Opyavo NextSegq™ 550Dx illumina

EvBeTto ocvokevaaoiag

A IN VITRO AIATNQXTIKH XPHXZH. MONO A EZATFQIMH.

Ap. KataAoyov 20005715

[MpoBAeTiOMEVN XPNON

To Opyavo NextSeq 550Dx npoopidetal yia Tnv aAAnAouvxion BBA0Onkwv DNA étav xpnolJotmoleital e in
vitro 8layvwoTikEG oK ooieg. To Opyavo NextSeq 550Dx mipoopideTal yla Xprion UE CUYKEKPLUEVA
KOTOXWPLOMEVA, TILOTOTIONHEVD | EYKEKPLUEVD in Vitro S10YyVWOTIKA AVTIOPOCTAPLO KAL AOYLOMIKO aVAALONG.

ApXeC TNG dladlkaoiog

To lllumina Opyavo NextSeq 550Dx poopiletal yia TNV aAAnAovxion BBALoBnKwv DNA e in vitro
SlOYVWOTIKEG HOKIOGIEG KOL TIPETIEL VO XPNOLUOTIOLEITAL OTIO ELOLKEVEVO KOL KATAPTIOPEVO TIPOCWTIKO TIOU
EXEL EKTALOELTEL 0TN XPoN in Vitro dlayVwoTIKWY SLOSIKACLWYVY TIOL EKTEAOUVTAL 0€ KALVIKO epyaoThplo. Qg
oTolxeia el00dou, To NextSeq 550Dx xpnoidotolei BBALOBRKEG oL oTtoieg £Xxouv dnulovpyndei anod DNA otou
EVPETNPLA dELYMATWY KoL GAANAOUYXIEC AYNG TIPOCTIBEVTOL 0€ EVIOXUUEVOUG 6TOX0UG. OL BIBALOBAKES
delypdtwy AaupdavovTal e hla KuWeAida pong Kat uTtoBAAAOVTAL 6€ AAANAOVXLION OTO OPYAVO PE TN PEBOSO
NG oAANAoUXLoNG MEow oLvBeong (SBS). H xnuk pEBodog SBS XpnoLUOTOLEL Lo €G0S0 AVACTPEYLOU
TEPMOATLOTA YLO TNV QViXVELON POOPLOUOETUONHUACHEVWY HENOVWHEVWY VOUKAEOTIOIK WYV BACEWY KABWG QUTES
EVOWNOTWVOVTAL OTIG avanTuoaopeveG aluoideg DNA. To Aoylopiko Real-Time Analysis (RTA) ekteAel
avAAuon EIKOVWYV KOL AVTLOToiXloNn BACNC KAL EKXWPEL YL BaBUOAOYia TIOLOTNTOG 0€ KABE BAon Yo KABE
KUKAO aAAnAouxlong. Otav oAoKANpweei n KVpLa avaAluaon, UTopel va ekTeAEoTEL deuTEPEVOVOA AVAAUON OTO
OPYOVO YLO TNV eMegEPYOoia TWV avTloToLXioewV Baong. AvAaAoya e TN por) epyaclwy, To NextSeq 550Dx
XPNOLUOTIOLEL SLOPOPETIKEG oVAdEG beuTepElOVOOG avaiuaong. Na Tn povada Germline Variant Module
Somatic Variant Module, n emegepyacia nephaupBavel anomoAunAegia, dnuovpyia apxeiwv FASTQ,
€LBLYPAPULON, avTioTolXlon TTapaAAaYywWY Kal dnuloupyia apxeiwv avTloToixiong Baong (og popepn VCF Kal
gVCF). Ta apxeia VCF kaL gVCF meplexouv MANPOPOPIES YO TIOPAAAGYEG TIOU BPIOKOVTOL OE GUYKEKPLUJIEVES
BE0elg o€ EVa YOVIBIWHO avapopdag.

Alaudppwaon SAnG ekkivhong
To NextSeq 550Dx 8LaBETEL PLa SLOPOPPWAON SIMANG EKKivNong yla va eival EQIKTH N XpHon ToL opydavou Povo

oe dloyvwoTikn (Dx) i o€ epeuvnTikn Aettovpyia (RUO). Ztn SloyvwoTik AelToupyio EKTEAOVVTAL in Vitro
SloyVWwoTIKEG oK IUaaieg, cuUTEPIANOUBAVOUEVWY TWV PHovadwy Germline Variant Module kat Somatic Variant
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Module. Xtn dlayvwoTik AelToupyia UTopouV va Xpnaotdomnotn8olyv povo avtidpaotrpla aAAnAovuxiong IVD. Ta
XOPOKTNPLOTIKG aTiOd00NG KOL OL TIEPLOPLOOL TNG 6Ladlkaciag yia To 6pyavo NextSeq 550Dx kabopioTtnKav yio
TIg Jovadeg Germline Variant Module kot Somatic Variant Module o€ dlayvwoTikr AglToupyia.

[eploplopol TNC dladlkaoiag

1. T in vitro 8loyvwoTIKA Xpnon.

2. OLpuovadeg Germline Variant Module 1 Somatic Variant Module, 6tav xpnoluomnotlovvtal Je To NextSeq
550Dx High Output Reagent Kit v2 (300 kUkAwvV) 1 ue To NextSeq 550Dx High Output Reagent Kit v2.5 (300
KUKAWV), HTIOPOULV VO TapAoXouV Ta €EAG:

* Aedopeva e€0douv aAAnAovxiong =90 gigabases (Gb)
*  Mnkog avayvwong (oe ekTéAean cU{ELYHEVWYV AKpwV) 2 X 150 Zevyn Bdoewv (bp)

* Bdoelg ioeg pe n yeyaAutepeg ano Q30 =75% o€ unkog avayvwong 2 x 150 bp
OLBdoelg TTou eival ioeg Ue ) HEYaAUTEPEC aTIO 75% £xouv Babuoloyieg molwotntag Phred =30, yeyovog
Tou uTtodelk VUEL 0K piBela avTiaToixiong Bdong JeyoAuTtepn amo 99,9%

3. Ouavayvwoelg Je indel (pooBnkeg, dlaypaPeg i cuvdLOCOUC) OTIOU TO URKOG TIEPLEXOMEVOU gival >25 bp
6ev evBuypapuidovTal amod To AOYIOMLKO TNG doKIPaoiag. Emopevwg, Ta indel ye uikog >25 bp dev eival
avLXveLoLJa ato To AOYLOMIKO TNG SoKIaoiag.

4. To AOYLOMIKO TNG SOKIUOGIaC EVOEXETOL VO NV ELBLYPAMMIZEL TIC GVAYVWOELS TWV GMTIALKOVIWY E OKPaio
TEPLEXOMEVO, HE ATIOTEAECHO N TIEPLOXI VO OVAPEPETAL WG AYPLOL TUTIOU. TETOLO AKPALo TIEPLEXOUEVO
nepAauBAvEL
*  AVOYVWOELC TIOU TIEPLEXOLV TIEPLOCOTEPA ATIO Tpia indel

* Avayvwoelg hriikoug TouAdyloTov 30 bp Pe EPLEXOPEVO HOVHG VOUKAEOTIOKNAG TtapaAAayng (SNV)
>4% TOUL CUVOALKOU GTOXEVOMEVOU HAKOUC OUTIALKOVIWY (EEQLPOVHEVWVY TWV TIEPLOYX WV TWV
QVIXVEUTWV)

*  Avayvwoelg punkoug < 30 bp e meplexopevo SNV > 10% Tou GUVOALKOU MRKOUG GUTIALKOVIWY
(CLUMTIEPIAOBOVOUEVWY TWV TIEPLOXWV TWV AVIXVELTWV)

5. OLuey&AeG MOPAAAQYEG, CUUTIEPIAGHBAVONEVWVY TWV TTIOAUVOUKAEOTIOIK WV TtapoaAilaywyv (MNV) Kol Twv
MEYGAWYV indel, eVOEXETAL VO avaPEPBOUV WG XWPLOTEC MIKPOTEPES TIOPAAAAYEG 0TO ap)xeio e§odou VCF.

6. OLTOPAAAQYEC SLAYPOPNG MTIOPOLV VO PIATPOPLOTOLV 1 VO X800V 0TaV TIEPIAGMBAVOLVY dUO TTOpaKEUEVD
QMTIAIKOVLA, EGV TO MNKOG TNG Slaypa®ng eival eyaAUTEPO amd ) (00 PE TNV ETUKGALYN METAEL TWV
TIOPOKEIMEVWV QUTIALKOViWV.

7. Toovotnua dev pmopel va avixvevoet indel edv eg@avioToLV ameuBeiag SimMAa e Evav EKKLVNTHA KoL deV
UTIAPXEL ETUKOAUTITOUEVO GUTIALKOVLO. [0 TIEPLOXEC ME ETILKOAAUTITOUEVA AUTIALKOVLA, N SOKLOGia dEV
pTtopel va avixveloel SLoypageg 0TAV N EPLOXH TNG ETIUKAALYNG eival JIKpOTEPN ATIO TO NEYEBOG TNG
SlaypPaPAC TOL TIPETEL VO aviXveLBeL. Na apddelyua, €AV N TEPLOXN TNG ETUKAALYNG METAEL duo
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8.

TIOPOK EINEVWY ANTIAKOVIWV gival duo Bdaoelg, N dokacia dev pmopel va avixveloel Slaypagpeg TIou
nieplth\apBavouyv KoL Tig dUo auTeg Bdoelg. Mmopei va avixveubei dlaypapr piog Bdong o€ omoladnmoTte anod
QUTEG TIG 6VO BAoeLg.

Onwg pe KABe pon epyaaiag mpoeTolaciog BPALOBAKNG Pe Bdon TV uBpLdomoincn, oL ok eiyevol
TIOAUHOPPLOMOL, HETOANGEELS, ELOAYWYEG 1 SLOYPOPESG GE TIEPLOXEC HECUELANG OALYOVOUKAEOTIOIWY
MTIOpOLV VO ETINPEACOUV TO AAANAOLOPPA TIOL OVLXVEVOVTAL KOL TIG OVTLOTOLXIOELG IOV
TIPOYHOTOTOOUVTAL KOTA TN dldpKeLla TNG aAANAoUXLlong. Ma TopAdELyHa:

* Mo topaAAayr TIOU CUVABEL JE HLO TIGPAAA QYN OTNV TIEPLOXN EKKLVNTH EVOEXETAL VA NV EVIOXLBEL Q¢
€K TOUTOU, TO OTIOTEAECHA UTIOPEL VA ElvaL PELOWG BPVNTIKO.

*  OLTopaAAQYEC OTNV MEPLOXN EKKLVNTA Ba PUTtopoloav va eumnodicouv TNV evioxuon Tou aAANAGLOPPOU
avaQpopdAg, NE OTIOTEAECHA N GVTLOTOLXIoN TNG 0MOTLYNG TIOPOAANOYAG VO EIVOL ECPAAUEVN.

*  OLmopaAAayeG Tou indel oTnV TEPLOYXT EKKLVNTHA MTIOPOUV VO TIPOKOAEGOLV HLO YELOWG BETIKN
avTloToixlon oTo TEAOC TNG avAyvwaong SIAG 0TOV EKKLVNTH.

9. Taindel pmopoulv va PIATPAPLOTOUY AOYW PepoAnyiag aAucidag, edv ePPAVIOTOUV KOVTA 0TO TEAOG Hiog
avAyvwong KoL cuveeBolv XoAapd KOTE TN SIPKELD TNG EVBLYPAUMLONG.

10. OLukpeg MNV dgv €x0ULV ETIIKLUPWOEL KL AVAPEPOVTAL OVO 6Tn Jovada Somatic Variant Module.

11. OLdlaypapeg avapepovtal oto VCF, otn cuvteTayuevn Tng Baong mou mponyeitat ava popen VCF.
Emopeévwg, pemel va AaPBAVETE UTIOYN TIG TTAPAKENEVES TIOPOAADYEG TIPOTOL AVAPEPETE PLO
MEMOVWHEVN QVTLOTOLXloN BAONG WG OpOduYn AVOpOpPa.

12. EdIKoi TiEpLlOpLOOL YL TNV avTLoTOiXloN TIOPOAAAGYWV BAACTIKNAG GELPAG:

* ToOpyavo NextSeq 550Dx, To omoio xpnowJormolei tn povada Local Run Manager Germline Variant
Module yia To NextSeq 550Dx, £xeL oXe8LO0TEL yLO TNV TTAPOXH TIOLOTIK WV OTIOTEAECUATWY YLO TNV
avtlotoixlon apoAlaywyv BAACTIKAG OELPAQ (TT.X. opoduyn, eTepOluyn, GypLlou TUTIOU).

* Otav xpnowlomnoleitatl o€ cuvduacopo Pe tn Jovada Germline Variant Module, n eAdxlotn KAALYN ava
QMTIALKOVLO TIOU XPELAZETAL VIO TNV AKPLRA avTioToixlon TwV opaAAaywyv eival 150x. Kotd cuveTela,
amnattovvtal 150 uTIooTNPIKTIKG Bpaloota DNA, yeyovog to otmoio tooduvapei e 300
ETIKAAUTITOMEVEG AVOYVWOELG GUEVYHEVWY GKPWV. O aplBHOg TWV SELYMATWY KOL O GUVOALKOG
0pLOPOG TWV 0TOXELOUEVWY Bdoewv emnpeddouv TNV KAALWn. To eplexopevo GC Kat GAAO
YOVIOLWHATIKO TIEPLEXOMUEVO UTIOPOUV VO ETNPEACOUV TNV KAALYN.

*  HueTtaBANTOTNTO TOU APBPOL OVILYPAPWY UTIOPEL VO ETINPEACEL TO AV JLO TIAPOAAAY avayvwpideTal
WG opogLYN 1 €TEPOLYN.

*  OLTOPOAANGYEC OE OPLOPEVO ETOVAAGUBAVOUEVO TTIAGICLO PIATpApovTaL oTa apxeia VCF. To piAtpo
enavaAnyng RMxN xpnouotoleital yio To QINTPAPLoHa TIOPOAAGYWVY, EGV TO GUVOAO I HEPOG TNG
aAAnAouxiag TG MapaAAaynG EMAVAAGBAVETAL 0TO YOoVIdiwha avagopdg dinAa otn 6€0on TNG
mopaAAayAg. MNa avTioToixlon mapaAAoaywy BAACTIKAG OEPAG, ATIALTOVVTOL TOUAGYXLOTOV EVVEQ
EMOVOAAYPELG OTO YOVISIWHO OVOPOPAEG TIPOKELIEVOUL VA PIATPAPLOTEL Jia TIapaAAayh. AapBavovTol
LTIOYN POVO OL EMAVOANWELG JE JAKOG MEXPL S bp (R5x9).

* ‘Evaindel kat pia SNV g€ povo €vav TOTIO MTIOPOUV VO €X0UV WG ATOTEAECHO TNV GVAPOPE OV Jiag
TIopaAAGYAG.
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13. ElbIKOL TIEPLOPLGHOL VIO TNV GVTLOTOLXION CWHOTIKWV TIAPAAAGYWV.

To Opyavo NextSeq 550Dx, To omoio xpnotdotolei Tn povada Local Run Manager Somatic Variant
Module yia 1o NextSeq 550Dx, £xel oXe8L00TEL ylo TNV MAPOXH TIOLOTIK WV GTMOTEAECHATWY YLO TNV
QVTLOTOIXLON CWHOTIKWV TIAPOAAGYWV (TI.X. TOPOUGCIa CWHATIKAG MApaAAayng JE cuxvoTnTa
TopaAAayAg ion ue R peyaAltepn amo 0,026 ue T opiov avixvevong 0,05).

Otav xpnolyomoleital oe cuVOLAGHO Ue TN Hovada Somatic Variant Module, n eAaxLotn KAALWN ava
OMTIALKOVLO TIOU XPELAZETAL VIO TNV OKPLRA avTioTolXlon TwV TIapaAAaywy eival 450x ava degapevn
OALYOVOUKAEOTIOIWV. KaTd ouVvETELR, amatTovVTal 450 LTIOOTNPLKTIKA BpavopoTa DNA avd degauevi
OALYyoVOUKA€eOTIBIWY, yEYOVOG To omoio .ooduvapel e 900 ETILKOAUTITOUEVEG OVOAYVWOELS
oL{EVYHUEVWV AKPWV. O apBUOG TWV SELYPATWY KAl 0 GUVOALKOG APBHOG TV OTOXEVONEVWY BACEWV
ennpPeddouV TNV K&ALYN. To TeplexOevo GC Kal GAAO YOVISLWHOTIKO TIEPLEXOMEVO UTIOPOVV VA
EMNPEACOLV TNV KAALYN.

M0 OVTLOTOIXLON CWHOTIKWY TIOPOAACGYWYV, OTIGLITOUVTAL TOUAGXLIGTOV £€L EMAVAAAYELG 0TO Yovidiwua
QVOPOPAG TIPOKELIEVOL VA PIATPOPLOTEL N TTAPAAAaYA KoL AauBAvVOVTaL UTIOWN HOVO OL EMAVAANPELG
ME PAKOG pEXPL 3 bp (R3x6).

H povada Somatic Variant Module 6ev pmopei va dlak pivel TI¢ TapoAAayeG BAOCTIKAG OEPAG GO TIG
OWMOTIKEG TIAPAAAAYEG. H povada £xel oxedlaoTel yla TV avixveuon mapaAAoywy oe £va VP0G
OUXVOTATWY TIAPOAAAYWY, GAAG N CLUXVOTNTO MAPAAAAYWY BEV UTIOPEL VA XPpNOLUOTIOINBEL YIa TN
dlapopotoinon TwV CWHOTIKWV TIapaAAaywyV omo TI¢ TIApAAAAYES BAAGTIKAG OELPAG.

O PUOLOAOYLKOG LOTOG 0TO delypa eMNPEAEL TNV aviXVeELON TWV TIAPAAAAYwWV. ToO OPLO avixveLong TIov

QVOPEPETAL BACIZETAL OE PIO CLUYVOTNTO TAPAAAOYAG TIOU £IVOL OXETIKA UE TO cUVOAIKO DNA 1ou
EKYXUALETOL TOGO ATIO TOV KAPKLVIKO 000 KOL OTIO TOV (PUGLOAOYLKO LOTO.

E€apTruaTa TIPOLOVTOC

To lllumina NextSeq 550Dx anoteAeital amno Ta €EAG:
1. ‘Opyavo NextSeq 550Dx (Ap. kataAoyou 20005715)

2. Xtolxeia AoylopikoU yia to Opyavo NextSeq 550Dx, cuumepAaPBAVOUEVWY TWV €EAG:

Epappoyn
AOYIOLIKOD Aettoupyla MNeplypaen
NextSeq EAEYXELTN H epapuoyn Aoylopiko NOS dloxelpieTal Tn AslToupyia Tov opydavou
550Dx Aettoupyia Tou  KATA TNV oAANAoLYXLoN KaL dnuLoupyEl EIKOVEG YIa XpHon aTod To
Operating  opydvou Aoylopik 6 Real-Time Analysis (RTA).
Software
(NOS)
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Epappoyr
AOYLOHIKOU
Real-time
Analysis
Software
(RTA)

Local Run
Manager

Somatic
Variant
Module

Germline
Variant
Module

Aettoupyia

Extelei kUpLO
avaiuon

MNeplBaAAov
XPHotn ylo tnv
eTAoyn
povadag

ExteAel
devutepeLovoa
avaiuon

ExTeAel
devtepeLovoa
avaiuon

Meplypapry

H epapuoyr Aoyloplkov RTA JETOTPETEL TIG ELKOVEG TIOU
dnuoupyndnkav amod to NOS yla k&8s MAAKISLo avd KUKAO TNG
ekTEAEONG AAANAOLUXLIONG o€ apXeia avTioToixlong Baong, Ta omoia
amnoTeAoOUV oTolXEla €L0OHOUL yLa TIG Jovadeg avaAuaong Tou Local Run
Manager. H epappuoyr Aoylopikol RTA dev dlaBeteL tepBaANov
xenotn.

To Aoylopik6 Local Run Manager gival pJia Ao EVOWHATWHEVN 0TO
OPYOVO KOL TIPOOPIZETAL YIO TN dlaxeiplon XpnoTwy, TNV €TAOYH TNG
KATAAANANG poVAdag avaAuong Kol TNV apakoAoudnon tng
KATdoTOOoNG.

AUTO TO AoyLoULKO povadag avaiuong Tou Local Run Manager
enegepyadetal avtiotolxioelg Baong HEow devtepelovoag avaAuang.
H enegepyaoia nepl\auBavel amomoAuAeEia, dnuovpyia apXeiwy
FASTQ, evBuypdupion, avtiotoixlon TapaAAaywy KoL dnuloupyioa
avagpopwv. O avtiotolyloTtng iapaAAayng (Pisces) dnuiouvpyei apxeia
VCF mou mepleXouv MANPoYopies yla TIApAAAAYEG TIOL BpeEBnNKAV o€
OUYKEKPLUEVEG BECELC 0€ EVA YOVIBIWHO aVaPOPAG KaL TIEPINAMBAVEL
Tn MeTPnBeioa cuXVOTNTA TIAPAAAAYNG.

AUTO TO AOYLOMIKO ovadag avaAiuaong Tou Local Run Manager
enefepydleTal avTioTolXioelg Bdong HEow devTepelovoag avaluong.
H enegepyaoia neplhauBavel amomoAunAeEia, dnuovpyia apxeiwy
FASTQ, evbuypdupuion, avtiotoixlon MapaAAaywy KoL dnuloupyio
avagpopwv. O avtiotolyloTng apaAAayng (Pisces) dnuiovpyei apyxeia
VCF 1ou miepleéxouv mANPoYopies yio mapaAAayEg o BpeBnKav oe
OUYKEKPLUEVEG BECELC 0€ EVA YOVIBIWHO avVaPOPAG KaL avayvwpidel
K@Be apaAAayn wg eTepoduyn n opoduyn.

3. TMpoatpeTiko lllumina DRAGEN Server yia 1o NextSeq 550Dx (ap. kataAdyou 20086130),
OUMTIEPIAGMBAVOMEVOL TOU TOPAKATW OTOLXEIOL AOYIOHLKOU:

Epappoyn
AOYIOLIKOD Aettoupyla MNepypaen
lllumina NeplBaAAoV To Aoylopiko lllumina Run Manager €ival eyKaTeoTNWEVO GTOV
Run gpyaoiog TPOOLPETIKO dlakoulot) DRAGEN ektog opydvou. To lllumina Run
Manager xpnotn yw Manager eTutpemnel In dlaxeiplon Xpnotwy, TNV ETUAOYNA MovAdag
et oyn avAaAuong KoL TNV MopaKoAovBnon TG KATAOTAONG EKTEAECNG
pMovadag aAANAovXloNg Kal avaAuong.
EPOPHOYNG
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O mpoatpeTikog lllumina DRAGEN Server yio To NextSeq 550Dx dlatiBeTal HOVO 0€ ETUAEYUEVES XWPEG.
Emikowvwvnote Pe €vav avtimpoowrto tng lllumina yia tn 81a8e0uOTNTO 0TNV MEPLOXN OAG.

> UVONKEC AELTOLPYIOC

Mo eplocoTEPEG MANPOPOPLEG OXETIKA UE TIG oLVONKEG AetToupyiag, BA. evotnTa «MepBaANOVTIKE {NTHHOTON
0TO £yypagpo 0O6nyo¢ mpostoluacioc epyaotnpiou yia o opyavo NextSeq 550Dx (ap. eyypdpou
71000000009869).

Ttoueio MNpodlaypapég

OepuoKpaocia H Beppokpacia Tou epyactnpiov mpenel va dlatnpeitatl otoug 19 °C €wg 25 °C
(22 °C £3 °C). To GUYKEKPLUEVO €VPOC BEPUOKPACLOG €ival TO VP0G
BepoKpaciag Aettoupyiag Tov opydvou. KoTtd Tn dLEpKELD PLAG EKTEAEDNG, KNV
ETUTPEWETE N BepUOKPOCia TOU TMEPIPBAANOVTOC VO JETORANBEL IEPLOGOTEPO QT
+2 °C.

Yypaoia AloTnpeite OXETIKN LYPOCIA XWPIG CUPTIVKVWON METAEL 20-80%.

EEOTIALOOC KOl DAIKO

EEOTIALOOG KOL UALKA TIOL ATIALTOUVTAL, TIWAOUVTAL XWELOTA

NextSeq 550Dx High Output Reagent Kit v2.5 (75 kUkAwV), Ap. KataAdyou 20028870
NextSeq 550Dx High Output Reagent Kit v2.5 (300 kOKAwV), Ap. KataAoyou 20028871

EEoTALOHOC KO UALKA TIOU amattouvTal, dev mapeXovTatl

AVOAWGLIA TIOL TIAPEXOVTAL ATIO TOV XPHon Yo EKTEAETELG AAANAOLXLIONG

AvoAwaio Mpouneeutig TKOTOg

MavtnAdKLa looTPOTVALKNG  VWR, ap. kataAdyou 95041-  Kabaplopog KuweAidag pong Kat
OAKOOANG, 70% 714 YEVIKH Xprion

n (N wodvvapo)

AlBavoAn, 70% eVIKOG POUNBELTAG

gpyaoTnpiov

MNavakia epyaotnpiov, Tou VWR, ap. KatoAoyou 21905-  KoBoplopog KUWeAdOg pong Kait
dev aprivouv xvoudl 026 YEVIKN Xpnon
(N wooduvapo)
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AVOAWOLUQ TIOL TIOPEXOVTAL OO TO XPNOTN YIO TN GLUVTIPNCN TOL OPYAVOoL

AvoAwaoiuo Mpouneevtnig JKOTOC

NaOCl, 5% Sigma-Aldrich, ap. ‘EkTAuonN TOU OpYAVOUL PECW TNG

(umoxAwpLWdES vaTpLO) KaTtoAoyou 239305 AElTOLPYIAC UN GUTOMATNG EKTIALONG
(A looblvapo EpYyaACTNPIGKAG  WETA TNV EKTEAEON, apaiwaon oto 0,12%
nowdTNTAg)

Tween 20 Sigma-Aldrich, ap. EKTIALON TOUL OpPY&VOU HECW TWV
KaTaAoyou P7949 ETUAOYWV N AUTOPATNG EKTIALONG,

apaiwon oto 0,05%

NepPO, EpYaoTNPLOKNG FEVIKOC TPOPNBELTAG ‘EkTAuoN TOU OpYA&VOUL (N GUTOMATN

ToLoTNTOG gpyaotnpiou €KTIALON)

®iATpo a€pa lllumina, ap. KaTaAoyou KoBaplopog Tou 0€pa oL ELCAYETAL
20063988 0TO OPYQVO YO YUEN

KateuBuvThpleg YPOUHER YLO TO VEPO EPYACTNPLAKIG TIOLOTNTOG

XpNOLJOTIOLEITE IAVTA VEPO EPYOCTNPLOKNG TIOLOTNTOG I OTILOVIGUEVO VEPO VIO TNV EKTEAECN TWV SLASIKACLWY
TOU Opydvou. Mnv XpnoJoTioLeiTe TIOTE vEPO BpUong. XpNOLUOTIOLEITE JOVO VEPO UE TIG TIOPOKATW TOLOTNTEG
looduvapueg AVoELG:

* ATIOVIOPEVO VEPO

* lllumina PW1

* Nepd 18 Megohm (MQ)
*  Nepo Milli-Q

* Nep6 Super-Q

*  Nepo moloTNTOg HOoPLaKnG BloAoyiag
[MTpo€ldOTIONOELC KOL TIPOPULAGEELC

A NPOXOXH

H opoomoVvOLloK ) VOUOBEGIa ETUTPETIEL TNV TIWANGCH GUTHC TNG GUCKELNC JOVO OTIO LATPO N KOTOTILV
EVTOANG LOTPOU, R amO GAAOV ETIAYYEAOTIO LYEIGG JE ABELG AOKNOEWC EMOAYYEAMUATOG COUPWVO E
TN VOMOBEDia TNC TTOAITEIOG OTNV OTIOIG BIOKEL TO ETIAYYEAUG TOU, YLO XPNoN 1N EVTOAN XpRong tTng
OUOKEUNG.

1. Oplouéva atoxeia Twv avTdpaotnpiwy Mo napexovral and tnv lllumina ywa xprion pe 1o Opyavo NextSeq
550Dx meplexouvv duvnTikd etk lvduveg XNHUIKES ovoleg. H slomvon, N KATATIOoN KA N ETLAQN He TO d€pHan
Td JATLO UTtopEl va TipoKAA€oouv owHaTIK BAARN. Na popdte HECO ATOMIKNAG POoTACiag, METAED TwV
otolwv €€OTIALOHOG TIpOCTAGIAG VIO TO HATLY, YAVTLA KAL EPYAOTNPLOKI TEOdLd, KATAAANAQ YA ToV Klvduvo
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10.

11.

€KkOeong. Ta XpNOLUOTIONHEVA AVTIOPACTAPLA TIPETIEL VA AVTIMETWTII{OVTOL WG XNHKE andBANTO KOL VA
anopplITovVTal CUUPWVA LE TOUG LoXVOVTEG TIEPUPEPELOKOUE, EBVIKOUE KAL TOTUKOVUG VOUOUG KAl
KOVOVIGHOUG. o TTANPOYOpIieq OXETIKA e TO EPIBAANOV, TNV LYELO KaL TNV aoPAAELD, BA. beATia
6edbopevwy aocPaielag (SDS), otn dievBuvaon support.illumina.com/sds.html.

AVOPEPETE OPECTWE TUXOV COBAPG ATLUXAMATA IOV OXETI(OVTAL JE ALTO TO TIPOLOV oTnV lllumina KoL oTIg
QPHUOBLEG OPXES TWV KPOTWY JEAWVY OTA OTIOLO £lvValL EYKATECTNMEVOL O XPHOTNG KOL O AGOEVNG.

Mpemel va xelpideate OAa Ta delypaTa AiMOTOG WG €AV VA ATAV YVWOTO OTL €ival JOAUCHATIKA YO TOV 1O TNG
avepwrivng avoooavendpkelag (HIV), yua tov 16 Tng nratitdag B (HBV) kol GAAoug aboyovoug
TIOPAYOVTEG TIOU HETAOIOOVTAL UE TO aipa (YEVIKEG TIPOPUAGEELS).

H un thpnon Twv 6lodLlk aoLwv OTIwG TEPLYPAPOVTAL UTIopEl VA 0dnyHoeL 6€ ECPAAUEVA OTIOTEAETUOTO
ONUOVTIKA MElwGN TNG TOLOTNTAG TWV dELYUATWV.

XpNolJoTIoLEITE GUVABELG EPYACTNPLAKES TIPOPUAAEELS. MNV XPNOLJOTIOLEITE TO OTOMUO OAG YLIO VO
AVOAPPOPHCETE LYPA GTNV TUTETA. MNV TPWTE, TIVETE | KATIVI{ETE 0€ KABOPLOPEVOUG XWPOUG EPYACLOG.
dopdTe YAVTLO PiOg XPAONG KOL EPYACTNPLOKN POUTIO KOTA TOV XELPLOMO SELYUAETWY KOl avTdpacTnpiwy
TWV KLT. [TAEVETE TA XEPLX 0OC OXOAAOTIKA UETA TOV XELPLOHO SELYNATWVY KAL aVTIOpOoTNPiWwY TWV KIT.

H epappuoyr opbwv pyocTNPLOKWY TIPAKTIKWY KOL N KOAR EpYOOTNPLOK LYLELWVH €lval ATIOPAITNTEG YO TNV
QTOTPOTIA TNG MOALVONG TWV OVIIOPACTNPIWY, TWV 0PYAVWY KOl TWV delyATWY yovidlwuoTikol DNA ano
Ta ipolovta Tng PCR. H poAuvon tng PCR pmopei va 0dnyroel oe avokpLpr) Katl avaglomaota
OTIOTEAECHATA.

MNa TV anotpot HOAuvaong, SLI0cPAANICTE OTL 0TI TIEPLOXEG TIPLV OO TNV EVIOYXUGN KOL UETA TNV Evioxuon
UTIAPXEL EOIKOG ECOTIALONOG (TT.X. TUWIMETEG, AKPA TUMETWV, CLUOTOLXIEG BEPUAVTIKWY GUOKELWV,
QVOOEVUTNPES KOL CUOKEUVEG PUYOKEVTPLONG).

H Zel&n 6eiktn KAl SElyIOTOC TIPETEL VO OVTIOTOLXEL OKPLBWG oTNV €vTuTin dldtaén Adkag. To Local Run
Manager cUPTIANPWVEL AUTOUATA TOUG EKKLVNTEG EVPETNPIOV IOV OXETI(OVTAL UE TO OVOUOTO TWV
SelyHATWY, KATA TNV €i0060 TOLG 0TN POVASA. ZUVIOTATOL 0 XPNOTNG VO EMOANBEVEL TOUC EKKLVNTES
€LPETNPIOL IOV oXETI(OVTAL e TA delypaTa TIpLV OTtd TNV EVapgn TNG EKTEAEONS dAANAoUXIoNG. TuXOV
E0POAUEVEG AVTIOTOLYIOELC HETOEL SElYHOTOC KAL SIATAENG MAGKOG £XOUV WG OTIOTEAECHA GTIWAELD
BETIKAG TOUTOTIOINONG SELYUATWVY KAL EGPOAUEVN OVAPOPA ATIOTEAETUATWV.

JUVIOTATOL BEPUA N EYKOTACTAGCN AOYLOMIKOU TIPOOTAGIAG OTIO LOUG IOV TTOPEXETAL OTIO TOV XPROTN, YL TV
TIPOOTOCIO TOU UTIOAOYLOTH ATIO LOUG. ZUMBOUAEUTEITE TO EYXELPIOLO XPROTN VIO 0ONYIEG OXETIKG UE TNV
€yKOTAOTOON.

Mnv xepi¢eote To NextSeq SS0Dx evw £xeL apalpebei omoloadnmoTe amnod Toug nivakeg. O XEPLOPOG TOU
0pYAVoUL eVw £XEL PALPEBEL OTIOLOGONTIOTE ATIO TOUG TIIVOKEG dnLovpyEel TIIBav €kBean otnv Téon SLKTUOUL
KL o€ EVOANQOOONEVEG TAOELG.

Mnv ayyiZeTe tn Bdon NG KLYEAIDOG pong HECO 0TO dlapEpLopa TG KLWeAIdAG pong. H cuakeun
BEpuavong o€ oUTO TO SLaPEPLOD AelToupYEl o€ Bepuokpaaia amod 22 °C €wg 95 °C kol UTopei va
TIPOKOAEGEL EYKAVUOTO.

12. To opyavo quyiceL tepimov 185 Ib KaL PTtopel va TIPOKAAECEL COBAPO TPAVMATIONO G€ TIEPITTTWON TITWONG N
E0QAAPEVNG XPAONG.
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Obnyleg xpnong

OLmapakatw 0dnyieg xpriong tou Opyavo NextSeq 550Dx analtolV avIOpAGTAPLO TIOL TIAPEXOVTAL OTO
NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwvV) fj oto NextSeq 550Dx High Output Reagent Kit
v2.5 (75 KUKAWV).

Anplovpyia ektEAEONC

AnulovpynoTe P EKTEAECN OAANAOUYXLONG XpnoldoTiowwvTag To Local Run Manager rj to lllumina Run Manager.
OLobényieg xpnong tou Local Run Manager nepAaBAVOVTOL TTIAPAKETW Kal 6Tov O8nyog avagopdg opydvou
NextSeq 550Dx (ap. eyypdgpou 1000000009513). INa 08nyieq OXETIKG UE TOV TPOTIO dNULOLPYIOG HLOG
avaAuong xpnoyomolwwvTog To lllumina Run Manager, avatpe€te otov O6nyog Aoylopikou lllumina Run
Manager yia 1o NextSeq 550Dx (ap. eyypdgpou 200025239).

MNa odnyieg oxeTik& Pe TNV eiAoyn JeTagL Local Run Manager A Illumina Run Manager, avatpegte oTov
08nyog Aoylopikou lllumina Run Manager yia to NextSeq 550Dx (ap. eyypagou 200025239). I'a AemtopepEiQ
00NyieQ OXETIKA UE CUYKEKPLUEVES EPOAPHOYEG, AVATPEETE OTN MOVADA I 6TOV 0dNYO EPAPHOYNG YLIO TN
GULYKEKpPLJEVN doKLuaaia.

OLmapakAaTw 0dnyieg apopouv atn Xpnon Twv povadwv Local Run Manager Germline kal Somatic Variant.
KaBoplonOg TIOPANETPWV

1. Zuvbebeite oto Local Run Manager.

ErtiAe€te Create Run (Anuovpyia ekteAeong) kol Somatic Variant rj Germline Variant.

3. Eloayadyete €va Ovoua eKTEAEONG TIOU TAUTOTIOLEL TNV EKTEAEGN OTIO TNV AAANAOULXLON £€WG TNV avAaAuaon.
XpNOLOTIO0TE OGAPAPLOUNTIKOUG XAPOKTAPES, KEVA, KATW TIAUAEG I TTAUAEG.

4. [MpoalpeTlkO] ELoayAYETE IO TIEPLYPAPN TNG EKTEAEGNG YLO EUKOAOTEPN TOUTOTIOINGN TN EKTEAEDNG.
XpnoLJoToLoTE GAPOPLOPNTIKOVUG XAPAKTHPEG, KEVA, KATW TAVAEG ) TIOUAEG.

5. ETUAEETE TOV APLOHO TWV SELYUATWY KGL TO GUVOAO TWV EVPETNPIWY OTIO TNV AVOTITUGOOEVN AloTa.

Kotd tnv emdoyr 6ag, AGBETE UTIOYN 0OG TIG TIAPAKATW TIANPOPOPIES.

* Hoavamntuooopevn Aiota eplAauBavel aplOpolg delydaTwy Pe eva gUVOAO gupeTnpiwv. MNa apddelya,
TO 24-Set 1 UTIOGELKVUEL OTL UTIAPYXOULV 24 SElyHATO TIPOG EEETACN, UE EVPETAPLO OTIO TO GUVOAO EVPETNPIWV
1.

*  OLapBpoi TwV CLUVOAWYV TWV EVPETNPILWV AVOPEPOVTOAL OE HLAPOPETIKA UVOAD {ELYWV EVPETNPIWV i5 Kal
i7. To Z0VOAO 1 KOLTO ZUVOAO 2 IPOCYPEPOULV KoL Ta U0 TtoIKIAopoppia eupeTnpiwv. Mapexovtal duo
OUVOAQ EVPETNPIWV YLO TNV OTIOPULYA EEAVTANGNG EVOC HOVO GUVOAOU.

*  ETAEETE TOV OPLBUO dELlyATWY IOV MANGCLAZEL IEPLOCOTEPO GTOV APLOUO TWV SELYUATWY TIoL Ba
uTtoBANBoLV o€ e€eTaon. Edv atn Alota dev LTIAPXEL 0 AKPLBNG OPLBHOG TWV SELYHATWY, ETUAEETE TOV
TIANGCLECTEPO OPLBUO, GAAG PPOVTIOTE VA ElVaL UIKPOTEPOG OTIO TOV APLBHO TWV TIPOG EETAON SELYUATWV.
Mo apddelyda, av TPOKELTAL va e€eTaoTOLV 18 deiyuaTa, eTUAEETE 16 delypaTa.
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*  TampoTelvoueva Bobpia delydTwy Kal ol cLVOLOGHOL EVPETNPILWV TTIOL TTANPOULV TIC ATIALTIOELS
TIOIKIAOMOPYIaG EVPETNPIWY ETILONUOIVOVTAL [IE TIPACLVO XPWHO.

Eloaywyn apxeiwv deAtiov delypatog yia tnv eKteEAECn

1. BeBowwdeite 6TL Ta 6eATia HelyaTOC TIOU BEAETE Va el0ayAYETE eival SlaBELa o€ ULa TIPooBAoLun B€on
oto diktuo N o€ plo povada USB.

ErAe€te Import Manifests (Elcaywyn deAtiwy delypatog).

3. MetoBeite oto apxeio Tou deAtiou deiypatog Kal eTUAEETE TA dEATIO HEIYATOG IOV BEAETE VO TIPOCOECETE.

YHMEIQXH MNa va eival dlabeoiua Ta apxeia SeATiWV delyOTOC YL OAEG TIC EKTEAETELG E TN POVAda
avaiuong Germline Variant 4 Somatic Variant, mpooB¢ote Ta deAtia deiypatog
XPNOolJoTIoOlWVTAG TN Asttoupyia Module Settings (PuBuioelg povadag). MNa tn Aettoupyia
aUTA aMALTOLVTOL Gdeleg eTIESOL SLOXELPLOTH. O MEPLOCOTEPEG TMANPOYOPIEG, BA.
0bnyd¢ avapopdg opyavou NextSeq 550Dx (ap. eyypdpouv 1000000009513).

KaBopLlopog SelyHaTwy yia TNV EKTEAECN

KabBopioTte Ta delyOTO YO TNV EKTEAEC XPNOLLOTIOWWVTOG Mia Ao TIG ETUAOYEG KaL TIG 0dnyieg ou
OKOAOUBOUV.

Mn auTtopaTn eloaywyr) delyddtwy — XpnolJomnolnote Tov Kevo Tivaka otnv 086vn Create Run (Anuoupyic
EKTEAEONG).

Elcaywyn detypdtwyv — Metapeite o€ €va eEWTEPIKO GPXELO PE HOPPN TIHWV XWPLOHMEVWV HE KOUUA (*.CSV).
Ytnv 086vn Create Run (Anuloupyia eKTEAEONG) UTIAPXEL EVA TIPOTUTIO TIPOG AW

Mn avtopatn eloaywyr detyudtwy

1. Elwoaydyete €va Hovadlko ovoua deiypatog (Movada avdiuong Somatic Variant Module) 1y €va
avayvwpLoTk 6 delypotog (Movada avdAuong Germline Variant Module).
XPNOWJOTIONOTE GAPAPOUNTIKOUE XOPOKTAPEG, TIAUAEG I KATW TIAVAEG.

2. [MpoalpeTiko] MNa delypata Ye BETIKOUG ) ApVNTIKOUG HAPTUPES, KAVTE 8eEL KALK KOl ETIAEETE TOV TUTIO TOU
MapTULPA.
O J&pTLPOC OTO €va BoBPLo HElYUOTOC CUUTIANPWVEL GUTOMATO TO AVTioTOLXO BoBpio oTnV AGAAN de€apevn
ME ToV {6l0 pdpTupa.

3. [MpoalpeTiko] Eloaydyete pia meplypagn deiypatog oto nedio Sample Description (Meplypapr) 6eiypatog).
XpnoJomolnoTe OAPOPIBUNTIKOUC XAPAKTIPES, TIAUAEG I KATW TIAVAEG.

4. EmAe€te €vav nmpoocapuoyea Evpetnpiov 1 amnd tnv avamntuooopevn Aiota Index 1 (Eupetnplo 1) (i7).
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Otav XpnolJoroleite Ta mpotelvopeva Bobpia delyuoTog, To AOYLOUIKO GUUTIANPWVEL AUTOUOTO

TIPOCAPOYEIG EVPETNPIOL i7 KaL i5 TTOL TTANPOLV TIG ATIALTACELS TIOKIAOHOPWPIaG evpeTnpiwv. Edv otn AioTa

dev LTIAPXEL AKPLBWGE 0 APLBNOG TWV SELYUATWYV TIPOG £EETACH, PPOVTIOTE VA ETUAEETE TPOTAPHOYEIG

gupeTnpiov yla eTunAeov Bobpia.

EmAEETE €vav TipocapuoyEa EupeTnpiov 2 amnd Tnv avamntucoouevn Alota Index 2 (Evpethplo 2) (i5).

ErAeETe €va apXeio 6eATiov belypaTtog amnd Tnv avamntuooouevn Aiota Manifest (AeAtio deiypatog).

MNa ta deiypota otn As€apevr A omaLTeETOL SLOPOPETIKO deATIO belypaTog amod Ta deiypata otn Ae€apevn

B.

OploTe pla emihoyn yila poBoAn, eKTOTIwGN ) amoBrnKevan TS SLATAENG TAGKOG WG AVOPOPA Yo TNV

poeToaoia BIBALOBNKWV:

*  ETUA£ETE TO £lKOVIBLO = Print (EKTUTWON) VIO VA EUPAVICETE TN SLATAEN TNG TAGKAG. ETUAEETE Print
(EkTUTIWON) YlO TNV EKTUTIWON TNG SLATAENC MAGKAG.

* EmuAe€te Export (E€aywyn) yla va e€ayayeTe TIC TANPOWPOpPIeC delyOTOC 0€ EVa EEWTEPLKO OpXEILO.

ErAe€Te Save Run (Anobrkevon eKTEAEGNG).

Eloaywyn delypatwy

1.

4.

Erure€te Import Samples (Elcaywyn 6elyudTwy) KoL UeTABelTE 0TN B€0n Tou apXEiov PE TIC TANPOYOPIES

Tou eiypaTog. YTidpxouv 600 TUTIOL OPXELWV TIOU UTIOPELTE VO ELCAYAYETE.

*  EmAe€te Template (Mpotumo) otnv 080vn Create Run (Anuloupyia EKTEAEONC) YLIO VO BNULOUPYAOETE
ML vea dLATaEN TMAGKOG. TO apXEi0 TOU TIPOTUTIOU TIEPLEXEL TIC CWOTEG ETUKEPOAAIDES oTNAWV yla TNV
eloaywyn. Eloayayete TIg MAnpogopieg deiypatog oe K&GBe oTAAN LA TA delyOTO TNG EKTEAEDONG.
AloypAWTE TIG TTANPOPOPIES TWV TIAPADELYHATWY OTA KEALA TIOU SEV XPNOLUOTIOLOVVTOL KAL, 0Th
OUVEYELD, ATIOBNKEVOTE TO ApXEio.

*  XpnolJOoTIOIRoTE £Va apXEio MANPOPOPLWY delyaTOG TToL £XEL e€axBel amd TN yovada Germline Variant
r Somatic Variant xpnoyJomowwvtag tn Aettovpyia Export (E€aywyn).

ETUAEETE TO £lKOVIBLO B Print (EKTUTIWON) VIO VO EPPAVICETE TN SATAEN TNS TAGKOG.

EriAe€te Print (EKTUTIWON) Y10 VO EKTUTIWOETE TN SLATAEN TNG TTAGKOAC WG AVOPOPA YIa TNV TIPOETOLOGIa

BLBALOBNK WV.

EriAe€Te Save Run (AnoBrkevon eKTEAEGNG).

[poeTOOCIO TG KAGETOG AVTIOpACTNPLWV

BeBawwbeite OTL aKOAOUBEITE TIPOCEKTIKA TIG 0ONYIEG TNG KACETAG AVTIOPAOTNPLWV YLa ETUTUXNHEVN
aAAnAovxion.

1.

MAPTE TNV KOOGETO AVTIOPACTNPIWY ATIO TOV XWPO aTodnKevang OTou BpiokeTal og BepUokpaoia -25 °C
gwg -15 °C.

2. EmAe€Te pio amod TIg MapaKATW HEBOSOUG YIa TNV AMOYUEN TWV avTdpaoTnpiwyv. Mnv Bubidete TV
KOOGETO. META TNV amdYuEN TNS KACETAG, OTEYVWOTE TNV TIPOTOL EPACETE OTO EMOUEVO BrA.
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) Xpoévog . o
OgpHokpacia AT Oplo oTabepOTNTOC
AouTpo LoaTOG o€ Bepokpacia 15 °C ewg 30°C 60 Aemtd Na unv vtteppaivovtal oL 6 wpeg
2°Cewg8°C 7 WPES Na unv utiepBaivovtal oL 5 nuepeQ
SHMEIQ>H Edv anoypuyxete mavw ano Pia KAcETa oTo idlo AouTpo UOATOE, ALENTTE TOV XPOVO TNG

anoyuéng.

AvaTIO00YUPIOTE TNV KOOETO TIEVTE POPEG VIO VA AVAUELXBOUV Ta aVTIOpACTHPLA.

4. EmBewpnoTe TO KATW PEPOG TNG KAGETOC YO VA BERALWOEITE OTL TA AVTIOPACTIPLA £XOLV ATIOYLXOEL KOl
oTL eV uTtapyoLV WNpaTa. EmPBeRawwaTte 0TL oL BEaELG 29, 30, 31, KaL 32 £xouv anoYuxdei, KabBwg eivat ot
MEYOADTEPES KAL XPELACOVTOL TOV TIEPLOGOTEPO XPOVO OTIOYLENG.

5. XtumnoTe amnaAd TNV KACETO 0TOV TIAYKO VIO VO TIEPLOPICETE TIC PUCGOAIdEC aEpQ.

Mo BEATIOTO AMOTEAEGHOTO, POPTWATE AMELBELNG TO delya KAl KOBOPIoTE TIG TIAPANETPOUG TNG
EKTEAEONG.

MpoeToyaoia Tng KLYEeASAG pong

1. TapTe €va VEO KIBWTLO KUWPEAIBOG PONG ATIO TOV XWEO OToBAKELVONG OTIoUL BpiokeTal o€ Beppokpacia 2 °C
cwg 8 °C.

2. AQalpEOTE TNV GAOUMLVEVIO CUGKELAGIO ATIO TO KIBWTLO KOL GPHOTE TNV 0€ BepUoKpacia dwuatiou ylo
30 Aemta.

Mpoetoyaoia BBALOBNKWYVY Yo dAARAoUXLoN

EkteAeoTe amodldTagn KoL apaiwaon oTig BLRALOBNKES oag o€ OyKO popTwang 1,3 ml. TNV npdé&n, n
OUYKEVTIPWON TNG POPTWONG UTOPEL VO SLOPEPEL AVANOYA E TNV TIPOETOLUOGI TWV BIBALOBNK WV KL TIG
HMEBBGOOULC TTooOTIKOTIOINONG. H apaiwaon Twv BIBALOONK WYV TWV dELYUATWY EEXPTATAL OO TNV TTOAUTIAOKOTNTO
TWV OPAdWVY OALYOVOUKAEOTISIWVY. Mo 08NYIEG OXETIKG UE TOV TPOTIO TPOETOLUACIOG TWV BIBALOBNK WV
SelypaTwy pog aAAnAovxLon, CLUPTIEPIAGMBAVOMEVNG TNG GPaiwaong KAl TNG odadotoinong Twy BRAL0BNKwv,
BA. evotnTa e TIc Odnyieg Xpnong yla TO aVTIOTOLXO KLIT poeToldaciag BIBALOBNKwVY. 1o NextSeq 550Dx eivail
UTIOXPEWTLKO VO TIPOYHATOMOLNBEL BEATIOTOTOINGON TNG TIUKVOTNTOG TWV CUCTASWV.

dopTWOon BPALOONKWY OTNV KACETA avTdpaoTnpiwv

1. XpnoJOTOWVTAC £Va TIAVL TTOL dEV aPrVEL XVOUSL, KaBaPIioTE TN 0TEYAVOTIOINGN GAOUMLVIOU TIOU KOAUTITEL
™ de€apevn ap. 10 ye etiketa Load Library Here (®6ptwaon BLBALOONAKNG £dw).

2. TpumnoTe TN oTEYOvoToinon Ue €va KaBapod dkpo turnetag 1 mi.

3. odoptwote 1,3 ml mpoeToluacuevwy BIBALOBNK WYV oTn de€apevn ap. 10 pe etiketa Load Library Here
(PopTwon BPRALOBNAKNG €dw). MV ayyileTe TN oTEYOAVOTIOINGN GAOUMLVIOU KOTA TN Slavoun Twv
BBALOBNKWV.
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Eikova 1 doptwon BLBALoBNKwWY

KaBopLoHOG TIOPAUETPWY EKTEAEONC OAANAOUXLONG

BA. O8nyog avagopdg opydvou NextSeq 550Dx (ap. eyypdgou 1000000009513) yla AN peLg odnyieg
K0BOPLOOU TIAPOUETPWY TNG EKTEAEDNG.

1. Zuvbdebeite 0To NextSeq 550Dx e ToV KWwSIKO MPOGRACNS 0ag yia To AoyLopikd Local Run Manager n
[llumina Run Manager.

2. Ano tnv 086vn Home (ApXtkr 086vn) Tou Aoylopikol NOS, etuhegTe Sequence (AAANAovia).

3. EmAEETE Lo eKTEAEGN ATIO TN AlOTO KAL, 0Tn ouveXeLa, eTiAEETE Next (Emopevo).

Avolyel yla oglpd omd 080VEG KOBOPLoHOUL TMOPAMETPWY TNG EKTEAEONC ME TNV aKOAoLBN oelpd: Load Flow
Cell (d6pTwon kuweAidag pong), Load Buffer Cartridge (®POpTtwon KAGETAG pUBULOTIKWY dLoALUATWYV), Load
Reagent Cartridge (®0pTwon KaoeTag aviwdpaoTnpiwyv) kat Pre-run Check (EAgyxog mpwv anod tnv
EKTENEGDN).

YHMEIQXH OLekTeAEoELS elval TTPOGRACLUES HOVO XPNOLUOTIOWWVTOG TO iblo Aoylopikd Run

Manager TIou XpPNoLJOTIOLEITOL KATA TOV 0XEBLOOHO TNG EKTEAEDNG. O 00NYiEC OXETIKG
ME TOV TPOTIO pLUBMLONG TOL AoYLoHIKoL Run Manager, avatpegte otov O6nyog
Aoylopikou lllumina Run Manager ywa 1o NextSeq 550Dx (ap. eyypagou 200025239).

4. Otav eppaviotei n 086vn Load Flow Cell (dopTtwon kuweAibog pong), KaBapioTe KA, 0Tn GLVEXELD,
(POPTWOTE TNV KUYEADO pong.

AQaLpEDTE TNV KLUWEAIDA POAG Ao TNV GAOUULVEVIO CUCKEUAGID.
AvoiTe Tn dLdpavn MACGCTIKT AVOSLITAOVUHEV CUCKEVOCLO KAL OPALPESTE TNV KLYPEAISA pONG.

KaBapiloTe Tn YUAALVN ETILRAVELD TNG KUYEAIDOG PONG PUE HAVTNAGKL OAKOOANG TIOU dEV APrVEL XVOUSL.
ITEYVWOTE TN YUAALVN ETILPAVELD [IE TIAVAKL EPYOOTNPLOL TIOUL SEV OPHVEL XVOUSL.

BeBawwBeite O0TL N YUAALVN eTUPAVELD TNG KUYPEAIBOG por|g ival kaBapr). EQv eival amapaitnTo,
ETMAVOAAPBETE TO PO TOL KABAPLOHOU.

AQALPEDTE TN XPNOJOTIOINHEVN KUYEAIDO porg aTtd TIPONYoUEVN EKTEAEDN.
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*  EuBuypappiote TNV KUYPEAISO pONRG EMAGVW OTIO TOUG TIPOLG ELBLYPAUMLONG KAL TOTIOBETACTE TNV
KupeAida pong emdvw otn Bdon.

5. EmAe€te Load (PopTtwon).

H BUpa KAgivEL QUTOPOTO, TO OVOYVWPLOTIKO TNG KLWEAISAG pong eppavieTal oTnv 006V KoL eKTEAEITOL
E€AEYXOC TWV aLodNTRpWV.

6. AkKoAouBnoTte TIC 0dnyieg TOL AOYLOMLKOU YLO VO 0OELB0ETE TO HOXELO XPNOLLOTIOINHMEVWY QVTIOpaGTNPIWY,
VO (POPTWOETE TNV KOOGETA PUBULOTIKWY SIOALUAGTWY Tou NextSeq 550Dx KaL VO (pOPTWOETE TNV KOCGETO
avtwdpaotnpiwy Tou NextSeq 550Dx.

‘Otov popTWHOLV OL KOGETEC PUBHLOTIKWV SLIGALHATWYV Kol avTidpactnpiwv Tou NextSeq 550Dx, 1o
AOyLopIKO SlaBdlel KoL KaTaypa@el To RFID. Ta avoyvVwpLoTIKA TWV KOGETWY PUBHLOTIK WV SLOAUUATWY KOl
avTbpaoTnpiwyv epPaviovTal 6Tnv 080V KAl EKTEAEITAL EAEYXOC TWV ALGONTAPWV.

7. 0Otav oOAOKANPwWOEL 0 QUTOPATOG EAEYXOG TIPLV OTIO TNV eKTEAEON, eTUAEETE Start (Evapgn). (Aev anatteital
Qv £XEL OPLOTEL AUTOUOTN EKKivNon oTn dlapoppwon.)

8. Katd tnv evapgn Tng eKTEAEDNG, avolyel n 0Bovn Sequencing (AAANAoUXLaN). Z€ aLTAV TNV 086VN yiveTal
MLO OTITIKN aVOTIOPACTOoN TNG EKTEAEGNC TIOL BpioKeTAL 0€ €EEALEN, CUUTIEPIAGHBAVOHEVWYV TWV
EVTAOEWVY KalL TwV BaBuoloylwy nolotntag (BabuoAoyieg mowdtntag).

ATioTEAEOUOTO

To Aoylopiko Real-Time Analysis (RTA) eival €va eVOWPATWHEVO AOYLIOUIKO TO OTIoi0 EKTEAEL avVAAUGN EIKOVWYVY
KoL avTioToixlon B&ong, KoL eKXwpEel Pla Babuoloyia ToloTnNTag o€ KABE BAon yia KABe KUKAO aAAnAolxLong.
‘Otav oOAOKANPWOEL N KUpLa AVAALGN, N ETUAEYPEVN HOVAOA EPAPUOYNC EEKIVA TN OELTEPEVOUGO GVAALGON
autopata. OLdladikaoieg bevtepElOVCOC AVAALONG TIOU TIEPLYPAPOVTOL GTO TIOPOV OPOPOUV OTIC HOVASEQ
Germline kat Variant tou Local Run Manager oto opyavo Opyavo NextSeq 550Dx.

ArmtotrtoAuTAEE L0

H amomoAumAeia ouykpivel kaBe aAAnAovyxia avayvwong eupeTnpiou Pe TG aAAnAovyieg evpetnpiou ou
KaBopidovTalL yla TNV EKTEAECN. Z€ AUTO TO BANG 6EV AAPBAVOVTOL UTIOYN TIUEG TIOLOTNTOG.

OLavaoyvwoelg eupeTnpiov avayvwpilovTtal pe Ta akoAouba BruaTa:
*  Ta deiypata aplOuouvTaL amno To 1 ue BAon TN GEPA e TNV OTIOI AVOYPEPOVTAL YO TNV EKTEAED.
* O aplouog deiypatog 0 mpoopileTal yia cuoTAdEG TIOL SEV AVTLOTOLYXIOTNKAV o€ deiya.

*  OLoVOoTAdEG EKXWpPOoLVTAL o€ €va delyua, 6Tav N aAAnAouxia evpetnpiov avTloTolXel akplwS 1 éTav
UTIAPXEL Mia HOVO avVaVTIOTOLXIO ava avAyvwaon eupeTnpiou.
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Anuwovpyia apxeiov FASTQ

MeTd tnVv anotoAuTtAegia, To AoyLopLlk O dnuiovpyel evoldpeoa apyxeia avaiuong oe popyn FASTQ, n ottoia
elval YL HopPr KELHWEVOU TIOU XPNOLUOTIOLEITAL VIO TNV avaTiapdotacn oAAnAouxwwy. Ta apxeia FASTQ
TIEPLEXOLV OVAYVWOELS YO KABE Selya KOL TIG OXETIKES BaBoAOYieg TTOLOTNTAG. OL oLUOTAdEG IOV dEV
TIEPOOAV TO PIATPO OTIOKAEIOVTAL.

Kabe apyeio FASTQ MEPLEXEL BVAYVWOELS VIO £V OVO dElya KOL TO GVOLIO TOU deiyaTog MEPAAUBAVETAL OTO
Ovoua Tou apxeiov FASTQ. XTig povadeg Germline kol Somatic Variant dnuiovpyouvTal oKTw apxeia FASTQ
avad beiypa ava oudda oAlyovoukAeoTIdiwy, TEooepa amo TV Avayvwaon 1 Kal T€coegpa amnod Tnv Avayvwon 2.
AUTN N amOd0o0N £XEL WC OMOTEAECO CUVOAIKG 8 KaL 16 apxeia FASTQ ava deiyua yla tn povada Germline ko
TN Jovada Somatic, avtiotowxa. Ta apxeia FASTQ eival Ta Baolka dedoueva €loddou yia TNV VBLYPAMLON.

EvBuypdapuuion

Y10 BAMA TNG EVBLYPAMMLONG, 0 OAYOPIBHOC Smith-Waterman e {wveg suBLYPOUMIZEL cLOTASES OO KABE

oeiypa Baoel GAANAOUYLWY OUTIAIKOVIWVY TIOL KaB0opIidovTaL 6TO apXeio deATIoU delyuaTog.

O aAyoplBuog Smith-Waterman pe (wveg eKTEAEL NUIKOBOALIKEG ELBLYPOUUICELG GAANAOLXLWYV YLO TOV

KQBoPLoHO TOPEUPEPWY TIEPLOX WV PETAEL dUO GAANAOLXLWV. AVTi TNG CUYKPLONG TOLU GUVOAOUL TNG

aAAnAouxiag, o aAyoplOuog Smith-Waterman cuyKpivel TUANOTO OAWV TWV TIBAVWYV TIHWV JAKOUG.

K&Be avayvwon cu{eVYHEVWY AKPWVY AELOAOYEITOL WG TIPOC TNV ELBLYPAMKLOT TNC ME TG dAANAOULYIEG TNG

AVTIOTOLXNG KEPOAANG YLO TN CUYKEKPLUEVN AvAyvwon.

* HAvayvwon 1 a&loloyeital wg mpog 1o avtioTpoPo cuPTIARpwUa Tou Downstream Locus-Specific Oligos
(DLSO).

* HAvayvwon 2 aglohoyeital wg npog to Upstream Locus-Specific Oligos (ULSO).
*  EAv nopxn Mg avayvwaong Talplddel e Pio oAANAoL Yo KEPAANG XWPIG TEPLOCOTEPES OTIO Hia

QVOVTIOTOLXIEC, TO TTARPEG MNKOG TNG AVAYVWONG EVBLYPOUMIZETAL WE TIPOG TOV OTOXO0 TOU GUTIALKOVIOU
QUTAG TNG AAANnAouXiag.

* EAv nopxn Mog avayvwaong TopldZel e Jio oAANAOL YO KEPAANG XWPIG VO €XEL TIEPLOCOTEPES OO TPELG
dlapopeg (avavTioTolyieg ) HETABOAES AOYw apXIKwV indel), To MARPEG PAKOG TNG avAyvVwWwong
€LBLYPAMMIZETAL WE TIPOG TOV OTOXO TOU GUTALKOVIOU auThg TNG aAANAouxiog.

* Taindel pe DLSO kat ULSO égv nmapatnpouvTal, 6edopevng TG xnUeiag g dokiuaaoiag.

OL €eVBLYPAPMICELS PIATPGPOVTAL OTIO TO ATOTEAECHOTA TNG EVLBLYPAUMPLONG BACEL TWV TTOCOCTWYV

aVOVTLOTOLXIOG, EITE 0€ oXEON UE TNV TIEPLOXN) EVOLAPEPOVTOQ EITE [UE OAOKANPO TO GUTIALKOVLO, GVAAOYA |IE TO

MAKOG TOU ATIAIKOViOU. Ol PIATPAPLOPEVES EVBLYPAMMICELS EYYPAPOVTAL WG APXEID ELBLYPAUMLONG WG N

€UBVYPAMMLIOMEVD OTOLXELD KOL dEV XPNOLOTIOLOVVTAL TNV GVTLOTOIXION TIAPOAAAGYNAG.
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AvTioToixlon napaAAayng

O avTloTolxLoThg apaAAayhg Pisces £xeL aXedlaoTel £T0L WOTE VA TipaypaTomoLlEl avTioTolyioelg SNV Kalt
avtlotolyioelg mapaAlaywy indel amno BIBALOBAKEG TTOU £X0OULV TIPOETOLJACTEL YO TO OpyaVo.

AvVo@opER KaL TipoodeTa apxeia e€6dov

Ot povadeg avaAluong mopaAAaywV dnuloupyolV avaPopEeg o€ oppn apxeiwv PDF kal apxeiwv KePWEVOL
0pPLOBETNHEVWYV E OTNAOBETES (*.Ixt), OTIG OTOIEG AVAPEPOVTOAL TIES METPNONG, OTIWG TO BABOG TNG
aAAnAolxLlong Kat oL apdpoi Twv apoAlaywy. OL Jovadeg dnuloupyoLV eTtiong apxeia e€660ouv, OTWE apXeia
VCF koL apxeia genome Variant Call Format (gVCF), yla eapuOyEG AVTLOTOIXLONG TIOPAAAOYWV.

ALOOLIKOOLEC EAEYXOU TIOLOTNTAC

To Aoylopik 6 NextSeq 550Dx a§loAoyei KABe eKTEAEDN, KABE delyua KAl KABe avTioToixlon BAong o€ oXEon Ue
TIMEG HETPNONG EAEYXOUL TIOLOTNTAG. ETiong, katd tn dladikaaia mpoeTowuaciog BBALOBNK WY, GLUVICTWVTOL
BeTIKOL KOL apVNTIKOL HAPTUPEG, OL oTIoloL TIPETEL VA UTIORAANOVTAL o€ aloAoynon. AELOAOYNOTE TOUG MAPTUPES
WG €€NG:

*  ApvnTikdg paptupag (apvNTIKOG HAPTUPAC EAEYXOUL) I GANOC APVNTIKOC MAapTUpaG — lMpemel va dnuovpyel
TO QVANEVOUEVO OMOTEAECHO. AV 0 APVNTIKOG NAPTLUPOC dNULOVPYNOEL ATIOTEAEC O GAAO OTIO TO
OVOUEVOUEVO, TOTE UTIAPXEL TIBAVO CPAAUO OTNV TIOPpAKOAoUBNoN SelypaTog, UTIopEl va £XEL Yivel
E0POAUEVN KOTAYPOPI EKKLVNTWYV EVPETNPLOL I LTIAPXEL EVOEXOUEVO HOALVONG.

*  Aseiypa BeTikol papTupa — MNpEMEL VO SNULOVPYEL TO AVAPEVOPEVO OTIOTEAETHO. AV 0 BETIKOG NAPTUPAG
dNMLOVPYNROEL BLOPOPETIKO OTIOTEAEGHO ATIO TO GVOUEVOUEVO, TOTE EIVAL TUOAVO VA EXELTIPOKVYPEL CPAAUT
oTNV MOPOKOAOUBNGON dElYMATOC N MTIOPEL VA £XEL YIVEL ECPAAMEVN KATAYPAPN EKKLVNTWV EVPETNPIOU.

XOPAKTNPLOTIKAG artodoong

Ta XopaKTNPLOTIKG anodoong yia To Opyavo NextSeq 550Dx kaBopioTnkav pe Tig jovadeg Germline Variant
Module kat Somatic Variant Module pe 1o TruSeq Custom Amplicon Kit Dx kot to NextSeq 550Dx High Output
Reagent Kit v2 (300 kUkAwvV) KoL emBeBalwdnkav e to NextSeq 550Dx High Output Reagent Kit v2.5 (300
KUKAWV). ITIC MEAETEG £pELVNONKAV TA £ENG: EVPETNPLACN SELYHATWY, HETAPOPG DELYHATWY, ELGAYWYN
otolxeiwv DNA, evatebnoia avaivong (Oplo tugpAou / Oplo avixveuong), opboTnTa, aKpiBela, cLyKpLon
MEBOBWYV KL AVATIOPOYWYIHOTNTA.

Ot peleteg avaiuong pe To NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV) eixav oxedlaoTel yla
NV afloAdynon Twv LoXUPLoPWYV Tiepi amodoong mou eixav oplotei oto apeABov ue To NextSeq 550Dx High
Output Reagent Kit v2 (300 KUKAwWV). Ta OTIOTEAECUATA KATASEIKVUOULV OTL TO KIT avVIOpaoTnpiwy (V2 Kal
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v2.5) €xouv ouykpiolun anodoon pe to TruSeq Custom Amplicon Kit Dx. BA. EvBeto cuokevaoiac TruSeq
Custom Amplicon Kit Dx y10 X0 pGKTNPLOTIKG amodoaong Tov oXeTIOVTAL e TAPAYOVTEG TIPO TG avaAluong,
OTIWG oL hEBodOL e€aywynG i oL TapeUPAAAOPEVEG OUGIEG.

OpLOHOL TWV LTIOAOYLGHWYV TIOL XPNCLOTIOLOVVTAL OTO
XOPAKTNPLOTIKA arddoone

1.

To BETIKO TTOGOOTO CUMPWVIaG (PPA) uTIOAOYIZETAL WG TO MOCOCTO TWV TIEPLOXWV TIOU TAELVOUOUVTOL WG
TIOPOAANQYEG OTIO PLO JEBOOO AVAPOPAG TIOU AVAPEPEL CWOTA N doK LA aia.
*  (AplBHOG EPLOX WY TIOPAAAOYWY TIOU AVOPEPBNKAYV CWOTA Ao tn dokiuacia) / (ZuVOALKOG aplBuog
TIEPLOX WV TIAPOAAOYWV)
OLTIEPLOXEG TMOPOAAAGY WYV TIOU AVAPEPOBNK AV OTIO TN SOKLUAGIO OL OTIOIEG CLMPWVOULV E TN KEB0SO
avVaPOopPAaC eival aAnBwg BeTIKEG (TP). OL TIEPLOXEG TTOPOAACYWYV TIOU GVOPEPOBNKAV WG OVTLOTOLXIOELG
AVaPOPAG N WG SLOPOPETIKEG OVTLOTOLXIOELG TIOPAAAAYNG OTIO TN SOKACIA Elval PELOWG OPVNTIKEG
(FN).
To apvNTIKO 0000 TO cUPPWViag (NPA) uTtoAOYI{ETOL WG TO TIOCOOTO TWV TEPLOXWV TIOU TAEIVOUOUVTAL WG
AypLoU TUTIOUL OO HLa EBOSO aVaAPOPAC TIOU OVAPEPEL CWOTA N SoKLaGia.

*  (AplBHOG TEPLOX WY AYPLOU TUTIOU TIOU AVOPEPBNKOV CWOTA aTo TN SoKIUooia) / (ZUVOAIKOG
QPLOPOG TIEPLOX WY GYPLOU TUTIOU)

OLTIEPLOXEG GypLOL TUTIOU TIOL GVAPEPBNK AV OTIO TN SOKLUAGIO KAl CLPPWVOULV HE TN HEB0dO

avopopdc eival aAndwg apvnTtikeg (TN). OLEPLOXEC AYPLOL TUTIOU TIOU GVOPEPOVTAL WC TIAPOAAAAYEQ

amnd tn dokiuaoia eival pevdwg BeTikEG (FP).
To 6LVOALKO TT0000TO cUUPWViag (OPA) uTtoAoyiZeTAL WE TO TTOCOCTO TWV MEPLOX WV TIOL BVAPEPOVTAL
OWOTA Ao TN SOKLOCIa KOl OXETI{OVTAL JE Lo IEBOSO avVaPOpdg.

*  [(ApBuOC TIEPLOX WYV TIOPAAAGYAG TIOU AVOPEPOVTOL CWOTA OTd TN doKacia) + (ApLBUOC TIEPLOX WV
AypLou TUTIOU Tou avaPEpovTal anod Tn dokiuacia)] / [(ZuVOAIKOG aplBuOG TEPLOX WV TIAPAAAAYNG) +
(ZUVOALIKOC OpLBUOC TIEPLOX WV AypLOL TUTIOU)]

Otumohoylopoi PPA, NPA kot OPA dgv mepAaBAVOLV [N avVTLOTOLXIOELS (TIEPLOXEC TIAPOAANAYNG ) TIEPLOXEQ
AvVaPOoPAG TIOU HEV TTANPOLV EVA ) TIEPLOCOTEPO PIATPA TIOLOTNTAG).

To 110000TO OVILGTOIXLONG OUTOCWHATWY LTIOAOYIZETOL WG O CUVOALKOG OPLBOG TWV TIEPLOX WV TIOU
SlEpyovTal omd To PIATPA SLOLPOVEVOC UE TOV GUVOALKO aplOud Twy BEcEwV TIou LTIOBARBNKAV o€
aAANAoUXloN Yo Ta XpWHOCWHOTO 1-22. Ta ¥pwHoowHoTa X Kot Y e€alpouvTal. £ duTnV Tn JeTpnon dev
AOUBAVETOL LTIOWN N CUPPWVIO TWV GVTLIOTOLXIoEWVY e TN YEB0HO avaPOopag.
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Antodoon tov NextSeq 550Dx High Output Reagent Kit v2
(300 KUKAWV)

Evpetnpiaon delypudtwy

OLEKKLVNTEG ELPETNPIOL dELYUATWY, OL OTIOIOL TIPOCTIOEVTAL KOTA TNV TIPOETOLUOGIO TWV BIBALOBNK WV,
EKXWPOLV PLa povadikn aAhnAhovyia o kaBe DNA deiyuoTtog. AUTEG OL HOVOBIKEG AAANAOUXIES ETULTPETIOLY TNV
opadotoinon MoAAWY delyNdTwV o€ pia ekTeAeon aAAnAovxiong. H evpetnpioon delyddtwy XpnoLUOTIOLEITOL
TOCO Yyl TN PO EpYOclwV BAAOTIKAC OEPAC OGO KAL VIO TN POI £PYACLWY CWHOTIKWYV TIapoAlaywy. O oTOX0G
QUTAG TNG MEAETNG NTAV O OPLOMOG TOL EAGXLOTOU (8) KAL TOU PEYLOTOU (96) aplBoL ey ATWY IOV UTIOPOUV
va UTIoBANBOLV o€ enefepyaaia o€ pia ekTENeon aAAnAoLxLlong ue To Opyavo NextSeq 550Dx. OKTw PJOVOSIKAG
deiypata Platinum Genome umtoBARBNKaV o€ e€€TAON [E 12 SLAPOPETIKOUE GUVOLOGHOUE EKKLVNTWVY
gupeTNpiov ava delyua. Ta ATMOTEAECUOTA SELYUATWY OTIO TEGOEPLG EKTEAETELC GAANAOLXLONG TIOU
TipayuaTonodnkav Pe tn Jovada Germline Variant Module cuykpibnkav pe ta Platinum Genomes €kdoang
2016-1.0.

a TO MPWTO 6UVOAO EKTEAECEWY, LTIOBANBNKAV o€ £€€TOON 96 UOVOBIKEG ELPETNPLACHEVEG BIBALOBAKEG
SELYMATWY HE LG AVTIMTPOCWTEVTIKN SOKIUaGIa oXESIOGHEVN VO avadNTA TIANBWEG YOoVIdiwV TIOL KAADTITOUV
12.588 Bdaoelg ava aAuoida Kol 0Ta 23 avBPWTILVO XPWHOCWHOTA, YO VO ETTOANBEVTEL N LKAVOTNTA TNG
dokluacoiag va bnuLoupyel CLVETIEIG AVTIOTOLXIOELG BACELS YOVOTUTIOU VIO €VO CUYKEKPLUEVO deiyua, og
SLOPOPETIKOVE CLVOVOCGHOUG EKKLVNTWY gUpPETNpPiov. Mo To de0TEPO CUVOAO EKTEAECEWYV, UTIOBARBNKAV OE
OAANAOUXLON OKTW HOVOOIKEG EVPETNPLOCHEVES BIBALOBNKES delyUATWY o€ dUO EKTEAETELG AAANAOUXLONG, YO
V0O EMOANBELTEL 0 EAAXLOTOG LTIOOTNPL{OPEVOG APIBHOC ELPETNPIWV.

o TG ekTeEAEDELS 96 belkTwY, To PPA yla SNV kuuavenke armo 98,7% €wg 100%, To PPA yla pocBnkeg Kat
Slaypapec NTav 100% kat to NPA Atav 100% yia kaBevay amod Toug 96 cuvduaoolg delkTwy. OLeKTENEDELG 8
delkTwv eixav TeEG PPA 100% (SNV, pooBnkeg kal dtaypapeg) Kat NPA 100% yla KaBevav oo TOUG OKTW
OUVOLOOHOUG BELKTWV.

Metagopa deiyuatog

To 6pyavo NextSeq 550Dx etutpemnel tTnv aAAnAoLXLon TIOAAWY SELYUATWY KOL JOPTUPWVY OE Jio EKTEAEDN
aAAnAovxlong. MNPayHATOMONBNKE HIo HEAETN Yo TNV a€loAOYNon Tou BaBuOoL TNG METAPOPAG delypaTog oe
Mo eKTEAEGN OAANAOUYXLONG (EVTOG TNG EKTEAEONG) KAL HETAEL EKTEAEGEWY OAANAOUXLONG (OTO EKTEAEGN OFE
ekTEANEON). E€eTdoTNK OV 6V0 SeiypaTta Platinum Genome, £€va apoeVIKO KAl €Va BNAUKO, UE LG
QVTITPOOWTEUTIKN oK LOGia oXedlOoPEVN VO avaldnTd TANBwPa yovidiwyv Ttou KaAumTouv 12.588 Bdoelg (150
QMTIALKOVLA) 0€ 23 SIOPOPETIKA XPWHOCWHOTA, CULTIEPIANANBAVONEVWY TWV XPWHOCWHATWY KoL Twv dU0
PUAWV. OL BBALOBNAKEeC LTIOBARBNKAV o€ dAANAoLYXLoN HE To Opyavo NextSeq 550Dx pe tn povada Germline
Variant Module. H ueTa@opd apoevIKwV SElyHATWY o€ BNAUKA SelyaTa TopaTnenRdnKe amo TNV mapouasia
QVOYVWOEWY GUTALKOVIOU TOU XPWHOCWHATOG Y 0Ta BNAUK G deiyuaTa.

H petagpopd evidg ekTEAEONG PTIOPEL va yivel KaTd Tn Slapkela TNG dnuloupyiag cuotddwy, KATA TNV
avTloToiylon BAoewv o€ KUKAOUG EVPETNPIOCNC KOL KATA TNV OMOTOAUTIAEEia delyudTwy. [Na TNV e€€TO0N TNG
METOPOPAC delyUATWY EVTOC EKTEAEONG AAANAOLXLONG, Mo de€apevn BBALOBNK WV, N OTloia amoTeAE(TAL OTIO
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46 avTiypoa yla KEBe apoeviko Kal BNALKO delyud, cLUV TEGOEPLG APVNTIKOUG HAPTUPEG EAEYXOU,
uTioBARBNKE o aAAnAoLxLon pia popd oto 6pyavo NextSeq 550Dx. H ueTapopd SelyaToq EVIOC EKTEAEDNG
aglohoynenke PEow TNG oLYKPLONG TNG KAALWYNG TOU OPTIALKOVIOU TOU XPWHOOWHOTOG Y KABe BNAUKOUL
QAVTLYPAPOU HE TN JEGN KAALWYN OUTIAKOVIOU TOU XPWHOCWHATOC Y OAWV TWV OPCEVIKWVY aVTLYpAdPwy oTn
de€apevn. H dldpecsog ou apatnpnenKe oTn NETOPOPA EVTOG eKTEAEONG Tav 0,084 %.

Ma Vv €€€TOGN TNG METAPOPAC SEIYUATOC OTIO EKTEAECN 0E EKTEAEGN, TIPOETOLUAOTNKAV SUO SEEAUEVES
BBALOBNK WV, oL oTtoieg uTIOBARBNKAV o aAAnAoL)Lon SladoxIKG og €va 0pyavo NextSeq 550Dx. H mpwtn
de€apevn meplhdpBave 46 avtiypa@a BNAVKWY SELYUATWY oLV SUO aPVNTIKOUG HAPTUPEG EAEYXOL. H deUTEPN
6e€apevn MepNApBave 46 avTiypapa apoeVIKWV dElYUATWY oLV 600 apvNTIKOUG HAPTUPEG EAEYXOU. KOl 0TI
600 de€aeVER XpNoLOTIONBNKE TO 610 GUVOAO TIPOcapHOoYEWYV deikTn. H BnAukn de€apevr) uTIOBARBNKE o€
aAANAoUXLloN TIPWTN KO, OTN CUVEXELD, EAABE XWPO ML OKOUA EKTEAEGN AAANAOUXLIONG HME TNV GPOEVIKNA
6e€aevn. TN GUVEXELD, TIPOYOTOTOONKE ULa EMAVOANTITIKH EKTEAECN GAANAOUXLONG TNG BNAUKNC
6e€apevng. H petapopd beilypaTtog amod eKTEAEON o€ EKTEAEDN GlOAOYNBNKE PHECW TNG OVYKPLONG TNG
KAALYNG TOUL OUTIALKOVIOU TOU XPWHOCWHATOC Y METAED TWV AVTIOTOLXWV OVILYPAPWVY TNG EMAVOANTITIKAG
EKTEAEONG TNG BNAUKNAC de€aPEVNG KAL TNG EKTEAEDONG TNG APOEVIKNG de€apeVvAG. H dldueoog ou
TOPATNPNBNKE 0TN METOPOPA OTO EKTEAEDN o€ eKTEAEDN NTav 0,0076%.

Ttowxela eloddov DNA
Aipa (Germline)

To e0pog oToLXelwv €10660L DNA aipaTog yia TNV poeToldacia BIBALoBNkwv TruSeq Custom Amplicon Kit Dx
ME Tn pon epyaclwV TnG povadag Germline Variant Module €xetL oplotei yla To Opyavo NextSeq 550Dx. Auto 10
€0POG a€loAoyNOBNKE HECW TNG EKTEAEONG MLOG MEAETNG €V OELPG palwoewV We 13 deiyuata Platinum Genome
KOL JE PO QVTLTPOOWTIEVTLKN oK uaaoia axedlaopevn va avadntd mAnBwpa yovidiwv ou KaAvtmtouy 12.588
Baoelg o€ 23 SLOPOPETIKG XpwHoowHaTa. H BIBAL0BNKN uTIoBARBNKE e aAAnAouxlon o€ dU0 Opyava NextSeq
550Dx pe pia raptida NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAWV).

YnoBAnenkav oe e€€Taon MEVTE delyaTa o€ SITAO aVTiypaPo, o€ TEVTE eTiiNeda oToLXeiwv £10060L DNA amo
250 ng €w¢ 12 ng (250 ng, 100 ng, 50 ng, 25 ng koL 12 ng). OKTw deiypata uTIOBANBNKAV o€ €EETAON WG UOVO
avTiypa®o o€ KaBEVA ATO T MEVTE TLiNEdA oTOLXEIWV €10060L DNA. N0 TOV TPOoodLopLod TNG OKPIRELOG, OL
yovoTuTioL avapopdc ocuykpibnkav pe Ta Platinum Genomes €kdoan 2016-1.0. OpioTnKOV OTIOTEAECHATA VIO
KABe ettinedo atolxeiwv el06dou. To PPA yia kdBe TUTIo MapaAAayng (SNV, ipoodrkeg Kat Sloypapeg)
apouatadetal otov lMivakag 1. To NPA napouoialetal otov MNivakacg 2. Oha ta enineda otolxeiwv el06dou
eixaov napopola akpifela. Ta cuvioTwueva otolxeia elocodouv DNA yia to TruSeq Custom Amplicon Kit Dx gival
50 ng pe 25 ng kat 100 ng KoL TIAPEX 0LV £VA KATWTEPO KOL EVA AVWTEPO OPLO YIO VA TIANPOUVTAL TA
XOPOKTNPLOTIKG arodoong.
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

Mivakag 1 AnoteAeopota PPA yla kaBe otolxeio elc6douv DNA ava TOTIO TIOPaAAAYAG

stoiyelo £106600 DNA Tormog Avapevopeveg TP (N Mnavuotoiioeis PPA
(ng) napaAAayng napaAAayég napaAAayng (%)
12 SNV 2412 2381 31 O 98,7
25 2404 8 0 99,7
50 2403 9 0 99,6
100 2412 O 0 100
250 2412 0 0 100
12 MpooBNnkn 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 Aloypaon 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
Mivakog 2 NPA yla kdBe otolxeio el066ou DNA
Stotyeio £106600 DNA (ng) ™ FP z\‘:’:f:;‘;:‘”°‘xi°s‘c 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 e0pog TwV oToLxeiwv elcodouv DNA mou €ival HOVIUOTIOINPEVA E POPUOAIVN KOL EYKAELOUEVO O€ TIOPAPpivN
(FFPE) ywa tnv mpostoldacia BiAlodnkwyv TruSeq Custom Amplicon Kit Dx e Tn pon epyaciwy TnNg Jovadag
Somatic Variant Module kaBopiotnke yia to opyavo NextSeq 550Dx. To ebpog Twv otolxeiwv elcddou DNA
a&loAoynonKe HECW TNG EKTEAEGNC MGG HEAETNG EV OELPA GPALWOEWV HE Tpia deiypaTa Platinum Genome Kait
ME MO QVTITPOCWTIEVTIKN SOKIOoia oxXedlaopeEVn va avaldnTd MANBwpa yovidiwyv ou KaAumtouv 12.588
Baoelg og 23 BLAPOPETIKA XpWHOCWHOTA. OLKUTTAPLIKEG oelpeg Platinum Genome GM12878 kat GM12877
£€X0UV JovioToNBel o PopHaAivn, €XOLV eYKAELOTEL o€ TTApAPpivn KaL, KATOTILY, £€X0ouV UTIOBANBEL o€
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

€KXUAlon DNA. To GM12878 apolwdnke pe GM12877 €161 WOTE OL CUXVOTNTEG GAANAOHOPPWY TIOPOANAYAG
(VAF) tTwv 79 mapaAAaywv (55 SNV, 9 mpocbnkeg kat 15 dlaypagpeg) va eivat kovtd oto 0,025, 0,05 0,10.
ErunAgov, kaBe deiypa eixe 91 mapaAAayeg Je LYPNAOTEPEG OLYXVOTNTEG TTAPAAAAYG €wg KoL 1,0 VAF. Ta
delypata utoBAnBnKav oe enefepyacia oe IMASG avTiypago o MEVTE enineda otolxeiwv elcodouv DNA pe peoo
TIOCOTIKO KUKAO 6€ATa (dCQq) 2,1, 3,6, 4,6, 6,0 KoL 7,8 cUPWVA Pe PETPHOELG e To TruSeq Custom Amplicon
Dx - FFPE QC Kit. Ka&Be BBAL0Onkn utoBARBnKe o€ aAAnAovxion o€ duo dpyava NextSeq 550Dx e duo
noptideg and NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAwV). ' ToV IPoodloplapo Tng ok pipelag,
oLavTloTolioelg apaAAayng Tou delypatog cuyKpidnkav pe ta Platinum Genomes €kdoon 2016-1.0. To PPA
yla KaBe Tuto rtapaAlayng (SNV, mpoobrkeg Kol dlaypageg) mapouvatddetal otov MNivakag 3. To NPA
Tapoualadetal otov livakag 4. Ta cuvioTweva otolxeia elcodouv DNA yia mapaAiayeg e 0,05 VAF kol avw
elvardCq =4 pe 4,6 WG TO KOTWTOTO OPLO YLO VA TTANPOUVTAL TA XOPOKTNPLOTIKA TNG anodoang.

Mivakag 3 AmoteAeopata PPA yla KaBe oTtolxeio elc06ou DNA ava TUTo TIApaAAGYNG

VAF otoxevouevng apaiwang

Méco Tonoc AVOLEVOUEVES A"““s:::“s"sc 0,025 0,05 0,10
G0 maaaws TS oviowonont  ayngnoniass P aviotoioss " aveoroniomss 77
TapaAAGYAC (%) TapoAAYAC %) PGS %)
2,1 SNV 808 Aev oxLEL 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 MNpoadrkn 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
21 Awypapn 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
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Mivakag 4 NPA ylo ka6e otolyeio elcodouv DNA

VAF otoxevduevng apaiwang

AVOREVOLEOC 0,025 0,05 0,10
EEEE AYPLOG TOTOG Xuopig Xuwpig Xuwpig
avuotoxicelc  NPA (%)  avmotoiioeg  NPA (%)  avuotowioele  NPA (%)
AVaPopaS AVaQopaS AVaQopaS

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

EvawoOnoia tng avaivong (Opto tupAoo [LoB] kat 6plo avixvevong [LoD])

AUTN N MEAETN MPOYMATOTOLNONKE YIO TV ALOAOYNoN TWV TIWV opiou TuPAOL (LoB) kat opiov avixveuong
(LoD) yia Tn povada Somatic Variant Module oto épyavo NextSeq 550Dx. H a§loAdynon mpayuaTomorénke
MECW MLOG QVTUTPOOWTEVTIKAG dOKIWAGLag N otoia £xeL oxedlaoTel va avalntd MANBwPa yovidiwv mou
KaAuTmTouv 12.588 Bdoelg og 23 SLAPOPETIKA XpwHooWHATA. OLKUTTAPLIKEG oelpeg Platinum Genome GM12878
KoL GM12877 €xouv povidotnolndel 6e opualivn, £Xouv eYKAELOTEL o€ TOPaPivn KAL, KATOTILY, £XOLV
uTtoBAnBei oe ekxOALon DNA. To GM12878 apolwbnke e GM12877 €101 WOTE 0L 6LXVOTNTEG MOPaAAayng 74
napoAlaywv (53 SNV, 7 mpocbrkeg kot 14 dlaypaeg) va eival 0,05 = 0,02. To GM12877 KoL TO APALWHIEVO
GM12878 (GM12878-D) e€eTdoTnKaV YLa £EL BLABOXIKEG NUEPEG EVAPENG HE EVA OPYQVO, e EVOAANOYH METAED
600 napTidwv NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAWV), Yl €va GUVOAO £EL EKTEAETEWV
aAAnAovxilong. Autni n e€€taon pocepepe 60 avtiypaga yio KABe iapoaiiayrn GM12878-D kal 72 avIiypopa
yla K&OE aVTIoTOLXN CLUVTETAYMEVN AypLOL TUTIOL 0To GM12877 yia KABE TopTida avTidpaotnpiwv. OL TiueG LoB
Kat LoD vmoAoyioTtnkav Pe TNV KAGGLKA TIPOCGEYYLON TIOU ava@pePeTal 0To CLSI EP17-A2 Ue TN Un TIOPOUETPLKN
emiAoyn. Ot tyueg LoB kat LoD vnoAoyiotnkav Eexwplotd yia SNV, poobnKeg KoL SLoypaPeES HECW
opodoToinoNG TWV CLUXVOTATWY MAPAAAAYAG YIO EVAV CLUYKEKPLUEVO TUTIO TIOPAAAAYNRS. To opAaAua Tutov |
opiotnke wg 0,01 kaLTo oPdAa Tutou Il opioTnke wg 0,05.

MNa Vv odadotmoinon LoB, ol opadonolnueveg cuxvoTnTESG MAPAAAAYNC TAELVOUNONKOV OTIO TNV KOTWTEPN
oTNV GVWTEPN, KAL UTIOAOYIOTNKE N 99N B0 ylo KABE TOPTIOA AVTIOPACTNPIWY YIa KABE TUTIO MAPAAAAYAQ
(Mivakag 5). H povada Somatic Variant Module xpnotuotolel Ty anokotng (evepyo LoB) 0,026 VAF yia tov
K0BOopLoHO TNG TIOCOTIKNAG avixveuvong mapoAlaywy. O bToAoYLoPOG TNS TIWAG LoB emaAnBsucoe OTL LT N TIUA
QTIOKOTING EXEL WG OTOTEAECHA opAApa TuTou | mou 6ev umiepPaivel To 0,01.

Mivakag 5 Oplo TuPAoL

TUTOG MAPOAAQYNAG  TUVOAIKEG MOPATNPAOELS LoB ywa moptida avtibpactnpiwv 1 (%) LoB ywa mapTtida avidpaotnpiwv 2 (%)

SNV 3816 0,77 0,77

MpoodnKn 504 0,56 0,56

Aoypoph 1008 1,20 1,20
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Mo TNV Ty LoD, uTtoAoyioTNKE TO TOCOO0TO TWV PYEMOVWHEVWY CUXVOTATWY HETOAAAEEWV Yla KABE TtapTida
avTIOpaoTNPIWY YIa KABE TOTIO MAPAAAGYNG TIOU EIVAL JIKPOTEPO OTIO TNV TLHN attokotAg 0,026 lMivakag 6.
Emeldn ta mocooTd ATav XounAoTepa amno 1o odApa Totou Il 5% (0,05), n 61duecOg TWV CUVOVAGHEVWY
OUXVOTATWYV TIAPAAAAYNC UTIoAOYioTNKE WG TIUA LoD (Mivakag 6). H Ty LoD yia K&6e TUTo MopaAAAYAG
BewpnBNKe N HEYAALTEPN TWV HVO TIHWV TIOU LTIOAOYIOTNKAV YLd TI§ dUo TapTidEG avTidpaoTnpiwy —4,97% yLo
SNV, 5,12% yla pooBAKEG KoL 5,26% yla SLaypaPEG.

Mivakag 6 Oplo aviyxvevong

Ap1BubG pETPiOEWV % UeTprioEwV

Naptida Tunog SUVONIKEG ‘Opwo avixveuvang

avtidpaaTtnpiwy TIAPOANQYNG TIOPOTNPFOELS Z’;’; - ZQ,I; % (%)
1 SNV 3180 53 1,7 494
MpooBnkn 420 6 1,4 5,08
Alaypoon 840 7 0,8 5,22
2 SNV 3180 51 1,6 4,97
MNpoconkn 420 5 1,2 512
Awaypogn 840 7 0,80 5,26
Akpipela
Germline

H mapakGTw PJEAETN TIPAYHOTOTIOONKE yla TNV a€loAOYNon TNG AKPiBELAG avTloToiXloNg MAPaAAAyYAS TNG
povadag Germline Variant Module oto Opyavo NextSeq 550Dx e 1o NextSeq 550Dx High Output Reagent Kit
v2 (300 KUKAWV). YIoBANBnkav o€ e€€taon 13 povadika deiyuota Platinum Genome KAt Tn SLAPKELD ULOG
QVTLTPOOWTEUTIKNG dOKIPaOiog oXeSlOOHEVNG va avalnTd dldgpopa yovidla Ttou KaAumTouy 12.588 Bdoelg
(150 apTALKOVLIa) 0€ 23 SLOPOPETIKA XPWOCWHOTA. ZUVOALKG TIPOYOTOTIOONK AV EVVEQ EKTEAECELG [E Tpia
opyava oAAnAouXLlong, TPELG TIOPTIOEG AVIIOPACTNPIWY KAL TPELG XELPLOTEG, OE MEVTE NUEPEG evapEng. H
aKpiBela opioTnke yla SNV, mpooBnKeS KAl SLaypaPEG JEGW TNG CUYKPLONG TWV OTIOTEAECHUATWY UE MLO KOAK
XOPOKTNPLOPEVN HEBOHO avapopdc cLVBETWY, TN PEBodO Platinum Genomes €kdoaon 2016-1.0. OL
YOVIOLWUATLKEG TIEPLOXEG ME LYNAO ETIMEDO EUTILOTOOVVNG KaBopidovTal BAcel AuThg TNS MEBOSOL avapopdg,
EKTOC KAL OV OpiZeTAL SLOPOPETIKA.

Mivakag 7 Z0vown tng cupewvioag Germline

Kputfipla TUVOAKEG apaTnproelg’ ATIOTEAEOHO aVE TiapaTripnan? ATIOTEAEOHO ava eKTENEONS
PPA yio SNV 819 98,7 >99,9
PPA yla pooBnRKEG 819 95,0 98,9
PPA yla dlaypageg 819 100 100
NPA 819 100 100
OPA 819 >99,9 >99,9
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TYTioNoyiZETal We OPOUAC BElYUATWY avd eKTENESN (91) €M TOV APLONO TwV eKTEAEGEWV (9) = 819.
2KatwTepn TR TOL TOPATNPARBNKE avd avTiypapo SelyaTtog Kal oTIG 9 EKTEAETEL.
3KoTWTEPN TN OTAV TO SEBOUEVA KABE EKTEAEGNG AVOAVOVTOL GUYKEVTPWTIKA.

O lMivakag 8 mept\auBaveLl To S€SOUEVA TNG MEAETNG ME BETIKN KAL GPVNTIKI CLUMPWVIa ava deiyua, OTou Ta
QTIOTEAECHOTA TWV TIOPAAAGYWY CLYKpivovTal e Ta dedougva TG PeBGSou Platinum Genomes €kboong 2016-
1.0 yta urtoAoylopoUg PPA. Ot tpelg Tumot tapaAAaywv (SNV, poobnkeg Kol dlaypageg) cuvduddovtal. Emeldn
N HEB0SOG AVOPOPAC TTIOPEXEL ATIOTEAETHATA HOVO YLA TIG TIAPOAAAYEG EVOC VOUKAEOTIOIOU KOl yLa
TIPOOCONKEG/BLOYPOPES, TO AMOTEAECHUOTA BACNC XWPIC TIAPAANAYES CLUYKPivVOVTAL JE TNV AAANAOUXIO
avapopdc avBpwivou yovidlwuatog hgl19 yia urtohoylopoug NPA.

Mivokog 8 Tupopwvia Germline ava delypo

, Méoo AVQEVOPEVES Mn
Acsiypa nocootd 1 TP FN avtotolyloelg TN FP PPA NPA OPA
avtiotolylong napahhaye noapaAAayig

NA12877 >99,9 4788 4788 0 0 756762 0 100 100 100
NA12878 >99,9 8505 8379 1 125 751464 0 >999 100 >999
NA12879 >99,9 6048 5985 5 58 757701 0 99,9 100 >99,9
NA12880 >99,9 6993 6930 0 63 757638 O 100 100 100
NA12881 >99,9 7875 7811 3 61 751653 0 >999 100 >999
NA12882 >99,9 6300 6174 3 123 754803 0 >99,9 100 >999
NA12883 >99,9 7119 7056 0 63 751905 0 100 100 100
NA12884 >99,9 7182 7119 6 57 754146 0 99,9 100 >99,9
NA12885 >99,9 7686 7560 2 124 754173 0 >999 100 >999
NA12886 >99,9 7245 7182 7 56 752469 O 99,9 100 >999
NA12887 >99,9 7119 7119 0 0 750645 O 100 100 100
NA12888 >99,9 6804 6804 0 0 756065 O 100 100 100
NA12893 >99,9 7434 7371 1 62 750015 0 >999 100 >999

T SUVOAIKAG apIBHOC TAPOANAYWY OE OAG TG AVTIYPOPA SELYHATWY KAl OTIC 9 EKTEAEGELS.

O lMivakag 9 mept\apBavel Ta dedoPEVA TNG MEAETNG AVA BElYHA, OTIOU TO OTIOTEAECHUATO TWV TIOPOAAAGY WV
OLYKPLVOVTOL JE TNV KAAG XOPpAKTNPLOMEVN UEBOBO avaPpopdg olVBeTWV. H avixveuon aglohoyeital yio KAoe
TOTO MOPaAAayng —SNV, TIpocBnKeg Kal dlaypapeg— EeXxwploTd. OLBETELG avapopdc eEalpoLVTaL.

MNivakag 9 Zuuewvia Germline avd delypa, ava TUTIO TOPAAAAYAG

SNV MNpoo6rkeg Awypapég
Agiypa Avopevopevo TP FN Avopevopevo TP FN Avopevopevo TP FN
NA12877 2331 2331 0 1323 1323 0 1134 1134 0
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Asiyua
NA12878
NA12879
NA12880
NA12881

NA12882
NA12883
NA12884
NA12885
NA12886
NA12887
NA12888
NA12893

AvolevoueVo

5733
3591
4221
4914
3717
4284
4284
4725
4347
4284
4158
4599

SNV
TP

5733
3591
4221
4913
3717
4284
4284
4725
4347
4284
4158
4599

o O O

_

O O o o o|lo o o

MpocBIiKeg
AVOHEVOLEVO TP
1260 1197
1323 1260
1512 1512
1512 1449
1386 1323
1449 1449
1575 1512
1575 1512
1449 1386
1323 1323
1449 1449
1386 1323

illumina

Awaypopég
FN  Avopevopevo TP
1 1512 1449
5 1134 1134
0 1260 1197
2 1449 1449
3 1197 1134
0 1386 1323
6 1323 1323
2 1386 1323
7 1449 1449
0 1512 1512
0 1197 1197
1 1449 1449

FN

0
0
0
0
0
0
0
0
0
0
0
0

Ta delypata UTIOBANBNKOAV 0€ TIEPALTEPW AVAALGN YLO TNV AVTLOTOLXLION MK PWV TIPOCONKWVY KoL dlaypapwv
(indel). Mwa cuvoAikr cuvown eivat dlaBeoiun otov MNivakag 10. YriRp&av cuvoAilkd 71 indel Ta omoia ixav

pEYEBOG 1-24 bp yila TpocBnKeg Kol 1-25 bp yla SLloypageg.

Mivakag 10 Zvvown avixvevong indel Germline

MapaAAayn ToTtog
MpooBnkn
Alaypopn

18522
17388
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FN
27
0

Mn avtioTtolyioelg mapaAAayng

477
315

PPA
99,9
100
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H avTinpoowteuTik doKacio TepAGuBave 150 AUTAIKOVIO OXESLOOHEVA VO KOAUTITOUV EVO EKTETAUEVO €0POC YOVISLWUOTIKOU
nieplexopevou. To meplexouevo GC Twv auTAKoViwy eixe eVpog 0,19-0,87. Ta ouTALKOVLIO €iXaV, ETONG, EVPOG ETIOVOANYPEWVY EVOG
voukAegoTibiou (T.X. PolyA, PolyT), 8lvoukAeoTISiwy Kal TPLVOUKAEOTIOIWY. Ta §edoueva cLUYKEVTPWONKAV ava auTIALKOVLIO ([ivakag 11)
yla va KaBoploTel n emidpaon Tou YOVISLWHATIKOU TIEPLEXOMEVOL OTO TIOGOOTO TWV CWATWYV OVILOTOLXioEWV. TO TTOGOOTO TWV CWOTWV
QVTLOTOLYioEWVY OTOTEAEITAL OTIO TIG GVTLOTOLXIOELG TIOPOAAAGYAG KOL AVOPOPAS KOl Eival UIKpoTeEPO atd 100% av uTidpXouV eite
€0QOAUEVEG QVTIOTOLYIOELG £lTE PN AVTIOTOLXIOELG.

MNivakag 11 AkpiBela Germline o€ eninedo aumMAIKoViwy

Méeyebog Bdoelg oTig
TUAMOTOG TEPLOXEG FovISlwUaTIKO

3 VIJ ONOW "HXHdX HMILXONIVIV OdLIA NI VI

‘HJO1V

XAd0Sss basixaN noApAdo 50100033000 0139AT

8G OU0 9¢

X , Apxn TéNog ) ) Meplexouevo SWoTES EcpoApéveg Mn % OWOTWV
AUTALKOVIO  XpWHOCWHA ) , Tou uynAoL TEPLEXOMEVO ) , , )
QUMALKOVIOU apTALKOViou , \ , GC QVTLOTOLXIOEIG OVTIOTOLXIOELG QVTIOTOLXIOES OVTIOTOLXIoCEWV
uTIoBANBNKE ETMESOV AMTIALKOViOU
o€ avaAuon eumoToolvng
1 1 36450499 36450591 93 93 Indel 0,22 76167 0 0 100
2 1 109465122 109465200 79 79 Poly A (5), Poly 0,38 64701 0 0 100
C (5), indel
3 1 218353867 218353957 91 91 Indel 0,4 74529 0 0 100
4 1 223906657 223906748 92 92 Indel 0,49 75348 0 0 100
5 1 228526602 228526682 81 81 Poly G (5) 0,69 66339 0 0 100
6 1 236372039 236372108 70 70 Poly T (10), 0,39 57330 0 0 100
indel
7 1 247812041 247812128 88 88 Poly A (5), CT 0,27 72072 0 0 100
(3), TAA(3),
indel
8 2 55862774 55862863 90 90 Indel 0,28 73710 0 0 100
9 2 87003930 87004009 80 80 Indel 0,38 65520 0 0 100
10 2 177016721 177016805 85 81 Al 0,65 66339 0 0 100
1 2 186625727 186625801 75 75 Poly A (8) 0,35 61425 0 0 100
12 2 190323504 190323591 88 88 Poly T (5) 0,42 72072 0 0 100
13 2 200796740 200796826 87 87 Poly T (5), 0,31 71253 0 0 100
indel
14 2 212245049 212245139 91 91 Poly T (5), Poly 0,3 74529 0 0 100
A (6), indel
15 2 228147052 228147144 93 93 Indel 0,43 76167 0 0 100
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X , Apxn TéNog e T[SplOXS’C OVl&melKo Meplexdpevo SWoTEG EopaAugveg Mn % OWOTWV
AHTAKOVIO. XpwhoowLa OMTALKOVIOL OUTIALKOVIOU rtov VAol L GC QVTLOTOLXIOEIG OVTLOTOLXIOELG QVTLOTOLXIOELS aVTLoTOLXioEWV
- - uToBANBNKE ETUMESOL AMTALKOViOU X(CetC Xioete Xigee X
og avdAuon eumotoolvng
16 2 235016350 235016422 73 73 Poly T (5), 0,42 59787 0 0 100
indel
17 3 4466229 4466321 93 93 AT(3), indel 0,27 74823 0 1344 98,2
18 3 46620561 46620643 83 83 A/l 0,43 67977 0 0 100
19 3 49851331 49851400 70 70 CT(3), indel 0,49 57330 0 0 100
20 3 189713161 189713248 88 88 Poly A (5), Poly 0,41 72072 0 0 100
T (5), Poly A
(9), TG(3)
21 3 190106030 190106104 75 74 Indel 0,57 60543 0 63 99,9
22 4 2233667 2233744 78 78 Poly A (6) 0,26 63882 0 0 100
23 4 7780541 7780637 97 97 Poly G (6), 0,42 79443 0 0 100
Poly T (5), Poly
A (5)
24 4 15688604 15688681 78 78 A/l 0,29 63882 0 0 100
25 4 56236521 56236586 66 62 Poly A (5), 0,36 50778 0 0 100
indel
26 4 102839244 102839314 71 69 Poly A (5) 0,46 56511 0 0 100
27 4 164446743 164446804 62 62 Poly A (7), 0,27 50778 0 0 100
indel
28 5 1882081 1882158 78 75 A 0,78 61425 0 0 100
29 5 14769061 14769144 84 84 GT(3), CCA(3) 0,62 68796 0 0 100
30 5 41069808 41069871 64 64 A 0,39 52416 0 0 100
31 5 74077114 74077196 83 83 Poly A (6), 0,3 67977 0 0 100
indel
32 5 147475343 147475409 67 67 Poly T (5) 0,37 54873 0 0 100
33 5 149323731 149323821 91 91 CT(4), AG(3) 0,55 74529 0 0 100
34 5 155662213 155662287 75 75 Indel 0,43 61425 0 0 100
35 6 6318713 6318814 102 102 Poly G (6) 0,68 83538 0 0 100
36 6 24949983 24950074 92 92 Indel 0,63 75348 0 0 100
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31084900
32147987

32986864
33408498
41647401

112435865
22202076
66276100
77365735

110939946
128533468

149503875

154404519
156476507
1817312
24811020

76518625
103054909
105586150
107620823
123769149

TéNog

31084999
32148084

32986958
33408583
41647495

112435955
22202148
66276187
77365821

110940030
128533557

149503965

154404599
156476599
1817394
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76518691
103055006
105586214
107620918
123769231
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GCT(5), indel

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

Indel
Poly C (6)

Poly G (5),
indel

Poly A (5)
Al
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), inde

Indel
Poly G (6)
Indel
Al
AT(3)

Meplexdpevo
GC

0,61
0,55

0,53
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
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76608
80262
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70434
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72072
71253

69615
73710
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67977
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54873
80262
53235
78624
67977
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138995345

5987120

11784629
27317777
33018351

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

125769313
2834770

26811004

30881766
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138995441

5987198

11784726
27317855
33018440

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

125769397
2834853

26811096

30881846
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Poly C (6),
indel

Poly G (5),
indel

GC(3)
Poly T (5)

Poly A (5), Poly
T(5)

Indel
AC(11), indel
Al
Al
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

Meplexdpevo
GC

0,68

0,47

0,87
0,3
0,2

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
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63882

74529
64701
73710
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66339
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57330
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50778
83538
59787
69615
74529
69615
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69615
68796

76167

66339
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88474105
120966872

24167504

25816961

44880112
77665218
31619327
39517884
46958962

58050030
82390559
92549544
102808496
43170751
63446149
77879807

81625334
85438263
89817413
89864274
1894910
28997904
53682908
57954406

88474175
120966966

24167576

25817049

44880200
77665294
31619393
39517966
46959034

58050110
82390649
92549609
102808589
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77879901
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89817503
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Poly A (6)
Poly G (5)
Al

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

Indel
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
Al
Indel
Al
Poly C (5)
TA(3)
Poly C (5)

Meplexdpevo
GC

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

0,49
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
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58149
77805
59787
72072

72891
63063
54873
67977
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66339
74529
54054
76986
78624
55692
76167

77805
58149
74529
57330
51597
77805
71253
85176
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85706375

3563920
3594191

3970090
16084945
33998759
39589691

41244394
45438866

61502432

64023582

72308237
2616456
6980478
9888026

38836999

47405382
54815665
59773996
625143
18121418
18186574
746056

TéNog

85706465

3564008
3594277

3970180
16085037
33998849
39589774

41244484
45438957

61502510

64023667
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2616522
6980568
9888094
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47405462
54815749
59774060
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Poly T (5),
indel

GC(3)

Poly C (5),
indel

Indel
Indel
Poly T (5)

Poly A (13),
indel (x2)

Poly A (5)

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

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

Poly A (6), TG
(3)

Poly A (5),
indel

CTC(3), indel
CT(3), indel
Al
Al
Al
Al
Al

Meplexdpevo
GC

0,37

0,64
0,67

0,46
0,26
0,54
0,29

0,34
0,26

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

0,37

0,47
0,45
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0,68
0,64
0,61
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10633195
17705633
21766821

25278421
50897302
62331904
62690860
30300823
33694176

36710706
46644924

46705575

25750774
32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397
2655519
2655609
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10633276
17705708
21766890

25278521
50897368
62331994
62690946
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AC(3)
CT(3)

GT(3),TG(4),
indel

Indel
Indel
Poly G (6)
Indel
Indel

Poly T (6), CA
(3)

GT(3), indel

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

Poly T (5), Poly
A (8)

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

Meplexdpevo
GC

0,59
0,58
0,46

0,63
0,36
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
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62244
57330
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72072
71253
54054
80262
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56439

73710

81900
79443
79443
81081
75348
56511
56511
58149
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

Ta anoteA€opota aAAnAovylong yio to deiypa NA12878 cuykplBnkav ye Evav YOVOTUTIO e LYNAO eTtinedo
gdmioTooLvNG yio To NA12878, o0 omoiog £xeL oplotei amno 1o National Institute of Standards and Technology
(NIST) (v.2.19). A6 ta 150 apmAkovia, 92 auTALKOVIA TIEPLEXOVTAV TIANPWG OTLG TIEPLOXES UYNANG
EMTILOTOOLVNG TOU YOVIOLWHATOG, 41 AUTIALKOVLIA NTOV MEPIKWE GAANAETILKOAUTITOMEVA KOL 17 GUTIALKOVLG dEV
aAANAeTUKOAUTITOVTAV 0TNV oAAnAouYia NIST. Auté To amnotéAeopa anegepe 10.000 cUVTETAYHUEVEG VA
avTiypa®o yla cUyKpLon. AVTIoToLXioElg BAONG KN TIAPOAAGYNG CLYKPIBNKAV e TNV AAANAoLXia AVaPOPAG
avepwILVOU YoVIdlwloTog hgl9. Ta OMOTEAECHUATA GKPIBELAG avapepovTal oTov MNivakag 12.

MNivakog 12 Suppwvia BAACTIKNAG oelpdg delypotog NA12878 e Tn Bdon 6edopevwy NIST

AplBOuo6g Méoo tocoatd
AuTAKOViWwY avTLoToixlong

NA12878 133 >99,9 6552 1 610470 O >99,9 100 >99,9

Aelypa TP FN TN FP PPA NPA OPA

Bdaoel Twv 6€60UEVWY TIOU TIPOEPXOVTOAL OTIO GUTAV TN MEAETN BAAOTIKAG 0ELPAG eVVEQ EKTEAEGEWY, TO Opyavo
NextSeq 550Dx pmopei va uTtioBaAEL o€ dAANAOVUXLON UE CUVETIELD:

* [leplexouevo GC =19% (OAeC oL AVTIOTOLXIOMEVEG BATELC 0€ 819 AUTIALKOVIG AAANAOUXLIONG ME
neplexopevo GC 19% avTLoTOLXIOTNKOV OWGTA JIE TIOGOOTO [N avTloToixtong 0,6%)

* [leplexouevo GC <87% (OAeg oL AvTIOTOLXIOMEVEG BAoeELg o€ 819 APTIALKOVIG AAANAOUXLONG HE
neplexopevo GC 87% avTioTolXioTNKOV 0WoTA PE UNOEVIKO TIOCOOTO [N aVTLIoTOlXloNG)

*  Mnkn PolyA <9 (0Aeg oL AVTIOTOLYXIOMEVEG BACELC 6€ 819 AUTIALKOVIO GAANAOUXLONG TIOU TIEPLEXOULV
enavaAnyn PolyA evvea VOUKAEOTISIWY QVTLOTOLXIOTNKAV CWOTA E INOEVIKO TIOGOGTO HN
avtloToixiong)

*  Mnkn PolyT =10 (0Aeg oL avTloTOLXIOPEVEG BACELG o€ 819 AUTALKOVIO GAANAOUXLONG TIOL TIEPLEXOUV
enavaAnyn PolyT §€ka VOUKAEOTIOIWV OVTLGTOLXIOTNKAV GWOTA JE JNOEVIKO TTOCOGTO UN
avtioTtoixiong)

*  Mnkn PolyG <7 (6Aeg oL AVTIOTOLXIOMEVEG BATELC 0€ 819 AUTIALKOVIG GAANAOUXLONG TIOL TIEPLEXOULV
enavaAnyn PolyG entd vOouKA£OTIS WV AVTIOTOLXIOTNK OV CWOTA PUE TIOGOOTO [N GVTLOTOIXIoNG
1,0%)

*  Mnkn PolyC =6 (6Aeg oL avTloTOLXIOMEVEG BAOELG o€ 2457 QUTIALKOVIO GAANAOLXLONG TIOU
Teplexouv emavainyn PolyC £€L VOUKAEOTIBIWY AVTIOTOLXIOTNKAV CWOTA e INOEVIKO TIOCOOTO [N
avTloTtoixlong)

*  Mnkn emavaAnyng dtvoukAeoTdiwy =11x (OAeg oL avTioTolXlopEVEG Bdoelg o€ 819 GUTIAKOVLIA
aAANAoUXLlONG TIOL TIEPLEXOLV ETIAVAANYN SLVOUKAEOTIOIWY 11X AVTIOTOLXIOTNKAV CWOTA UE
TO0C00TO Un avTloToixong 0,5%)

*  MnkKn enavaAnyng TPLVOUKAEOTIOIWY <5x (OAEG OL AVTIOTOLXIOMEVEG BAOELG o€ 819 QUTIAIKOVLG
OAANAOUXLONG TIOL TIEPLEXOUV ETIAVAANYN TPWOIVOUKAEOTIOIWVY 5X OVTIOTOLXIOTNKOV OWOTA PE
TI0CG0O0TO N avTioToixlong 0,5%)

Ap. eyypapou 200031448 £kd. 00 33 amno 58

FMAIN VITRO AIATNQXZTIKH XPHXH. MONO lMA EZATQIH.
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

*  MNAKnTPooBnkng <24 (66343 anod 66370 avTIOTOLXIOMEVES BAOELG 0€ 819 AUTIALKOVLA
aAANAOUXLlONG TIOL TIEPLEXOULV TIPOGONKN 24 VOUKAEOTIOIWV AVTIOTOLXIOTNK OV CWOTA JE TIOGOOTO
MN avTloToixlong 1,2%, dev MOpoLGLACTNKOV ECPOAAUEVES OVTIOTOLXIOELG O€ TIEPLOXN ME TIPOOBRKN
24 vouKAeOoTIOIWV)

*  MnNkn dlaypapng =25 (OAeg oL AVTIOTOLXLOMEVEG BAOELG 0€ 2457 GUTALKOVIA GAANAOUXLONG TIOL
TIEPLEXOULV dlaypaPr) 25 VOUKAEOTIOIWY QVTIOTOLXIOTNKOV CWOTA JE UNOEVIKO TTOGOOTO [N
avtloTolyiocewv)

Somatic

H JeEAETN TIOL TIEPLYPAPETAL E6W TIPAYUOTOTIOONKE YO TNV a§LoOAdyNon TG oK piBelag avTioToixong
TopoaAAayAg otn Jovada Somatic Variant Module pe to Opyavo NextSeq 550Dx kat to NextSeq 550Dx High
Output Reagent Kit v2 (300 KUKAwV).

Y€ AUTAV TN MEAETN XPNOLMOTIONONKE IO AVTLTPOCWTEVTIKN SOKaGia yia TV avad)Tnon TANBwPOG Yovidiwv
TIou KaAUTIToLV 12.588 Bdoelg (150 auTALIKOVIO) o€ 23 SLOPOPETIKEG XpwHoowpata. To Platinum Genome DNA
€&€nNxOn atmo PTAOK Tov eixav utoBANBel o€ emefepyacia FFPE, yla tn dnuoupyia €EL OVOdIK WV SELYATWY YO
a&loAoynon oTo TMAGICLO TNG HEAETNG.

To deiyua GM12877 DNA apalwénke pe deiyo DNA GM12878 yia th dnuovpyia twv GM12877-D5 kai
GM12877-D7 wg evOg GUVOAOU HOVOSIKWY €TEPOILYWV TIAPOANAYWV E CLUXVOTNTEG MAPAAAAYNC KOVTA OTO
5% kal7%. Mapopoiwg, To deiypa DNA GM12878 apalwenke e deiyua DNA GM12877 yla Tn dnutloupyia Twv
GM12878-D5 kaL GM12878-D7. K&be deiypa umtoBANBnKe o€ e€E€TAON 0€ TPIO AVIiypaa, e e€aipean ta
OpOLWHEVD delypaTa, Ta omoia LTIOBANBNKAV o€ eE€TAGN OE £EL AVTIYPOPA. TUVOALIK G TIpOYUOTOTIONBNK AV
EVVEQ EKTEAECELG [E TPl Opyava dAANAOUXLONG, TPELG TIOPTIOES AVTIOPAOTNPIWY KAL TPELG XELPLOTEG, OE MEVTE
nNUEPES €vapeng. H akpiBela opiotnke yla SNV, mpooBnKeg Kal SlaypaPEG HETW TNG CUYKPLONG TWV
OTIOTEAECHATWY HE LG KOAG XOPOKTNPLOPEVN HEBODO avapopdc cuVBETWY, TN HEBOSO Platinum Genomes
€kboong 2016-1.0. OL YOVISLWHUOTIKEG TIEPLOXES HME LYPNAO eMinedo eumoTOoLVVNG KaBopi{ovtal BAoel AVTAG TNG
HMEBBGOOL AVaPOPAC, EKTOC KAL OV OpileTAL SLOPOPETLKA.

Mivakag 13 Zovown cuupwviag Somatic

Kpuripla TUVOAIKEG topoTnprioele!  AToTEAEoHa ava napatiipnan? ATOTEAEOHO aVa ekTEAEGNS
PPA ywa SNV 378 98,9 99,9

PPA yla pooBnkeg 378 96,9 99,9

PPA yla dlaypapeg 378 97,1 99,9

NPA 378 >99,9 >99,9

OPA 378 >99,9 >99,9

TYmohoyiZeTat we apBuog Selyudtwy avd ekTéAeon (42) emti Tov apOpd Twv ekTeEAEoEwV (9) = 378.
2KoTwTEPN TR TIOL TIAPOTNPABNKE OVE GVTIYPaPO SElyOTOC KOl 0TI 9 EKTEAETELC.
3KaTwTePN TN OTOV Ta 680PEVA KABE EKTEAEGNG AVOAUOVTOL GUYKEVTPWTIKA.
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Evbeto cuokevaoiag opydvou NextSeq 550Dx

illumina

O Mivokag 14 meplhaupBavel Ta dedopevVa TNG MEAETNG ME BETIKN KOL ApVNTIKH cuPPWVia ava deiypa, Omou Ta
OTIOTEAECUOTA TWV TIOPAAAGYWY CUYKPIVOVTAL JE TNV KOAG XGPOKTNPLOPEVN HEBODO avapopdc cUVBETWVY Yo
uTtoAoylopoug PPA. Ot tpelg tumot mapaAAdaywv (SNV, pocbrkeg Kal dlaypapeg) cuvduddovTal Emedn n
MEBOOOC aVaPOPAC TIAPEXEL ATIOTEAECOTO HOVO YO TIG TIOPAAADYES EVOG VOUKAEOTISIOUL KalL yLa
TIPOGONKEG/BLOYPAPES, TA ATIOTEAEGUATO BAONG XWPIG TTOPOAANOYEG CLUYKPivOVTAL e TNV aAAnAoUuYia
avapopdg avBpwrvou yovidiwuatog hgl19 yua urtohoylopoug NPA.

MNivakog 14 Zupgwvia Somatic ava delypa

Acgiypa

GM12877
GM12878
GM12879
GM12884
GM12885
GM12888

GM12877-
D5

GM12877-
D7

GM12878-
D5

GM12878-
D7

Méoo
T0G00Td
avtiotolyiong

98,7
98,8
99,8
99,8
99,8
99,8
99,8

99,7

99,5

99,7

2052
3645
2592
3078
3294
2916
9288

9288

9288

9288

Avaopevopevo

TP

2025
3564
2538
3024
3213
2889
8930

9032

8699

9108

O O o0 oOo|o o o

42

Mn

avtotolxloelg TN
TIapaAAayng

27 318682
81 317645
54 323614
54 322038
81 322121
27 323048
358 630621
256 629719
547 628582
180 629803

FP

O N O o1 N O

PPA

100
100
100
100
100
100
100

100

99,5

100

NPA

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

100

100

100

OPA

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

100

>99,9

100

O lMivakag 15 meptAauBAaveL Ta 6e60UEVA TNG MEAETNG OVA deiya, OTIOU TA ATIOTEAECHATA TWV TIAPOAAAYWV
GULYKPIVOVTOL JE TNV KOAG XOPAKTNPLOMEVN HEBOSO avaPopdg cuveeTwy. H avixvevon afloAoyeital yla Kaoe
TUTo MOpaAAayng —SNV, pocBrKeg KaL dlaypapeg— EeXwpLloTd. OLBETELG avapopds eEaLlpoLVTAL.

Mivakag 15 Xupewvia Somatic ava deiypo avd TUTIO TTAPAANGYNG

Asiyua
GM12877
GM12878
GM12879
GM12884
GM12885

SNV
Avapevopevo TP
999 999
2457 2457
1539 1539
1836 1836
2025 2025

Ap. eyypdpou 200031448 £kd. 00
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MpoaBiikeg
AVOLEVOLEVO P FN
567 567 0
540 513 0
567 540 0
675 648 0
675 648 0

Awaypapeg
AvapevOpEVO TP FN
486 459 0
648 594 0
486 459 0
567 540 0
594 540 0
35amo6 58



Evbeto cuokevaoiag opydvou NextSeq 550Dx

Asiyua
GM12888

GM12877-D5
GM12877-D7
GM12878-D5
GM12878-D7

Avapevouevo

1782

5454
5454
5454
5454

SNV
TP

1782
5392
5406
5192
5445

FN

28
0

MpoaBiikeg
AVOLEVOLEVO P
621 621
1782 1647
1782 1728
1782 1651
1782 1719

o © O o o

illumina

Awaypapeg
AvapevOpEVO TP
513 486
2052 1891
2052 1898
2052 1856
2052 1944

®

oO|luo| O O O

Ta 6€Kka delyoTa avaADONKOV TIEPALTEPW YLO TNV QVTLOTOLXLON HMIKPWV IPocBNK WV Kal dlaypagwy (indel)
(Mivakag 16). Ynnp&av cuvoAlkd 71 indel Ta omoia eixav HEyeBog 1-24 bp yla poadnkeg Kol 1-25 bp yla

Sloypapeg.

Mivakag 16 Xvvoyn avixvevong indel yio tn govada Somatic
TP

10282
10667

TOTog mapaAAayng

MpooBnkn
Alaypan

AvoEVOUEVEG TIAPAAAAYES

10773
11502

Ap. eyypdpou 200031448 £kd. 00
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Mn avtiotolyicelg mapaAAayng

482
830

PPA
99,2

>99,9

36 amnod 58
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Ta 150 OUTAIKOVIO OXESIAOTNKOV WOTE VO KOGAUTITOUV EVA UEYAAO EVPOC YOVISLWHATIKOU TiEPLEXOMEVOUL. To eplexopevo GC Twv
aMTALKOViwV gixe eLpog 0,19-0,87. Ta APTIAKOVLA eiXaV, £TIiONG, EVPOG ETTAVAAAPEWY EVOG VOUKAEOTIOIOU (T.X. PolyA, PolyT),
OLVoUKAeOTIBIWV KalL TPVOUKAeOTIOIWY. Ta dedopEva oLuyKeEVTPWONKAV ava apmALlkovio (Mivakog 17) yia va KaboploTei n emidpaocn Tou
YOVISLWUATIKOU TIEPLEXOPEVOUL OTO TIOGOOTO TWV CWOTWV OVILOTOLYXIoEWV. TO TTOCOOTO TWV CWOTWV AVTLOTOLXIOEWV OTOTEAEITAL OTIO
TIC OVTLOTOLXIOELG TMOPAAAQYAG KOL aVAPOPAG KAl Eival JIKpoTePO attd 100% av UTIAPYXOUV EITE ECPAAUEVES OVTIOTOLXIOELS EITE N
avtlotolyioelg.

Nivakag 17 AkpiBela povadog Somatic oe eninedo aumAkoviwy

AUTIALKOVIO XPWHOOWHA

(oI &) B S NV ]

10
"
12
13

14

15

N N NN NN

Apxi
aumALKoviou

36450499
109465122

218353867
223906657
228526602
236372039

247812041

55862774
87003930
177016721
186625727
190323504
200796740

212245049

228147052

TéNog
aMTALKOViou

36450591
109465200

218353957
223906748
228526682
236372108

247812128

55862863

87004009

177016805
186625801
190323591
200796826

212245139

228147144

Méeyebog
TUMAMATOG
Tou
uToBANBNKE
o€ avdluon eumotoolvng

93
79

91
92
81
70

88

90
80
85
75
88
87

91

93

Bdoelg oTig
TIEPLOXES
uynAoL
€MMESOL

93
79

91
92
81
70

88

90
80
81
75
88
87

91

93

FovidlwpaTiko
TEPLEXOMEVO
AMTALKOViOU

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

Al

Meplexduevo

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

SWOTES

Eo@aAuEveg

Mn

% OWOTWV

GVT[UTOLX(GSLQ GVTLOTOlXiGSlQ (XVTlGTOlX’LOSLQ GVTlGTOlXiGSu)V

35066
29827

34202
34613
30571
26452

33148

33928
30218
30616
28017
33207
32524

33972

35051

o o

o o o o

© ol o o o o

88
35

283
163
47

116

92
22

499
57
718

456

103

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

XAd0Sss basixaN noApAdo 50100033000 0139AT
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, ) TUAMATOG TIEPLOXEG FovVISlWUATIKO , , , ,
, , Apxn TeENoG ) ) MNeplexduevo JWOoTES Eopaiueveg Mn % OWOTWV
AHTAKOVIO XpwhoowLa OMTALKOVIOU  OPTIALKOVIOU nov vwnAos L GC QVTLOTOLXIOEIG OVTLOTOLXIOELS QVTLOTOLXIOELS aVTLoTOLXIoEWV
- - uToBANBNKE eMMESOL AuTALKOViOU S L st &
og avdAuon eumotoolvng
16 2 235016350 235016422 73 73 Poly T (5), 0,42 27459 0 136 99,5
indel
17 3 4466229 4466321 93 93 AT(3), indel 0,27 34534 0 620 98,2
18 3 46620561 46620643 83 83 A/l 0,43 31339 0 44 99,9
19 3 49851331 49851400 70 70 CT(3), indel 0,49 26373 0 87 99,7
20 3 189713161 189713248 88 88 Poly A (5), Poly 0,41 32829 0 857 97,5
T (5), Poly A
(9), TG(3)
21 3 190106030 190106104 75 74 Indel 0,57 27925 0 a7 99,8
22 4 2233667 2233744 78 78 Poly A (6) 0,26 29327 4 162 99,4
23 4 7780541 7780637 97 97 Poly G (6), 0,42 36585 0 17 99,7
Poly T (5), Poly
A (5)
24 4 15688604 15688681 78 78 A/l 0,29 29427 0 57 99,8
25 4 56236521 56236586 66 62 Poly A (5), 0,36 23356 5 75 99,7
indel
26 4 102839244 102839314 71 69 Poly A (5) 0,46 25942 0 140 99,5
27 4 164446743 164446804 62 62 Poly A (7), 0,27 22944 0 560 97,6
indel
28 5 1882081 1882158 78 75 A 0,78 28299 0 53 99,8
29 5 14769061 14769144 84 84 GT(3), CCA(3) 0,62 31658 0 94 99,7
30 5 41069808 41069871 64 64 A 0,39 24120 0 72 99,7
31 5 74077114 74077196 83 83 Poly A (6), 0,3 31297 0 77 99,8
indel
32 5 147475343 147475409 67 67 Poly T (5) 0,37 25277 0 55 99,8
33 5 149323731 149323821 91 91 CT(4), AG(3) 0,55 34308 0 90 99,7
34 5 155662213 155662287 75 75 Indel 0,43 28266 0 163 99,4
35 6 6318713 6318814 102 102 Poly G (6) 0,68 38489 0 67 99,8
36 6 24949983 24950074 92 92 Indel 0,63 34730 0 46 99,9

XAd0Sss basixaN noApAdo 50100033000 0139AT
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AUTIALKOVIO  XPWHOOWUA

37
38

39
40
a1

42
43
44
45

46
47

48

49
50
51
52

53
54
55
56
57

N NN o

0 00 NN

© © © © o

Apxn

OMTALKOVIOU  OPTIALKOVIOU

31084900
32147987

32986864
33408498
41647401

112435865
22202076
66276100
77365735

110939946
128533468

149503875

154404519
156476507
1817312
24811020

76518625
103054909
105586150
107620823
123769149

TéNog

31084999
32148084

32986958
33408583
41647495

112435955
22202148
66276187
77365821

110940030
128533557

149503965

154404599
156476599
1817394
24811109

76518691
103055006
105586214
107620918
123769231

Méeyebog
TUAMATOG
Tou
uToBANBNKE

og avdAuon eumotoolvng

100
98

95
86
95

91
73
88
87

85
90

93
83
90

67
98
65
96
83

Bdoelg oTIg
TIEPLOXEG
uynAoL
ETUMESOL

94
98

95
86
94

91
73
88
87

85
90

91

66
93
83
89

67
98
65
96
83

FovVISlWUATIKO
TEPLEXOMEVO
AuTALKOViOU

GCT(5), indel

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

Indel
Poly C (6)

Poly G (5),
indel

Poly A (5)
Al
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), inde

Indel
Poly G (6)
Indel
Al
AT(3)

Meplexdpevo
GC

0,61
0,55

0,53
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

SWOTES

(XVTlUTOLXi.OSLC GVTLOTOlXi.OSl(: (XVTlGTOlXi.GSLQ QVTLOTOLXI'.GS(A)V

35057
36647

35681
32438
35441

34354
27575
33060
32423

32074
33791

34316

24901
35067
31365
32781

25228
36968
24472
36203
31329

EopaAuEveg

o o o o o o o o o o

o o o o o

Mn

483
406

238
70
91

44

28
213
489

56
281

82

47
87

890

146
76
100
85
45

% OWOTWV

98,6
98,9

99,3
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

XAd0Sss basixaN noApAdo 50100033000 0139AT
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AUTIALKOVIO  XPWHOOWUA

58

59

60
61
62

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

77
78

79

80

10

10
10
10

12

12

Apxn

OMTALKOVIOU  OPTIALKOVIOU

138995345

5987120

11784629
27317777
33018351

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

125769313
2834770

26811004

30881766

TéNog

138995441

5987198

11784726
27317855
33018440

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

125769397
2834853

26811096

30881846

Méeyebog
TUAMATOG
Tou
uToBANBNKE

og avdAuon eumotoolvng

97

79

98
79
90

95
89
80
81
97
70
100
62
102
73
85
91
85
85

85
84

93

81

Bdoelg oTIg
TIEPLOXEG
uynAoL
ETUMESOL

97

78

91
79
90

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

85
84

93

81

FovVISlWUATIKO
TEPLEXOMEVO
AuTALKOViOU

Poly C (6),
indel

Poly G (5),
indel

GC(3)
Poly T (5)

Poly A (5), Poly
T(5)

Indel
AC(11), inde
Al
Al
Al
Indel
Al
Indel
Al
Poly A (5)
Al
Poly G (6)
Indel

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

GA(3)

Poly C (5),
indel

Poly A (7), AC
(4)

Al

Meplexdpevo
GC

0,68

0,47

0,87
0,3
0,2

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

SWOTES

(XVTlUTOLXi.OSLC GVTLOTOlXi.OSl(: (XVTlGTOlXi.GSLQ QVTLOTOlXi.GS(A)V

36472

29473

34188
29843
33968

35829
32098
30217
30531
36105
26318
37785
23368
38546
27516
32083
34047
32065
32083

32103
31645

34824

30497

EopaAuEveg

o]
o  ©

O o o o o o o/ o/ o o o o

Mn

201

213
19
68

81
2048
28
96
192
153
24
68
10
78
48
369
74
47

27
525

330

121

% OWOTWV

99,5

>99,9

99,4
99,9
99,8

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

XAd0Sss basixaN noApAdo 50100033000 0139AT
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AUTIALKOVIO  XPWHOOWUA

81
82
83
84

85
86
87
88
89

90
91
92
93
94
95
96

97
98
99
100
101
102
103
104

12
12
13
13

15
15
15
15
16
16
16
16

Apxi
aumALKoviou

88474105
120966872

24167504

25816961

44880112
77665218
31619327
39517884
46958962

58050030
82390559
92549544
102808496
43170751
63446149
77879807

81625334
85438263
89817413
89864274
1894910
28997904
53682908
57954406

TéNog
auTALKOViou

88474175
120966966

24167576

25817049

44880200
77665294
31619393
39517966
46959034

58050110
82390649
92549609
102808589
43170848
63446216
77879901

81625428
85438334
89817503
89864343
1894972
28997998
53682994
57954509

Méeyebog
TUAMATOG
Tou
uToBANBNKE

og avdAuon eumotoolvng

71
95
73
89

89
77
67
83
73

81
91
66
94
98
68
95

95
72
91
70
63
95
87
104

Bdoelg oTIg
TIEPLOXEG
uynAoL
ETUMESOL

71
95
73
88

89
77
67
83
72

81
91
66
94
96
68
93

95
71
91
70
63
95
87
104

FovVISlWUATIKO
TEPLEXOMEVO
AuTALKOViOU

Poly A (6)
Poly G (5)
Al

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

Indel
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
Al
Indel
Al
Poly C (5)
TA(3)
Poly C (5)

Meplexdpevo
GC

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

0,49
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

SWOTES

(XVTlUTOLXi.OSLC GVTLOTOlXi.OSl(: (XVTlGTOlXi.GSLQ QVTLOTOlXi.GS(A)V

26773
35830
27498
32824

33574
29075
25313
31360
26499

30494
34313
24555
35472
36264
25667
34745

35870
26762
34286
26449
23809
35860
32835
39177

EopaAuEveg

o o ©o | o

o o oo o

o o olo o o o

O o olo o o o o

Mn

65
72
14
566

77

31

13

22
717

133
86
1527
69
24
37
432

40
76
12

50
60
144

% OWOTWV

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

29,8
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
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105

106
107

108
109
110
m

12
113

14
115
116
7
118
119

120

121
122
123
124
125
126
127

16

17
17

17
17
17
17

17
17

17
17
17
18
18
18

18

18
18
18
19
19
19
20

Apxn

OMTALKOVIOU  OPTIALKOVIOU

85706375

3563920
3594191

3970090
16084945
33998759
39589691

41244394
45438866

61502432

64023582

72308237
2616456
6980478
9888026

38836999

47405382
54815665
59773996
625143
18121418
18186574
746056

TéNog

85706465

3564008
3594277

3970180
16085037
33998849
39589774

41244484
45438957

61502510

64023667

72308320
2616522
6980568
9888094

38837073

47405462
54815749
59774060
625241
18121491
18186643
746149

Méeyebog
TUAMATOG
Tou
uToBANBNKE

og avdAuon eumotoolvng

91

89
87

91
93
91
84

91
92

79
86
84
67
91
69

75

81
85
65
99
74
70
94

Bdoelg oTIg
TIEPLOXEG
uynAoL
ETUMESOL

91

89
87

91
93
89
82

91
92

79
86
84
67
91
69

75

81
85
65
99
74
70
94

FovVISlWUATIKO
TEPLEXOMEVO
AuTALKOViOU

Poly T (5),
indel

GC(3)

Poly C (5),
indel

Indel
Indel
Poly T (5)

Poly A (13),
indel (x2)

Poly A (5)

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

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

Poly A (6), TG
(3)

Poly A (5),
indel

CTC(3), inde
CT(3), inde
Al
Al
Al
Al
Al

Meplexdpevo
GC

0,37

0,64
0,67

0,46
0,26
0,54
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

SWOTES

(XVTlUTOLXi.OSLC GVTLOTOlXi.OSl(: (XVTlGTOlXi.GSLQ QVTLOTOlXi.GS(A)V

34075

33632
32752

34343
35077
33553
30554

34360
34367

29751
32176
31604
25273
34386
25692

27923

30598
31969
24531
37298
27881
26442
35501

EopaAuEveg

o O Ol | N O o

OO o/ o o o o o

Mn

323

134

82

78

89
2296

38
418

119
340
141
45
12
399

893

20

161
48
124
109
26

31

% OWOTWV

99,1

>99,9
99,6

99,8
99,8
99,7
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
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128
129
130

131
132
133
134
135
136

137
138

139

140
141
142
143
144
145
146
147
148
149
150

20
20
20

20
20
20
20
21
21

21
21

21

Apxn

OMTALKOVIOU  OPTIALKOVIOU

10633195
17705633
21766821

25278421
50897302
62331904
62690860
30300823
33694176

36710706
46644924

46705575

25750774
32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397
2655519
2655609

TéNog

10633276
17705708
21766890

25278521
50897368
62331994
62690946
30300888
33694273

36710792
46644992

46705664

25750873
32439329
37409940
37637694
47081438
15870492
135288611
135290847
2655461
2655609
2655679

Méeyebog
TUAMATOG
Tou
uToBANBNKE

og avdAuon eumotoolvng

82
76
70

101
67
91
87
66
98

87
69

90

100

Bdoelg oTIg
TIEPLOXEG
uynAoL
ETUMESOL

82
76
70

101
67
88
87
66
98

87
69

90

100
97
97
99
92
69
69
71

FovVISlWUATIKO
TEPLEXOMEVO
AuTALKOViOU

AC(3)
CT(3)

GT(3),TG(4),
indel

Indel
Indel
Poly G (6)
Indel
Indel

Poly T (6), CA
(3)

GT(3), indel

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

Poly T (5), Poly
A (8)

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

Meplexdpevo
GC

0,59
0,58
0,46

0,63
0,36
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

SWOTES

(XVTlUTOLXi.OSLC GVTLOTOlXi.OSl(: (XVTlGTOlXi.GSLQ QVTLOTOlXi.GS(A)V

30951
28686
26372

38159
25188
32969
32818
24758
36902

32841
25939

33942

37733
36617
36525
37398
34754
26046
26019
26780

EopaAuEveg

o o

o o ©o oo o o

o

O o o o o o o o o o o

Mn

72
42
88

20
544
309

77
181
160

48
280

78

86
49
162
24
22
36
63
58

% OWOTWV

99,8
99,9
99,7

99,9
97,9
99,1
99,8
99,2
99,6

99,9
98,9

99,8

99,8
99,9
99,6
99,9
99,9
99,9
99,8
99,8
A/l
Al
A/l
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

Ta anoteA€opota TNG dAANAOLXLONG Yo To deiypa GM12878 cuykpiBnkav e Evav YOVOTUTIO e LWNAS
emninedo guniotoouvng yia to NA12878, o omoiog £xel oplotei anod to National Institute of Standards and
Technology (NIST) (v.2.19). Ano ta 150 apTAKOVLY, 92 APTIAKOVLIO TIEPLEXOVTAV TIARPWG OTLG TIEPLOXES UYNANG
EMTILOTOOLVNG TOU YOVIOLWHATOG, 41 AUTIALKOVLIA NTOV MEPIKWE GAANAETILKOAUTITOMEVA KOL 17 GUTIALKOVLG dEV
aAANAeTUKOAUTITOVTAV 0TNV oAAnAouYia NIST. Auté To amnotéAeopa anegepe 10.000 cUVTETAYHUEVEG VA
avTiypa®o yla cUyKpLon. AVTIoToLXioElg BAONG KN TIAPOAAGYNG CLYKPIBNKAV e TNV AAANAoLXia AVaPOPAG
avBpwrvou yovidlwuotog hgl9. Ta omoteAEoATa aKpiBELAg avapepovTal aTov MNivakag 18.

MNivakog 18 Tupepwvia Somatic yia to 6eiypa GM12878 e Bdon tn 6edopevwy tou NIST

Acgiypa ApBuog Méoo ocootd TP FN TN FP PPA NPA OPA
QuMAKOViwY avtieToixiong
GM12878 133 98,8 2808 O 258488 O 100 100 100

Bdaoel Twv 6€60PEVWY TIOU TIPOEPXOVTAL OTIO GUTAV TN CWHATIKI JEAETN EVVED EKTEAECEWV, TO Opyavo
NextSeq 550Dx pmopei va uTtioBaAEL o€ dAANAOVUXLON UE CUVETIELD:

* [leplexouevo GC =19% (OAeC OL AVTIOTOLXIOMEVEG BAOELG 0€ 378 QUTALIKOVIO OAANAOUXLONG HE
neplexopevo GC 19% avTloToLXioTNKOV CWOTA [IE TIOCOCTO N avIloToiXlong 2,6%)

* [leplexouevo GC <87% (OAeC OL AVTIOTOLXIOMEVEG BAOELG 0€ 378 QUTALIKOVIO 0AANAOUXLONG HE
neplexopevo GC 87% avTioTolXioTNKOV CWOTA JE TIOCOOTO [N avTioToixiong 0,6%)

*  Mnkn PolyA <9 (0Aeg 0oL AVTIOTOLXLOMEVEG BACELC 0€ 378 GMTALKOVLIO AAANAOUXLONG TIOL TIEPLEXOLV
eMavaAnyn PolyA evvea VOUKAEOTISIWY QVTIOTOLXIOTNKAV CWOTA LE TIOCOOTO [N GVILOTOLXIoONG
2,5%)

*  Mnkn PolyT =10 (0Aeg oL avTlOTOLXIOMEVEG BACELG € 378 QUTMAIKOVLIO GAANAOUXLONG TIOU TIEPLEXOLV
enavaAnyn PolyT d€ka VOUKAEOTIOIWV OVTLGTOLXIOTNKOV CWOTA HE TTOGOGTO N AVTIOTOIXIONG
XapnAotepo amno 0,1%)

*  Mnkn PolyG =6 (0Aeg oL GVTIOTOLXIOUEVEG BAOELG 0 2268 QUTAIKOVIO oAANAoUXLoNG TIOU
TiEPLEXOLV ETAVAANYN PolyG £€L VOUKAEOTIBIWY QVTIOTOLXIGTNKAV CWOTA e TIOCOOTO N
avtlotoixiong 0,5%)

*  Mnkn PolyC =6 (6Aeg OL OGVTIOTOLXIOMEVES BAOELG 0€ 756 GUTMAIKOVLIO GAANAOUXLONG TIOU TIEPLEXOLV
enavaAnyn PolyC £€L VOUKAEOTIOIWY QVTLOTOLXIOTNKAV CWOTA E TIOCOO0TO N avTletoixong 0,4%)

*  Mnkn enavaAnyng dtvoukAeoTdiwy =4x (OAeg oL avTloTOoLXlOPEVEG Bdoelg o€ 1890 QUTALKOVLIO
aAANAoUXLloNG TIOL TIEPLEXOLV ETIAVAANYN SLVOUKAEOTIOIWV 4X AVTIOTOLXIOTNKAV CWOTA UE
T0000TO N avTloToixlong 0,9%)

*  Mnkn emavaAnyng TPLVoUKAEOTOIwWY =5x (OAeg oL avTioToLXIoHEVEG BAOELG 0€ 378 OUTIALKOVLIO
aAANAOUXLONG TIOL TIEPLEXOLV ETIAVAANYN TPWVOUKAEOTIOIWY 5X QVTIOTOLXIOTNK AV CWOTA E
TOC0O0TO UN avtiotoixiong 1,4%)

*  Mnkn PolyA =23 (OAeG OL AVTLOTOLXIOPEVEG BAOELG 0€ 378 GUTAIKOVIO GAANAOUXLONG TIOU
TIEPLEYOLV ETIAVAANYN TIPOGONKNG 23 VOUKAEOTIOIWV GVTLOTOLXIOTNKOV OCWOTA [IE TIOCOGTO [N
avtiotoixiong 0,8%)
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

*  MnRAkKn dlaypapng =25 (6Aeg oL avTIoTOLXIOMEVEG BAoelg o€ 1134 apTALKOVIA aAAnAolXLoNG TTou
TiEPLEXOULV dlaypa@r] 25 VOUKAEOTIOIWY OVTIOTOLXIOTNKAV CWOTA UE TIOGOCTO N GVTLOTOIXLONG
0,7%)

Akpipela

H ok piBela Tou Opyavo NextSeq 550Dx opioTnke peow e€€taong 13 povadlk wv detyudtwy Platinum Genome
ME Tpla Opyava, TPELG TIAPTIOES AVTIOPAGTNPIWY KAL TPELS XELPLOTEG, YLd TN dnULoUpYia EVVED EKTEAECEWV
aAANAoLXLlONG O EVTE NMEPES EVOPENG. H aVTIMPOOWTEVTIKN oK Iooia, Ta delypaTa Kal n uEBodog
AvVaPOoPAG ElVOL OPOLO JE OO TIEPLYPAPOVTAL YLIO TN MEAETN AKPiBelag BAAOTIKNG aelpdg. OL GUVELCPOPEQ
akplBeiag opiotnkav pEow avaAuong otolxeiwv HETABANTOTNTOC AapBavovTag TNV T VAF wg tn JeTaBAnTh
QTOKPLONG KAl UTIOAOYI{OVTOG TIG TUTILKEG OTOKALoELG o€ eTtinedo oTolXElov yIa TO Opyavo, TNV OPTIda
avTdpaoTnpiwy, Tov XEPLoTH KaL TNV NUEPa evapeng (Mivakag 19). O 6UVOAIKOC apPLBUOC TWV TIOPATNPHCEWY,
0L OTIolEG XPNOLUOTIO|BNK AV 0TNV aVAAUGN TNG METABANTOTNTAG VIO K&BE aTOLXEIO TOU OpYdvVOoU, YIO TOV
XELPLOTA ) TNV TOPTIOO TWV avTdpacTnpiwy, ATtav 699, 176 kat 235 yia SNV, IpocOnKeg Kal dlaypaPeg,
avtioTolya.

Mivakag 19 AnoteAeopata akpiBelac yia to opyavo NextSeq 550Dx (Tutikn amokAlon)

Ttk anékAwon aToiyeiov SUVOAWKH TUTIKT) GMOKALGN
Ttouxelo ToTog apaArayhe Méy. AlGuecog Méy. Adpecog
MNopTtida SNV 0,0076 0,0002 0,0833 0,0154
MpooBnkn 0,0104 0,0000 0,0410 0,0157
Alaypoon 0,0046 0,0005 0,0560 0,0187
Opyavo SNV 0,0114 0,0003 0,0840 0,0153
MpooBnkn 0,0138 0,0009 0,0407 0,0161
Awaypaon 0,0079 0,0008 0,0549 0,0187
Xelplotng SNV 0,0226 0,0008 0,0841 0,0155
MpooBnikn 0,0344 0,0010 0,0417 0,0164
Aloypopn 0,0083 0,0013 0,0547 0,0187
Huepa SNV 0,0277 0,0012 0,0825 0,0160
MpooBnkn 0,0235 0,0012 0,0409 0,0169
Aloypagn 0,0271 0,0014 0,0548 0,0188

ZUYKpLon HEBOdWV (MAaTpOpHa aAAnAoLXLong)

OAIKO aipa koL deiypota FFPE aglohoyndnkav ato Opyavo NextSeq 550Dx koL oTto opyavo MiSeqDx
XPNOLUOTIOLWVTAG TIG POEG £PYACLWYV BAACTIKNG ELPAG KOL CWHATIKWY TIOpoAAaywv pe To TruSeq Custom
Amplicon Kit Dx. H cup@wvia cuxvotnTag mapaAAayng yia deiypata aipatog kal deiypata FFPE aglohoynenke
MEOW TIEPLOCOTEPWVY AVTLTIPOCWTIIEVTIK WV SOKLUACLWV. 2T0 ElKOVa 2 amoTtuniwveTal n cuoXetion VAF petagy
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

TwV d00 OPYAVWV YLO PO QVTUTPOCWTIELTIKN doKaaia Kal oToVv [Mivakag 20 avaypa@eTal Yo 6LVOWN OUTAG
TNG CLOXETIONG MECW TIVOK O 60K LOoiag. BACEL TNG LOXUPAG CLUCXETIONG METAEL TOu opydvou MiSeqDx Kol Tou
Opyavo NextSeq 550Dx, T XOPOKTNPLOTIKE anodoong Tov oXETI{OVTAL JE TIAPAYOVTEG TIPO TNG avAAuong
(T.X. pMEBOGOL EEaYWYNC N TTOPEMPBANAOUEVES OUGIEG) LOXVOULV KalL Yla Ta U0 Opyava. BA. EVvBETO GUOKELAGIOG
TruSeq Custom Amplicon Kit Dx yLo TEpLOCOTEPEG AETITOUEPELEG.

Ewkova 2 Zuoxetion VAF MiSegDx e ta opyava NextSeq 550Dx yia deiypata FFPE (ota aplotepd) Kot
deiypata aipotog (ota de€Ld) e T Aokaoio 1

: 1 X
Somatic Germline
09 0,9
= 08 © 08
2 07 = 07
a X 06
S 086 S Y
in 05 v 0,5
g 04 g 04
A e 7
% 03 X 03
2 Z
< 02 0,2
0,1 0,1
0 0
0 0102 03 040506 07 0809 1 0 0102 0304 0506 07 08 09 1
MiSeqDx (VAF) MiSeqDx (VAF)

MNivakoag 20 AmoTeAEoPOTA GUYKPLONG HEBOdWV e OVASIK G deiyoTa aipaTog Kat deiyuota FFPE

BloAoyika Texvika Mapatnprioelq
I'I;(:Z\suon ﬁ::(f\?::c:}fzé\;;ﬁ\c;) avtiypagpa avtiypaga (ava (ApBuog KAion f(r)]pf:lo f:zc)sxé'rlon
9 ¥ (Aeiypata) deiyua) TapaAAaywv) Hne
Alpa Aokidooio 1 45 2 8369’ 0,992 0,002 0,9952
Aia Aokuooia 2 45 2 5457 0,995 0,005 0,981
FFPE Aokluooia 1 46 2 8319 0,993 0,000 0,9972
FFPE Aokluooia 3 40 1 280 0,969 0,015 0,978

TAVO onueia 5e5ouEVWY KATAPYRBNKAV BAGEL TOU TIEPLOPLOHOD TIOU OVAPEPETAL 0T Hovada Germline Variant Module.
25 UVTEAEOTAC KOBOPLOOU VIO TO YpOPrHoTa VAF OTiwe omoTUMWVOVTaL 0TV EKOVa 2.

AvanapaywywKotnta

H avanapaywyluotnta Tou Opyavo NextSeq 550Dx aflohoynenke pe deiyuata Platinum Genome kal pe pla
QVTLTPOOWTEVTIKN doKaaoia axedlaopevn va avadntd mAnBwpa yovidiwv ou KaAvttouy 12.588 Bdoelg o€
23 SLAPOPETIKA XPWHOOWHATA e 150 aumAIKovia. H e€€Taon BAACTIKNAG OELPAG ATIOTEAOLVTAV ATIO EMTA
avtiypaga 13 delyudTwy, EVW N CWHPATIKA 0VAAUGCN OTIOTEAOVUVTOV OTIO £EL AVTIYPOPO EMTA SELYUATWY O€
SlopopeTika enineda VAF. H mposTolpacio Twv delypdtwy €ytve ue to TruSeq Custom Amplicon Kit Dx.
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EvBeTo cuokevaciag opydvou NextSeq 550Dx illumina

H e§€taon eAafe Xwpa o€ TPELG EEWTEPLIKEG EYKOTAOTAOELS pE pia mapTidba NextSeq 550Dx High Output
Reagent Kit v2 (300 KUKAWV). X€ KABE eyKATAOTOON XpnoLJomownénke eva opyavo NextSeq 550Dx. Xe k&be
eyKATdoToon N €§€TOCN TIPOYUOTOTIOW|BNKE A0 dUO XELPLOTEG. KABE XELPLOTHG IpayaTonoince TNV e§€taon
TPELG OLABOXIKEG NUEPEG EVAPENG VLB KABE TUTIO delyOTOG, Yo €va 6UVOAO 36 EKTEAECEWV KOL OTIC TPELS
EYKATAOTAOELS. AUTA N e€€Ta0N elXe WG OTIOTEAECHA 18 EKTEANETELG VIO KABE por| EpyaoLwV BAACGTIKAG GELPAG
KOl CWUOTIKAG avaAluong.

Germline

OLmapaAAayeg BAOOTIKNG oelpdg pe eninedo VAF 20,2 ava@epovTal we BeTIKEG (apaAAayn). MNa
OVOUEVOUEVEG BETIKEC TIAPOANAYEG BAOOTIKAG OELPAG, TO dedopEVa aELloAOYNBNKAV WE TIPOG TO TIOGOOTO [N
QVTLOTOLXIOEWV KOL TO TIOCOOTO CWOTWV BETIKWY avVTIoTOLXIoEWV o€ KABe TUTIO apaAAayng (SNV, poodnkn,
dlaypapn). O Mivakag 21 cuvowidel Ta TTOGOOTA TIOL TIAPATNPNONK AV, MOl JE TO KATWTEPO KOL TO AVWTEPO
emninedo guniotoocvvng 95% (LCL/UCL) mou umtoAoyi¢ovTal e tn peEBodo Wilson Score, yla K&Be TUTO
TIOPAAAGYAG.

Mivakog 21 Mopatnprnoelg avTloToixlong BAGOTIKNG OELPAC VIO GVAMEVOUEVD BETIKA OTIOTEAECHATO VA TUTIO
TIOPAAAGYAG

Tomoe M1 avTioTolyton TwoTh 8eTiKA avTioTolyion

TaparAayig MopoatnElenKav  ZOVOAO Mocootd  MapotnplenKav  TUVOAO Mooootd  95%LCL  95% UCL
SNV 16 110.376 0,014 110.349 110.360 99,99 99,98 99,99
MpooBnkeg 1026 37.044 2,77 36.018 36.018 100 99,99 100,00
ALOYPOPES 648 34.776 1,86 34.128 34.128 100 99,99 100,00

OLmapaAAayeg BAAOTIKNG oelpdg e eminedo VAF <0,2 ava@EpovTal We apVNTIKES (AypLog TUTOG). Na TIg
QVONEVOUEVEG OPVNTIKEG BEaELG BAAOTIKAG OELPAG, Ta dedopEva agLoAoyHBNKaAV WG TIPOG TO TIOCOCTO HN
QVTLOTOIXLONG KOL TO TTOGOGTO OWOTNG avTleToiXlong dyplou Tutou. O MNivakag 22 cuvoyidel Ta TIoc0oTA IOV
TopaTNERBNKaV, Hadl ue TO KOTWTEPO KAL TO aVWTEPO £Tinedo eumioToovvng 95% (LCL/UCL) mou
uTtoAoyidovTal Je Tn peBodo Wilson Score.

MNivakog 22 MapatnpAoelg avtiotoixlong BAACTIKNAG OELPAC VIO AVOEVOUEVD OPVNTIKG OTIOTEAECUOTA

Tomog Mn avtiotolyion T woTH apvnTIKH avtiotolylon
napoAAayiS  [apatnprienkav YOvoho Mocootd  MMapatnprdnkav pANVIIN) Mocootd  95%LCL  95% UCL
Ayplog 4883 19.600.182 0,025 19.595.299 19.595.299 100 100,00 100,00
TOTOG

OLmapoAAayeg BAOOTIKNG o€lpag e eminedo VAF 20,2 kol <0,7 avTloTolXi{ovTal we BETIKEG €TEPOJLYEG VLA
TNV MopaAAayr Kol ol mapaAAayeg e eminedo VAF 20,7 avTIoTOLXI{OVTIOL WG BETIKEG OUOCLYEG YO TNV
apoAAayn. XpnolJomoenkayv deiypata pe eTepOLYEG TIAPAAAAYECG VIO VO KABoPLoTEL TO KATA TTOCOV N
EYYEVNC METOBANTOTNTA TNG SOKLUAGIOG UTIOPEL VO ETINPEACEL TNV GVTLOTOLXLON TOL yovoTuTiou. To Cx opiotnke
KaL ylo TG 600 TeEg amokotmig (0,2 yia etepoduyoug Kot 0,7 yia ouoduyousg YOVOTUTIOUG), OTIOU X £ival TO
TIOGOOTO TWV EMOVOAOUBAVOUEVWY EEETACEWYV TIOU UTIEPRAIVOLV TNV TN GTIOKOTIAG. Mo TNV KOTWTEPN TIUA
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amnokortng 0,2 VAF, To Cx Atav 299,999%, unodelkvOovTag 0TL 299,999% Twv £TEPOLYWV TIAPAAAGYwWYV Ba
avTioTolxi¢ovTav we eTepOuyeS. AGUBAVOVTOS LTIOYN TNV AvWTEPN TN amokomng 0,7 VAF, To Cx ATav <
0,001% vmodelkvuovtag, £ToL, 0TL <0,001% TwVv eTEPOLYWV TIApaAAaywyv Ba avTlaTolyi{ovtav wg opoduyeg. O
Mivakog 23 cuvoyidel Ta ATOTEAEGUOTO GVA TUTIO METARANTNAG.

OLmapaAAayeg BAOOTIKAG oelpdg We eminedo VAF 20,2 kal <0,7 avTIoTolXi{ovTolL WG BETIKES ETEPOIVYECS YL
TNV MopaAAayr KoL ol mapaAAayeg e eminedo VAF =0,7 avTIoTOLXI{OVTIOL WG BETIKEG OUOCLYEG YO TNV
TapaAAayn. XpnolJoToenkav deiyata e eTEPOCUYEC TIAPOAAAYEG VIO VO KOBOPLOTEL TO KOTA TIOGOV N
EYYEVNC METOBANTOTNTA TNG SOKLUAGIAG UTIOPEL VO ETINPEACEL TNV QVTLOTOLXLON TOL yovOTUTIoU. To CX opioTtnke
KOl YLo TIG 800 TIHEG amokoTmAg (0,2 yla eTepoduyoug Kat 0,7 yio ooZuyoug yovOTUTIOUG), OTIOU X €ival TO
TIOCOO0TO TWV EMAVAAGUBAVOUEVWV EEETAGEWVY TIOL LTIEPBAIVOUV TNV TN OTIOKOTIAG. X€ O,TL OYOopA TV
KOaTwTtepPN TN onokotAg 0,2 VAF, to Cx NTav 299,999%, uodelk vuovTtag 0TL 299,999% Twv £TEPOLYWV
TOPAAAGYWV B0 AVTIOTOLXI{OVTOV WE £TEPOCLYEG. N TNV avwTepn T anokomrg 0,7 VAF, To Cx ntav
<0,001% vmodelkvuovTag, £€Tol, 6TL <0,001% TwV £TEPOLYWV TIOPAAAAYWYV B AVTIOTOLXI{OVTOV WG OPOJUYEG.
O Mivokag 23 cuvowilel T OTIOTEAECUATA AVE TUTIO JETOBANTAG.

MNivakog 23 Tuueg Cx BAAOTIKAG OELPAG YIa ETEPOLYEG TIOPAAAQYES

Twn anokoring 0,2 VAF Twn artokonng 0,7 VAF
TOTOC MApaAAAyng

=2C99,999% =C0,001%
SNV 94/94 94/94
MpoaBnkKeg 24/24 24/24
Aloypageg 35/35 35/35
Y0voAo 153 153

Somatic

OLowpatikeg apaAAayeg pe etnineda VAF 20,026 avagpepovtal wg BeTikeg (mapaiiayn). OLmapaTtnpAoELS Ue
enineda VAF 20,01 koL <0,026 BewpnbnKov 00A@EIC YIa TOUG OKOTIOUC AUTHC TNE avAALonG (oUTE BETIKEG OUTE
OPVNTIKEG, ETILONMAVONKAV WG MAPAAAAYEG XAMNARG cuXvoTNTAg TTapoAAayng). MNa Tnv afloAdynon g
amodoong, To GTIOTEAECUATO LTIOAOYIOTNK AV [E TPELG TPOTIOUG:
* EuvoikOtepn uTidBeDN: KABE 0OQPEG OTIOTEAECHA BEWPNONKE CWOTH BETIKA QVTIOTOLXLON
(oupYwWVia PE TO AVOPEVOUEVA ATIOTEAECOTA)
* AuvopeveoTepn UTIOBEON: KABE 00OPES ATIOTEAEG A BewpnBNKE ECPAANUEVN AVTIOTOIXLION
(aoLHPWVIO PE TO AVOUEVOUEVD OTIOTEAECATO)

*  YmbBeon OMOKAELOHOU: KABE 000PEG ATIOTEAEGHA ATIOKAEIOTNKE aTid TNV avaAuon

Tpelg mivakeg, o Mivokag 24, o Mivakag 25, kat o MNivakog 26, cuvopi{ouv Ta OMOTEAEGUOTA TNG
QAVTLOTOLXLONG YLO TNV €VVOIKOTEPN LUTIOBEDN, TN SUCHEVEDTEPN LTIOBEGN KAL TNV UTIOBEGCN OTIOKAELGHOU
avtioTolxa, Jadi Je TO KOTWTEPO KAL TO AVWIEPO eMinedo eumiotoovvng 95% (LCL/UCL) mou vmoAoyidovtal e
Tn MEBodo Wilson Score.
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Mivakag 24 TopoTnprnoell CWHATIKWY GVTIOTOLXICEWV VIO AVOPEVOUEVA BETIKA ATIOTEAECUATO OVA
TUTIO MOPAAAQYNAG (ELVOIKOTEPN LTIOBEGN)

SwoTH BeTiKr avtloTolylon

Mt Mapatnprienkav 36voho Moooot6 95% LCL 95% UCL
SNV 54.346 54.346 100 99,99 100,00
MpooBnKeg 18.036 18.036 100 99,98 100,00
ALOYPOPES 18.381 18.381 100 99,98 100,00

Mivakag 25 MopaTnpnoell CWHOTIKWY OVTIOTOLXIOEWV YLIO AVOUEVOMEVA BETIKG OTIOTEAECUATA OVA
TUTIO MOPAAAQYNG (BuopeveEaTepn LTIOBEGN)

TOMOg NAPaAAAYAG ZWOoTH BTN AvVTIoTOIXIoN

MNapatnprienkav $0voAo MNocootd 95% LCL 95% UCL
SNV 54.346 54.346 100 99,99 100,00
MpocBnkeg 18.000 18.036 99,8 99,72 99,86
Aloypopeg 18.381 18.381 100 99,98 100,00

MNivakog 26 MapoTneAoelg CWHATIKWY OVIIOTOLXIOEWV YO AVOUEVOUEVD BETIKG OTOTEAECUATO OVA
TOTIO MOpaAAayNG (Katdpynon aca@wy avtiotolXicewv)

JwaoTH BETIKN avTloToiXloNn

Tomog naparRavis MapatnpAenKav $0voho Mocootd 95% LCL 95% UCL
SNV 54.346 54.346 100 99,99 100,00
Mpoodnkeg 18.000 18.000 100 99,98 100,00
Aloypageg 18.381 18.381 100 99,98 100,00

OLowpaTikeg apaAAayeg pe etinedo VAF <0,01 ava@EPOVTaL WG OPVNTIKESG OVTIOTOLXIOELG (AypLOG TUTIOG).
M0 TIG OVAPEVOEVES OPVNTIKEG OWHOTIKEG BETELS, Ta dedopEVa AELOAOYABNKAV WG TIPOG TO TIOCOCTO [N
QVTLOTOLXLONG KOL TO TT0GOO0TO OWAOTAG avTloToiXlong dyplou TuTou. OL CWOTEG AVTIoTOLXIoELG AypLloL TUTIOU
oploTnNKaV €EAPWVTOGC TIG N GVTLOTOLYXIOELG KAL GPALPWVTAG ATIO TO GUVOAO TIG AVILOTOLXIOELG TIOU
TopaTNPERBNKAV Kol avikav otn {wvn acdgelag (emineda VAF =0,01 kat <0,026), aAAG KOL TIC ECPAANPEVES
QVTLOTOLXIOELG TTOV LTIEPERALVAV TNV TN aTtoKoTig (emtineda VAF 20,026). O Nivakag 27 cuvowilel Ta
QTIOTEAECUOTA TIOU TIOPATNPNONKAV, T GUVOAIKA OTOTEAECOTO KAL TO OTMOTEAECOTO TIOCOCOTWY YO
OPVNTIKEG CWOTLKEG BECELS YLIO TO TIOCOOTO [N OVTLOTOIXLONG KL TO TIOGOGTO CWOTHC OVTLOTOLXLONG AypLOU
TUTIOU, Madi JE TO KATWTEPO KAL TO AVWTEPO £Tinedo epmniotoolvng 95% (LCL/UCL) mou uttoAoyidovTal e TN
HMEBOdO Wilson Score.

MNivakog 27 Mopatnproelg CWHOTIKAG AVTLOTOIXLONG YLIO GVOUEVOUEVA APVNTIKG ATIOTEAECUOTA

MapaAhayn
K Mn avtioTolylo ZwoTH avtioTolxLol
Tonog n Xton f Xlon
% %
Mapatnpridnkav Z0VoAO Mocootd Acawric EcpaApévn Jwoth pVIVe) o) Mocootd ?_50: ?JSCE
Ayplog TUTIOG 36.326 8.909.676 0,408 2254 121 8.870.975 8.873.350 99,97 99,972 99,974
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AgloAoynBnkav cwWPOTIKG SelypoTa o dLaPopeTikd emtineda VAF yla Tnv ibla mapoaAAayh, yio ToV KoBopLopo
Tou C95 tng ok IPaoiog (evtog KaBe TuTou opaAAayng). MNa tnv afloAdynon TnNG METARANTOTNTOG KOVIA OTNV
TLMI ATIOKOTIAG TNG doKIpaaiag, xpnolotowenkav delypota pe avauevopeva emnineda VAF petagu 0,02 kot
0,07. To C95 opiotnKe yla KGBe TapaAAayr, Ue To bPNAOTEPO CI5 yia KGO TUTIO MOPOAAAYAG VO GVOPEPETAL
oTov livakac 28.

Mivakog 28 Z0vown C95 ylo CWHOTIKES TIOPAANAYEG

Tomog NapaAAayrq N C95

SNV 74 0,0613
MpooBnkn 24 0,0573
Alaypan 33 0,0575

Antodoon tov NextSeq 550Dx High Output Reagent Kit v2.5
(300 KUKAWV)

Eriiokomnnon

To NextSeq 550Dx vntoatnpidetal amno 600 KIT avtdpactnpiwv: To NextSeq 550Dx High Output Reagent Kit v2
(300 kUKkAwvV) kaLto NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUkAwV). Mo va katadelxdel 0TL TO
NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUKkAwV) TAnpoli TIg amattnoelg anodoong avaAvong ou
€XouV enaAnBeuTel KoL TEKUNPLWBEel e To NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAWV),
npayuatomnodnkav yeAeteg e To NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAWV).
Mpaypatomolnénkav Vo dladikaaieg mposTolaaiog BBALBRKNG Ke To TruSeq Custom Amplicon Kit Dx, n pia
ME T pon epyaclwv Germline kKaL n GAAN Pe Tn pon epyaclwv Somatic. BIBAL0BKeG amo KABe por epyaaciag
uTtoBANBNKav og e€€Taon pe Tpelg matpideg amno to NextSeq 550Dx High Output Reagent Kit v2.5 (300
KUKAwV) pe Tpla opyava NextSeq 550Dx. ETunA€oy, n e€€Taon ylo KABE por) epyoowy epAGuBave pia
ekTeAeon pe 1o NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAwV).

Evawgbneia tng avaivong (Opto tupAoo [LoB] kat 6plo avixvevong [LoD])

H enoAnBeuon pe to NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwvV) katedelfe 0TL To Opyavo
NextSeq 550Dx umnopei va aviyvevoel maparAayeg o€ 0,05 VAF pe opdApua Totou Il <0,05 kat 6TLn Tiun
armnokortng 0,026 VAF mou xpnoluoroleital amno tn povada Somatic Variant Module (evepyo LoB) utootnpilet
opaAua Turou | =0,01. Baoel Twv TIOPATIAVW LOXUPLOHMWY, AVAMEVETAL OTL Jla TtapaAAayn o€ 0,05 VAF ival
MeYaAUTEPN aTo 1) ion pe 0,026 VAF 010 95% TWV TEPLMTTWOEWY KAL OTL UL BE0N AlypLOL TUTIOU £VAL IKPOTEPN
a6 0,026 VAF 010 99% Twv TEPIMTWOEWV. [0 va dlacpalloTel OTL aLTOL OL LOXUPLOHOL TANPOUVTAL UE TO
NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAWV), TPOYUOTOTIOONK AV EMAVOAAMBAVOUEVES
peTproelg oto opyavo NextSeq 550Dx pe delypata dyplou TuToU (6eiyuoTta LoB) Kal pe belyuoTa ou
neplA\auBavav noapaAiayeg oe 0,05 VAF (6eiypata LoD) pe 1o NextSeq 550Dx High Output Reagent Kit v2.5
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(300 KUKAWV). TN cLVEYXELD, N OVAAOYia TV AVTLIOTOLXIoEWV TTAVW KAl KATW aTo TNV TN anokonng 0,026
OULYKPIBNKOV LIE TOUG LOXLPLOHOUC Ttou KaBopiotnkav pe 1o NextSeq 550Dx High Output Reagent Kit v2 (300
KOKAWV).

ITnv e€€Taon cuPTEPIANPONK AV dUo deiypata LoD, KaBeva e EVA JOVOOIKO GET TIAPOAAAYWY E OTOXO HLa
TN 0,05 VAF kot avtiotolxa deiypota LoB dyplou TOTIOU yla TIG OTOXEVOUEVEG TIAPOAANAYEG. [a TNV
npoetoacio BRALOBNK WYV, uTIOBARBNKAV o€ ene€epyacia deiypota LoD kat LoB o avtiypaga Twv OKTW Kal
TwV ENTA, avTioTolXa, Ue To TruSeq Custom Amplicon Kit Dx. Apxtk&, oL BIBALOBAKEG LTIORBANBNK OV CE
aAAnAoUxton pe To NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAWV) Yl TNV avoyvwpLon
TIOPOAAOYWV/YOVIOLWHATIK WV CUVTETAYUEVWYV Yo a§lohoynon LoB/LoD pe to NextSeq 550Dx High Output
Reagent Kit v2.5 (300 kUkAwvV). OAeg oL mapaAAayeg Pe peon VAF 0,045 - 0,055 (napaAiayeg LoD) Baoel Twv
anoteAeopdTwy anod to NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAWV) XpNOLJOTIOBNKAV YLa
avaAvaon LoD (N = 51 mapaAAayeg). MNa avaluon LoB, aflohoyndnkav oL 51 avTioTolXeS YOVISLWHATIKEG
OUVTETOYMEVEG.

Mo tnv agloAoynon tou NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAwV), UTIOBANBNKAV O€
aAAnAovxion BLBALOBNAKEG G€ TPELG EKTEAEDELG, OE TPELG DLABOXIKES NUEPEG, XPNOLLOTIOLWVTAG TO i6L0 Opyavo
KOL KT avTidpaoTtnpiwy amnod tnv idla naptida. H e€€Taon autA eixe WG aToTEAEGHA 24 AVTIYPOYA YIO KABEUIa
amo Ti¢ 51 mapaAiayeg LoD kat 21 avtiypaga yio Kabepia amod TIg avTioTolxeg B€oelg dyplou Tumou. H
avoloyia Twv avTloTolXioewv ayplou TuTou e VAF <0,026 avapepetal otov Mivakag 29. H avaloyia
avtiotolyicewv nmapaAlaywyv LoD ue VAF peyaAbtepn amo A ion pe 0,026 avagepetal otov lMivakag 30.

Mivakag 29 Avaloyia avtioTtolxicewv <0,026 yia B€aelg dyplov Tumou (AELoAOynon LoXuplopwy LoB)

i ) i ApOpog . Avahoyia 95%
I'Iapc'N\cxyn G)sostc' Tov ZUVO)\LK'SQ uETplioEwy VAF Avahoyia MéoTpa
Tonog aglohoynénkav TOPATNPHRCEL <2,6% .
22,6% glmoToovng
SNV 32 672 0 1 0,994 -1
MpooBnkn 1 231 0 1 0,984 -1
Aypopr 8 168 0 1 0,978 -1

Mivakag 30 Avoloyia avtioTtolyioewv =0,026 VAF yla mapoAAiayeg LoD (A§loAoynon toxuplopwy LoD)

AplBuoédg AplOpog Avaloyia
MapaAAayn O¢0elg IOV ZUVOAIKEG petpioewv VA  uetpnoewv VA  Avoloyla 95%
Tonog aglohoynénkav TMOPATNPACELS F F =22,6% Adotnua
<2,6% >2,6% eumotooivng
SNV 32 768 1 767 0,999 0,993-1
Mpoodnkn 11 264 3 261 0,989 0,967 -
0,996
Awaypoopny 8 192 2 190 0,99 0,963 -
0,997
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Akpipela
Germline

H mapakGTw PJEAETN TIPAYUOTOTIOBNKE yia TNV a€LoAOYNOoN TNG GKPIBELAC aVTIOTOIXIONG TIAPOAANAYNC OTN
povada Germline Variant Module e to NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAWV).
YnoBAnenkav oe e€€tacn dwdeka povadik & deiypata Platinum Genome UECW JLGC OVTITIPOCWTIEVTIKAG
dokluaciag. Mpayuatonorienkav cuVoAlKa 11 ekTeAEoelg he Tpia opyava NextSeq 550Dx kat Tpia NextSeq
550Dx High Output Reagent Kit v2.5 (300 KUKAWV).

H okpiBela opiotnke yia SNV, MpooBRKeG KOL SLOYPAPES HECW TNG CUYKPLONG TWV ATIOTEAECHATWY HE HLa
KGAQ XOPOKTNPLOPEVN HEBOOO avapopdg oLVBETWY, TN MEBodOo Platinum Genomes €kdoan 2016-1.0. Ta
ATOTEAECHOTA AKPIRELOG amd pia ekTEAEON oAANAoLXLoNG We To NextSeq 550Dx High Output Reagent Kit v2
(300 KUKAWV) TTOPEXOVTOL WG avapopd. XTov MNivakag 31 avaypa@eTal Jla cUVOYN TWV OTIOTEAECUATWV.

Mivakog 31 Z0voywn Tng ocuuwviog Germline

AmnotéAeopua AmotéAecua

Kotth JUVOALKEQ AmnotéAecua ava AnoTtéAEoHa ava ava ava
SRS napatproe (v2.5)'  mapatipnon (v2.5)° napatipnon (v2)* eKTEAEON ESCAEL
(v2.5)% (v2)*
PPA yla SNV 1056 98,7 98,7 >99,9 >99,9
PPA ywa 1056 100 100 100 100
TIPOGONKEG
PPA ywa 1056 95,2 95,2 >99,9 >99,9
Slaypapeg
NPA 1056 100 100 100 100
OPA 1056 >99,9 >99,9 >99,9 >99,9

TYToAoyiZeTal we apBPOS SEYHATWY avVa EKTEAEGN ETE TOV OPOHO TwV EKTEAECEWV (96 delypaTta avd ekTéNeon erti 11
ekTeAEoelg = 1056 apaTnpnoELg).

ZKatwTepn TR TOL TOPATNPARBNKE avd avTiypapo delyuatog og OAeC TI ekTeAEDELS (Bdoel 11 EKTEAEGEWV YIa TO
NextSeq 550Dx High Output Reagent Kit v2.5).

3KaTwTePN TN AVA OVTiypao SelyoTog o€ 1 eKTENEDN (96 GUVOAIKES TIAPOTNPNOELS).

4 KatwTepn T 0Tav T0 SE50UEVA KABE EKTEAEGNC GVAAVUOVTAL GUYKEVTPWTIKAL.

Somatic

H MopoKATw PEAETN TIPOAYHOTOTIOWBNKE Yl TNV aELOAGYNON TNG AKPiBELAG avTLIoTOLXloNG TIAPAAAAYAG 0TN
povada Somatic Variant Module oto 6pyavo NextSeq 550Dx pe To NextSeq 550Dx High Output Reagent Kit
v2.5 (300 KUKAWV). YTIOBARBNKav oe e€€Taon 6eka povadika deiypata Platinum Genome FFPE (dvo pe
opaAAayeg apalwpeveg og 0,05 VAF) yeow PLOG QVTIMPOOWTEVTIKAG doKuaciag. Mpayuatonoienkav
oLVOAIKA 11 ekTeAEDELG ME Tpia Opyava NextSeq 550Dx kat Tpelg raptideg NextSeq 550Dx High Output
Reagent Kit v2.5 (300 KUKAWV).
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H akpiBela opiotnke yia SNV, TpocOnKeG Kol dlaypapeg HEGW TNG GUYKPLONG TWV GTIOTEAECUATWY HE HLa
KOAQ XOPOKTINPLOMEVN HEBOOO avaPopag cUVBETWY, TN WEB0SO Platinum Genomes €kdoon 2016-1.0. Ta
AMOTEAEGUOTO OKpiReLOg o pia ekTEAEON aAANAOLXLoONG He To NextSeq 550Dx High Output Reagent Kit v2
(300 KUKAWV) TIOPEXOVTAL WG AVAPOPA. ZToV MNivakag 32 avaypdPETAL UL GUVOYN TWV GTIOTEAECUATWY.

Mivakag 32 Zovoywn cupewviag Somatic

SUVOAIKEG AnotéAeoua ava AnotéAeoua ava AnotéAeoua ava AnotéAeopa ava
Kpuripla TAPATNPNOELG TapoTRpnon mapaTenan EKTEAEDN €KTEAEDN

(v2.5)! (v2.5)? (v2)3 (v2.5) (v2)*
PPAywa SNV 528 100 100 100 100
PPA ywa 528 96,9 96,9 > 99,9 >99,9
TIPOGONKEQ
PPA ywa 528 100 100 100 100
Slaypapeg
NPA 528 >99,9 >99,9 >99,9 >99 9
OPA 528 >99,9 >99,9 >99,9 >99,9

TYmoAoyiZeTal we apBPog SElYHATWY ava eKTEAEDN T TOV APOPS eKTEAEGEWY (48 delypata avd ekTéAeon emi 11
EKTEAEDELG = 528 MAPOATNPENOELS).

2KOTWTEEN TR TIOL TIOPATNPABNKE GVE OVTIYPOPO SElYOTOC OE OAEC TIC EKTEAEDELS (BATEL 11 EKTEAETEWV YId TO
NextSeq 550Dx High Output Reagent Kit v2.5).

3KoTWTEPN TR VA aVTiypapo SelyaTog oe 1 eKTENEGN (96 GUVOAIKESG TIOPATNPATEL).

4KATWTEPN TN OTAV TO SES0UEVA KABE EKTEAEGNE OVAAUOVTOL GUYKEVTPWTIKA.

AKpiBela
Germline

H akpiBela tou NextSeq 550Dx High Output Reagent Kit v2.5 (300 kKUKAwV) Ue TN povada Germline Variant
Module agloAoyndnke ue tn Xprnon detypdatwy Platinum Genome Kal PLOG AVTUTPOCWTEVTIKAG doKuaoiag. H
e€£€T00N OMOTEAOVLVTAV OO TV MPOETOLUacia piag BIBALOBAKNG e To TruSeq Custom Amplicon Kit Dx ko
nepA\auBave 12 deiypata, KOBEVA €K TWV OTIOIWV LTIOBARBNKE o€ eTEEPYOTIa UE OKTW avVTiypaa. Ot
BBALOBNKeG LTIORARBNK AV og aAANAoULYLoN UE TPELg TopTideg NextSeq 550Dx High Output Reagent Kit v2.5
(300 kKUKAwV) KoL Tpia Opyava NextSeq 550Dx yla c0VOAO evvea eKTEAECEWY OGAANAOUXLONG.

Xpnoomotenkav delyaTta e eTEPOLYEG MOPAAAAYEG VIO VO KOBOPLOTEL TO KATA TTOGOV N EYYEVNC
METOBANTOTNTO TNG SOKWAGIOG UTIOPEL VO ETINPEACEL TNV aVTIoTOlXLoN TOL yovoTuTiou (N = 153 povadikeg
€TEPOLLYEC METAPBANTEG). To Cx oploTNKE KAL YLa TIG 6V0 TUIES OTIOKOTING TNG Movadag Germline Variant Module
(0,2 ywa etepoquyoug Kal 0,7 yio oouyoug YovOTUTIOUG), OTIOU X (VAL TO TTOCOOTO TWV ETMOVOAGUBAVOUEVWY
e€eTdoewy TOU LTIEPPBAVOLV TNV TN ATIOKOTIAG. o TNV KaTwTePN TN anokomhg 0,2 VAF, n mapoAiayn pe
To eAd)XLoTO Cx yla To NextSeq 550Dx Reagent Kit v2.5 (300 kUKAwV) Atav >99,9%, KATL TIOL UTIOSEIKVUEL OTL
>99,9% Twv €TEPOLYWV TAPAAAAYWY Ba AVTIOTOLYXI{OVTAV WG ETEPOCVYEG. A TV OVWTATN TLUI ATIOKOTING
0,7 VAF, n yetapAntn Ue o heyLoto Cx yia to NextSeq 550Dx Reagent Kit v2.5 (300 kUKAwV) NTav <1,5%, KATL
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TIoL LTIOdEIKVUEL OTL =1,5% TwV £TEPOLYWV PETABANTWY Ba avTloTOoLKi{ovTaV wg opouyeg. O lMivakog 33
oLVOWI{EL TO ATIOTEAECHATA OVA TUTIO HETARANTAG. OL TIHES CX amod TN Povn eKTEAEDN GAANAOLXLIONG LE TO
NextSeq 550Dx High Output Reagent Kit v2 (300 KUKAWV) TTOPEXOVTAL WG AVAPOPA.

Mivakag 33 Teg Cx BAACTIKNAG 0ELPAG Yo ETEPOLVYEG TIOPOAAAYES

Twn arokonng 0,2 VAF Twn amokortng 0,7 VAF
Tomog mapaAAayng N
EAGY. Cx (v2.5)" EAGY. Cx (v2)2 Méy. Cx (v2.5)" Méy. Cx (v2)2
SNV 94 >99,9% >99,9% 1,5% 1,0%
MNpooBnKeg 24 100% 100% 0% <0,1%
Alaypageg 35 100% >99,9% <0,1% <0,1%

"Tyég Cx mou BaciZovTal o€ EKTIUAGELS GUVOALKAC TUTIKAC OTIOKALONG ATd AVAAUGH GTOLXEIWY SIOKVHAVOEWV.
2Tiéc Cx Tou BaGiZoVTaL 6TN GUVOALKR TUTIKT OTIOKALON.

Somatic

H ok piBela Tou NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUKAwV) pe TN yovada Somatic Variant
Module agloAoyndnke e tn Xxpron delypatwy Platinum Genome Kal PLOG AVTUTPOCWTEVTIKAG doKuaoiag. H
€€E€TOON AMOTEAOVUVTAV OTIO TNV TIPOETOLUOOIO piag BBAL0BAKNG We To TruSeq Custom Amplicon Kit Dx kai
nepAGUBave B0 delyuoTa, HE OKTW avTiypaga To Kabeva. OL BIBALOBAKEG LTIORBANBNKAV gg AAANAouXLlon UE
Tpelg opTibeg NextSeq 550Dx High Output Reagent Kit v2.5 (300 kUKAwV) KaL Tpia opyava NextSeq 550Dx yLo
OUVOAO eVVEQ EKTEAECEWY AAANAOLUXLONG.

OL CWMATIKEG TIOPAAAAYEC HE avapuevoueva emtineda VAF <0,10 VAF (N = 131 Hovodlk€g TTapaAAOYER)
XpNolJoTo|enKav yLa tnv agloAdynon tTng METORANTOTNTAG TOL OPYAVOU KOVTA 0TNV TIUH anokotng VAF tng
povadag Somatic Variant Module (oL cwpaTtikeg mopaAAayeg pe eninedo VAF =0,026 avTtiotolxidovtal wg
BETIKEG IO TNV TTapoaAAayh). KaBopiotnkav Tyueg CO5 yia kaBe cwuaTikt tapailayr. Ot Tiueg C95
avormoplotoly T VAF 010U N TBaVOTNTO MEYAAUTEPNG TILMAG OE 0XE0N ME TNV TIHN otmokomAg VAF yla Tn
povada Somatic Variant Module givat 95%. OLuypnAoTepeg TYHES CI5 ava TUTO TIAPAAAAYAS AvaypAPOVTaL
otov lNivakag 34. Ta anoTeAEoUOTA TWV THWV C95 amd pia ekteAeon aAAnhovxiong Ue To NextSeq 550Dx
High Output Reagent Kit v2 (300 KUKAWV) TIOPEXOVTOL WG OVAPOPA.

Mivakag 34 X0uvown C95 yIo CWHATIKEG TIOPOAAAYEQ

Tomnog napaAAaynic ApIBUGS MOPAAAAYWVY oL LTIOBARBNKAV a€ aELOAOYNGN C95 (v2.5)" C95 (v2)?
SNV 74 0,064 0,063
MpooBnkeg 24 0,062 0,061
ALOYPOPES 33 0,060 0,060

TTyég C95 mou BaciZovTal o€ EKTIUAGELS GUVOALKAC TUTIKAC OTIOKALONG ATd AVAAUGCN GTOLXEIWY SLOKVUAVOEWV.
2Ttpéq C95 mnouv Baociovtal 6€ CUVOAIKEG TUTIKEG OTIOKAIOELG.
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ZUYKpLon NEBOSWV (KT avTdpaotnpiwv)

Germline

OLpEoeg TuEG VAF amo 215 povadikeg mapaAiayeg aglohoynenkav oe oAokAnpo 1o NextSeq 550Dx High
Output Reagent Kit v2 (300 kUkAwv) kot oto NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAWV) pE
QTOTEAECUOTA TTOU dNulovpynBnKav amod T Jovada Germline Variant Module. Ot péool 6pol Twv TIHwv VAF
uTioAoyioTnkav amo 11 ekteAEoelg aAAnAovxtlong (v2.5) kot amod pia ekTEAEon aAAnAouxiong (v2).
XpnoomolenKav TOUAGXLIOTOV OKTW GVTIYPOpa YIO TOV UTIOAOYLOMO TOU UEGOL OPOL KABE TIAPAAAAYNG. ZTO
Elkova 3 amoTtunwveTal n cuoXetion VAF peTagl Twy 600 KIT avTidpaoTnpiwv. Bdoel TNG LoXUPNG YPOMMLKAG
ouoxetiong VAF KalL TNG OPOLOTNTOC TWV GTIOTEAEGHATWY PETAED TWV KIT AVTIOPAoTNPIWY, TO XOPAKTNPLOTIKAG
NG amodoong Tov eixav apXIKG eMaAnNBeuTEl KAl TEKUNPLWOEL e To NextSeq 550Dx High Output Reagent Kit
v2 (300 KUKAWV) pe T Jovada Germline Variant Module 8BswpouvTal 0Tt LloxVouV Kal yia To NextSeq 550Dx
High Output Reagent Kit v2.5 (300 KUKAwV).

Eikova 3 ZuoXETlon TNG cuXvotnTag aAAnASuoppwy apaiiayng (VAF) tng povadag Germline Variant
Module petag tou NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwvV) kot Tou NextSeq 550Dx High
Output Reagent Kit v2.5 (300 KUKAwV).

1- N =215 Movadikég TTapaAAayég
R*2 = 0,9994
0.9 Khion = 1,0010
0,8 - npeio Toprig = 0,00009

0,7
0,6
0,5

0,4

v2.5 VAF (Méon 1ipR)

0,3

0,2

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

Somatic

Ot peoecg Tueg VAF amd 501 povadikeg mapailayeg aglohoynenkav oe oAokAnpo 1o NextSeq 550Dx High
Output Reagent Kit v2 (300 kUkAwvV) kot oto NextSeq 550Dx High Output Reagent Kit v2.5 (300 KUKAWV) pe
QTIOTEAECUOTA TIOU dNoLPYNBNKaV aTd TN Jovada Somatic Variant Module. Ot pgool 6pol Twv THwv VAF
vTtoAoyioTnKav amno 11 ekTeAEoelg aAANAoLXLoNG (v2.5) KoL aTo hia ekTEAEoN oAAnAovxlong (v2).
XpnoJoTolenKav TOUAGYLOTOV TPIO OVTIYyPOPO YO TOV UTIOAOYLOO TOU JECOU OPOU KABE OVOdIKNG
TapoAAOYNG. XTO ElkOVa 4 amoTuNwVETAL N cuoxeTion VAF petagl Twv 6o KIT avTidpaotnpiwv. Bacel tng
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ouoXeTlong VAF KalL TG OMOLOTNTAG TWV GTIOTEAECHATWY PMETAEL TWV KIT OVTIOPAoTNPIWY, TO XOPOKTNPLOTIKA
NG amoddoong mou eixav emaAnBevtel KoL Tekunplwdei pe to NextSeq 550Dx High Output Reagent Kit v2 (300
KUKAWV) pe Tn povada Somatic Variant Module 8ewpolvTtal 0TLLleXVouV Kal yia To NextSeq 550Dx High Output
Reagent Kit v2.5 (300 KUKAWV).

Eikova 4 ZuoXETIoNn TNG ouXvotntag aAAnAduoppwy TtapoAlayng (VAF) tng povadag Somatic Variant Module
peta&L Tou NextSeq 550Dx High Output Reagent Kit v2 (300 kUkAwV) kot Tou NextSeq 550Dx High Output
Reagent Kit v2.5 (300 KUKAWV).

1 N =501 Movadikég TTaparAayEg
0,9 R"2=0,9997
0,8 KAion =1,0017
2nueio Toung = -0,00083

v2.5 VAF (Méon Tipn)
o
(0a])

0 01 02 03 04 05 06 07 08 09 1
v2 VAF (Méon TipR)
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|oTOPLIKO avaBewpnoewv

Eyypapo Hpepopnvia Neprypapr) aAlayrg

Ap. eyypapou lovviog ApxlKn €kdoan.

200031448 £k6. 00 2023 To nponyoLuevVo eyypapo 1000000030326 avTIKATOOTABNKE
QTo auTo.
AAAGYECG OTIO TO £yypaPpo 1000000030326 £kd. 6 o€ aLTO TO VEO
EYYPOQO:

o [pooTEBNKE TIEPLEXOMEVO TIPOG UTIOCTHPLEN TOU TIPOGLPETLIKOU
Illumina DRAGEN Server yla to NextSeq 550Dx.

o ETukalpomnoinon Tou oplBuol KAaTaAOyou Tou PIATpoL aEpa.

AANNQYEG TIOU £YLVAV TIPONYOUHEVWG OTO EYYPOPO

1000000030326:

o ETUKOLPOTIOIACELS VIO TN SL1OpBwaGN TIEPLEXOUEVOU TIOU
TIPOCTEBNKE AKOVOLO GTIO TINYOL0 AOYLOMLKO.

» [pooBbnkn 6NAwong otnv evotnta «MNpoeldoToLoelg Kalt
TIPOPUAAGEEIG» OXETIKA PE TNV avapopd coBopwV GUHBAVTWV.

» [pooBbnkn 6NAwong oTnv evotnta «ApXES TNG dladikaciog»
oTnV oToia KaBopiZeTal o TipoBAETIOMEVOS XPNOTNG.

» Apaipeon avagpopdg oto High Output Reagent Kit v2
(300 KUKAWV).

o [MpooBrkn avagopdg oto High Output Reagent Kit v2.5
(75 KOKAWV).

o MpooBAKN TivaKa LoTOPIKOU avabewproewv. EMikalpomoinon
NG dleBuvong e€oLCLOdOTNIEVOL EKTIPOCWTIOL YLa TNV EE.
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AUMTAWUOTO EVPECLTEXVIOG KOL EUTIOPLK G CHMATO

To nopdv £yypapo KaL Ta TEPLEXOUEVA TOU amnoteAolV WlokTnaia tng lllumina, Inc. kKal Twv cuvoedepEVWY eTalpelwV TNG («lllumina») kat
TPOOPI{OVTAL ATOKAELOTIKA YLO TN CUPBATIKHA XProN Tou TMEAATN TNG 6€ GLVOLACHO UE TN XPoN Tou(-wVv) TPOIOdVTOG(-wV) TTov
TEPLYPAPOVTOL GTO TIAPOV EYYPAPO KAL YO KAVEVAV GANOV OKOTIO. ATIAYOPEVETAL N XPAoN I N Slavour ToL TIAPOVTOG EYYPAPOU KAl TWV
TIEPLEXOMEVWV TOU YLO OTIOLOVOATIOTE GAAOV GKOTIO )/KaL GAAN Kolvotoinaen, oMok GALYnN 1 AVATIAPOYWYH TOUG HE OTIOLOVONTIOTE TPOTIO
XWPLg TNV MPOTEPN €yypapn cuvaivean tng lllumina. H lllumina dev peTaBLBAeL 65L& TOL MAPAOVTOG EYYPAPOU Kapia adela dSuvapeL
SUTAWPATOG EVPECLTEXVIOG, EUTIOPLKOV GNHOTOG, TIVEUHOTIKOU SIKALWUATOG i SIKALWHATWY KoLvoL dikaiou Tng.

OL06nyieg 0TO MOPOV EYYPOPO TIPETEL VA TNPOUVTOL GUOTNPG KAl E AKPIRELD aTd EBIKEVPEVO KOL KATAAANAC EKTIALOEVIEVO TIPOCWTILKO,
TIPOKELMEVOUL VA SLaoPaALoTEL N 0pBr KOL AGPAAAG XPHoN TOL(-WV) TIPOIOVTOG(-WV) TIOL TEPLYPAPOVTAL 0TO TIOPOV. OAd Ta TIEPLEXOPEVD
TOU TIOPOVTOG EYYPAPOU TIPETIEL VO GVOYVWOBOUV KOL VO YiVOLV MARPWE KATAVONTA TIpLV amtd TN XpAon Tou(-wv) eV Aoyw Tpoidvtog(-wv).

ZE NEPINTQXH MH MAHPOYZX ANATNQXHX KAl THPHZHX ME AKPIBEIA OAQN TQN OAHIIQN MOY MEPIEXONTAI ZTO MAPON, MIMOPEI NA
MPOKAHOE| ZHMIA 3TO(-A) MPOION(-TA), TPAYMATIZMOZ ATOMQN, ZYMMEPIAAMBANOMENQN TQN XPHETQN H AAAQN, KAGQS KA
AAAH YAIKH ZHMIA, KAl ©A KATASTEI AKYPH H EFTYHZH MOY IZXYEI TIA TO(-A) MTPOION(-TA).

H ILLUMINA AEN ANAAAMBANEI KAMIA EYOYNH MOY AMOPPEEI AMO EZ®AAMENH XPHZH TOY(-QN) MPOIONTOZ(-QN) MOY
MEPIFPA®ONTAI XTO NMAPON [ZYMMNEPINAMBANOMENQN TON EZAPTHMATQN TOY(-OYZX) H TOY AOTIZMIKOY].

© 2023 lllumina, Inc. Mg tnVv empLAGEN TIAVTOG SIKALWHOTOG.

‘O\0 TO OAPOTA KATATEDEV gival BlokTnoia NG lllumina, Inc. ) TV AvTioTOLXWV KOTOXWV TOUG. MNa GUYKEKPLUIEVEG TTANPOYPOPIEG OXETIKK
ME TA ONMOTO KATATEBEVTA, AVATPEETE 0TNV LoTooeAda www.illumina.com/company/legal.html.

> TOLXELD ETUKOLVWVIAG

ul e

lllumina, Inc.
5200 lllumina Way IVD Xopnydg otnv AucTtpolia
San Diego, California 92122 H.MN.A. lllumina Australia Pty Ltd
+1.800.809.ILMN (4566) Nursing Association Building
+1.858.202.4566 (ekTOG Bopeiouv ApEPIKNAG) i Level 3, 535 Elizabeth Street
lllumina MNetherands B.V.

techsupport@illumina.com Steenoven 19 Melbourne, VIC 3000

. . 5628 DK Eindhoven f
www.illumina.com The Metherlands AuvoTpahia

14 ee |
ETlonuavon mpolovtog
o P MARpN ava@opd oTa GUMPBOAG TIOL PTIOPEL VO EPPAVI{OVTOL 0TN CUCKELAGIO KOL TNV ETILGHMAVON TOU

TPOLOVTOG, AVOTPEETE OTO LTIOMVNG CUMBOAWY YLO TO KLIT 0ag oTn dlevBuvon support.illumina.com, otnv
KopTeAa Documentation (Tekunpiwaon).
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