeital wg TTPog TNV euBuypauIoT] TNG ME TIS aAANAouUXiES TNG
avTioToIXNG KEQAAAG YIO TN OUYKEKPIPEVN avAyvwan.

H avayvwon 1 agloloyeital wg TTpog 10 avTioTpopo cupTTAfpwua Tou Downstream Locus-Specific Oligos (DLSO).
H avayvwon 2 agioloyeital wg pog 10 Upstream Locus-Specific Oligos (ULSO).

Edv n apxn piag avayvwaong Taipiddel pe pia aAAnAouxia KEQAANG Pe OXI TTEPICCOTEPEG OTTO Wia avavTioTolxia, TO
TTAPEG PNKOG TNG avAyvwaong EUBUYPaUMICETal WG TTPOG TOV OTOXO TOU QUTTAIKOVIOU auTrg TnNG aAAnAouyiag.

Edv n apxn piag avayvwaong taipidlel pe pia aAAnAouxia KEQOANG Ye OXI TTEPIOCCOTEPEG OTTO TPEIG DIAPOPES
(avavTioToiXieg A METABOAEG Adyw apxIkwy indel), To TTANPEG PAKOG TNG avAyvwong euBUYpaupileTal wg TTPOG TOV
OTOXO TOU QUTTAIKOVIOU QUTrG TNG aAAnAouxiag.

Ta indel ye DLSO kai ULSO dev raparnpouvtal, dedopévng TnG XNHEiag Tou rpoadiopiGuou.
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O1 euBuypappioeig @IATpapovTal aTrd Ta aTroteAéouaTa TNG euBuypaupIonS BACEl Twy TTOCOCOTWY AVAVTIOTOIXIAG, €iTE
0€ gx€on PE TNV TTepIoxn EvOIAQEPOVTOG €iTE HE OAOKANPO TO AUTTAIKOVIO, avAAOya HE TO PAKOG TOu apTTAIKoviou. Ol
QIATPAPIOUEVEG EUBUYPANUIOEIS EYYPAPOVTAl WG apXEia eUBUYPAUMIONG WG UN EUBUYpauMICUEVA aToIXEIa Kal Oev
XPNOIKOoTToIoUvVTal OTNV AvTIoToiXIon TTapaAAayng.

AvTioToixion TTapaAAayng

O avTtioToixiotig TTapaAAaynig Pisces £xel axediaoTei €101 WOTe va TTpayuaToTtrolei avTioToixioeig SNV kai
avTigToixioeig TapaAAaywv indel ammd BIBAIOBNKES TTOU £€X0UV TTPOETOINACTEI YIa TO Opyavo.

Ava@opég Kal TTpOoBeTa apyeia €6dou

O1 povadeg avaiuong TTapaAAaywv dnuioupyolv ava@opés o€ Hop@r apxeiwv PDF kal apxeiwv Kelpévou
oploBeTnuévwy pe aTnAoBETEG (*.1xt), OTIG oTToiEG ava@épovTal TINEG HETPNONG, OTTWG To BAB0G TNG aAAnAouxiong Kai
ol apiBuoi Twv TTapaAAaywv. O yovadeg dnuioupyouv Kail apxeia £6dou, 6TTwg apxeia VCF kal apxeia genome
Variant Call Format (gVCF) yia epappoy£g avTioToixiong TTapaAAaywy.

Aladikaaieg EAEyXOU TTOIOTNTAG

To Aoyiopiké NextSeq 550Dx agloloyei KaBe ekTéAean, KABe deiyua Kal KABe avTioToixion BAong o€ axéon HE TIMEG
METPNONG eAéyxou TToidTNTaG. ETiong, katd 1 diadikacia TrposToiyaciag BIBAIOBNKwWY, cuvioTwvTal BETIKOI KAl
apvnTikoi APTUPEG, oI oTToiol TTPETTEI VA UTTORBAAAOVTal o€ afloAdynarn. AEIOAOYNOTE TOUG HAPTUPES WG £EAG:

*  ApvnTiKOG HApTUPAS (apVvNTIKOG HApTUPAG eAéyXOoU) | AAAOG apvNTIKOG HApTUPAG— MpéTTel va Onuioupyei
TO QVAPEVOUEVO OTTOTEAECHA. Av O apvnTIKOG HAPTUPOG dNUIOUPYHOEl OTTOTEAEG A GANO OTTO TO AVAUEVOUEVO, TOTE
uTT@pxel TOavoe o@daAua oTnv TTapakoAoudnon deiyuaTog, UTTOPEi va €XEl Yivel E0QAAUEVN KOTAYPAPT) EKKIVATWV
gupeTNpiou 1 uTTapxEl EvOEXOUEVO HOAUVONG.

+ Acgiypa 0eTikoU pdpTupa— lMpétrel va dnuioupyei To avapevouevo atroTéEAeaua. Av 0 BETIKOG udpTupag
Onuioupynoel arroTEAEoUa GANO 1T TO avapevOuEevo, TOTE UTTAPXEl TTIBave o@daAua oTnv TTapakoAouBnon Seiypartog n
MTTOPEI va €XEl Yivel E0QOAUEVN KOTAYPAPr) EKKIVATWY EUPETNPIOU.

XapakTnpIoTIK& attodoong

Ta xapakTnpioTIKd atrédoong yia 1o 6pyavo NextSeq 550Dx kabBopioTnkav pe TIg povadeg Germline Variant Module
kal Somatic Variant Module pe 1o TruSeq Custom Amplicon Kit Dx kai To NextSeq 550Dx High Output Reagent Kit
v2 (300 kukAwv) kai empBefaiwbnkav pe 1o NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV). ZTIG HEAETEG
gpeuvhABnKav Ta €€NG: eupeTnpiacn deIYUATWY, HETAPOPAG BelyudTwy, elcaywyr otoixeiwv DNA, euaiocBnaia
avaAuang (Opio TupAou / Opio avixveuang), opBotnTa, akpifeia, alykpion YeBddwv Kal avatrapaywyiuoTna.

O1 pehéteg avaAuong pe 1o NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV) gixav oXedIOOTE yia TNV
afloAGynon Twv IOXUPICUWY TTEPI aTTGd00NG TToU €ixav opioTei oTo TTapeABOV pe To NextSeq 550Dx High Output
Reagent Kit v2 (300 kUkAwv). Ta atroteAégpaTta kaTtadelikvUouv 6T Ta KIT avTidpaoTnpiwy (V2 kai v2.5) £xouv
ouykpiolun ammédoon pe 1o TruSeq Custom Amplicon Kit Dx. Agite 10 EvBero ouokeuaoiag TruSeq Custom Amplicon
Kit Dx y1o XapOKTNPIOTIKG a1Téd00NG TTOU OXETICOVTal PE TTAPAYOVTEG TTPO TNG avaAuang, 0TTwg ol EBodol eEaywyng
N ol TTapePPBANNOUEVES OUTIEG.

OpIoPOI TWV UTTOAOYIO WYV TTOU XPNOIUOTTOIOUVTAl OTA XAPAKTNPIOTIKA aTTOd00 NG

1 To Bemkdé T0000TO GUUPWViag (PPA) uttoAoyiCeTal wg TO TTOCOOTO TWV TTEPIOX WV TTOU TAEIVOUOUVTAI WG TTAPAAAQYEG
atrd pia p€Bodo avapopds TTOU avaPEéPEl TWOTA O TTPOTDIOPICUAG.
(ApIBUOG TTEPIOX WV TTAPAAAAYWY TTOU avapEPOnKav owaTd atrd Tov TTPoodIoPICUO) / (ZUVOANIKOG apIBuog
TTEPIOXWV TTOPaAAAYWV)
O1 TepIox€G TTapalaywV TTou ava@EPBnKav atrd Tov TTPOCdIoPICHS TTOU CUN@WVOUV HE Tn YéBodo avapopdg
eivalr aAnBwg BeTikéG (TP). O1 TepIoxEG TTapaAAaywWV TTOU avapEéPBnKav wg avTIoTOIXIoEIG avapopds 1 wg
OIOQOPETIKEG aVTIOTOIXIOEIG TTAPAAAayRG atrd Tov TTPoadiopious eival weudwg apvnTikeS (FN).
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2 To apvntiké TT0000TO cupgwviag (NPA) utroAoyieTal wg TO TTOCOCTO TWV TTEPIOXWY TTOU TagIvopoUuvTal wg aypiou
TUTTOU OTTO pIa PEBOBO avapopdg TToU avagépel waTd 0 TTPOCdIOPICHOG.

(Ap1BuGS TTEPIOK WV Aypiou TUTTOU TTOU ava@EPBnKav CwoTd atrd Tov TTPoadIiopIoud) / (ZUVOAIKOG apiBudg
TTEPIOYXWV Aypiou TUTTOU)

O1 epiox€g dypiou TUTTOU TTOU ava@épBnkav atré Tov TTPocdIopIoUd Kal CUUPWVOUV UE T JEB0SO avapopds
gival aAnBwg apvnTikéG (TN). O1 TTEPIOXES AypIou TUTTOU TTOU QVAPEPOVTAl WG TTAPAAAYEG aTrd Tov TTPOCGdIoPIoUO
gival weudwg BeTikES (FP).

3 To ouvoAikd TTooooTd cuppwviag (OPA) uttoAoyileTal WG TO TTOOOCTO TWV TTEPIOX WYV TTOU ava@EépovTal CwoTd atrd
TOV TTPOoCdIopICHG Kal oXeTiCovTal Ye pIa EBOBO avagopdg.

[(ApIOpOG TTEpIOX WV TTOPAAAAYAG TTOU avagEPOoVTal CWOTA atTd TOV TTPOCBIOPIoHO) + (APIBUOG TTEPIOX WV AypPIoU
TUTTOU TTOU ava@épovTal arréd Tov TTPoodIopicuo)] / [(ZuvoAiKOG apiBudg TTEpIoX WV TTapaAlayrg) + (ZuvoNikdg
apIBudg Tepioxwy dypiou TUTTOU)]

4 Or1 utrodoyiopoi PPA, NPA kai OPA dev mrepiAauBdavouv pn avTioToixio€lg (TTEpIoXEG TTapaAAayrG i TTEPIOXES
ava@opdg TTou dev TTANPOUV £va i TTEPICCOTEPA PIATPA TTOIOTNTAG).

5 To m0000Td avTIOTOoIXIONG AQUTOCWHATWY UTTOAOYICETAI WG 0 TUVOANIKOG apIBUOGS TwV TTEPIOXWY TTOU dIEPXOVTal aTTd Ta
@iATpa d101poUPEVOG E TOV CUVOAIKO apIBud Twyv BEgewv TTou UTTORARBNKAY g aAANAoUXION YIa Ta X PWHOCWHATA
1-22. Ta xpwpoowuata X kal Y €§aipouvtal. Z€ auTiv TN JETpNon dev AauBAavetal uTrToWn n CUP@WVIa Twv
avTioTolxioewv Pe TN péBodo avapopdg.

Atrodoon Tou NextSeq 550Dx High Output Reagent Kit v2 (300 kUKAwV)
Eupetnpiaon deiypaTwy

O1 ekkIvNTEG EUpETNPIOU dEIYUATWY, O OTTOIOI TTPOCTIBEVTAI KATA TNV TTPoETOINaCia Twv BIBAIOBNKWY, EKXwPOUV Hia
povadikf aAAnAouxia oe kaBe DNA deiypaTtog. AuTéG ol povadikég aAAnAouxieg eTTITpETTOUV TNV opadoTroinon
TTOAWV BelyPATWY o€ pia ekTéAeon aAAnAouxiong. H supetnpiacon delypdTwy XpnoiyoTrolgital Téoo yia Tn pon
gpyaoiwv BAaoTIKAG oeIpdg 600 Kal YIa TN POA EPYACIWV CWHATIKWY TTapaAAaywv. O oTdxog autAg TG EAETNG
fTav o opIouAdg Tou eAdxioTou (8) kal Tou PEyioTou (96) apiBuou delyudTwy TTou PTTopoulv va utroBAnBoulv o€
emegepyaaia o€ pia ektéAeon aAAnhouyiong e 1o 6pyavo NextSeq 550Dx. OkTw povadikda deiyparta Platinum
Genome uttoBARBnkav oe e¢€Taon Pe 12 dla@opEeTIKOUG GUVOUAOPOUG EKKIVINTWY EUPETNPioU ava deiyua. Ta
aTtroteAéopaTa SEIYHATWY atrd TECOEPIG EKTEAETEIG aAAnAoUxIong TTou TTpayuatotroindnkav pe mn yovada Germline
Variant Module ouykpiBnkav pe Ta Platinum Genomes €kdoong 2016-1.0.

MNa 10 TTPWTO OUVOAO eKTEAETEWY, UTTORBANONKAV Ot £££Ta0N 96 HOvAdIKEG eupeTnpIacpEveS BIBAIOBNKES dely uaTwv
ME Evav avTITIPOCWTTEUTIKO TTPOCOIOPIoHS OXEDIOOPEVO va avadnTtd TTAnBwpa yovidiwv TTou KaAUuTTouv 12.588
Bdoeig ava aAugida kal aTa 23 avBpWITIVO XPWHOCWUATA, Yia va eTTAANBEUTEN N IKAvVOTNTA TOU TTPOCdIopIooU va
ONUIOUPYEI CUVETTEIG avTIOTOIXIOEIG BATEIG YOVOTUTTOU VIO €VO OUYKEKPIUEVO Oeiyua, o€ dIapopETIKOUG TuVOUATOUG
EKKIVNTWYV gupeTnpiou. MNa 10 deUTEPO TUVOAO eKTEAETEWY, UTTORBAABNKAYV 0€ AAANAOUXION OKTW POVADIKEG
eupeTnplacpéveg BIBAI0BAKES delyudTwy o€ dUo ekTEAETEIG aAAnAoUxXIoNG, yia va eTTaAnBeutei o eAdxI0TOG
uTTOOTNPICOUEVOGS APIBUOG EUPETNPIWY.

MNa 7ig ekTeAéoelg 96 deikTwv, To PPA yia SNV kupdvenke atmo 98,7% €wg 100%, 1o PPA yia TTpooBrikeg Kal
dlaypa@ég Arav 100% kar o NPA Atav 100% yia kaBe évav a1ré Toug 96 ouvduaopoug deikTwy. Or ekTeAéoElg 8
oeikTwv gixav TiuEG PPA 100% (SNV, TTpooBikeg kai diaypa@£g) kal NPA 100% yia k&Be évav atrd Toug oKTw
ouvOUaOPOUG BEIKTWV.

MeTag@opa deiypaTog

To 6pyavo NextSeq 550Dx emTpétmel TNV aAAnAoUxion TToOAAWV OelyUATWY Kal JapTUpwy o€ Hia eKTEAEDN
aAAnAouxiong. Mpaypartotoienke pia PeAETN yia Tnv agloAdynon Tou Babuol TG HETa®opag deiyuatog o€ yia
ekTEAEDN aAANAoUxIoNg (evTog TNG KTEAEONG) Kal HeTAlU ekTEAETEWV AAANAOUYIONG (aTTO eKTEAEON O€ eKTEAEDN). AUO
ociypata Platinum Genome, éva apoevikd Kal éva BnAUKO, eEETAOTNKAV UE EVAV AVTITIPOCWTTEUTIKO TTPOCDIOPICHO
oxedlaopévo va avadntd TAnBwpa yovidiwv TTou KaAutrTouv 12.588 Bdoeig (150 aptrAikovia) o 23 dIa@OopETIKA
XPWHOOWHATA, CUUTTEPIAGUBAVOUEVWY TWV XPWHOCWHATWY Kal Twv dUo @UAwv. O1 BIBAI0BRKeg uTToRANBNKav o€

Méiog 2022 Ap. eyypdgou 1000000030326 v06 ELL | 12



Opyavo NextSeq 550Dx

aAAnAouxion e 1o 6pyavo NextSeq 550Dx pe n povada Germline Variant Module. H petagopd apoevikwyv
OeIyuaTWY o€ BnNAUKA deiyuaTa TTapaTnEnOnke atrd TRV TTAPOUCIa avayVvVWoEwY GUTTAIKOVIOU TOU XpWHOoWUaTog Y
oTa BnAukd deiyuaTa.

H peta@opd evidg ekTEAEONG PTTOPED va yivel Katd Tn didpkKela TNG dnuioupyiag ouoTadwv, KATA TV AVTIOTOIXION
Bdoswv og KUKAOUG gupeTnpiaong Kal KaTd TNV atrotTroAUTTAEEN SelypdTwy. MNa v e€étaon TNG JETaOPAS
OEIYMATWY eVTOG eKTEAEONG AAANAOUYIONG, pIa degapevr) BIBAIOBNKWY, n otroia atroteAgital atrd 46 avTiypaga yia
K&Be apoevikd kal BnAUKO deiyua, ouv TECOEPIG apvNTIKOUG HAPTUPES EAEyXou, UTTORBARBNKE o€ aAAnAouxion pia
@opd aTo 6pyavo NextSeq 550Dx. H petagopd deiypartog evidg ekTEAeong agloAoyrBnke péow TG cUYKPIONG TNG
K&Auywng Tou auTTAIKOViou TOU XpwHooWwUaTog Y KABe BnAukoU avTiypd@ou Pe Tn géon KAAuwn auTrAikoviou Tou
XPWHOOWHATOG Y OAWV TWV aPOeVIKWY avTiypdewy oTn de¢apevh. H didueoog TTou Tapatnpronke otn petagopd
evTog ekTéAeonG ATav 0,084%.

MNa v €€€Ta0n TNG HETAPOPAG DEiYUATOG OTTO EKTEAEDT O EKTEAEDT, TTPOETOINACTNKAY OUO SeapeveS BIBAIOBNKWY,
o1 otroieg uTToRARBNKav ae aAAnAouxion diadoxiké o€ Eva 6pyavo NextSeq 550Dx. H mpwtn de€apevn
mepieAGuBave 46 avtiypa@a BnAuKwy BelyuATwy ouv dUo apvnTiKoUg PapTupeg eAéyxou. H deltepn de€apevn)
mepieAGuBave 46 avtiypa@a apaevikwy OelyaTwy ouv dU0 apvnTIKoUg HAPTUPES EAEyXou. Kal aTig dUo degapeveg
Xpnoipotroinonke To idlo auvoho Trpocapuoyéwy deiktn. H BnAukn de€apevh utofARBNKE e aAAnAouxion TTPWTN
Kal, OTn oUVEXEID, EAaBE XWPa PIa akoua eKTEAEON aAAnAoUXIONG PE TNV apOEVIKN OEEAUEVT]. ZTN CUVEXEIQ,
TTPAYMATOTTOINBNKE PIa ETTAVOANTITIKY EKTEAEGN aAANAoUxXIoNg TNG BnAUKAG de€apevig. H petagpopd deiypartog atod
eKTENEDN O€ eKTEAEON agloAoynBnke PEow TNG oUYKPIONG TNG KAAUWNG TOU QUTTAIKOVIOU TOU XPWHOOWHATOS Y PETAEU
TWV AVTIOTOIXWV avTIypA@wVv TNG ETTAVAANTITIKAG EKTEAEONG TNG BNAUKAG de€apEVAG KAl TNG EKTEAEONG TNG APTEVIKNAG
oegapevng. H didueoog TTou TTapaTtnperOnke otn HETa@opd atod ekTéAeon o€ ekTéAeon ATav 0,0076%.

21oixeia eic6dou DNA

Aipa (Germline)

To eupog oToixeiwv el06dou DNA aipatog yia Tnv rposToipaacia BiBAI0Bnkwv TruSeq Custom Amplicon Kit Dx pe Tn
por epyaciwv TnG povadag Germline Variant Module £xel opioTei yia 1o 6pyavo NextSeq 550Dx. AuTtd 1o eUpog
aglohoynonke péow NG eKTEAEONG IS HEAETNG €V OEIpd apalwoewy Pe 13 deiyparta Platinum Genome kal ye évav
QVTITTPOOWTTEUTIKG TTPOC0dIopIoUO oXedlaopuévo va avalntd TTAnBwpa yovidiwv 1Tou kaAuTtrTouv 12.588 Bdoeig og 23
OlapopeTIKG xpwpoowpata. H BiBAI0BrAkn uttoBARBNKe o€ aAAnAouxion oe dUo opyava NextSeq 550Dx pe pia
TapTida NextSeq 550Dx High Output Reagent Kit v2 (300 kUKAwvV).

YmoBARBnkav o€ egétaon TréEvTe deiypata oe ITTASG avTiypago, o€ TEvTe eTiTTeda oToixeiwv €1060ou DNA atréd

250 ng €wg 12 ng (250 ng, 100 ng, 50 ng, 25 ng ka1 12 ng). OkTw deiyuata uttoBARBNKav og €€£Ta0N WG HOVO
avTiypa@o o€ KaBe éva atrod Ta évTe emiTreda aToixeiwv €106dou DNA. TNa Tov Tpoadiopioud TnG akpifeiag, ol
YOVOTUTTOI ava@opdg ouykpidnkav pe ta Platinum Genomes ékdoon 2016-1.0. OpioTnkav atmoteAéoparta yia K&Be
etritredo aToixeiwv €106dou. To PPA yia kaBe 10tTo TTapaAAayng (SNV, mpooBAkeg kal dlaypagEg) TTapouaialeTal
otov lNivakag 1. To NPA mrapouaialetal atov Mivakag 2. OAa Ta eTTiTreda aTOIXEIWV €IGGD0U gixav TTapOUOIa
akpiBeia. Ta ouvioTwueva atoixeia €il060dou DNA yia 1o TruSeq Custom Amplicon Kit Dx gival 50 ng pe 25 ng kai
100 ng KaI TTapEXOUV €Va KATWTEPO KAl £va aVWTEPO OPIO YIa va TTANPOUVTAl Ta XAPAKTNPIOTIKA atrodoong.
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Mivakag 1 AtroteAéopata PPA yia kaBe oToixeio eicodou DNA avd 10110 TTapaAAaynig

Zroixeio €10650u DNA Tomog Avapevopeveg TP FN  Mn avrioToixiosig PPA
(ng) mapaAAayng mapaAAayég mapaAAayng (%)
12 SNV 2412 2381 | 31 0 98,7
25 2404 | 8 0 99,7
50 2403 | 9 0 99,6
100 2412 | 0 0 100
250 2412 | 0 0 100
12 MpooBnkn 808 784 3 21 99,6
25 781 5 22 99,4
50 786 2 20 99,8
100 786 0 22 100
250 786 0 22 100
12 Aiaypaen 758 732 12 14 98,4
25 737 7 14 99,1
50 742 2 14 99,7
100 744 0 14 100
250 744 0 14 100

Mivakag 2 NPA yia kGB¢ aToixeio eilc6dou DNA

2roIxeio €£10650u DNA (ng) TN FP Xwpig avTioToIXioEIG ava@opdag NPA (%)

12 430940 4 26 >99,9

25 430936 0 34 100

50 430936 2 32 >99,9

100 430942 0 28 100

250 430942 0 28 100
FFPE (Somatic)

To eupog Twv oToixeiwv €106dou DNA 110U €ival povigoTroinuéva Pe @opuaAivn Kal eyKAEIOPEVA O TTApA®ivn
(FFPE) yia Tnv mrpoeToipacia BiBAiodnkwv TruSeq Custom Amplicon Kit Dx pe Tn por} pyaciwv Tng govadag
Somatic Variant Module kaBopioTnke yia 10 6pyavo NextSeq 550Dx. To €Upog Twv oToixeiwv €106dou DNA
afloAoynonke YEow TNG EKTEAEONG MIAG HEAETNG €V OEIpA apalwoewy HE Tpia deiyuata Platinum Genome kai pe évav
QVTITTPOOWTTEUTIKO TIPOCOIOPITHS Oxedlaopévo va avadntd TAnBwpa yovidiwv TTou KaAutrTouv 12.588 Baoeig og 23
OloQOpPETIKA Xpwuoowuata. Or kuttapikég oeipég Platinum Genome GM12878 kai GM12877 £xouv povigotroinBei oe
QOopMaAivn, £€Xouv eYKAEIOTEI OE TTapaivn Kal, KaTotyv, £xouv uttoBAnBei o e¢aywyri DNA. To GM12878
apaiwdnke ye GM12877 €101 waTe oF guxvotnTeg aAAnAdpop@wy TTapaiiayng (VAF) twv 81 mapaAiaywv (55 SNV,
10 TTpooBrkeg kai 16 diaypagég) va eival kovtd oto 0,025, 0,05 ) 0,10. EirAéov, KABe deiypa eixe 91 mapaAiayég
ME UWPNAOTEPEG ouXVOTNTEG TTapaAAaynig €éwg kal 1,0 VAF. Ta deiypata uttoBAnBnkav oe emmegepyaacia og ITTAO
avTiypago o€ TrévTe TTiTTeda aToIXEiwv €1I06d0u DNA pe péoo moooTikd kKUkAo déATa (dCq) 2,1, 3,6, 4,6, 6,0 kai 7,8
ouppwva ue petpnoelg pe 1o TruSeq Custom Amplicon Dx - FFPE QC Kit. K&Be BifAioBrikn uttoBAnBnke o€
aAAnAouxion og duo 6pyava NextSeq 550Dx pe duo TrapTideg até NextSeq 550Dx High Output Reagent Kit v2 (300
KUKAwV). Ta Tov Tpoadiopiouo TnG akpieiag, ol avTioToixioelg TTapaAAayng Tou deiyaTog OuyKpibnkav Pe Ta
Platinum Genomes ékdoon 2016-1.0. To PPA yia k&Be 10110 TrapaAAayng (SNV, TpooBrkeg kai diaypa@Eg)
Trapoucidgetal atov [Nivakag 3. To NPA tmapoucialetal otov lNivakag 4. Ta ouvioTwueva oTtoixeia eicédou DNA yia
mapalayég pe 0,05 VAF kai dvw gival dCq < 4 e 4,6 wg TO KATWTATO OpI0 YIA va TTANPoUvVTal T XAPAKTNPIOTIKA
NG atrédoong.
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Opyavo NextSeq 550Dx

Mivakag 3 AtmroteAéopata PPA yia kaBe oToixeio eicodou DNA avd 10110 TTapaAAaynig

Méoo Tomog Avopevo- Avapevo- VAF otoxeubépevng apaiwong
dCq m:p(ix)\- HEVEG ) MEVEG uN 0,025 0,05 0,10
Aayng mapaAAayég avTIoTOI-
xiogig Mn avrictol- PPA Mn avriotoli- PPA Mn avriotol- PPA
Xioeig (%) Xioe€ig (%) Xioeig (%)
mapaAAayng mapaAAayng mapaAAayng

2,1 SNV 808 Aev oK UEL. 196 100 0 100 0 100
3,6 250 99,3 4 100 0 100
4,6 251 94,6 51 99,2 5 100
6,0 257 65,3 213 91,4 100 100
7,8 254 69,3 185 90,7 100 100
2,1 MpooBnkn 264 8 66 96,5 8 100 8 100
3,6 62 97,0 8 100 8 100
4,6 48 96,3 21 100 8 100
6,0 40 80,4 47 98,2 24 95,8
7,8 57 87,0 56 96,2 31 100
2,1 Alaypagn 304 16 58 100 16 100 16 100
3,6 80 100 16 100 16 100
4,6 65 95,4 28 100 16 100
6,0 78 74,8 105 94,0 36 100
7,8 76 75,0 79 95,1 57 98,8

Mivakag 4 NPA yia kGB¢ aToixeio eilc6dou DNA

Méoo Avapevépuevog VAF oT1oxX€UOUEVNG apaiwong
cie Qi 0,025 0,05 0,10
Xwpig avTIoToIKioEIg NPA Xwpig avTioToIKioEIg NPA Xwpig avTioToIXIOEIG NPA
avagopdag (%) avagpopag (%) avagopdag (%)
2,1 93688 344 100 260 100 324 100
3,6 400 100 332 100 380 100
4,6 1308 100 1336 100 784 100
6,0 3900 >99,9 3296 >99,9 2996 100
7,8 3020 >99,9 2880 >99,9 2448 >99,9

EuvaioBnoia tng avdAuong (Opio TugAou [LoB] kai 6pio avixveuong [LoD])

AUTH N HEAETN TTPAYPATOTTOIRBNKE YIa TNV agloAdynon Twv TIHWV opiou Tu@AoU (LoB) kai opiou avixveuong (LoD) yia
N govada Somatic Variant Module oo 6pyavo NextSeq 550Dx. H a&ioAdynon £yive p€ow £vOG avTITIPOOWTTEUTIKOU
TTPocdIopIoHOU 0 OTToiog £xEl oxedlaoTei va avadntd TAnBwpa yovidiwv TTou KaAutrTouv 12.588 Baoeig og 23
Ol0QOpPETIKA Xpwuoowuata. Or kuttapikég oeipég Platinum Genome GM12878 kai GM12877 £xouv povigotroinBei o€
QopuaAivn, €xouv eyKAEIOTEI O€ TTapaQivn Kail, Katotiv, éxouv uttoBAnBei oe e€aywyr DNA. To GM12878
apaiwbnke ye GM12877 £101 waoTe oI oUXVOTNTEG TTAapaAAayng 74 TapaAiaywv (53 SNV, 7 Tpoobrkeg kal 14
dlaypa@ég) va givarl 0,05 + 0,02. To GM12877 kai 1o apaiwuévo GM12878 (GM12878-D) egetdotnkav £€1 dIadOYIKES
NUEPES Evapéng pe éva Opyavo, e evallayr petagu duo apTidwv NextSeq 550Dx High Output Reagent Kit v2
(300 kUKAWV), yia €va ouvoho £€1 ekTeAéacwv aAAnAolyiong. AutA n e€étaan TTpooépepe 60 avTiypaga yia KGO
mapaAiayr) GM12878-D kai 72 avtiypaga yia ka6 avTioTtoixn ouvtetayuévn aypiou TUttou oto GM12877 yia KaBe
TapTida avnidpacTnpiwyv. O Tiuég LoB kar LoD uttoAoyioTnkav pe TNV KAQGIKN TTPOCEYYION TTOU ava@EPETAl OTO
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Opyavo NextSeq 550Dx

CLSI EP17-A2 pe tn un rapapetpikr emAoyr]. O1 Tipég LoB kal LoD uttoAoyioTnkav EexwploTd yia SNV, mpoobrkeg
Kal d1Iaypa@Eg HEGW OPadOTTOINCONG TWV CUXVOTATWY TTAPAAAAYAG YVIa £vav GUYKEKPIYEVO TUTTO TTapaAAaync. To
o@aApa Tutmou | opioTnke wg 0,01 kar To oedApa Tutou Il opiotnke wg 0,05.

MNa v opadotroinon LoB, ol opadotroinuéveg cuxvotnTeg TTapaAAayAg Tagivoundnkayv aTré Ty KaTwTtepn oThv
avwrepn, Kal utroAoyioTnke n 99n 6€on yia kABe TTapTida avridpaoTnpiwy yia kaBe T0TTo TTapaAiayng (Mivakag 5).
H povdda Somatic Variant Module xpnoipotroiei Tiur atokotg (evepyo LoB) 0,026 VAF yia tov kaBopiopd Tng
TTOOOTIKNAG avixveuong TapaAdaywv. O uttoAoyiopds Tng TINAG LoB eTaABeuce OTI auTh N TIPL ATTOKOTING £XEI WG
atrotéAeopa o@daAua Tutrou | TTou dev utrepPaivel To 0,01.

Mivakag 5 Opio Tu@AoU

Tumog 2uvoAikég LoB yia mapTida avridpaotnpiwv 1 LoB yia mapTida avridpaocTnpiwv 2
TapaAAayng TAPATNPHOEIG (%) (%)
SNV 3816 0,77 0,77
MpooBrkn 504 0,56 0,56
Alaypaon 1008 1,20 1,20

MNa v miyA LoD, uttoAoyioTnKe TO TTOOOO0TO TWV PEPOVWUEVWY CUXVOTATWY PETAAAGEEWY Yia KABE TTapTida
avTidpaoTnpiwy yia KaBe TUTTo TTapaAAaynig eival hiIkpoTepo atrd Tnv TiPA atrokotrig 0,026 lMivakag 6. ETreidr Ta
TTo000Td fTav XapnAdtrepa atrd 1o aedAua Tutrou Il 5% (0,05), n dIGUECOG TWV CUVOUACUEVWY CUXVOTATWY
TTapalAayrig uttoAoyioTnke wg Tiur LoD ([Mivakag 6). H nipr LoD yia kdBe 1UTTo TTapaAAaynig BewprBnke n
MEYQAUTEPN TwV SUO TIUWYV TTOU UTTOAOYIOTNKAV Yia TIG dUo TTapTideg avTidpaoTtnpiwy —4,97% yia SNV, 5,12% yia
TPooBAKeS Kal 5,26% yia diaypa@Eg.

Mivakag 6 Opio avixveuong

MapTida Tumog ZUVOAIKEG ApiBuOG UETPNOEWV = % METPROEWV Opio
avTidpaoTnpiwv mapaAAayng TMAPATNPNOEIG VAF VAF avixveuong (%)
<2,6% <2,6%
1 SNV 3180 53 1,7 4,94
Mpoodnkn 420 6 1,4 5,08
Alaypaon 840 7 0,8 5,22
2 SNV 3180 51 1,6 4,97
MpocBnkn 420 5 1,2 5,12
Aiaypaen 840 7 0,80 5,26
Opbo1NnTQ
Germline

H TmapakdaTw PEAETN TTPAYHATOTTOIABNKE yia TNV afloAdynon Tng akpifelag avTioToixiong TTapaAAayng Tng povadag
Germline Variant Module oTo 6pyavo NextSeq 550Dx ue 1o NextSeq 550Dx High Output Reagent Kit v2 (300
KUKAwV). YToBARBnkav oe e€étaon 13 povadikd deiypata Platinum Genome katd T dIGpPKEIQ £vOg
QVTITTPOOWTTEUTIKOU TTPo0dIopiouol axedlacuévou va avadntd didgopa yovidia TTou KaAUtTouv 12.588 Baoeig (150
QUTTAIKOVIQ) O€ 23 JIAQOPETIKA XPWHOOWHATA. ZUVOAIKG TTpayuaToTroInBnKav evvéa eKTEAETEIG JE Tpia Opyava
aAAnAoulxiong, Tpeig TTapTideG avTIOPACTNEIWY Kal TPEIG XEIPIOTEG, O€ TTEVTE NUEPES Evapeng. H akpifeia opioTnke yia
SNV, Tpoobrkeg Kal dlaypa@Eg HEoW TNG OUYKPIONG TWV ATTOTEAECUATWY JE JIa KAAG XapakTnpiopévn HéBodo
ava@opdg olvBeTwy, Tn H€Bodo Platinum Genomes ékdoong 2016-1.0. O TrepIoXEG Pe UWNAO eTTiTTEdO EUTTIOTOOUVNG
KaBopifovtal Bacel auTtig TNG HEBGBOU avapopdg, EKTOG KAl av opifeTal dIAQOPETIKG.
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Opyavo NextSeq 550Dx

Mivakag 7 2uvown TnG cup@wviag Germline

Kpitipia
PPA yia SNV

PPA yia TpooBrkeg

PPA yia diaypagég

NPA
OPA

2uvoAikég Trapu'rnpl’]cslg1

819
819
819
819
819

ATroTéAEOUA Avd TTapartipnon?

98,7
95,0
100
100
>99,9

TYTrohoyiZeTal wg apIBOS SelypdTwy avd ekTEAEan (91) €TTi Tov apIBPS Twy ekTeEAéTEWY (9) = 819.

2KaTu’)Tepr] TIUA TTOU TTapaTNEARBNKE avd avTiypa@o deiyaTog Kal OTIG 9 eKTEAETEIG.

3chTd)T£pr] TIUA 6T1av Ta Oedopéva KABe ekTEAETNG AVAAUOVTOI GUYKEVTPWTIKG.

ATroTéAeopa avd ekTéAeon’®

>99,9
98,9
100
100
>99,9

O Mivakag 8 repihapavel Ta dedopéva TG HEAETNG PE BETIKN KAl apvnTIKI) oup@wvia ava dgiyua, 6trou Ta

aTroTeAéoPaTa TWV TTApaAAaywv ouykpivovTal pe Ta 0edopéva Tng peBodou Platinum Genomes ékdoong 2016-1.0
yia uttohoyiopoug PPA. Or 1peig TUtTol TapaAAaywv (SNV, poobrkeg kal diaypagég) ouvouddovTal. ETTeidn n
HEBOBOG avapopdag TTapEXEl ATTOTEAECPATA MOVO YIA TIG TTApaAAayEG EvOg VOUKAEOTISIOU Kal yia
TTPooOnKeg/dlaypaPEg, Ta atmoteAéouata BAaong Xwpic TapaAlayég ouykpivovTal ge Tnv aAAnAouyxia avagopdg

avBpwivou yovidiwpaTog hg19 yia utmtoAoyiopolg NPA.

Mivakag 8 Zupowvia Germline ava deiyua

Acgiypa

NA12877
NA12878
NA12879
NA12880
NA12881
NA12882
NA12883
NA12884
NA12885
NA12886
NA12887
NA12888
NA12893

Méco mooooTo

avTIoTOiXIoNG

>09,9
>99,9
>99,9
>99,9
>09,9
>99,9
>09,9
>99,9
>09,9
>99,9
>99,9
>99,9
>99,9

Avapevopeveg
naquAuvég1
4788

8505

6048

6993

7875

6300

7119

7182

7686

7245

7119

6804

7434

Mn
TP FN avrioToixioeig TN

mapaAAayng
4788 | 0 0 756762
8379 | 1 125 751464
5985 5 58 757701
6930 O 63 757638
7811 | 3 61 751653
6174 | 3 123 754803
7056 0 63 751905
7119 | 6 57 754146
7560 @ 2 124 754173
7182 | 7 56 752469
7119 | 0 0 750645
6804 O 0 756065
7371 1 62 750015

1 2UuvoAIKAG apiBudg TTapaAAaywv o€ OAa Ta avTiypapa SelyATwY Kail OTIG 9 EKTEAETEIG.
O Mivakag 9 Trepihapfavel Ta dedopéva TG HEAETNG ava deiyua, OTTOU Ta ATTOTEAECUATA TWV TTAPAAAaywv

OuyKpivovTal hge TNV KaAG xapaktnpiopévn p€Bodo avagopds alvBeTwy. H avixveuon aglohoyeital yia kGBe TUTTO

M
o

O O O O O O O o o o o o o

PPA

100
>99,9
99,9
100
>09,9
>99,9
100
99,9
>09,9
99,9
100
100
>09,9

TapaAAayng —SNV, TTpoobrkeg kal diaypapéc— EexwpioTd. O Béoeig avapopdag eEaipouvTal.

Méiog 2022
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NPA

100
100
100
100
100
100
100
100
100
100
100
100
100

OPA

100
>99,9
>99,9
100
>99,9
>99,9
100
>99,9
>99,9
>99,9
100
100
>99,9
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Opyavo NextSeq 550Dx

Mivakag 9 Zupewvia Germline ava deiypa, ava TUTTO TTapaAAayng

SNV Mpoobnkeg Alaypagpég
>Agiypa >AVOUEVOUEVO >TP >FN >AVOpEVOPEVO >TP >FN Avapevopevo TP FN
NA12877 2331 2331 0 1323 1323 0 1134 1134 0
NA12878 5733 5733 0 1260 1197 1 1512 1449 0
NA12879 3591 3591 0 1323 1260 5 1134 1134 0
NA12880 4221 4221 0 1512 1512 0 1260 1197 0
NA12881 4914 4913 1 1512 1449 2 1449 1449 0
NA12882 3717 3717 0 1386 1323 3 1197 1134 0
NA12883 4284 4284 0 1449 1449 0 1386 1323 0
NA12884 4284 4284 0 1575 1512 6 1323 1323 0
NA12885 4725 4725 0 1575 1512 2 1386 1323 0
NA12886 4347 4347 0 1449 1386 7 1449 1449 0
NA12887 4284 4284 0 1323 1323 0 1512 1512 0
NA12888 4158 4158 0 1449 1449 0 1197 1197 0
NA12893 4599 4599 0 1386 1323 1 1449 1449 0

Ta deiypata uttoBARBNKav o€ TTepaITEPW avaAuaon yia TNV avTIoToiXIon MIKPWVY TTpocBnkwy kai diaypa@wv (indel).
Mia ouvoAiki auvown gival diaBéaiun otov lNivakag 10. YTmMpgav auvoAika 71 indel Ta otroia eixav péyedog 1-24 bp
yia Tpoabrkeg kai 1-25 bp yia diaypagég.

Mivakag 10 X0vown avixveuong indel Germline

Tumog mapaAAayng Avapevopeveg rapaAlayég TP FN Mn avrioToixiosig mapaAAayng PPA
MpooBrkn 18522 18018 27 477 99,9
Aiaypaon 17388 17073 0 315 100
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Opyavo NextSeq 550Dx

O avTITTPOooWTTEUTIKOG TTPO0dIOPIoUOG TTEpIEAGUBave 150 auTTAIKOVIa oxedIaoUEVa va KAAUTITOUV €va EKTETAPEVO £UPOG YOVISIWHATIKOU TTEPIEXOMEVOU.
To Trepiexduevo GC Twv apTrAikoviwy €ixe eupog 0,19-0,87. Ta autrAIkévIa €ixav, €TTIONG, EUPOG ETTAVAAAYEWY €VOG VOUKAEOTIOIOU (TT.X., PolyA, PolyT),
OIvouKAeoTISiwV Kal TpIVOUKAEoTIOiwY. Ta dedopéva ouyKevTpwoOnkav ava aptrAikovio (Mivakag 11) yia va kaBopioTei n emidpacn Tou yovidiwuaTikou
TTEPIEXOUEVOU OTO TTOOOOTO TWV CWOTWV AVTICTOIXIOEWV. TO TTOOOOTS TWV CWOTWV AVTICTOIXICEWV ATTOTEAEITAI ATTO TIG AVTIOTOIXIOEIG TTAPAAAAYG Kal
ava@opdg Kal gival yIkpoTepo atod 100% av uTTdpxXouV EiTe ECQPAAPEVEG AVTIOTOIXIOEIG EITE PN AVTIOTOIXIOEIG,.

Mivakag 11 AkpiBeia Germline o€ emTiTedo apuTTAIKOViwY

ApTIA-
KOVIO

o O~ W

10
11
12
13
14

15
16
17

Méiog 2022

Xpwpo-
owya

N N NN NN NN

N

Apxn
QUTTAIKOVioU

36450499
109465122

218353867
223906657
228526602
236372039

247812041

55862774

87003930

177016721
186625727
190323504
200796740
212245049

228147052
235016350
4466229

TéNog
QUTTAIKOVioU

36450591
109465200

218353957
223906748
228526682
236372108

247812128

55862863

87004009

177016805
186625801
190323591
200796826
212245139

228147144
235016422
4466321

MéyeBog Turuarog
TTOU UTTOBARBNKE
o€ avaAuon

93

79

91
92
81
70

88

90
80
85
75
88
87
91

93
73
93

Bdoeig oTIG TTEPIOXEG
uwnAou emirédou

EUTMOTOOUVNG

93
79

91
92
81
70

88

90
80
81
75
88
87
91

93
73
93

FovidiwpaTiKO
TTEPIEXOUEVO
QUTTAIKOVioU

Indel

Poly A (5), Poly
C (5), indel

Indel
Indel
Poly G (5)

Poly T (10),
indel

Poly A (5),CT
(3), TAA(3),
indel

Indel
Indel

Al

Poly A (8)
Poly T (5)
Poly T (5), indel

Poly T (5), Poly
A (6), indel

Indel
Poly T (5), indel
AT(3), indel

Mepiexdpevo
GC

0,22
0,38

0,4

0,49
0,69
0,39

0,27

0,28
0,38
0,65
0,35
0,42
0,31
0,3

0,43
0,42
0,27

2WOoTEG
QVTIOTOI-

Xioeig
76167
64701

74529
75348
66339
57330

72072

73710
65520
66339
61425
72072
71253
74529

76167
59787
74823
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Eo@alpéveg
QVTIOTOI-
Xio€ig

0

0

o O o o

O O O o o o o

o

Mn
QVTIOTOI-
Xio€ig

0

0

o o o o

O O o o o o o

1344

%
OWOoTWV
QVTIOTO-
xioewv

100
100

100
100
100
100

100

100
100
100
100
100
100
100

100
100
98,2
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ApTIA-
KOVIO

18
19
20

21
22
23

24
25
26
27
28
29
30
31
32
33
34
35
36
37
38

39
40

Méiog 2022

Xpwpo-
owya

o o o o oo g g g >~ b b b B

D

Apxn
QuTTAIKOVioU

46620561
49851331
189713161

190106030
2233667
7780541

15688604
56236521
102839244
164446743
1882081
14769061
41069808
74077114
147475343
149323731
155662213
6318713
24949983
31084900
32147987

32986864
33408498

TéMNog
QuTTAIKOVioU

46620643
49851400
189713248

190106104
2233744
7780637

15688681
56236586
102839314
164446804
1882158
14769144
41069871
74077196
147475409
149323821
155662287
6318814
24950074
31084999
32148084

32986958
33408583

MéyeBog Turparog

TTOU UTTOBARBNKE
o€ avaAuon

83

70

88

75
78
97

78
66
71
62
78
84
64
83
67
91
75
102
92
100
98

95
86

Bdoeig oTig Trepiox£g

uynAou emrédou
eutmoTooUvVNg

83

70

88

74
78
97

78
62
69
62
75
84
64
83
67
91
75
102
92
94
98

95
86

FovidiwpaTikd
TTEPIEXOUEVO
QUTTAIKOViOU
A

CT(3), indel

Poly A (5), Poly
T (5), Poly A
(9), TG(3)

Indel
Poly A (6)

Poly G (6), Poly
T (5), Poly A (5)

Al

Poly A (5), indel
Poly A (5)
Poly A (7), indel
Al

GT(3), CCA(3)
Al

Poly A (6), indel
Poly T (5)
CT(4), AG(3)
Indel

Poly G (6)

Indel

GCT(5), indel

Poly T (5), TCT
(3), CTT(3)

Indel

Poly C (6)

Mepiexdpevo
GC

0,43
0,49
0,41

0,57
0,26
0,42

0,29
0,36
0,46
0,27
0,78
0,62
0,39
0,3

0,37
0,55
0,43
0,68
0,63
0,61
0,55

0,53
0,7

>WoTEG
QVTIOTOI-

Xioeig
67977
57330
72072

60543
63882
79443

63882
50778
56511
50778
61425
68796
52416
67977
54873
74529
61425
83538
75348
76608
80262

77805
70434
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Eo@aApéveg
QVTIOTOI-
Xioeig

0

0

0

O O O O O O O O O o o o o o o o

o

Mn
QVTIOTOK-
xioeig

0

0

0

63

o

O O OO0 o o o o o o oo

378

%
OWOTWV
QAVTIOTOK-
xioewv

100
100
100

99,9
100
100

100
100
100
100
100
100
100
100
100
100
100
100
100
99,5
100

100
100
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ApTIA-
KOVIO

41
42
43
44
45

46
47
48

49
50
51
52

53
54
55
56
57
58
59
60
61
62

63

Méiog 2022

Xpwpo-
owya

N N N oo

~

~

@ © ~N| N

© |l ©|© ©| o

Apxn
QuTTAIKOVioU

41647401
112435865
22202076
66276100
77365735

110939946
128533468
149503875

154404519
156476507
1817312
24811020

76518625
103054909
105586150
107620823
123769149
138995345
5987120
11784629
27317777
33018351

45084159

TéMNog
QuTTAIKOVioU

41647495
112435955
22202148
66276187
77365821

110940030
128533557
149503965

154404599
156476599
1817394
24811109

76518691
103055006
105586214
107620918
123769231
138995441
5987198
11784726
27317855
33018440

45084253

MéyeBog Turparog

TToU UTTORArBnKE
o€ avaAuon

95

91

73

88

87

85
90
91

81
93
83
90

67
98
65
96
83
97
79
98
79
90

95

Bdoeig oTig Trepiox£g

uynhou eTmTédou
eutmoTooUvVNg

94

91

73

88

87

85
90
91

66
93
83
89

67
98
65
96
83
97
78
91
79
90

95

FovidiwpaTikd
TIEPIEXOUEVO
QUTTAIKOViOU
Poly G (5), indel
Poly A (5)

A

Indel

Poly A (7), AG
4)

Indel

Poly G (5), indel

Poly G (6), Poly
C (6), indel

AY)|
Indel
AY)|

Poly G (7), CTC
(4), inde

Indel

Poly G (6)

Indel

Al

AT(3)

Poly C (6), indel
Poly G (5), indel
GC(3)

Poly T (5)

Poly A (5), Poly
T (5)

Indel

Mepiexdpevo
GC

0,61
0,44
0,44
0,35
0,26

0,38
0,62
0,71

0,31
0,35
0,42
0,61

0,3

0,67
0,32
0,49
0,37
0,68
0,47
0,87
0,3

0,2

0,35

>WoTEG
QVTIOTOI-

Xioeig
76986
74529
59787
72072
71253

69615
73710
74529

54054
76167
67977
72171

54873
80262
53235
78624
67977
79443
63882
74529
64701
73710

77805
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Opyavo NextSeq 550Dx

%

MéyeBog Turparog Bdoeig oTig Trepiox£g FovidiwpaTikd >WoTEG Ecg@aAuéveg  Mn

':‘g\:;"_ ?ﬁ)‘:ﬁé_ gﬁﬁ;\’]moviou Ifl:\T(;\IgKOVI'OU TTouU U?TOB)\I”]G!]KE uynAou ET’TITTéBOU mplsxép’avo gecpmxépsvo cxynoron— cxynoron— GYTIOTOI- ngT;TTUg:
o€ avahuon gUMOoTOCUVNG QauTTAIKOVioU xioeig xioeig Xio€ig S —
64 10 55892599 55892687 89 88 AC(11), indel 0,42 71747 0 325 99,5
65 10 101611250 | 101611329 | 80 80 A 0,49 65520 0 0 100
66 10 118351373 | 118351453 | 81 81 A 0,51 66339 0 0 100
67 11 8159816 8159912 97 96 A 0,45 78624 0 0 100
68 11 30177648 30177717 70 70 Indel 0,46 57330 0 0 100
69 11 47470345 47470444 100 100 A 0,65 81900 0 0 100
70 11 59837679 59837740 62 62 Indel 0,37 50778 0 0 100
71 11 64418856 64418957 102 102 A 0,59 83538 0 0 100
72 11 93529612 93529684 73 73 Poly A (5) 0,4 59787 0 0 100
73 11 101347052 | 101347136 | 85 85 A 0,42 69615 0 0 100
74 11 102477336 | 102477426 @ 91 91 Poly G (6) 0,55 74529 0 0 100
75 11 118406285 | 118406369 | 85 85 Indel 0,53 69615 0 0 100
76 11 120357801 | 120357885 | 85 85 Poly A (5), CA 0,34 69615 0 0 100
(3), indel
77 11 125769313 | 125769397 | 85 85 GA(3) 0,52 69615 0 0 100
78 12 2834770 2834853 84 84 Poly C (5), indel | 0,52 68796 0 0 100
79 12 26811004 26811096 93 93 Poly A (7), AC 0,33 76167 0 0 100
4)
80 12 30881766 30881846 81 81 A 0,49 66339 0 0 100
81 12 88474105 88474175 71 71 Poly A (6) 0,35 58149 0 0 100
82 12 120966872 | 120966966 | 95 95 Poly G (5) 0,68 77805 0 0 100
83 13 24167504 24167576 73 73 A 0,52 59787 0 0 100
84 13 25816961 25817049 89 88 Poly A (5), Poly 0,22 72072 0 0 100
T (7), Poly A
(7), indel
85 13 44880112 44880200 89 89 Indel 0,49 72891 0 0 100
86 13 77665218 77665294 77 77 Indel 0,39 63063 0 0 100
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ApTIA-
KOVIO

87
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14
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14
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15
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15
15
15
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16
16
16
16
17
17
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17
17

Apxn
QuTTAIKOVioU

31619327
39517884
46958962
58050030
82390559
92549544
102808496
43170751
63446149
77879807
81625334
85438263
89817413
89864274
1894910
28997904
53682908
57954406
85706375
3563920
3594191
3970090
16084945
33998759
39589691

TéMNog
QuTTAIKOVioU

31619393
39517966
46959034
58050110
82390649
92549609
102808589
43170848
63446216
77879901
81625428
85438334
89817503
89864343
1894972
28997998
53682994
57954509
85706465
3564008
3594277
3970180
16085037
33998849
39589774

MéyeBog Turparog

TToU UTTORArBnKE
o€ avaAuon
67
83
73
81
91
66
94
98
68
95
95
72
91
70
63
95
87
104
91
89
87
91
93
91
84

Bdoeig oTig Trepiox£g

uynhou eTmTédou
eutmoTooUvVNg
67
83
72
81
91
66
94
96
68
93
95
71
91
70
63
95
87
104
91
89
87
91
93
89
82

FovidiwpaTikd
TIEPIEXOUEVO
QUTTAIKOViOU
GA(3),TA(3)

A

Poly T (5), indel
Inde

Inde

Poly A (5)

Inde

Poly C (5)

Inde
Poly G (5), indel
Poly T (6)

Inde

A/

Inde

A/

Poly C (5)
TA(3)
Poly C (5)
Poly T (5), indel
GC(3)

Poly C (5), indel
Inde

Inde

Poly T (5)

Poly A (13),
indel (x2)

Mepiexdpevo
GC

0,39
0,25
0,19
0,38
0,35
0,41
0,62
0,45
0,25
0,68
0,43
0,65
0,36
0,56
0,27
0,67
0,41
0,67
0,37
0,64
0,67
0,46
0,26
0,54
0,29

>WoTEG
QVTIOTOI-

Xioeig
54873
67977
58642
66339
74529
54054
76986
78624
55692
76167
77805
58149
74529
57330
51597
77805
71253
85176
74529
72891
71247
74529
76167
72891
66343
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20
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Apxn
QuTTAIKOVioU

41244394
45438866

61502432
64023582
72308237
2616456
6980478
9888026

38836999
47405382
54815665
59773996
625143

18121418
18186574
746056

10633195
17705633
21766821

25278421
50897302
62331904
62690860

TéMNog
QuTTAIKOVioU

41244484
45438957

61502510
64023667
72308320
2616522
6980568
9888094

38837073
47405462
54815749
59774060
625241

18121491
18186643
746149

10633276
17705708
21766890

25278521
50897368
62331994
62690946

MéyeBog Turparog
TTOU UTTOBARBNKE
o€ avaAuon

91

92

79
86
84
67
91
69

75
81
85
65
99
74
70
94
82
76
70
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67
91
87

Bdoeig oTig Trepiox£g
uynAou emrédou

eutmoTooUvVNg

91
92

79
86
84
67
91
69

75
81
85
65
99
74
70
94
82
76
70

101
67
88
87

FovidiwpaTikd
TTEPIEXOUEVO
QUTTAIKOViOU

Poly A (5)

Poly A (7), AT
(3), AT(4), AT
(4), indel

Indel
Poly T (7)
GAG(3)
GA(3)

A
Poly A (6), TG
(3)

Poly A (5), indel
CTC(3), indel
CT(3), indel
Al

A

Al

CT(3)

GT(3),TG(4),
indel

Indel
Indel
Poly G (6)

Indel

Mepiexdpevo
GC

0,34
0,26

0,41
0,22
0,62
0,31
0,37
0,43

0,37
0,47
0,45
0,48
0,59
0,68
0,64
0,61
0,59
0,58
0,46

0,63
0,36
0,73
0,57

>WoTEG
QVTIOTOI-

Xioeig
74529
75348

64413
70434
68796
54873
74529
56511

61425
66339
69615
53235
81081
60605
57330
76986
67158
62244
57330

82719
54873
72072
71253

Ap. eyypagou 1000000030326 v06 ELL

Eo@aApéveg
QVTIOTOI-
Xioeig

0

0

O o o o o O o o o o o o o o o o

o o o o

Mn
QVTIOTOK-
xioeig

0
0

288

O O OoOo/lo o o o o o o o o o o o o

o o o o

%
OWOTWV
QAVTIOTOK-
xioewv

100
100

99,6
100
100
100
100
100

100
100
100
100
100
100
100
100
100
100
100

100
100
100
100

24



Opyavo NextSeq 550Dx

ApTIA-
KOVIO

135
136

137
138

139

140
141
142
143
144
145
146
147
148
149
150

Méiog 2022

Xpwpo-
owya

21
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QuTTAIKOVioU

30300823
33694176

36710706
46644924

46705575

25750774
32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397
2655519
2655609

TéMNog
QuTTAIKOVioU

30300888
33694273

36710792
46644992

46705664

25750873
32439329
37409940
37637694
47081438
15870492
135288611
135290847
2655461
2655609
2655679

MéyeBog Turparog
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o€ avaAuon
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69
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92
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FovidiwpaTikd
TTEPIEXOUEVO
QUTTAIKOViOU

Indel

Poly T (6), CA
(3)

GT(3), indel

Poly A (6), AG
(3), indel

Poly T (5), Poly
A (6)

Indel

Al

Indel

Al

Indel
Poly T (5)
Poly C (5)
Al

Al

Al

Poly A (5)

Mepiexdpevo
GC

0,35
0,54

0,39
0,32

0,63
0,68
0,46
0,6

0,66
0,26
0,62
0,52
0,55
0,48
0,37

>WoTEG
QVTIOTOI-

Xioeig
54054
80262

71253
56439

73710

81900
79443
79443
81081
75348
56511
56511
58149
0

0
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Opyavo NextSeq 550Dx

Ta amoteAéopara aAAnAoUyiong yia 1o deiypa NA12878 cuykpibnkav e Evav yovoTutio e UWNAO ETTITTEDO
eummoToolvng yia To NA12878, o otroiog €xel opioTei atré 1o National Institute of Standards and Technology (NIST)
(v.2.19). A6 Ta 150 apTAIKévIa, 92 auTTAIKOVIA TTEPIEXOVTAV TTARPWG OTIG TTEPIOXES UWNAAG EUTTIOTOCUVNG TOU
yovIOIWHaTOG, 41 auTTAIKOVIA ATAV JEPIKWS AAANAETTIKAGAUTITOMEVA Kal 17 auTTAIKOVIA Oev AAANAETTIKGAUTITOVTAV
otnv aAAnAouxia NIST. Autdé 10 atrotéAcopa ammépepe 10.000 ouvTeTaypéveS avd avTiypago yia cUykpion.
AvTigToixio€ig Baong un mapaAAayrg ouykpibnkav pe Tnv aAAnAouxia avag@opdg avBpwtrivou yovidiwuaTtog hg19.
Ta amoteAéouarta akpifeiag avagépovTtal atov Mivakag 12.

Mivakag 12 Zupewvia BAaoTIKNAG oe1pdg deiypatog NA12878 ue mn Bdon dedopévwyv NIST

Acgiypa Api1Buog Méco mooooTo TP FN TN FP PPA NPA OPA
apTTAIKOViwV avTioToiXiong
NA12878 133 >99,9 6552 | 1 610470 | O >99,9 ' 100 >99,9

Bdaoel Twv dedouévwv TTOU TTPOEPYOVTAI ATTO auTrVv Tn MEAETN BAOCTIKAG OEIPAG evvéa eKTEAECEWY, TO OPYQVO
NextSeq 550Dx utropei va uttofaAel oe aAAnAoUxion Pe GUVETTEIQ:

Mepiexopevo GC = 19% (6Aeg o1 avTioToIxIoPEVES BAoelg o€ 819 aptTAikévia aAAnAouxiong pe trepiexéuevo GC
19% avTioToIXioTNKav OwoTd pe TTO000TO PN avtioToixiong 0,6%)

Mepiexopevo GC < 87% (6Aeg o1 avTioToIxXIouEVES Baoelg o€ 819 autrAikévia aAAnAouxiong pe repiexéuevo GC
87% avtioToIXioTNKOV OWOTA PE PNOEVIKG TTOCOOTO N AVTIOTOIXIONG)

Mrkn PolyA < 9 (6Aeg o1 avTioToIxiopéveg Baoeig e 819 autrAikOvia aAANAOUXIONG TTOU TTEPIEXOUV ETTAVAANWN
PolyA gvvéa vOUKAEOTIBiWV avTIoTOIXIOTNKAY CWOTA e PNOEVIKO TTOCOCTO KN AvTIOTOoIXIoNG)

Mrkn PolyT < 10 (6Aeg o1 avTioToIxIopéveS BAoelg o€ 819 autrAIKOvia aAANAoUYXIONG TTOU TTEPIEXOUV ETTAVAANWN
PolyT déka VOUKAEOTISIWY avTIGTOIXIOTNKAV OWAOTA pe PNOEVIKO TTOOOOTO N QVTIGTOIXIONG)

Mnkn PolyG < 7 (6Aeg o1 avTioToixIouéveg Baoelg o€ 819 autTAikdvia aAAnAoUXIaNG TTOU TTEPIEXOUV ETTAVAANWN
PolyG eTTTd VOUKAEOTIBiWV QVTIOTOIXIOTNKAV OWATA e TTOCOCTO [N avtiaTtoiXiong 1,0%)

Mnkn PolyC < 6 (6Aeg o1 avTIoToIXIOUEVEG BATEIG O€ 2457 autTAIKdVIa aAAnAoUXIONG TTOU TTEPIEXOUV ETTAVAANWN
PolyC €¢I VOUKAEOTISIWV avTIGTOIXIOTNKAV CWOTA Pe PNOEVIKO TTOCOOTO Wn QVTIOTOIXIONG)

Mnkn etTavaAnwng &1voukAeoTIdiwv £ 11x (6Aeg oI avTioToIXIOpEVEG BAoelg o 819 autTAIKOVIa aAnAoUxiong TTou
TTEPIEXOUV TTAVAANWN SIVOUKAEOTIBIWVY 11X avTIOTOIXIOTNKAV CWOTA e TTOC00TO PN avTioToixiong 0,5%)

Mnkn etTavaAnwng TpIVOUKAEOTIDIWY < 5x (OAEG oI avTioToIXIOPEVES BAoelg o€ 819 autTAIKOvia aAAnAouxiong TTou
TTEPIEXOUV ETTAVAANWN TPISIVOUKAEOTISIWY 5X avTIOTOIXIOTNKAV CWOTA PE TTOOOCTO PN avTioToixiong 0,5%)
Mnkn TTpooBNKng < 24 (66343 atrd 66370 avTioToiXIopéveg Baoelg o€ 819 autmAIKOvia aAnAouxiong TTou
TTEPIEXOUV TTPOCONKN 24 VOUKAEOTIBIWV AVTIOTOIXIOTNKAV OCWOTA PE TTOOOOTO [N avtioToiXiong 1,2%, dev
TTOPOUCIACTNKAV ECQAANUEVEG QVTIOTOIXIOEIG O€ TTEPIOXN PE TTPOCONKN 24 VOUKAEOTIBIWV)

Mnkn diaypa@Ag < 25 (0Aeg o1 avTIOTOIXIOPEVES BAOEIG o€ 2457 auTTAIKOVIa aAAnAoUXIoNG TTOU TTEPIEXOUV
dlaypa@r] 25 VOUKAEOTIBiWV avTIOTOIXIOTNKAV CWOTA e PNOEVIKO TTOCOOTO WN QVTIOTOIXICEWV)

Somatic

H peAétn Tou Treplypdoetal 6w TTpayUaToTTOIRBNKE yia TNV agloAdynon TG akpiBElag avTioToixiong TTapaAAayrg
otn govada Somatic Variant Module pe 10 6pyavo NextSeq 550Dx kai To NextSeq 550Dx High Output Reagent Kit
v2 (300 KUKAWV).

2€ AQUTAV TN HEAETN XPNOIUOTTOINONKE £VAG AVTITIPOCWITEUTIKOS TTPOCBIOPICHOG Yia TNy avalATtnon TAnBwpag
yovidiwv 1Tou KaAutrTouv 12.588 Bdocig (150 autrAikévia) og 23 dIa@opeTIKA xpwuoowuaTa. To Platinum Genome
DNA €&nxBn atod ptrAok Trou gixav utroBAnGei oe emeepyacia FFPE, yia mn dnuioupyia €1 povadikwy delyAaTwyV
yia afloAdéynon oTo TTAQicIo TNG HEAETNG.

To deiypa GM12877 DNA apaiwBnke pe deiypa DNA GM12878 yia tn dnuioupyia Twv GM12877-D5 kair GM12877-
D7 wg éva oUvOAO PovadIKwy eTEPOCUYWV TTAPAAAQYWVY PE ouxvoTnTeEG TTapaAAayAG KovTa 010 5% Kal o1o 7%.
Mapoyoiwg, 1o deiypa DNA GM12878 apaiwbnke pe deiypa DNA GM12877 yia Tn dnuioupyia Twv GM12878-D5 kai
GM12878-D7. KaBe deiyua uttoBARBnke o€ €€étaon o¢ Tpia avTiypaga, Pe e€aipeon Ta apaiwpéva deiypata, Ta
otroia uttoBARBnKav og eE€Taon o€ £€1 avTiypa@a. Xuvolikd TTpaypaTtoTroidnkav evvéa eKTEAEOEIG PE Tpia Opyava
aAAnAouxiong, TPEIG TTaPTIdEG avTIdpaOTNEIWV KAl TPEIG XEIPIOTEG, OE TTIEVTE NUEPES Evapéng. H akpiBeia opioTnke yia
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SNV, mpoobrkeg kai diaypa@Eég HECGW TNG OUYKPIONG TWV OTTOTEAECUATWY HE MIO KAAd XapakTnplouévn péBodo
ava@opds ouvBeTwy, TN nEBodo Platinum Genomes ékdoong 2016-1.0. O1 yovISIWPATIKES TTEPIOKEG WE UWNAO
etTiTredo eUTTIOTOOUVNG KaBopifovTal Baael auTrg TG HEBOOOU ava@opdgs, EKTOS Kal av opileTal SIGPOPETIKA.

Mivakag 13 Z0vown cupgpwviag Somatic

Kpithpla 2uvoAikég Trapu'rnpl’]cslg1 ATroTéAECUA avd Trapartipnon? ATroTéAeopa avd ekTéAeon’®
PPA yia SNV 378 98,9 99,9

PPA yia TpooBrkeg 378 96,9 99,9

PPA yia diaypagég 378 97,1 99,9

NPA 378 >99,9 >99,9

OPA 378 >99,9 >99,9

TYTrohoyiZeTal wg apIBOC SelyuATwY avd eKTENEDN (42) TTi Tov apIBPS Twy ekTeEAéTEWY (9) = 378.

2KaTu’)Tepr] TIUA TTOU TTapaTNEARBNKE avd avTiypa@o deiyaTog Kal OTIG 9 eKTEAETEIG.

3chTd)T£pr] TIUA 6T1av Ta Oedopéva KABe ekTEAEGNG AVAAUOVTOI GUYKEVTPWTIKG.
O Mivakag 14 epIAapBavel Ta dedopéva NG HEAETNG PE BETIKA Kal apvnTIKA Cup@wvia avda deiyua, 6TTou Ta
aTroTEAEOPATA TWV TTAPAAAAYWY CUYKpivovTal PE TNV KOAG XapakTnpiopévn p€Bodo avagopdg ouveeTwy yia
uttoAoyiopoug PPA. O tpeig Tutrol TrapaAAaywv (SNV, mpoobrkeg kai diaypa@ég) ouvduadovTal. ETreidr n ué6odog
ava@Qopdag TTapEXEl attoTeEAETuaTa HOVO YIa TIG TTapaAAayEG vog VOUKAEOTIOIOU Kal yia TTPpooBrkeg/diaypagEg, Ta
atrotreAéopata Bdong Xwpig TTapaAlayég ouykpivovTal pe Tnv aAAnAouyxia ava@opdg avipwiTivou YovISIWPATOG
hg19 yia uttohoyiopoug NPA.

Mivakag 14 Zupeuwvia Somatic ava deiypa

Asiypa Méoo moo0OTS | evopevo TP FN N QVTIOTOIXioEIS o FP PPA NPA OPA
avTioToixiong TapaAAayng

GM12877 98,7 2052 2025 | O 27 318682 | 15 @ 100 >99,9 @ >99,9
GM12878 98,8 3645 3564 | 0 81 317645 | 0 100 100 100
GM12879 99,8 2592 2538 | O 54 323614 | 2 100 >99,9 |« >99,9
GM12884 99,8 3078 3024 | O 54 322038 | 5 100 >99,9 | >99,9
GM12885 99,8 3294 3213 | O 81 322121 | O 100 100 100
GM12888 99,8 2916 2889 | 0 27 323048 | 2 100 >99,9 | >99,9
GM12877- | 99,8 9288 8930 | O 358 630621 | O 100 100 100
D5

GM12877- | 99,7 9288 9032 | 0 256 629719 | O 100 100 100
D7

GM12878- | 99,5 9288 8699 | 42 | 547 628582 | 0 99,5 100 >99,9
D5

GM12878- | 99,7 9288 9108 | 0 180 629803 | 0 100 100 100
D7

O lMivakag 15 mrepIAapBavel Ta dedopéva TNG HEAETNG avd Oeiyua, OTTOU T ATTOTEAETUATA TWV TTApaAAaywv
OuyKpivovTal e TNV KaAd xapakTtnpioyévn péBodo avagopdg auvBetwy. H avixveuon aflohoyeital yia KaBe TUTTO
mapaAiayng — SNV, Tpoabrikeg kai diaypa@éc— EexwploTd. O1 BEoeig avapopds eEaipouvTal.

Méiog 2022 Ap. eyypdgou 1000000030326 v06 ELL | 27



Opyavo NextSeq 550Dx

Mivakag 15 Zupewvia Somatic ava deiypa avd T0TT0 TTApaAAayig

Acgiypa
GM12877
GM12878
GM12879
GM12884
GM12885
GM12888
GM12877-D5
GM12877-D7
GM12878-D5
GM12878-D7

Avapevépevo

999
2457
1539
1836
2025
1782
5454
5454
5454
5454

SNV

TP
999

2457
1539
1836
2025
1782
5392
5406
5192
5445

FN

O O o o o o o o

N
[e°]

MpooBbnkeg

Avapevopevo

567
540
567
675
675
621
1782
1782
1782
1782

TP
567
513
540
648
648
621
1647
1728
1651
1719

Alaypapég

FN Avapgvopevo
486

648

486

567

594

513

2052

2052

2052

2052

O ©W O O o o o o o o

TP
459
504
459
540
540
486
1891
1898
1856
1944

M
4

oo olo o|lo oo ol o

Ta déka deiypata avaAubnkav TTEPAITEPW YIA TNV AVTIOTOIXION UIKPWV TTPO0BNKWY Kal diaypagwv (indel) (MNivakag
16). YmAp&av ouvoAikd 71 indel Ta otroia eixav péyebog 1-24 bp yia mpooBrkes kai 1-25 bp yia diaypa@ég.

Mivakag 16 X0vown avixveuong indel yia tn yovada Somatic

Tumog mapaAAayng

MpocBnkn
Alaypapn

Méiog 2022

Avapevopeveg rapaAlayég

10773
11502

TP
10282
10667

FN
9
5

Mn avrioToixioeig TapaAlayng

482
830

Ap. eyypagou 1000000030326 v06 ELL

PPA
99,2
>99,9
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Opyavo NextSeq 550Dx

Ta 150 apTrAIKOvia oxedIdoTNKAv WOTE va KAAUTITouv éva peyaho e0pog yovidiwpaTikoU Trepiexopévou. To Trepiexouevo GC Twv apTTAIKoviwy €ixe €0pog

0,19-0,87. Ta apTrAIKOvIa gixav, €TTiong, e0pog eTavaAfWewv evog voukAeoTidiou (T1.X., PolyA, PolyT), divoukAeoTidiwv Kal TpIvouKAgoTIdiwy. Ta dedopéva
ouykevTpwBnkav ava aptrAikovio (Mivakag 17) yia va KabopIoTei n eMidpacn Tou yovISIwUaTIKOU TTEPIEXOUEVOU GTO TTOTOOTO TWV CWOTWV AVTIOTOIXIOEWV.

To TT0000TO TWV CWOTWV AVTICTOIXICEWY ATTOTEAEITAI ATTO TIG AVTIOTOIXIOEIG TTApaAAQYNG Kal ava@opdag Kai gival pikpoTepo attd 100% av uttdpyouv €iTe
E0QAANUEVEG QVTIOTOIXIOEIG EITE PN AVTICTOIXIOEIG.

Mivakag 17 AkpiBeia povadag Somatic o€ emmiTredo AuTTAIKOVIWY

ApTTAI-
KOvio

o o M~ W

10
11
12
13
14

15
16

Méiog 2022

Xpwuoéow-
Ha

N N NN N NN

N

Apxn
auTTAIKO-
viou

36450499
109465122

218353867
223906657
228526602
236372039

247812041

55862774

87003930

177016721
186625727
190323504
200796740
212245049

228147052
235016350

TéAog
auTrAIkoviou

36450591
109465200

218353957
223906748
228526682
236372108

247812128

55862863

87004009

177016805
186625801
190323591
200796826
212245139

228147144
235016422

MéyeBog
TUAPATOG TTOU
utrofBAnOnke
og avdaAuon
93

79

91
92
81
70

88

90
80
85
75
88
87
91

93
73

Bdoeig oTig
mEPIOXEG
uynAou
EMITESOU
E€UTIOTOOUVNG

93
79

91
92
81
70

88

90
80
81
75
88
87
91

93
73

FovISiwpaTikd
mEPIEXOPEVO
auTrAikoviou

Indel

Poly A (5), Poly
C (5), indel

Indel
Indel
Poly G (5)

Poly T (10),
indel

Poly A (5), CT
(3), TAA(3),
indel

Indel

Indel

A

Poly A (8)

Poly T (5)

Poly T (5), indel

Poly T (5), Poly
A (6), indel

Al
Poly T (5), indel

Mepie-
XOuevo
GC

0,22
0,38

0,4
0,49
0,69
0,39

0,27

0,28
0,38
0,65
0,35
0,42
0,31
0,3

0,43
0,42

ZwoTég Ec’npu)\-
Méveg
avTioTOI-

o avTioTOoI-
X Xioeig
35066 0
29827 0
34202 0
34613 0
30571 0
26452 0
33148 0
33928 0
30218 0
30616 0
28017 0
33207 0
32524 9
33972 0
35051 0
27459 0

Ap. eyypagou 1000000030326 v06 ELL

Mn
avTIOTOI-
Xioe€ig

88
35

283
163
47

116

92
22

499
57

718
456

103
136

%
CWOTWV
AVvTIOTOI-
Xioewv
99,7

99,9

99,2
99,5
99,8
100,0

99,7

99,7
99,9
>99,9
98,3
99,8
97,8
98,7

99,7
99,5
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ApTrAI-
KOVIo

17
18
19
20

21
22
23

24
25
26
27
28
29
30
31
32
33
34
35
36
37
38

39

Méiog 2022

Xpwuoéow-
Ma

W W W w

N

D oo o0 g g a a >~ >

Apxii
auTTAIKO-
viou

4466229
46620561
49851331
189713161

190106030
2233667
7780541

15688604
56236521
102839244
164446743
1882081
14769061
41069808
74077114
147475343
149323731
155662213
6318713
24949983
31084900
32147987

32986864

TéAog
auTrAikoviou

4466321
46620643
49851400
189713248

190106104
2233744
7780637

15688681
56236586
102839314
164446804
1882158
14769144
41069871
74077196
147475409
149323821
155662287
6318814
24950074
31084999
32148084

32986958

MéyeBog
TUAPATOG TTOU
utrofBAR6Nke
o€ avdAuon
93

83

70

88

75
78
97

78
66
71
62
78
84
64
83
67
91
75
102
92
100
98

95

Baoeig oTig
TEPIOXEG
uynAou
EMITTESOU
EPTTIOTOOUVNG

93
83
70
88

74
78
97

78
62
69
62
75
84
64
83
67
91
75
102
92
94
98

95

FovidiwpaTiko
TEPIEXOPEVO
auTrAikoviou

AT(3), indel
NI
CT(3), indel

Poly A (5), Poly
T (5), Poly A
(9). TG(3)

Indel
Poly A (6)

Poly G (6), Poly
T (5), Poly A (5)

A

Poly A (5), indel
Poly A (5)
Poly A (7), indel
A

GT(3), CCA(3)
A

Poly A (6), indel
Poly T (5)
CT(4), AG(3)
Indel

Poly G (6)

Indel

GCT(5), indel

Poly T (5), TCT
(3), CTT(3)

Indel

Mepie-
XOHEvo
GC

0,27
0,43
0,49
0,41

0,57
0,26
0,42

0,29
0,36
0,46
0,27
0,78
0,62
0,39
0,3

0,37
0,55
0,43
0,68
0,63
0,61
0,55

0,53

ZWwoTEg

Ec@aA-
HévEg

avTIOTOI-

Xioeig

34534
31339
26373
32829

27925
29327
36585

29427
23356
25942
22944
28299
31658
24120
31297
25277
34308
28266
38489
34730
35057
36647

35681

avTioTOI-
Xioeig

0
0
0
0

o

O O O O O O o o o o o o o uo o

Ap. eyypagou 1000000030326 v06 ELL

Mn
avTIoTOI-
Xioeig

620
44
87
857

47
162
117

57
75
140
560
53
94
72
77
55
90
163
67
46
483
406

238

%
OWOTWV
aAVTIOTOI-
Xioewv
98,2

99,9

99,7

97,5

99,8
99,4
99,7

99,8
99,7
99,5
97,6
99,8
99,7
99,7
99,8
99,8
99,7
99,4
99,8
99,9
98,6
98,9

99,3
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ApTrAI-
KOVIo

40
41
42
43
44
45

46
47
48

49
50
51
52

53
54
55
56
57
58
59
60
61
62

Méiog 2022

Xpwpoow-
pa

N NN o o o

~

~

© o N~

© © O © 5 © o©

10
10
10

Apxii
auTTAIKO-
viou

33408498
41647401
112435865
22202076
66276100
77365735

110939946
128533468
149503875

154404519
156476507
1817312
24811020

76518625
103054909
105586150
107620823
123769149
138995345
5987120
11784629
27317777
33018351

TéAog
auTrAikoviou

33408583
41647495
112435955
22202148
66276187
77365821

110940030
128533557
149503965

154404599
156476599
1817394
24811109

76518691
103055006
105586214
107620918
123769231
138995441
5987198
11784726
27317855
33018440

MéyeBog
TUAPATOG TTOU
utrofBAR6Nke
o€ avdAuon
86

95

91

73

88

87

85
90
91

81
93
83
90

67
98
65
96
83
97
79
98
79
90

Baoeig oTig
TEPIOXEG
uynAou
EMITTESOU
EPTTIOTOOUVNG

86
94
91
73
88
87

85
90
91

66
93
83
89

67
98
65
96
83
97
78
91
79
90

FovidiwpaTiko
TEPIEXOPEVO
auTrAikoviou

Poly C (6)

Poly G (5), indel
Poly A (5)

NI

Indel

Poly A (7), AG
(4)

Indel

Poly G (5), indel

Poly G (6), Poly
C (6), indel

Al
Indel
Al

Poly G (7), CTC
(4), indel

Indel

Poly G (6)

Indel

NI

AT(3)

Poly C (6), indel
Poly G (5), indel
GC(3)

Poly T (5)

Poly A (5), Poly
T (3)

Mepie-
XOHEvo
GC

0,7
0,61
0,44
0,44
0,35
0,26

0,38
0,62
0,71

0,31
0,35
0,42
0,61

0,3

0,67
0,32
0,49
0,37
0,68
0,47
0,87
0,3

0,2

ZwoTég E?‘pq)‘- Mn
AavTIOTOI- HEVES avTIOTOI-
. avTIOTOI- .
Xioeig o Xioeig
32438 0 70
35441 0 91
34354 0 44
27575 0 28
33060 0 213
32423 0 489
32074 0 56
33791 0 281
34316 0 82
24901 0 47
35067 0 87
31365 0 9
32781 0 890
25228 0 146
36968 0 76
24472 0 100
36203 0 85
31329 0 45
36472 0 201
29473 0 11
34188 0 213
29843 0 19
33968 0 68

Ap. eyypagou 1000000030326 v06 ELL

%
OWOTWV
aAVTIOTOI-
Xioewv
99,8

99,7

99,9

99,9

99,4

98,5

99,8
99,2
99,8

99,8
99,8
>99,9
97,4

99,4
99,8
99,6
99,8
99,9
99,5
>99,9
99,4
99,9
99,8
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ApTrAI-
KOVIo

63
64
65
66
67
68
69
70
71
72
73
74
75
76

77
78
79

80
81
82
83
84

85

Méiog 2022

Xpwpoow-
pa

10
10
10
10
11
11
11
11
11
11
11
11
11
11

11
12
12

12
12
12
13
13

13

Apxii
auTTAIKO-
viou

45084159
55892599
101611250
118351373
8159816
30177648
47470345
59837679
64418856
93529612
101347052
102477336
118406285
120357801

125769313
2834770
26811004

30881766
88474105
120966872
24167504
25816961

44880112

TéAog
auTrAikoviou

45084253
55892687
101611329
118351453
8159912
30177717
47470444
59837740
64418957
93529684
101347136
102477426
118406369
120357885

125769397
2834853
26811096

30881846
88474175
120966966
24167576
25817049

44880200

Méye@og
TUAPATOG TTOU
utroBARONKe
o€ avdAuon
95

89

80

81

97

70

100

62

102

73

85

91

85

85

85
84
93

81
71
95
73
89

89

Baoeig oTig
TEPIOXEG
uynAou
EMITTESOU
EPTTIOTOOUVNG

95
88
80
81
96
70
100
62
102
73
85
91
85
85

85
84
93

81
71
95
73
88

89

FovidiwpaTiko
TEPIEXOPEVO
auTrAikoviou

Indel
AC(11), indel
Al

NI

Al

Indel

Al

Indel

Al

Poly A (5)
Al

Poly G (6)
Indel

Poly A (5), CA
(3), indel

GA(3)

Poly C (5), indel
Poly A (7), AC
(4)

Al

Poly A (6)

Poly G (5)

NI

Poly A (5), Poly
T (7), Poly A
(7), indel

Indel

Mepie-
XOHEvo
GC

0,35
0,42
0,49
0,51
0,45
0,46
0,65
0,37
0,59
0,4

0,42
0,55
0,53
0,34

0,52
0,52
0,33

0,49
0,35
0,68
0,52
0,22

0,49

ZWwoTEg E?‘pq)‘- Mn
AavTIOTOI- HEVES avTIOTOI-
. avTIOTOI- .
Xioeig o Xioeig
35829 0 81
32098 88 2048
30217 0 28
30531 0 96
36105 0 192
26318 0 153
37785 0 24
23368 0 68
38546 0 10
27516 0 78
32083 0 48
34047 0 369
32065 0 74
32083 0 47
32103 0 27
31645 16 525
34824 0 330
30497 0 121
26773 0 65
35830 9 72
27498 0 114
32824 0 566
33574 0 77

Ap. eyypagou 1000000030326 v06 ELL

%
CWOTWV
avTioTol-
Xioewv
99,8
93,8
99,9
99,7
99,5
99,4
99,9
99,7
>99,9
99,7
99,9
98,9
99,8
99,9

99,9
98,3
99,1

99,6
99,8
99,8
99,6
98,3

99,8
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ApTrAI-
KOVIo

86
87
88
89
90
91
92
93
94
95
96
97
98
99
100
101
102
103
104
105
106
107
108
109
110

Méiog 2022

Xpwpoow-
pa

13
14
14
14
14
14
14
14
15
15
15
15
15
15
15
16
16
16
16
16
17
17
17
17
17

Apxii
auTTAIKO-
viou

77665218
31619327
39517884
46958962
58050030
82390559
92549544
102808496
43170751
63446149
77879807
81625334
85438263
89817413
89864274
1894910
28997904
53682908
57954406
85706375
3563920
3594191
3970090
16084945
33998759

TéAog
auTrAikoviou

77665294
31619393
39517966
46959034
58050110
82390649
92549609
102808589
43170848
63446216
77879901
81625428
85438334
89817503
89864343
1894972
28997998
53682994
57954509
85706465
3564008
3594277
3970180
16085037
33998849

Méye@og
TUAPATOG TTOU
utroBARONKe
o€ avdAuon
77

67

83

73

81

91

66

94

98

68

95

95

72

91

70

63

95

87

104

91

89

87

91

93

91

Baoeig oTig
TEPIOXEG
uynAou
EMITTESOU
EPTTIOTOOUVNG

77
67
83
72
81
91
66
94
96
68
93
95
71
91
70
63
95
87
104
91
89
87
91
93
89

FovidiwpaTiko
TEPIEXOPEVO
auTrAikoviou

Indel
GA(3),TA(3)
Al

Poly T (5), indel
Indel

Indel

Poly A (5)

Indel

Poly C (5)

Indel

Poly G (5), indel
Poly T (6)

Indel

NI

Indel

NI

Poly C (5)
TA(3)

Poly C (5)

Poly T (5), indel
GC(3)

Poly C (5), indel
Indel

Indel

Poly T (5)

Mepie-
XOHEvo
GC

0,39
0,39
0,25
0,19
0,38
0,35
0,41
0,62
0,45
0,25
0,68
0,43
0,65
0,36
0,56
0,27
0,67
0,41
0,67
0,37
0,64
0,67
0,46
0,26
0,54

ZWwoTEg E?‘pq)‘- Mn
AavTIOTOI- HEVES avTIOTOI-
. avTioTOI- .
Xioeig o Xioeig
29075 0 31
25313 0 13
31360 0 22
26499 0 77
30494 0 133
34313 0 86
24555 0 1527
35472 0 69
36264 0 24
25667 0 37
34745 0 432
35870 0 40
26762 0 76
34286 0 112
26449 0 11
23809 0 5
35860 0 50
32835 0 60
39177 0 144
34075 0 323
33632 0 11
32752 0 134
34343 0 82
35077 0 78
33553 0 89

Ap. eyypagou 1000000030326 v06 ELL

%
CWOTWV
avTioTol-
Xioewv
99,9
99,9
99,9
97,4
99,6
99,7
94,1
99,8
99,9
99,9
98,8
99,9
99,7
99,7
>99,9
>99,9
99,9
99,8
99,6
99,1
>99,9
99,6
99,8
99,8
99,7
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ApTrAI-
KOVIo

111

112
113

114
115
116
117
118
119

120
121
122
123
124
125
126
127
128
129
130

131
132

Méiog 2022

Xpwpoow-
pa

17

17
17

17
17
17
18
18
18

18
18
18
18
19
19
19
20
20
20
20

20
20

Apxii
auTTAIKO-
viou

39589691

41244394
45438866

61502432
64023582
72308237
2616456
6980478
9888026

38836999
47405382
54815665
59773996
625143

18121418
18186574
746056

10633195
17705633
21766821

25278421
50897302

TéAog
auTrAikoviou

39589774

41244484
45438957

61502510
64023667
72308320
2616522
6980568
9888094

38837073
47405462
54815749
59774060
625241

18121491
18186643
746149

10633276
17705708
21766890

25278521
50897368

MéyeBog
TUAPATOG TTOU
utrofBAR6Nke
o€ avdAuon

84

91
92

79
86
84
67
91
69

75
81
85
65
99
74
70
94
82
76
70

101
67

Baoeig oTig
TEPIOXEG
uynAou
EMITTESOU
EPTTIOTOOUVNG

82

91
92

79
86
84
67
91
69

75
81
85
65
99
74
70
94
82
76
70

101
67

FovidiwpaTiko
TEPIEXOPEVO
auTrAikoviou

Poly A (13),
indel (x2)

Poly A (5)

Poly A (7), AT
(3), AT(4), AT
(4), inde

Indel

Poly T (7)
GAG(3)
GA(3)

A

Poly A (6), TG
(3)

Poly A (5), indel
CTC(3), indel
CT(3), indel
Al

A

Al

A

Al

AC(3)

CT(3)

GT(3),TG(4),
indel

Indel

Indel

Mepie-
XOHEvo
GC

0,29

0,34
0,26

0,41
0,22
0,62
0,31
0,37
0,43

0,37
0,47
0,45
0,48
0,59
0,68
0,64
0,61
0,59
0,58
0,46

0,63
0,36

ZwoTég E?‘pq)‘- Mn
AavTIOTOI- HEVES avTIOTOI-
. avTIOTOI- .
Xioeig o Xioeig
30554 53 2296
34360 0 38
34367 0 418
29751 0 119
32176 0 340
31604 7 141
25273 8 45
34386 0 12
25692 0 399
27923 0 893
30598 0 20
31969 0 161
24531 0 48
37298 0 124
27881 0 109
26442 0 26
35501 0 31
30951 0 72
28686 0 42
26372 0 88
38159 0 20
25188 0 544

Ap. eyypagou 1000000030326 v06 ELL

%
OWOTWV
aAVTIOTOI-
Xioewv

92,9

99,9
98,8

99,6
99,0
99,5
99,8
>99,9
98,5

96,9
99,9
99,5
99,8
99,7
99,6
99,9
99,9
99,8
99,9
99,7

99,9
97,9
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ApTrAI-
KOVIo

133
134
135
136

137
138

139

140
141
142
143
144
145
146
147
148
149
150

Méiog 2022

Xpwuoéow-
Ma

20
20
21
21

21
21

21

22
22

Apxii
auTTAIKO-
viou

62331904
62690860
30300823
33694176

36710706
46644924

46705575

25750774
32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397
2655519
2655609

TéAog
auTrAikoviou

62331994
62690946
30300888
33694273

36710792
46644992

46705664

25750873
32439329
37409940
37637694
47081438
15870492
135288611
135290847
2655461
2655609
2655679

MéyeBog
TUAPATOG TTOU
utrofBAR6Nke
o€ avdAuon

91

87

66

98

87
69

90

100
97
97
99
92
69
69
71
65
91
71

Baoeig oTig
TEPIOXEG
uynAou
EMITTESOU
EPTTIOTOOUVNG

88
87
66
98

87
69

90

100
97
97
99
92
69
69
71

FovidiwpaTiko
TEPIEXOPEVO
auTrAikoviou

Poly G (6)
Indel
Indel

Poly T (6), CA
(3)
GT(3), indel

Poly A (6), AG
(3), indel

Poly T (5), Poly
A(6)

Indel

NI

Indel

NI

Indel
Poly T (5)
Poly C (5)
NI

Al

NI

Poly A (5)

Mepie-
XOHEvo
GC

0,73
0,57
0,35
0,54

0,39
0,32

0,5

0,63
0,68
0,46
0,6

0,66
0,26
0,62
0,52
0,55
0,48
0,37

ZWwoTEg

Ec@aA-
HévEg

avTIOTOI-

Xioeig

32969
32818
24758
36902

32841
25939

33942

37733
36617
36525
37398
34754
26046
26019
26780
0

0

0

avTioTOI-
Xioeig

0
0
9
0

o

O O O O o o o o o o o

Ap. eyypagou 1000000030326 v06 ELL

Mn
avTIoTOI-
Xioeig

309
77

181
160

48
280

78

86
49
162
24
22
36
63
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%
OWOTWV
aAVTIOTOI-
Xioewv
99,1

99,8

99,2

99,6

99,9
98,9

99,8
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99,9
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99,9
99,8
99,8
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Al
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Ta amoteAéoparta NG aAAnAouxiong yia 1o deiyua GM12878 guykpibnkav e €vav yovoTuTIo e UWNAO ETTITTEDO
eummoToolvng yia To NA12878, o otroiog €xel opioTei atré 1o National Institute of Standards and Technology (NIST)
(v.2.19). A6 Ta 150 apTAIKévIa, 92 auTTAIKOVIA TTEPIEXOVTAV TTARPWG OTIG TTEPIOXES UWNAAG EUTTIOTOCUVNG TOU
yovIOIWHaTOG, 41 auTTAIKOVIA ATAV JEPIKWS AAANAETTIKAGAUTITOMEVA Kal 17 auTTAIKOVIA Oev AAANAETTIKGAUTITOVTAV
otnv aAAnAouxia NIST. Autdé 10 atrotéAcopa ammépepe 10.000 ouvTeTaypéveS avd avTiypago yia cUykpion.
AvTigToixio€ig Baong un mapaAAayrg ouykpibnkav pe Tnv aAAnAouxia avag@opdg avBpwtrivou yovidiwuaTtog hg19.
Ta amoteAéoparta akpifeiag avagépovTtal atov Mivakag 18.

Mivakag 18 Zupguwvia Somatic yia 1o deiypa GM12878 pe Baon tn dedopévwy Tou NIST

Acgiypa ApiBpog Méoco mooooTo TP FN TN FP  PPA NPA = OPA
aUTTAIKOViWV avTioToixiong
GM12878 133 98,8 2808 | O 258488 | 0 100 100 100

Bdaoel Twv dedouévwv aTtd Tn CwUATIKA PEAETN evvEéa ekTEAETEwy, To Opyavo NextSeq 550Dx ptropei va UTTORAAEI

oe aAAnAouyion Ta €€nG:
Mepiexopevo GC = 19% (6Aeg o1 avTioToIxIoPEVES BAoelg o€ 378 aptTAikvia aAAnAouxiong pe trepiexéuevo GC
19% avTioToIXioTNKAV OWOTA PE TTOCOOTO PN avTioToiXiong 2,6%)
Mepiexouevo GC < 87% (6Aeg o1 avTioToIXIouEVEG Baoelg o€ 378 aptTAikovia aAAnAouxiong pe repiexéuevo GC
87% avtioToIXioTNKOV OWOTA YE TTOOOOTO PN avriaToixiong 0,6%)
Mrkn PolyA < 9 (6Aeg o1 avTioToIXIopéveg Baoelg ae 378 auTTAIkOvia aAANAOUXIONG TTOU TTEPIEXOUV ETTAVAANWN
PolyA evvéa vOUKAEOTISIWY QvTIOTOIXIOTNKAY OCWOTA PE TTOCOOTO YN avTioToixiong 2,5%)
Mnkn PolyT < 10 (6Aeg o1 avTioToIXIopEVEG Bdoelg oe 378 aptrAikdvia aAANAoUXIONG TTOU TTEPIEXOUV ETTAVAANYN
PolyT déka vOUKAEOTISiWV avTIOTOIXIOTNKAY CWOTA E TTOCO0TS N AvTIoTOoiXIoNG XaunAoTepo atré 0,1%)
Mnkn PolyG < 6 (6Aeg o1 avTioToIXIouéveG BAoelg o€ 2268 autTAikdvia aAnAoUXIoNG TTOU TTEPIEXOUV ETTAVAANWN
PolyG £€1 voukA£oTISiWV avTIOTOIXIOTNKAV CWOTA YE TTOGOATO PN avTioToixiong 0,5%)
Mnkn PolyC < 6 (6Aeg o1 avTIOTOIXIOUEVEG BATEIG O€ 756 auTTAIKOVIO GAANAOUXIONG TTOU TTEPIEXOUV ETTAVAANWN
PolyC £&1 VOUKAEOTISIWV avTIOTOIXIOTNKAY CWOTA YE TTOGOCTO PN avtioToixiong 0,4%)
Mnkn etTavaAnwng &1VOUKAEOTIBiWV < 4x (OAeg o1 avTioTolxIopéveg Baoelg oe 1890 autTAIkOvia aAnAouxiong TTou
TTEPIEXOUV ETTAVAANWN SIVOUKAEOTIBIWVY 4X QVTIOTOIXIOTNKAV OWOTA PE TTOOOOTO Wn avtioToixiong 0,9%)
Mnkn etTavaAnwng TpIVOUKAEOTIDIWY < 5x (OAEG oI avTIoTOIXIOPEVESG BAoelg o€ 378 auTTAIKOvIa aAAnAouxiong TTou
TTEPIEXOUV ETTAVAANWN TPIVOUKAEOTISIWV 5X avTIOTOIXIOTNKAY CWOTA PE TTOCOCTO PN avTioToixiong 1,4%)
Mnkn PolyA < 23 (6Aeg o1 avTioToixiopéveg Baoeig oe 378 aptmAikdvia aAANAOUXIONG TTOU TTEPIEXOUV ETTAVAANWN
TTPOCORKNG 23 VOUKAEOTISIWV QVTIOTOIXIOTNKAV CWOTA PE TTOGOOTO PN avtioToixiong 0,8%)
Mnkn diaypa@ng < 25 (0Aeg o1 avTioToIXIoPEVES Baoclg o€ 1134 autTAIKOvia aAAnAoUXIoNG TTOU TTEPIEXOUV
Slaypa@r] 25 vOUKAeOTISIwV avTIOTOIXiIOTNKAV OCWOTA PE TTOCOOTO Wn avtioTtoiXiong 0,7%)

AkpiBeia

H akpiBeia Tou opydvou NextSeq 550Dx opioTtnke péow e¢étaong 13 povadikwy delypdTwy Platinum Genome e
Tpia 6pyava, TPEIG TTapTIOEG avTIOPACTNPIWY Kal TPEIG XEIPIOTEG, YIa TN dnuioupyia evveéa ekTeEAETEWVY aAAnAoUxiong
o€ MEVTE NUEPES Evaping. O avTITTPOCWTTEUTIKOG TTPOadIoPIoUOG, Ta deiyuaTa Kal n uEBodog avapopdg sival duoia
pe 6oa Teplypd@ovTal yia Tn JEAETN akpifelag BAaoTIKAG ocipds. O1 ouveloQopég akpIEiag opioTnkav péow
avaAuong otoixeiwv petaBAntétnTag Aaupavovtag tnv Ty VAF wg tn petaBAnt atrékpiong Kai uttoAoyifovTag Tig
TUTTIKEG OTTOKAICEIG O€ €TTITTEDO GTOIXEIOU YIa TO OpYyaAvo, TV TTAPTIOa avTIdOPACTNPIWY, TOV XEIPIOTH KAl TNV NUEPQ
évapéng (Mivakag 19). O cuvoAikdg apIBuds Twy TTAPATNPACEWY, Ol OTTOIEG XPNTIMOTTOINBNKAV GTNV avaAuon Tng
METABANTOTATAG Yia K&ABe aToIXEiO TOU Opydvou, yia ToV XEIPIOTH A TNV TTAPTida Twv avTidpacTnpiwy, Atav 699, 176
Kai 235 yia SNV, mmpoobrkeg kai diaypagég, avTioToixa.
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Mivakag 19 AmoteAéouara akpifeiag yia 1o 6pyavo NextSeq 550Dx (Tutmikr ammokAion)

Tumkn amwékAion oToixeiou

ZTolxEio Tomog mapaAlayng Méy.
MapTida SNV 0,0076
Mpoagbrikn 0,0104
Alaypaen 0,0046
‘Opyavo SNV 0,0114
Mpoadnkn 0,0138
Aaypaen 0,0079
XeIpIoTAG SNV 0,0226
MpoaBnkn 0,0344
Alaypaen 0,0083
Huépa SNV 0,0277
Mpoadnkn 0,0235
Alaypaen 0,0271

2UyKpIon ueEBOdwV (MAatedpua aAAnAouxiong)

Aidpecog
0,0002
0,0000
0,0005
0,0003
0,0009
0,0008
0,0008
0,0010
0,0013
0,0012
0,0012
0,0014

ZUVOAIKN TUTTIKA aT1TOKAIoN

Méy.

0,0833
0,0410
0,0560
0,0840
0,0407
0,0549
0,0841
0,0417
0,0547
0,0825
0,0409
0,0548

Aidpecog
0,0154
0,0157
0,0187
0,0153
0,0161
0,0187
0,0155
0,0164
0,0187
0,0160
0,0169
0,0188

OAIk6 aipa kai dsiypata FFPE agioAoyriBnkav ato épyavo NextSeq 550Dx kai ato 6pyavo MiSeqDx
XPNOIMOTIOIVTAG TIS POEG EPYACIWV BAACTIKAG OEIPAS Kal cwuaTIKwy TTapaAlaywv pe 1o TruSeq Custom Amplicon
Kit Dx. H ocupguwvia cuxvotnrag mapaAAayng yia dsiypaTa aipatog kai dciypata FFPE agloAoynbnke péow
TTEPITOOTEPWY AVTITIPOCWITEUTIKWY TTPOCBIOPICUWY. 2T0 Eikdva 2 atrotuttwveTal n ouoxétion VAF petalu twv duo
OpYAvWY yia £vav avTITTPOCWTTEUTIKO TTPocdiopioud Kal aTov [livakag 20 avaypd@etal pia auvoyn auTrg TN
OUOXETIONG MEOW TTivaka TTpoadiopiool. BAoel NG 1I0XUpnG ouaxETIong JETagU Tou opydvou MiSeqDx kai Tou
opyavou NextSeq 550Dx, Ta xapaKTnpIoTIKA atrddoong TTou OXETICovTal JE TTapAyovTEG TTPO TNG avaAuong (TT.X.,
pEBOBOI e€aywyng N TTapePaAAOUEVES ouaieg) I0xUOUV Kal yia Ta dUo opyava. Acite To €vBeTo cuokeuaaoiag TruSeq

Custom Amplicon Kit Dx yia TTepIo0OTEPEG AETITOPEPEIEG.

Eikova 2 Zuoxétion VAF MiSeqDx pe ta 6pyava NextSeq 550Dx yia deiypata FFPE (ota apiotepd) kai deiyparta aipjatog
(ota 6€€1a) ye Tov Mpoadiopioud 1

1 :
09 Somatic

0,8
0,7
0,6
0,5
0,4
0,3
0,2
0,1

0

NextSeq 550Dx (VAF)

0 010203040506 07 0809 1

Méiog 2022

MiSeqDx (VAF)

NextSeq 550x (VAF)

Germline

0102 03 04 05 06 07 0809 1
MiSeqDx (VAF)
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Mivakag 20 AmoTeAéoparta ocUykpiong peBOdwv pe povadika deiypaTa aipatog kal dsiyparta FFPE

MpoéAeuon Tlpocdiopiopog BloAoyikd Texvika MapaTtnpnosig KAion XInueio  Xuoyxétion

gDNA (Mivakag avriypaga avTiypagpo (Ap18uog TOURG (R?
0AlyoVOUKA£OTIBiwV) (AciypaTa) (ava Seiyua) mapaAlaywv)

Aipa MpPocdIopIo G 1 45 2 8369 0,992 | 0,002 0,9952

Aipa Mpoadiopioudg 2 45 2 5457 0,995 0,005 0,981

FFPE Mpoodiopiopds 1 46 2 8319 0,993 0,000 0,9972

FFPE Mpoodiopiopog 3 40 1 280 0,969 0,015 0,978

Ao onpeia SeSopévwv KarapyriBnkav BAoel TOU TTEPIOPIGHOU TIoU avapépeETal aTn povada Germline Variant Module.
2ZUVTEA&OTr’]g kaBopiopoU yia Ta ypaerpara VAF émrwg amroTutiwvovTal oTnv Eikéva 2.

AvaTtrapaywyikotnta

H avamrapaywyipétnta tou opydvou NextSeq 550Dx aglohoynonke pe deiypata Platinum Genome kai pe €vav
QVTITIPOOWTTEUTIKG TTPOC0dIopIoHO oXedlaouévo va avalntd TTAnbwpa yovidiwv 1ou kaAuTtrTouv 12.588 Bdoeig og 23
OIa@OPETIKA XpwuoowuaTta pe 150 aptrAikévia. H e€€taon BAAOTIKAG o€ipdg atmoteAouvtav aTrd eTTd avTiypaga 13
OEIYMATWY, EVW N owPaTIKA avdAuaon atroteAolvTav atmo €61 avTiypa@a eTTd dElyUATWY € DIAQOPETIKA ETTITTEDA
VAF. H mrpogTtoipacia Twv delypdtwy £yive pe 10 TruSeq Custom Amplicon Kit Dx.

H e€étaon éAafe xwpa o€ TpeIg EWTEPIKEG EyKaTAOTACEIG e pia TTapTida NextSeq 550Dx High Output Reagent Kit
v2 (300 KUKAwV). Ze KGOt eykatdoTaan Xpnoiyotroindnke éva opyavo NextSeq 550Dx. Ze kGBe eykardaTacn n
egéTaaon TpayuaToTToiénke atmod duo XelpIoTéG. KABe XEIpIOTAG TTpAYUATOTIOINCE TNV £££TAON TPEIG DIAOOXIKEG NUEPES
évapgne yia K&Be TUTTO BEiyHaTOG, YIa €va oUVOAO 36 eKTEAECEWV Kal OTIG TPEIG EyKATAOTACEIG. AUTh N e€€TAON €ixe
WG aTroTEAEOPa 18 eKTEAEDEIG VIO KABE por epyaciwv BAACTIKAG CEIPAS KAl CWHATIKAG avAaAuong.

Germline

O1 mapaAAayég BAaoTikAG aeipdg pe emmitredo VAF = 0,2 avagépovtal wg BeTIkES (TTapaAAayn). Na avapevopeveg
BeTiIkEG TTapaAAayEG BAACTIKAG oeIpdg, Ta dedopuéva agioAoyrBnkav wg TTPOG TO TTOCOCTO N AvTIOTOIXICEWY KAl TO
TTO000TO CWOTWV BETIKWV avTIoToIXioewv o€ KGBe TUTTO TTapaAAayng (SNV, mpoaBrkn, diaypaen). O lNivakag 21
ouvowidel Ta TTOOOOTA TTOU TTapaTNERONKav, Yadi JE TO KATWTEPO KAl TO avWwTEPO £TTITTEdO eUTTIOTOOUVNG 95%
(LCL/UCL) trou uttohoyiCovTal pe Tn péBodo Wilson Score, yia kGBe T01TO TTAPAAAQYHG.

Mivakag 21 TMapaTtnpAoeig avTioToixiong BAACTIKAG OEIPAS yia avauevopeva BeTIKA atmoTeAéouaTa avda TUTTO TTapaAAayng

Tummog Mn avTioToixion ZwoTn BeTIKA avTioToiXion

ERE S MNapaTtnpn- ZUvolo NoocooTd MNapatnpn- Z0volo NoocooTo 95% 95%
Onkav Onkav LCL UCL

SNV 16 110.376 0,014 110.349 110.360 99,99 99,98 99,99

Mpoodrkeg 1026 37.044 2,77 36.018 36.018 100 99,99 100,00

Aiaypagég 648 34.776 1,86 34.128 34.128 100 99,99 100,00

O1 rapaAAayég BAaoTikAG ogipdg pe emmitredo VAF < 0,2 avagépovTal wg apvnTikEG (ayplog TUTrog). MNa Tig
QAVONEVOPEVEG apVNTIKEG BECEIC BAOOTIKAG O€1pdg, Ta dedopéva aglohoyrdnkav wg TTPOog TO TTOCOOTO N
QAVTIOTOIXIONG KAI TO TTOOOOTO OWOTHG avTioToiXiong aypiou TUTTou. O lMivakag 22 guvowilel Ta TTO000Td TToU
Tapatnphenkav, padi JE TO KATWTEPO KAl TO AVWTEPO ETTITTESO euTTIoTooUVNG 95% (LCL/UCL) 1Tou uttoAoyidovTtal pe
TN MEBodo Wilson Score.

Mivakag 22 TMapaTtnproeig avTioToixiong BAACTIKAG OEIPAG yia AvaPEVOUEVA apVNTIKA ATTOTEAECUATA

Tumog Mn avTioToixion ZwoTH apvNTIKA AvVTIOTOiXIoN

ERESRS Mapartnpn- ZuvoAo NMocooTo MapaTtnpn- 20volo NocooT1o 95% 95%
Onkav Onkav LCL uUcCL

Aypiog TUTTOG 4883 19.600.182 0,025 19.595.299 19.595.299 100 100,00 100,00
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O1 mapaAAayég BAaaoTikAS oeipdg pe emmitredo VAF = 0,2 kai < 0,7 avTioToixifovTal wg BeTIKES £TEPOCUYEG yIa TNV
mapaAAayr kal of TTapaAiayég pe emimedo VAF = 0,7 avTiaTtoixiovTtal wg BeTikKEG OUOLUYEG Yia TNV TTApaAAayr).
Xpnoigotroinénkav deiyuata pe eTepOluyeg TTapaAAayEg yia va KaBopiaTei To Katd TTéoov N yyevig HETABANTOTNTA
TOU TTPOCOIOPICUOU PTTOPEi va eTTNPEACEl TNV AVTIOTOIXION Tou YovoTuTTtou. To Cx opioTnke Kal yia TG dUO TIUEG
atrokotig (0,2 yia etepdluyoug Kai 0,7 yia oudluyoug yovoTUTTOUG), OTTOU X Eival TO TTOGOOTO TWV
emavaAauBavopevwy eEeTdoewy TTou uTtEpBaivouv TNV TINA aTToKOTG. MNa Tnv KaTwTtepn Tiun atmokotrg 0,2 VAF,
10 Cx ATav = 99,999%, utrodeikvuovTag o1 = 99,999% Twv £TEPOlUyWV TTapaAAaywv Ba avTigToixifovTav wg
eTEPOCUYEC. NaupdavovTag uttdywn Tnv avwrepn TiuA atmokotrig 0,7 VAF, 1o Cx Atav < 0,001% utrodeikviovTag, €101,
6m < 0,001% Twv e1epOluywv TTapaAlaywyv Ba avTiaTtoixiCovrav wg oudfuyeg. O lNMivakag 23 cuvoyilel Ta
atroTeAéOPATA avA TUTTO METAPBANTAG.

O1 mapaAAayég BAaoTikAG agipdg pe emmitredo VAF = 0,2 kai < 0,7 avTigToixifovTal wg BETIKEG ETEPOJUYEG YIA TNV
mapaAAayr kail ol TTapaAiayég pe emmitedo VAF = 0,7 avTtigTtoixiovTtal wg BeTikéG oudluYES yia Thv TTapaAAayr).
XpnoipotroiBnkav deiypata pe eTepOluyeg TTapaAAayég yia va kaBopioTei To Katd TTéoov N eyyevig HeTABANTOTNTA
TOU TTPOCBIOPIoUOU PTTOPEi va eTTNPEACEl TNV AVTIOTOIXIOT ToUu YovOTUTTOU. To CX opioTnKe Kal yia TIG dUO TIPEG
atrokotTiG (0,2 yia etepbdluyoug Kai 0,7 yia oudluyoug yovoTUTTOUG), OTToU X gival TO TTOGOOTO TWV
eTavalapuBavopevwy egeTdocwy TTou utTEpRaivouv TNV TIPA aTToKoTAG. MNa TV KaTwTtepn TP atmmokotrg 0,2 VAF,
10 Cx ATav = 99,999%, uttodelkvuovTag Ot = 99,999% Twv £TEPOCUYWV TTApaAAaywyv Ba avTioToixiCovTav wg
eTEPOCUYEG. MNa Tnv avwrepn TP atrokoTig 0,7 VAF, 1o Cx Atav < 0,001% utrodeikvuovTtag, €101, 611 < 0,001% Twv
€TEPOCUYWV TTapaAAaywv Ba avTioTolKiovrav wg oudéluyeg. O lNMivakag 23 ouvowilel Ta atroTeEAEOPATA avd TUTTO

METABANTAG.
Mivakag 23 Tipég Cx BAAOTIKAG O€IpdG yia eTepOLUYEG TTAPAAAQYEG
Tumog mapaAAayng TR amokoTmg 0,2 VAF TiuR amokoTg 0,7 VAF
2 C99,999% < C0,001%
SNV 94/94 94/94
MpooBnkeg 24/24 24/24
Alaypapég 35/35 35/35
2U0voho 153 153
Somatic

O1 cwpaTikég TTapaAAlayég pe ettireda VAF = 0,026 avagépovtal wg BeTIKES (TrapaAAayr)). O1 TTapatnproeig Je
emimeda VAF = 0,01 ka1 < 0,026 Bewpribnkav aca@eig yia Toug oKoTroUg auTrg TNg avaAuong (ouTe BeTIKEG oUTE
QPVNTIKEG, ETMONUAvVONkav wg TapaAAayég xaunAng ouxvotnTag TrapaAiayng). MNa v agioAdynon Tng atmédoong,
TA ATTOTEAECPATA UTTOAOYIOTNKAV PE TPEIG TPOTTOUG:

Euvoikotepn utmdBeon: KaBe acagég ammotéAeopa BewprOnke cwoTh BETIKN avTioToiXION (CUP@WVIa PE Ta

avapevoPeva atroTeAéoPaTa)

AuopevéoTepn uttoBeon: KaBe acagég atmoTéAeopa BewpriBnke eo@aiuévn avTioToiXion (acupewvia pe Ta

AvapEVOPEVa atToTEAETUATA)

YT160eon ammokAeiopoU: KaBe acagég atmroTéAeoua atToKAEIoTNKE aTTd TNV avaAuon
Tpeig mivakeg, o MNivakag 24, o lMivakag 25, kai o Nivakag 26, guvoyifouv Ta aTToTEAEGUATA TNG AVTIOTOIXIONG YIA
TNV €UVOIKOTEPN UTTGBEDN, TN SUCUEVEDTEPN UTTOBEDN KaIl TNV UTTOBE0N ATTOKAEIGUOU avTIOTOIXA, Al JE TO KATWTEPO
Kal TO avwTePO TTiTTedo euTTIoTooUvVNnG 95% (LCL/UCL) 110U utroAoyiCovTal pe Tn u€Bodo Wilson Score.

Mivakag 24 TMapaTnproeig CWHATIKWY QVTIOTOIXITEWY VIO OQVAUEVOUEVA BETIKA aTTOTEAEOUATA VA TUTTO TTOPAAAQYAG
(euvoikOTEPN UTTOBOEDN)

Tumog mapaAAayng ZwoTn BETIKNA avTioToiXIon

Maparnpnénkav 20voAo NMoocooTd 95% LCL 95% UCL
SNV 54.346 54.346 100 99,99 100,00
MpooBrkeg 18.036 18.036 100 99,98 100,00
Aiaypagég 18.381 18.381 100 99,98 100,00
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Mivakag 25 TMapatnproeig CWHATIKWY AVTIOTOIXIOEWVY YIa avauevoueva BETIKA attoTeAéopaTa avda TUTTO TTapaAAayng
(duopevéoTepn uTTGOEDN)

Tumog mapaAAayng ZwoTn BeTIKNA avTioToixXIion

Mapatnpnénkav 20volo MoocooTd 95% LCL 95% UCL
SNV 54.346 54.346 100 99,99 100,00
Mpoodrkeg 18.000 18.036 99,8 99,72 99,86
Alaypagég 18.381 18.381 100 99,98 100,00

Mivakag 26 TMapaTnprogig CWHATIKWY AVTIOTOIXITEWY VIO QVAUEVOUEVA BETIKA aTTOTEAEOUATA VA TUTTO TTOPAAAQYAG
(Katdpynon aca@wy avTioToIXioEwV)

Tumwog mapaAAayng ZwoTn BeTIKA avTioToiXion

Napartnpnénkav Z0volo NoocooTod 95% LCL 95% UCL
SNV 54.346 54.346 100 99,99 100,00
MpooBrkeg 18.000 18.000 100 99,98 100,00
Aiaypagég 18.381 18.381 100 99,98 100,00

O1 cwpaTikég Tapailayég pe emmimedo VAF < 0,01 avagépovTal wg apvnTiKEG avTiaToIxioelg (ayplog TuTrog). MNa Tig
QVONEVOPEVEG aPVNTIKEG CWHATIKEG BETEIg, Ta dedopéva agloAoynBnkav wg TTPOG TO TTOCOCTO [N AVTIOTOIXIONG KAl TO
TT0000TO CWOTHG AVTIOTOIXIoNG Ayplou TUTTou. O CWAOTEG AVTIOTOIXIOEIG Ayplou TUTTOU OPioTNKAV EEAIPWVTAG TIG N
QVTIOTOIXIOEIG KAl aQAIpWVTAG aTTd To 0UVOAO TIG AVTIOTOIXIOEIG TTOU TTapaTnPABNKav Kal avAkav aTn {wvn aoa@eiag
(etrireda VAF = 0,01 ka1 < 0,026), aAAG Kai TIG E0QAAUEVES AVTIOTOIXIOEIG TTOU UTTEPEB VAV TNV TIMK ATTOKOTTAG
(erireda VAF = 0,026). O lNMivakag 27 guvowilel Ta atToTEAETUATA TTOU TTOPATNPEABNKAVY, Ta CUVOAIKA aTTOTEAETUOTA
KAl TA OTTOTEAECPATA TTOOOOTWV VIO APVNTIKEG CWHATIKEG BECEIS yIa TO TTOCOCTO N AVTIOTOIXIONG KAl TO TTOCO0TO
OWOTAG avTIOToIXIoNG Aypiou TUTTOU, Padi JE TO KATWTEPO KAl TO avWTEPO £TTITTEdO guTTIoTOOUVNG 95% (LCL/UCL)
TTO0U UTTOAOYiCovTal pe TN péBodo Wilson Score.

Mivakag 27 TMapaTnprogig CWHPATIKAG QVTIOTOIXIONG YIO OVOUEVOUEVA APVNTIKA aTTOTEAEOPATA

Tumog .
- ZwoTh
mapaA- Mn avTioToixion ,
; avTioToiXIon
Aaynig
Maparn- . Mooco- . Ec@al- . . Mooco- 95% 95%
ROy ZuvoAo ot Acaeng 5k ZwoTn ZuvoAo ot LCL ucL
Aypiog 36.326 8.909.676 | 0,408 2254 121 8.870.975 | 8.873.350 & 99,97 99,972 | 99,974
TUTTOG

AlohoynBnkav cwuaTtika deiyparta oe diagopeTika etrimeda VAF yia Tnv idia TapaAAiayn, yia Tov KaBopiouo Tou
C95 tou Trpocdiopiool (evtég KGBe TUTTOU TTapaAAayrig). MNa Tnv agioAdynon Tng HETARANTOTATAG KOVTA GTNV TIUA
QTTOKOTTAG TOU TTPOCBIOPICKOU, XpnaoiuoTroindnkay deiyuata pe avauevoueva emimeda VAF petagu 0,02 kai 0,07. To
C95 opioTnke yia K&Be TTapaAiayn, Pe T0 uypnAdTepo CI5 yia kK&Be TUTTO TTapaAAayng va avagéperal atov ivakag
28.

Mivakag 28 ZUvown C95 yia cwuaTikéG TTapaAAayEg

Tumog mapaAAayng N C95

SNV 74 0,0613
MpooBnkn 24 0,0573
Alaypapn 33 0,0575
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Atmédoon Tou NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV)

EmokoTtnon

To NextSeq 550Dx utrooTnpifetal atéd duo KIT avTidpacTnpiwv: To NextSeq 550Dx High Output Reagent Kit v2
(300 kUkAwV) kai To NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv). TNa va katadeiyxBei 611 To NextSeq
550Dx High Output Reagent Kit v2.5 (300 KUKAwV) TTANPOI TIG aTTAITACEIS ATTG00NG AVAAUCNG TTOU £X0UV
emmaAnBeutei kal TekunpiwBei pe 1o NextSeq 550Dx High Output Reagent Kit v2 (300 KUkAwv), TrpayuartoTroinénkav
peAETeg pe To NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv). Mpayuatotroiénkav 0o diadikaaieg
TpoeTolpaaiag BIBAI0BAKNG pe To TruSeq Custom Amplicon Kit Dx, n pia pe Tn pon epyaciwv Germline kai n GAAn
ME TN por epyaciwv Somatic. BIBAI0BAKeG ot KABE pon epyaaciag UTTORANBNKav o€ €EETOCN UE TPEIG TTATPIOEG aTTO
10 NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv) e Tpia 6pyava NextSeq 550Dx. EmimAéov, n
e¢€Ta0N yia KGBe por) epyaciwv TrepieAduave pia ektéAeon pe 1o NextSeq 550Dx High Output Reagent Kit v2
(300 KUKAWV).

EuvaioBnoia tng avadAuong (Opio TupAou [LoB] kai 6pio avixveuong [LoD])

H emaAnbeuon pe 1o NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwv)kaTédeige 6T To Opyavo NextSeq
550Dx pTtropei va avixveuoel Tapaliayég oe 0,05 VAF pe opdApa Tutrou Il £ 0,05 kai 611 n nipr atrokotrig 0,026
VAF 110U Xpnoiyotroigital atré Tn povada Somatic Variant Module (evepyd LoB) utrootnpiCel opdAua Tutrou | <0,01.
Bdoel Twyv TTapattdvw I0XUPICHWY, avauéveral ot pia TrapaAAlayn o 0,05 VAF eival peyaAutepn ato ry ion ye
0,026 VAF o010 95% Twv TTEPITITWOEWY Kal 6Tl pia Béon aypiou TUTTOU gival pikpoTepn atté 0,026 VAF ato 99% Twv
TepIMTwoewv. MNa va diacealiaTei 6T auToi ol IoxupIopoi TTAnpouvTal pe 1o NextSeq 550Dx High Output Reagent
Kit v2.5 (300 KUkAwV), TpaypaTtoTroifenkav emavalaupfavopeveg petproelg oto opyavo NextSeq 550Dx pe
oeiypata aypiou T0TToU (deiypaTa LoB) kai ye deiypata mmou epieAdupavav mapaAriayég oe 0,05 VAF (deiypata
LoD) pe 1o NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv). H avaAoyia Twv avTioToIxioewv TTavw Kal
K&Ttw atrd Tnv TiuA atmokotrfig 0,026 cuykpidBnkav, oTn CUVEXEIA, UE TOUG ICXUPICHOUG TTOU KABopioTNKaV PE TO
NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAwv).

v €€€taon oupTrepieAn@Onaav duo deiypata LoD, kabe éva e Eva povadikd OeT TTAPAAAQYWY PE OTOXO Wi TIUN
0,05 VAF ka1 avTioToixa dciyuata LoB dypiou TUTTOU yia TIG GTOXEUOUEVEG TTapaAAayEG. [Na Ty TTposToipaaia
BiBAI0BNKwv, uttoBARBNKav ot eTteepyaaia deiypata LoD kal LoB o€ avtiypa@a Twv OKTw Kal Twv ETITA,
avTioToixa, ye 1o TruSeq Custom Amplicon Kit Dx. Apxikd, ol BiIBAI0BAKeS uTTORBANBNKAV o aAAnAoulxion Pe To
NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwV) yia Tnv avayvwpion TTapaiAaywv/yoviSiwPaTiKwy
ouvTeTaypévwy yia agloAdynon LoB/LoD ue to NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv). OAeg ol
TapaAAayég pe péon VAF 0,045 — 0,055 (TrapaAAdayég LoD) Baoel Twy atroteAeopdTwy atéd 10 NextSeq 550Dx High
Output Reagent Kit v2 (300 kUkAwv) xpnoipotroifjonkayv yia avaiuon LoD (N = 51 rapaAiayég). MNa avdAuon LoB,
a&lohoyriOnkav o1 51 avTioToIXEG YOVIDIWUATIKEG CUVTETAYUEVEG.

MNa v agioAdynon Tou NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv), uttoBARBNKav e aAAnAouxion
BIBAIOBAKEG O€ TPEIG EKTEAETEIG, OE TPEIG DIADOXIKEG NUEPES, XPNOILOTIOIWVTAG TO idI0 OPYAVO Kal KIT avTidpaoTnpiwv
aTré TNV idia TTapTida. H egéTaon auTr eixe wg atmmotéAeoua 24 avTiypaga yia kGBe pia atd 1ig 51 mapaAAayég LoD
Kal 21 avtiypaga yia ka0e pia atrd 11g avrioToixeg Béoelg dypiou TUTTOU. H avaloyia Twv avTioToixioewv dypiou
TUTToU pE VAF < 0,026 avagépetal atov [Mivakag 29. H avaAoyia avTioToixioewv TrapaAiaywv LoD pe VAF
peyaAuTepn atré f ion pe 0,026 avagépetal otov [ivakag 30.

Mivakag 29 Avaloyia avtioToixiocwv < 0,026 yia 6€oeig aypiou Tutrou (AgloAdynon 1oxupiouwy LoB)

Tumog Oéosig TOU ZuvoAIkég Ap1Buég Avaloyia Avaloyia 95%
mapaAlayng agioAoyn@nkav MOPATNPNOEIG perpnoswv VAF < 2,6% AidoTnpa
2 2,6% EUTMIOTOOUVNG
SNV 32 672 0 1 0,994 -1
MpooBnkn 11 231 0 1 0,984 — 1
Aiaypagn 8 168 0 1 0,978 — 1
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Mivakag 30 Avaloyia avtioToixioswyv = 0,026 VAF yia TapaAAayég LoD (A§loAdynon 1oxupiopwy LoD)

Tutmog Ofosig Tou 2uvoAIkég ApiBuog ApiBpog Avaloyia Avaloyia 95%
mapaAAayng aioAoynOnkav TMAPATNPNOEIG perpnoswv VAF perpnoswv VAF 2 2,6% AigoTnpa
<2,6% 2 2,6% EUTTIOTOCUVNG
SNV 32 768 1 767 0,999 0,993 — 1
MpooBrikn 11 264 3 261 0,989 0,967 — 0,996
Aiaypaon 8 192 2 190 0,99 0,963 - 0,997
Opbo1NnTa
Germline

H mTapakdTtw PeAETN TTpayuaToTroinenke yia Tnv afloAdynon tng akpiBelag avriatoixiong mapaAAayrg ot povada
Germline Variant Module pe 1o NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv). YTTOBARONKav o€
e€étaon dwodeka povadikd deiypaTa Platinum Genome péow €vog AvTITIPOCWITEUTIKOU TIPOCIOPICHOU.
MpayuatotroinBnkav cuvoAika 11 ekTeAéaelg ye Tpia dpyava NextSeq 550Dx kai Tpia NextSeq 550Dx High Output
Reagent Kit v2.5 (300 KUKAWV).

H akpiBeia opiotnke yia SNV, Tpoabrkeg kai diaypa®Eg péow NG oUYKPIONG TWV ATTOTEAECUATWY PE PIa KaOAA
xapaktnpiopévn u€Bodo avagopdg olvBeTwy, Tn u€Bodo Platinum Genomes ékdoong 2016-1.0. Ta atmmoteAéoparta
akpiBelag atrd pia ektéAeon aAAnhouxiong ue To NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwv)
TTapExovTal wg avagopd. 2tov lMivakag 31 avaypd@eTal yia olvoyn TwV aTTOTEAECTUATWY.

Mivakag 31 Zuvown Tng cupgwviag Germline

2uvOAIKEG

MG TOOATNEAGE! ATroTéAeopa ava ATroTéAeopa avd ATroTéAeopa avd ATroTéAeopa ava
prme P (V2§?1 s maparipnon (v2.5)>  maparipnon (v2)3 ekTéAeon (v2.5)% ekTéAeon (v2)*
PPA via 1056 98,7 98,7 >99,9 >99,9
SNV
PPA yia 1056 100 100 100 98,9
TTPOCORKES
PPA yia 1056 95,2 95,2 >99,9 100
Slaypapég
NPA 1056 100 100 100 100
OPA 1056 >99,9 >99.9 >99,9 >99,9

1Y1'r0)\0\(i(£mu WG apIBPAG delypdTwy avd ekTéAeon eTTi TV apIBUd Twv ekTeAéoewv (96 deiypaTa avd exTéAeon emi 11 exTeAéoelg = 1056 TTaparnpAoeEig).
2Karwrepn TIWM TIOU TIApaTNPBNKE avé avTiypopo deiypaTog o€ OAeg TIG ekTeAEOEIG (Bdoel 11 ekTeAéoewv yia To NextSeq 550Dx High Output Reagent Kit v2.5).
SKarwrepn TR avd avTiypago Oeiypatog o€ 1 ekTéAean (96 ouVOAIKEG TTAPATNPATEIS).

4 Karwrepn TIUA 6Tav Ta SeSopéva KGBE eKTEAETNC AVOAUOVTAI GUYKEVTPWTIKA.

Somatic

H mTapakdTtw PeAETN TTpayuaToTroinenke yia Tnv afloAdynon tng akpiBelag avriatoixiong mapaAAayrg ot povada
Somatic Variant Module oto épyavo NextSeq 550Dx e To NextSeq 550Dx High Output Reagent Kit v2.5 (300
KUKAWV). YTToBARBnKav o€ eEétaon déka povadika deiyuarta Platinum Genome FFPE (dUo pe TapaAAayég
apaiwpéveg ae 0,05 VAF) yéow evog avTITTpOCWITEUTIKOU TTpoadiopicuou. MNpayuaTtotroiénkav ouvoAikd 11
ekTeAéoeIg pe Tpia opyava NextSeq 550Dx kai 1peig mapTideg NextSeq 550Dx High Output Reagent Kit v2.5 (300
KUKAWV).

H akpiBeia opiotnke yia SNV, Tpocbrkeg kai diaypa®Eg péow NG oUYKPIONG TWV ATTOTEAECUATWY PE PIa KaOAA
xapaktnpiopévn uéBodo avagopdg olvBeTwy, Tn uEBodo Platinum Genomes ékdoong 2016-1.0. Ta atmmoteAéoparta
akpiBelag amrd pia ektéAeon aAAnhouxiong ue To NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwv)
TTapEXovTal wg avagopd. 2tov lMivakag 32 avaypd@eTal yia olvoyn TwV aTTOTEAECTUATWY.
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Mivakag 32 Z0vown cupgpwviag Somatic

ZuvoAikég
Kpitipia TAPATNPNOEIG
(v2.5)"
PPA vyia 528
SNV
PPA yia 528
TIPOCBAKEG
PPA yia 528
dlaypapég
NPA 528
OPA 528

ATroTéAecpa avd
mapaTApnon
(v2.5)2

100
96,9

100

>99,9
>99,9

ATmroTéAeopa ava
Tapartiipnon
(v2)?

100
96,9

100

>99,9
>99,9

ATtroTéAecpa avd
eKTéAEON
(v2.5)*

100
>99,9

100

>99,9
>99,9

ATmrotéAeopa ava
ekTéAeon
(v2)*

100
>99,9

100

>99,9
>99,9

1YTro)\ovl'(sTou WG apIBUSS delyudTwy avd ekTEAEoN €11 TOV apIBUd ekTeAéoewv (48 deiypara ava ekTéAean emi 11 ekTeAéoelg = 528 Traparnpraoelg).

2chTd)T£pr] TIUA TTou TTapaTnERBNKe avd avTiypapo deiyuaTog o€ OAEG TIG ekTeAEEIG (BAaoel 11 ekTeAéoewv yia To NextSeq 550Dx High Output Reagent Kit v2.5).

3chTu’oT£pr] TIuA avd avTiypago deiypatog o€ 1 ekTéAEon (96 OUVOAIKEG TTAPATNPATEIG).

4chTu'oTspr1 TIUA 6Tav Ta dedopéva KEBE eKTEAEGNG OVAAUOVTOI GUYKEVTPWTIKG.

AkpiBeia

Germline

H akpiBeia Tou NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv) pe T povdda Germline Variant Module
aglohoynonke pe TN xpAon delypdTtwy Platinum Genome Kal evOg avTITIPOOWTTEUTIKOU TTPpoadiopiopol. H eEEtaon
atrotreAouvTav aTod Tnv TrposTolyacia piag BIBAIOBHKNG pe To TruSeq Custom Amplicon Kit Dx kai repieAaupave 12
ociypaTa, K&Be €va ek Twv otToiwv UTTORARBNKE o€ eTTeEepyaaia pe okTw avtiypaga. Or BiIBAI0BAKES UTTORBARBNKavV
oe aAAnAouyion pe Tpeig rapTideg NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv) kai Tpia épyava
NextSeq 550Dx yia cUvoAo evvéa ekTeEAETEWV aAANAoUXIONG.
Xpnoigotroinénkav deiyuata pe eTepOluyes TTapaAAayEG yia va KaBopiaTei To Katd TTécov N €yyevhg HETARBANTOTNTA
TOU TTPOCOIoPIoUOU PTTopEi va eTTnNpedoel TNV avTioToiXion Tou yovoTutrou (N = 153 povadikég eTepoluyeg
peTaBANTEG). To Cx opioTnke Kai yia TIg OU0 TINEG ATTOKOTIAG TNG Movadag Germline Variant Module (0,2 yia
eTeEPOLUYOUG Kai 0,7 yia ouéluyoug YovOTUTTOUG), OTTOU X €ival TO TTOGOOTO TWV ETTAVOAAUPBAVOUEVWY EEETACEWVY TTOU
utrepPaivouv Tnv TiPA atmokoTng. MNa Tnv katwTtepn TiWA atmmokotig 0,2 VAF, n mapaAAayr pe 1o eAdyioTo Cx yia 10
NextSeq 550Dx Reagent Kit v2.5 (300 kUkAwv) ATav > 99,9%, KAt TTou UTTOBEIKVUEI 0TI > 99,9% Twv £TEPOCUY WV
TapaAAaywv Ba avTiaToixiCovrav wg eTepoluyeg. MNa Tnv avwrtaTn Tiun atmmokotmg 0,7 VAF, n yetaBAnTn ye 10
péyioTo Cx yia 1o NextSeq 550Dx Reagent Kit v2.5 (300 kUkAwv) Atav < 1,5%, kdam rou utmodeikvuel 6T < 1,5% Twv
eTEPOCUYWYV peTABANTWY Ba avTigToixifovtav wg opoluyeg. O Mivakag 33 ouvoyilel Ta atroteAéguaTa avda TUTTO
petaBAnmc. O1 Tipég Cx atd T povh ekTéAeon aAAnAouyxiong pe 1o NextSeq 550Dx High Output Reagent Kit v2 (300
KUKAWV) TTapEXOVTal WG avagpopd.

Mivakag 33 Tipég Cx BAOTIKAG OIpdG yia eTepOLUYEG TTAPAANQYEG

Tumog mapaAAayng N
SNV 94
MpooBnkeg 24
Alaypapig 35

Tiun amokomng 0,2 VAF

EAdy. Cx (v2.5)"

>99,9%
100%
100%

EAdy. Cx (v2)2

>99,9%
100%
>99,9%

Tiury ammokoTr|g 0,7 VAF

Méy. Cx (v2.5)"
1,5%
0%
<0,1%

"Tiuég Cx Trou BaoigovTal o€ EKTIUACEIC GUVONIKAC TUTTIKAG OTTIOKAIGNG ATTO aVGAUGT OTOIXEIWY SIOKUNAVOEWY.

2Tipég Cx Trou BaoifovTal TN GUVOAIKE TUTTIKE GTTOKAIGH.

Méiog 2022

Méy. Cx (v2)?
1,0%
<0,1%
<0,1%
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Somatic

H akpiBeia Tou NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwv) pe Tn povdda Somatic Variant Module
aglohoynonke pe TN xpAon delypdTtwy Platinum Genome Kal evOg avTITIPOOWTTEUTIKOU TTPpOoadiopiopol. H eEEtaon
atrotreAouvTav atd Tnv TrposToiyacia piag BIBAIOBRKNG pe 1o TruSeq Custom Amplicon Kit Dx kai repieAaupave d0o
OciypaTa, ue okTw avtiypaga 1o K&Be £va. O BIBAI0BAKES UTTORBANBNKavV o aAAnAouyion pe Tpeig TapTideg NextSeq
550Dx High Output Reagent Kit v2.5 (300 kUkAwv) kai Tpia épyava NextSeq 550Dx yia oUVOAO evvéa eKTEAETEWV
aAAnAouxiong.

O1 cwpaTikég TTapaAlayég pe avapevopeva etrireda VAF < 0,10 VAF (N = 131 povadikég TTapaAAayEg)
Xpnoigotroinénkav yia tnv agloAdynon TG METABANTOTNTAG TOU OPYAVOU KOVTA OTnv TIUN atrokotig VAF g
povadag Somatic Variant Module (o1 cwpaTikég TTapaAAayég pe etmiredo VAF = 0,026 avTioToixifovtal wg BeTIKEG yia
v mapaAAayn). KaBopiotnkav Tigég C95 yia k&Be cwpatikr mapaAAayr]. O1 ipég C95 avartrapiotolv ™ VAF 6110U
n mlavotnTa peyaAlTepng TIMAG o€ axéon We TNV TIA atrokotng VAF yia Tn povada Somatic Variant Module €ivai
95%. O1 upnAdTepeg TINES CO5 ava TUTTO TTapaAAayAg avaypdgovTal aTov [Mivakag 34. Ta atroTeEAECUATA TWV TIMWVY
C95 amd pia ektéAeon aAAnAouxiong pe 1o NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAwV) TTapExovTal wg
avaQopda.

Mivakag 34 >0vown C95 yia cwuaTikéG TTOPOAAAYEG

Tomog TapaAAayng Ap18p6g TapaAAaykv Tou uroBARBNKav o agioAdynan C95 (v2.5)' = C95 (v2)?
SNV 74 0,064 0,063
MpooBrkeg 24 0,062 0,061
Alaypagég 33 0,060 0,060

1Tluég C95 tou BaoifovTal o€ EKTINACEIG TUVOAIKAG TUTTIKAG OTTOKAIONG aTTé avAAUGH OTOIXEIWY JIOKUPGVOEWV.
°Tiuég C95 Tou BaaifovTal o€ GUVOAIKEC TUTTIKEG OTTOKAITEIC.

20yKpIon peBodwv (KIT avTidpacTnpiwv)

Germline

O1 yéoeg ipég VAF amd 215 povadikég TrapaAAayég aflohoyrionkav oe oAdkAnpo 1o NextSeq 550Dx High Output
Reagent Kit v2 (300 kUkAwv) kai oto NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwvV) pe atroteAéopaTa
TTOoU dnuIoupyrenkav atmoé T povada Germline Variant Module. O1 pécol épol Twv Tipwv VAF uttohoyiotnkav atréd 11
eKTEAETEIC AAANAOUXIONG (V2.5) kKal atrd pia ekTEAean aAAnAouxiong (v2). Xpnaoiyotroinénkav TOUAGXIoTOV OKTwW
avTiypa@a yia Tov UttoAoyIoud Tou Jéaou 6pou KaBe TTapaAAayrig. Z1o Eikéva 3 atrotuttwveTtal n cuoxétion VAF
METAEU Twv dUO KIT avTiIdpacoTnpiwyv. Bdoel TG 1I0XUpAg YpaupIkAG ouoxétiong VAF kal TNG opoIdThTag Twv
QTTOTEAEOUATWY PETAEU TWV KIT AvTIOPACTNPIWY, TA XAPAKTNPICTIKA TNG aTTdd0o0NG TTou gixav apXIKa eTTaAnBeuTei Kai
TeKUNPIWOEI pe To NextSeq 550Dx High Output Reagent Kit v2 (300 KUkAwV) pe Tn povada Germline Variant Module
BewpouvTail 611 IoxUouv Kal yia To NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV).

Méiog 2022 Ap. eyypdgou 1000000030326 v06 ELL | 44



Opyavo NextSeq 550Dx

Eikéva 3 Zuoyétion Tng ouxvotnTag aAAnAdpopewy mrapardayrg (VAF) Tng povadag Germline Variant Module petagu
Tou NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwv) kai Tou NextSeq 550Dx High Output Reagent Kit
v2.5 (300 KUKAWV).

1 - N =215 Movadikég mapalhayég
RA2 = 0,9994

KAion = 1,0010

Znueio Topric = 0,00009

v2.5 VAF (Méon miun)

02 03 04 05 06 07 08 09 1
v2 VAF (Méon 1iurg)

Somatic

O1 péoeg Tiuég VAF atmd 501 povadikég Trapaliayég agiodoynonkav ae oAdkAnpo 1o NextSeq 550Dx High Output
Reagent Kit v2 (300 kUkAwv) kai ato NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUkAwv) pe atmmoteAéouata
TTOU dnuIoupyrBnkav atoé Tn povada Somatic Variant Module. O1 yéoor 6pol Twv Tipwv VAF uttoAoyiotnkav atré 11
ekTeEAEaeIG aAAnAoUxiong (v2.5) kal atrd pia ekTEAeon aAAnAoUxiong (v2). Xpnoiyotroiénkav TouAdxioTov Tpia
avTiypa@a yia Tov UTToAoYIoHS Tou JEoou Opou KABE povadikng TTapaAAaynig. 210 Eikova 4 aTTOTUTTWVETAI N
ouoxétion VAF peta&u twv dUo KIT avTidpacTnpiwv. Baoel Tng ouoxéniong VAF kal Tng opoiodtntag Twv
QTTOTEAEOPATWY PETAEU TWV KIT AVTIOPACTNPIWY, TO XAPAKTNPIOTIKA TNG atrdédoong TTou gixav eTTaAnBeuTel Kal
TeKuNPIwBei e To NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwv) pe Tn povada Somatic Variant Module
BewpoulvTal 6T 1oxUouv Kai yia To NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV).
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Eikéva 4 H ouoyétion Tng ouxvotntag aAAnAdpopewy mrapariayng (VAF) Tng povadag Somatic Variant Module petagu
Tou NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwv) kai Tou NextSeq 550Dx High Output Reagent Kit
v2.5 (300 KUKAWV).

1- N =501 Movadikég Tapariayég
0,9 R*2=0,9997
KAion = 1,0017

0,8
Znueio Toprig = -0,00083

0,7
0,6
0,5
0,4
0,3
0,2
0,1

0

v2.5 VAF (Méon Tipn)

o o1 02 03 04 05 06 07 08 09 1
v2 VAF (Méon 1ipf)

loTopIkO avaBswpnong

‘Eyypago Huepounvia Mepiypaen aAAayng
Ap. eyypdagpou Mdiog 2022 Evnuepwoeig Tou £yivav yia Tn 816pBwaon Tou TTEPIEXOUEVOU TTOU TIPOCTEBNKE aKouoIa
1000000030326 v06 attd AOYIOHIKO TIPOEAEUONG.
Ap. eyypdagpou NoéuBpiog MpooBrkn dnAwong aTnv evoTnTa «IMPOEIBOTTIOINCEIG KAI TIPOPUAAEEIGH OXETIKA PE TNV
1000000030326 v05 2021 ava@opa 0oBaApwY CUPPBAVTWY.
MpooBnkn dnAwong aTnv evoTnTa «ApX£EG TNG dIadIKATiag» aTnv oTroia kaBopifeTal o
TIPOBAETTONEVOG X PO TNG.

Agaipeon avagopdg oto High Output Reagent Kit v2 (300 kUkAwv). MpooBrikn
avagopdg oto High Output Reagent Kit v2.5 (75 kUkAwv).

Ap. eyypdagou AuyouoTog MpooBrkn mivaka 10TopikoU avabewprioewv. Evnuépwan Tng dietBuvang
1000000030326 v04 2021 eEoualodoTtnuévou avrimrpoawtou otV EE.

AITTAWMPATA EUPECITEXVIAG KAl EMTTOPIKA oHuaTa

To Tapdv £yypago kai Ta TepIEXOUEVA Tou atToTeAoUV 18loktnaia Tng lllumina, Inc. kai Twv ocuvdedeuévwy eTaipeiv TNG («llluminay) kai
TTpoopiovTal aTTOKAEIOTIKA IO TN CUUBATIKA XPrion Tou TTEAATN TG O€ CUVOUAC PO PE TN XPAON TOU(-wV) TIPOIOVTOG(-wV) TTOU TTEPIYPAPOVTal OTO
TTAPOV EYYPaPO Kal yIa Kavévav AAov okoTrd. ATrayopeUeTal n Xprion r n diavopr| Tou TTapdvTog EYYPAPOU Kal TwV TIEPIEXOMEVWV TOU YIa
oT1T010V3TTOTE AGANOV OKOTTIO R/Kal GAAN KovoTToinan, aTToKAAUWN ) avaTiapaywyn TOUG JE OTTOIOVONTIOTE TPOTIO XWPIG TNV TTPOTEPN £yypadn
ouvaiveon g lllumina. H lllumina dev petaiBadel did Tou TTAPOVTOG £yypAaPou Kapia adeia SUVANE SITTAWNATOG EUPECITEXVIAG, EUTTOPIKOU GHUATOG,
TIVEUNATIKOU SIKAIWMATOG A SIKAIWPATWY KoIvou SIKaiou TnG.

O1 0dnyieg oTO TTAPOV £yYyPAPO TIPETTEI VA TNPOUVTAI AUCTNPA KAl IE aKpiBeia atrd €ISIKEUPEVO Kal KATAANAG EKTTAIOEUPUEVO TTPOC WTTIKG, TIPOKEIPEVOU
va d1aoQaNioTei n opBOr| kKl A0PAAG XPrion Tou(-wv) TTPOIGVTOG(-wv) TTou TTEPIypa@ovTal 0To TTapdv. OAa Ta TTEPIEXOPEVA TOU TTAPOVTOG EYYPAPOU
TIPETTEI VA avayvwo BoUv Kail va Yivouv TTARpwG KaTavonTd TTpiv atrd Tn Xpron Tou(-wv) ev AGyw TTpoidvTog(-wv).

ZE MEPINTQXH MH NAHPOYZ ANAINQXHX KAl THPHXZHX ME AKPIBEIA OAQN TQN OAHIIQN MOY MEPIEXONTAI TO MNAPON,
MIMOPEI NA MPOKAHOEI ZHMIA $TO(-A) NMPOION(-TA), TPAYMATIZMOSZ ATOMQN, ZYMMEPIAAMBANOMENQN TQON XPHETQN H
AANAQN, KAGQST KAI AAMAH YAIKH ZHMIA, KAl ©A KATASTEI AKYPH H EFTYHZH MOY IZXYEI I'A TO(-A) MPOION(-TA).
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H ILLUMINA AEN ANAAAMBANEI KAMIA EYOYNH MOY AMNOPPEEI ANO EZ®AAMENH XPHZH TOY(-QN) MPOIONTOZ(-TQN) MOY
MEPIFTPA®ONTAI ZTO MAPON [ZXYMMNEPIAAMBANOMENQN TON EZAPTHMATQN TOY(-OYZ) 'H TOY AOTIZMIKOY].

© 2022 lllumina, Inc. Mg Tnv em@UAagn TTAVTOG SIKAIWPATOG.

‘OAa ta grjpaTta kartateBévta eival IdlokTnaia Tng lllumina, Inc. A Twv avTioToIKwv KATOX WV TOUG. I OUYKEKPIUEVEG TTANPOPOPIEG OXETIKA UE TO
arupaTa KatateBEvTa, EMOKEPTEITE TNV NAekTPOVIKA dieUBuvan www.illumina.com/company/legal.html.

2TOIXEIQ ETTIKOIVWVIOC

ul Ce

lllumina

Xopnyoég otnv AuoTtpaAia

5200 lllumina Way
San Diego, California 92122 H.M.A. IVD lllumina Australia Pty Ltd
Nursing Association Building

+1.800.809.ILMN (4566)
+1.858.202.4566 (ekTOG Bopeiou AlEPIKIG) ec | rep Level 3, 535 Elizabeth Street
Melbourne, VIC 3000

techsupport@illumina.com
www.illumina.com lllumina Netherlands B.V. AucTpahia
Steenoven 19

5626 DK Eindhoven
Kérw Xwpeg

EmonRuavon mTpoidvTtog
MNa pia TAAPN ava@opd ota cUUPOAQ TToU PTTOPET va eu@avifovTal GTn CUCKEUATia Kal TNV EMOHUAvVan Tou
TTPOIGVTOG, avaTpéSTe OTO UTTOPVNPA CUPBOAWY yia To KIT oag oTn dielBuvan support.illumina.com.
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