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ETtlokomnon

H DRAGEN for Illumina DNA Prep with Enrichment Dx Epappoyry (DRAGEN for IDPE Dx) xpnotuormoleital
YLO TOV OXEBLOOHO KOL TNV EKTEAEON SEVTEPELOLOAC BVAALONG TwV BLBALOBNKwWV IDPE Dx ou
dnuovpynenkav yia aAAnAolxnon oto NextSeq 550Dx .

To DRAGEN for IDPE Dx urtootnpicel Tnv aAAnAouxnon otnv avaiuvon 0Tav XpnolJoTole(Tal Ue TNV
npoetolpacia BLBAL0ORKNG llumina DNA Prep with Enrichment Dx, NextSeq 550Dx kat lllumina
DRAGEN Server yia To NextSeq 550Dx.

MeBodoL avaAvong

To DRAGEN for IDPE Dx paypaToTolel anomoAuTAe€ia, dnuiovpyia FASTQ, xapToypdpnon
avayvwong, eVBLYPAULON UE YOVLIBIWHO aVa@OpAG KAl UIKPEG TIOPAAANAYESG KAHONG OVAAOYA JE TIQ
ETUAEYHUEVEG POEG EPYOCLWV:

* Anuwoupyia apxeiov FASTQ

* Anpuoupyia FASTQ kat VCF Germline

* Anuoupyia FASTQ kot VCF cwuaTIKWV

YHMEIQXH H ovpumieon ORA gival SlaBEaiun yLa Xpron Kol JE TIG TPELS POEG epyaolwy. H ouprmieon
DRAGEN ORA eival eva AOYLOMLIKO CUUTIESNG XWPIg aTIWAELEG TTIOL dnuLoLPYEL Eva
apxeio pe emektaon Original Read Archive (*.ora). H popgr ora eivat pia popen
ouprmieong BaoeL avaopdg yla apxeia FASTQ Kol €xel oxeblaoTel yia TIOAL ypriyopn
ouUTiESN/ATIOCLUTILEDN KAL LYNAT GVOAOYIO cuTIEDNG.

Anuovpyia apxeiov FASTQ

OLouvapuoloynueveg aAAnAouxieg eyypagovtal o apxeia FASTQ ava deiyua. Ta apxeia FASTQ
elval apyela Keluevou mou meplexouv dedoueva aAAnAouxlong Kol BaBuoAoyieg moldTNTOg HOVO Yo
eva deiypa. MNa Kabe delypa, dnuiovpyolvIal Eexwplota apxeia FASTQ avd ypa U KUTTGPOL pOng,
ava avayvwopevn akoAouBia. To dvouad Tou SelyaTog OTiwg KaBopIiZeTal KOTd T pUBHLoN TNG
avaiuong neplAapBaveTal 6To OVopa Tou apxeiou FASTQ. Ta apyeia FASTQ eival Ta Baolk&
dedopeva el00d0U yLa TNV eLBLYPAPMLON. To TPWTO BrAMA TN Mapaywyng FASTQ eivaln
amomnoAuTIAeEia. H amomoAULTIAEEiO EKXWPEL CUMTIAEYUATO TIOU TIEPVOULV TO PIATPO 0€ Eva deiya
OLYKpivovTag K&Be aAAnAouyia avayvwong deikn pe TIg¢ aAAnAouvxieg deiktn Tou KaBopiovTal yLa
TNV EKTEAEDN. € AUTO TO PG deV AAPBAVOVTAL UTIOWN TLUEG TTOLOTNTAG. OL AVOYVWOELG EVPETNPIOL
avayvwpiZovTal he Ta akOAouBa BARuoTa:

* TadelypoTta aplBuoLVTOL Ao TO 1 e BAGCN TN OELPA [IE TNV OTIOLO AVAYPAPOVTOL YLO TNV EKTEAEDN.

* O apBuog deiypatog 0 mpoopileTal yia GLOTADES IOV dEV AVTLOTOLXIOTNKAV o€ delya.
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

*  OLoLOTAdES EKXWPOLVTOL 0E £va OelyUa, OTAV N AaAANAouXia EVPETNPIOL AVTLOTOLXEL AKPLBWGS ) OTAV UTIAPXEL
Mia povo avavTioTolXio ava avayvwon deiktn.

To AoylopLko TeplAapBavel cuptiieon ORA yla ™ ouptiieon apxeiwv FASTQ. AuTh n Hop®n UTOpEL va evepyoToLnBel
TPOOLPETIKA. OTav xpnotuomnoleital n poppn ORA (*.ora), To abpolopa eAeyxouv md>5 Tou meplexopevou Tou FASTQ
SloTnpelTal HETA ATIO EVOV KUKAO CUMTIECNG KOIL ATIOCULUTILEGNG YLO VO SLOOPAALOTEL N cLUMTiEON XWPIC OTIWAELEG.

XopToypagnon KaL evbuypduuion DNA

MeTd TNV apaywyn Tov FASTQ, oL avayvwoeLg XApTOYPaPOUVTOL KAl EVBLYPAMMLI{OVTAL E EVA YOVISLWUO
avapopdg. To PWTOo oTdadlo TNG XapToypdPnaong eival n dnuiovpyia onueiwy eTiAoyng amod TNV avayvwon Kal, otn
OUVEXELA, N AVA{NTNON EMAKPLRWY GVTLOTOLXLWY 0TO YOVISIWMHG avapopAG. TN CLUVEXELD, GUTA TO ATIOTEAECUATO
TEAELOTIOLOVUVTOL JE TNV EKTEAESN MANPWV €VBLYPOUMicEWY Smith-Waterman oTig TonoBeoieg e TNV vYPnNASTEPN
TIUKVOTNTA onpeiwv ETUAOYNRG. AUTOC 0 KOAG TEKUNPLWHEVOG OGAYOPLOOG AELTOUPYEL CUYKPIVOVTOG K&BE BEaN TNG
AVAYVWONG ME OAEC TIC UTIOYPNPLEG BETELG TNG OVAPOPAG. AUTEG OL GUYKPIOELG AVTLOTOLXOUV G€ £VAV TIVOKO
Tbavwyv evBLypaupioewY PETAED aVAYVWONG KAL OVaPOopas. Na Kabeuia amd auTeg TIG BETELS EVBLYPAUULONG TWV
uTIoYn®@iwv, n Smith-Waterman napdayel BaBPoOAOYIES TIOU XPNOLMOTIOLOUVTAL YIO VO a§loAoynBei edv N KAADTEPN
€VBLYPAMLON TIOL BLEPXETAL ATIO GLTO TO KUTTAPO PATPOG PTAVEL € QGUTO PEGW VOUKAEOTIOLKAG AVTLOTOLXIOG A
avavTloTolXiag (dtaywvia Kivnon), dlaypaeng (optdovTia Kivnon) f eloaywyng (Katakopuen kivnon). Mo
QVTLOTOLYXIO METAEL OVAYVWONG KOL aVaPOPAG MAPEXEL UTTOVOUC 0TN BabuoAoyia KoL Lo avavTioTolia ) indel
eTURAAAEL IPOOTLWO. H GUVOALKN SLadpopr bwnAOTEPNG BABUOAOYIOG HEGW TOU TVOKG €ival N evBLYP&ULEN IOV
exeL emAeyel. O aAyoplBUOG ival ETUTAYXVVONEVOS OTIO UALKO OTIC KAPTEG ouoTol)iag oplobetrioewv DRAGEN
(FPGA) hg duvaTOTNTO TIPOYPOHHOTIONOU TIESioU. To yovISiwha avapopdg TIOL XPNOLUOTIOLEITOL OTNV EPApPHOYN
dnuovpyeitat amno to UCSC hg19 FASTA pe tnv etuhoyr) DRAGEN yia tn dnuioupyio evog TiVaKa KOTAKEPHOTLGOU
ME BAon TNV LTIEPEVTAON.

KAnon napaAAayng Germline DRAGEN

To cboTnHA KARONG PLkpwv tapaAlaywv Germline DRAGEN AopBAaveEL OVTLOTOLXLOMEVO KaL eVBLYPOUULoNEVO DNA
Tov dLaBaleTal we £l0060¢ KoL KAAEL HOVOVOUKAEOTLOIKOUC TTOALOPPLOHOUG (SNP) kat eloaywyn 1 Slaypaen
(indels) peow evog cuvduaopoL avixveuong ae eMiMEdO 6TAANG KL TOTILKAG de novo cuVOPUOAGYNOoNG ATAOTUTIWV.
o va EVEPYOTIOLNOETE TO CUOTNMA KARONG MIKpwV TIapaAlaywv Germline DRAGEN, eTUAEETE TN pon EpyacLWV
napaAAaywv Germline.

H kAfRon noapaAlayng Germline xpnotdomnoleital uvhRdwg yla deiypata Germling, 6mou n mAoeldia eival yvwoTo OTL
elval du0. OL KOAOUEVEG TIEPLOXEG GVAPOPAEC TAUTOTIOLOVVTOL TIPWTA [E EMAPKN KAALYN evBLypAULoNng. EvTog
AUTWV TWV TIEEPLOXWV AVAPOPAG, ULG yPrYopn 6ApwWon TWV TAELVOUNHUEVWY GVOYVWOEWY TIPOCOLOPILEL TIG EVEPYES
TIEPLOXEG, OL OTIOLEG EIVAL KEVTPAPLOPEVEG 0€ OTAAEG oWPO E oTOoLXELD PLaG TIapaAAayAg. OL eVEPYEC TIEPLOXES
KOAUTITOVTOL JE ETTAPKEG TTAGLGLO YLO TNV KAAL YN CNUOVTLKOU TIEPLEXOUEVOL XWPIG avapopd o€ KOVTLVA andataon.
Edv untdpxouv evoeifelg indel, ol evepyEG TIEPLOXES A MBAVOLY TIPOCBETN eTevduon.

OL EVBLYPOUMLOMEVEG OVOYVWOELG OTIOKOTITOVTAL EVTOC KABE eVvEPYNC TIEPLOXAG KAL CUVAPHUOAOYOUVTOL O EVa
ypapnua De Bruijn. Ta Ko TwV GTIOKOMMEVWY OVAYVWOEWY GTABUI{OVTOL e UETPHOELS TOPATAPNONG, UE TNV
aAAnAouxia avapopdg we LTOCTAPLEN. META ATIO KATIOLO EKKOBAPLON KOL GTIAOTIOINoN TWV Ypa@nUATWY, OAEG OL
dladpopEg TNYAG Tipog dlebpuvon e€AyoVTaL WG uTIOYPAPLOL ATAOTLUTIOL K&BE aTAOTUTIOC EilVaL EVBLYPOUULOUEVOG JE
TO yovIdiwpa avapopdag Smith-Waterman yla va poadlopiosl TIg TapaAAOYEG TIOU AVTLIPOOWTIEVEL. AUTO TO
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oUVOAO GUUBAVTWYV UTIOPEL Va eVIoXUBEL e avixveuon Baoel B€ong. N'la KGBE {eLyog OMAOTUTIOU AVAYVWOoNgG, N
TueavotnTa P(r|H) va mapatnpendei n avéyvwon, uTIOBETOVTOG OTL 0 GTAGTUTIOS ELVaL TO TIPAYUATIKOG Selyua évapEng,
uTtIoAOYI{eTAL e TN XPpAoN eVOS KpupoL povtehov Markov (HMM).

TAapwon JE BEon avaopdag oTNV EVEPYN TEEPLOXH, OL UTIOWPAPLOL YOVOTUTIOL OXNMATI{OVTAL ATIO SIMAOELSE(C
ouvouaopoLg cUBAVTWY TIapaAAayng (SNP ) indel). MNa k&g cUUBAV (CLUMTEPIAGPBOVOUEVNG TNG AGVAPOPAG), N
UTIO BPOLC TUBAVATNTA P(r|e) MapaTAPNONS KABE ETILKAAUTITOMEVNC GVAYVWONG EKTIMATAL WG TO péYLaTo P(r|H) yia
AMAGTUTIOUC TIOL UTIOGTNPIZOVV TO GUKBAV. TLVSLATOVTAL He TNV LTIG GPoUC TUBAVOTNTA P(rlele2) yia évav
YOVOTUTIO (Z80YOC GUUBAVTWY) KAl TIOAAGTIAAGLAZOVTAL VIO VA SWGOLV TNV LTIO BPOLE TUBAVOTNTA P(R|ele2)
mopaTtenong oAOKANPNG TNG otoifag avayvwong. Me tn Xprion Tou TUTIoL Bayes, UTIoAoYiZeTaL N €K TWV LOTEPWYVY
mBavoTNTa P(e1e2|R) kaBe SIMAOEIBOVG YOVATUTIOU KL ETAEYETAL O VIKNTAC.

To DRAGEN for IDPE Dx e@apHOZEL GLUTOMATO PIATPAPLOUA. Lo TIEPLOCOTEPEG TIANPOPOPIES, avVaTPEETE OTNV
evoTtnTa XxoAlaouoi apxeiwv VCF pong epyaoctwv Germline otn aeAida 13.

KAnon noapaAAaywv cwuatikwv DRAGEN

O KaAWV UIKpwV TapaAroywy owpaTikwyv DRAGEN AauBdveL avILOTOLXIOMEVO KoL ELBLYPOHMLoMEVO DNA mou
SloBdetal wg elopor) kal kaAel SNV kal indel pE€ow ToTUKNG de novo cuVAPPOAOYNCNG OTIAOTUTIWY GE PLO EVEPYN
Teploxn. MNa va eVEPYOTIOLOETE TOV KAAOUVTA UIKPpWV TIOpaAAaywVv cwioTikwv DRAGEN Somatic, eTuAe€te La
EQAPMOYHN TAPAAACYWY CWHATIKWYV.

H KAon MOpoAAOYWY CWHOTIKWY XPNOoLHoTIoLE(TAOL oLVABWG YLa dElyaTa OYKOL. M€ QUTAV TN PON EPYOOLWY, TO
DRAGEN 6&¢gv kavel Kapia tapadoxr mMAosldiag, n omnoia EMITPEMEL TNV avixveuon aAANAOUOPPWY XAUNAAG
ouXVOTNTAG. o YEVETIKOUG TOTOUG pe KAALYn €wg 100x oto deiypa dykou, To DRAGEN €xeL 6plo aviyxveuong oe
ouXVOTNTEG TAPAAAAYWY AGAANAOHOPPWY 5%. TO OPLO KAIMOKWVETAL JE LEAVOUEVO BABOG ava BEan KalL N ULon
K&Be popd ou N KAALYnN StmAaoldetal epa oo 1o 100x. Ot KAAOVPEVEG TIEPLOXES OVOAPOPAG TOUTOTIOLOUVTAL
TPWTA JE EMOPKI KAALWYN €VBLYPAPULONG. EVIOC OUTWV TwV TEPLOYXWV AVOPOPAG, IO 0GpWaon TWV
TOELVOUNMEVWYVY GVAYVWOEWV TIPOodLOPILEL TIC EVEPYEQ TIEPLOXEG, OL OTIOIEG EIVAL KEVTPAPLOUEVEG 0€ OTAAEG CWPO
ME OTOLXELO PLOG TIAPAAAGYAG OTLC OVOYVWOELG OYKOU. OL EVEPYEG TIEPLOXEG KAAVUTITOVTAL JE EMOPKEC TIAGILOLO YO
TNV KGALYN CNPOVTIKOL TIEPLEXOMEVOU XWPLIG OVaPOp& 0 KOVTLVH aTootaon. Edv untdpyouv evoeielg indel, ot
EVEPYEC MEPLOXEG AAUBAVOULV TIpdOBETN eTEVOLON.

OL ELBLYPOPMLOPEVEC OVAYVWOELG OTIOKOTITOVTAL EVTOG KABE EVEPYNC TIEPLOXNG KOL CUVOPOAOYOUVTAL OE VA
ypd@nua De Bruijn. Ta dKpa TWV GTIOKOMMEVWY GVAYVWOEWY O0TABUIOVTOL UE HETPNOELG TIAPATHPNONG, HE TNV
aAAnAouxia ava@opdc wg LTooTrPLEN. METG OO KATIOLO EKKOBAPLON KOL ATIAOTIOINCH TWV YPOPNUATWY, OAEC OL
dLadpopEg TNYAG Tipog dlevpuvaen e€GyoVTaL WG LTIOYPAPLOL ATAOTUTIOL K&BE OTAOTUTIOC ElVaL EVBLYPOUULOUEVOG LE
TO yovIbiwpa avagpopag Smith-Waterman yia va mpoodlopioet TI¢ TapaAAAYEG TIOL AVTLPOCWTIEVEL [Nla KGOE
Zehyog GMAGTUTION AVAYVWOoNG, N mBavoetnTa P(r|H) va mapatnenei N avayvwaon LToAoyiZeTal he TN XpHon eVog
Kpu@ou povteAou Markov (HMM), urtoB£ToVTOG OTL 0 ATIAGTUTIOC EIVAL TO TIPOYHATIKO deiyua EvapEng.

Mo va poodloplotei n Baduoloyia Tou opiov avixveuvaong Touv 0ykou (TLOD), 0 KAAWV PIKpWV TIOPOAAAYWV
owpnaTikwV DRAGEN capwvel TpWTO ava BE0n ava@opag yLa KABE UTIOYPAPLO CWHATIKO CUMBAYV, KOBWGE KOL TO
GUHPBAV AVAPOPAG OTNV EVEPYR TIEPLOXR. H LTIO 6poLG TBAVATNTA P(r|e) MapaTipnong KABE ETUKAAUTITOMEVNG
avAyVWong EKTIHATOL W TO HEYLOTO P(r|H) yia amAGTUTIOUG TIou UTIOGTNPIZOLY TO GUKBAV. SUVELATOVTAL e TNV LTIO
dpouc TuBavoTnTa P(r|E) yia pta uneeson cuPBAEVTOC, E, Tou TEPIAAUBAVEL VO ELYMA TNG AVAPOPES KOL TOU
UTIOYPRPLOU CWHATIKOU GAANAGHOPPOL GE £VA EVPOC TUBAVWV GUXVOTHTWV GAANASHOPPWVY KOl
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TIOAAQTAGIGLAZOVTAL YLO VO §WGOUV TV LTIO dpouc TBavoTNTa P(R|E) Mapathpnong oAdkANpNg T oToiBag
avayvwaong. Ano ekel, yia BaduoAoyia TLOD uttoAoyidetal wg n amnodetn 0Tt udpxel Eva aAANAOpopYo ALT oto
Oelypa Oykou o€ €vav 6E60EVO YEVETIKO TOTIO.

To DRAGEN for IDPE Dx eapHOZEL GUTOUATO PIATPAPLOKA. Lo TIEPLOCOTEPEG TIANPOPOPIES, OVOTPEETE OTNV
EVOTNTA XX0ALa0oMOC apxeiwv VCF e owuaTIKR pon epyaotwyV oTn oeAida 16.
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AnMLoVpYLa TIPOYPOMMUOTIOMEVNG EKTEAEONG

AKOAOULBNOTE TO TIOPOAKATW BAMATA YLa VO puBpioeTe ULa ektéAeon lllumina Run Manager gite oto
NextSeq 550Dx €ite XpNOLUOTIOLWVTOG EVA TIPOYPO MG TIEPLYNONG GE UTIOAOYLOTH SLKTUOU.
XPNGOLUOTIOLNOTE VA TIPOYPOMMA TIEPLAYNONG 0E GLVOEdEUEVO o€ SIKTLO LTIOAOYLOTH €AV ETIBL UELTE TNV
elaaywyr dedopevwy delypatog. Avatpefte oto 0dnyog Aoyloptkou lllumina Run Manager yia 10
NextSeq 550Dx (ap. eyypagpou 200025239) yia 0dnyieg oXeTIkd pe TNV mpocBaon oto lllumina Run
Manager amnd UTIOAOYLOTH SLKTUOU.

Yndpxouv 800 dLaPOoPETIKOL TPOTIOL SNULOUPYIOG PLOG VEQG TIPOYPOMMOTIONEVNG EKTEAEONG:
* Ewoay 1 yn eKTtéEAeong —XpnoldoTolnote eva pUAAO SelypaTog Ao Hia UTIGpXouoa dladlkaoia
WG TPOTUTIO YLa pLa Ve dladlkaoia. Avatpefte oto 0dnyog Aoyloptkou lllumina Run Manager
ylo To NextSeq 550Dx (ap. eyypdpou 200025239) yia ANPOPOPIES OXETIKA HE TOV TPOTIO
€L0AYWYNG KLag avaAuong.
*  Anuwoupyia eKTEAEGNG—ELOOYAYETE XELPOKIVNTO TIG IAPAUETPOUG TNG EKTEAEDNG. OL
TIOPOKATW 08NYieg MEPLYPAPOLV TIWG VA SNULOVPYNOETE Pia EKTENEDN.

YHMEIQXH Ta anattobueva nedia elooywyng oto neplBAAAOV epyaciag XpHoTN EMONUOIVOVTOL UE
€va oUUBOAO aoTepiokou (*).

Epapuoyn
1.  Amo tnv kapTéAa Planned (MpoypoupaTiopéveg) otnv 080vn Runs (Ekteleoelg), eTuAeEETe Create
Run (Anuiovpyia ekteAeong).

2. EmuAegte v epappoyr) DRAGEN for llumina DNA Prep with Enrichment Dx KoL, 0Tn ouveXeLa,
emAEETe Next (Emouevo).

PuBuioelg ektéAeong

1. Ztnv 0Bovn Run Settings (Pubuiocelg ekTEAEONG), ELOAYAYETE EVA HOVADLIKO OVOUO EKTEAEONG. TO
OVOMO EKTEAEONC TAUTOTIOLEL TNV EKTEAECN OO TNV AAANAoUXLoN €wg TNV avaAuon.

2. [Mpoaipetiko] EloayAyeTe PLa TIEPLYPOPN TNG EKTEAEDNG YIO EUKOAOTEPN TOLTOTOINON TNG
EKTEANEDNG.

3. ETAEETE KLT(O) IPOCOPHOYED EVPETNPIOL TIOL XPNOLUOTIOLEITOL KATA TN dLApKELD TNG
TposTolHaoiag TG BIBALOBAKNG.

4. AvVOOKOTAOTE TO UAKOG AVAYVWONG KOl TPOTIOTOLH0TE TO, €AV eival amapaitnto. H Read 1
(Avayvwon 1) kat n Read 2 (Avayvwaon 2) €xouv mipoeruAeypevn TLHn 151 kUkAoug. O Index 1

(Aeiktng 1) kot o Index 2 (Aeiktng 2) €xouv otaBepn TIH 10 KUKAOUG KOL 6V UTIOPOULV VA
TPOTIOTIOINBOLV.
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

5. [Mpoaipetikd] EloaydyeTte avayvwpLoTiko cwAnvapiou BLBALOBAKNG.

6. EmAe€te Next (Emopevo).

Agdopeva delypatog

Ta 6ebopeva beiyuaTog MEPLAGHBAVOUV TO GVAYVWPLOTIKO deiydaTog, Tn 6€on Bobpiou (BEon Bobpiov MAGKAG
6eiktn) KaL to dvopa BLRALOBNKNG. KaTd tn Xprion Tou deiktn A&B, n 8€on BoBpiou meplAauBAvVeL €Miong TO
GVOYVWPELOTLKO TAGKOG.

YTidpxouv 00 TpOTIOL ELGaywYH G dedopevwy delyuaTog:

* Eway 1 yn SelyddT 1 v—XPNOLUOTIOLNOTE €VA apXELO TIPOTUTIOU TIOU £ival SLABEGLUO YL Afjwn oTtnv 086vn
Aebopeva delypaTog.

* Xelpokivnta —Eloaydyete Ta dedbopeva deiypaTtog amnevdeiag otov Tivaka otnv 080vn Agdopeva delyuaTog.

Elcaywyn delyHaTwv

Otav oxeblalete uia avaivon aAANAOUXIOG XPNOLUOTIOLWVTOG VA TIPOYPO MG TIEPLYNONG GE UTIOAOYLOTH SLKTUOU,
€va apyelo mpotuToL (* . csv ) eival bLaBeaLo ylia AfYwn otnv 086vn Agbopeva delypatog. To apyxeio poTuTou dev
elval dlaBeotpo yla Anwn Katd tnv npooBaon oto lllumina Run Manager y€ow TOU AELTOUPYLKOV CUCTAATOR
NextSeq 550Dx. Na va eloayayete dedoueva SElyATWY XPNOLLOTIOLWVTAC TN AtToupyia Etoaywyn delypdtwy,
OKOAOUBNOTE TA TMAPAKATW BrMATO.

YHMEIQXH OMAokAnpwote ta BAPoTa PuBuicelg eEKTEAEGNG TIPLV CUVEXIOETE.

1. EruA€€te Download Template (Afyn MPOTUTIOV) YLa VO KAVETE AfYn eVOG KEVOU apXeiou CSV.

2. ATmO 10 apXeio MPOTUTIOU, ELOAYAYETE HESOEVD SELYUATOC KOL KATOTILV ATIOBNKEVOTE TO apXeio. To Ovoua
BLBALOBNKNG ELVOL TIPOCLPETLKO.

YHMEIQXH ©Ortav xpnoludotoleite to Aseiktn A&B, Ta 6edoueva yia tn oThAn B mpemnel va neptAaPpBavouy tn B€on
TOOO TNG MAGKAG 000 KAl Tou BoBpiou (B€on BoBpiov MAAKaG 6eiktn). Mapadelyua: A-A01, A-A02, A-
AO03.

3. EmA£€te Import Samples (Elooywyn delyudTwy) KoL TepLtnynOeite 0TO apXELO TPOTUTIOU TIOU TMEPLEXEL TG
TANpoYopieg dedouevwy SelyOTOG ATIO TO MPONYOUEVO PO

4. EmA€€te Open (Avolyua), Proceed (Xuvexela) kat, otn ouvexela, Next (Emopevo).

YHMEIQXH H aAAayr Tou avayvwpLloTikoL deiypatog mptv ato tnv etuAoyn Next (Emouevo) unopel va odnynoet
o€ 0PAAp0. ONOKANPWOTE TN pUBULON TOL KUKAOUL EMEEPYAOILOG TIPLV KAVETE AANAYEG YLO VA
ATIOPUYETE CPAAMOATA.

Mn avtopaTn eloaywyn SEYHATWY

XpNOoLUOTIOLNOTE TOV TVOKA 0TnNV 080vn AedopuEva delypaTog yla va elaaydayete 6edopeva delyaTog un AUTONOTO.
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Eloaydyete €va Hovadlkd avayvwpLoTIKO deiyuatog oto 1iedio Sample ID (AvayvwpLoTiKo delyuaTtog).
Xpnoluototnote tn Well Position (©€on BoBpiov) (Aeiktng A ) Asiktng B) i tnv Plate - Well Position (0¢on
TIAGKaG-BoBpiov) (Asiktng A&B) yLa va ETUAEEETE TOV CUOYKETIONEVO dEiKTN yla Ta delypaTa.

Ta nedia i7 Index (i7 Asiktng), Index 1 (Aeiktng 1), i5 Index (i5 Aeiktng) Kot Index 2 (AeikTng 2) CLUPTANPWVOVTOL
QUTOMOTO.

[Mpoapetika] Eloaydyete eva 6voua BBALOBAKNG.

MpocBEDTE OELPEG KOL EMAVAAGBETE TA BAMATA 1-3, OTIWG ATIALTELTAL, MEXPL VO TIPOCTEBOUV OAA Ta delyaTa
oToV TiivaKa. MTopeite va MPooBeoeTE TIOAAEG OELPES TAVTOXPOVA, ELCAYOVTAC TIPWTO TOV GPLBHO TWV CELPWV
TIOL BEAETE VO TIPOCGHECETE KAL, OTN CUVEYXELD, ETUAEYOVTAG TO £LKOViOLO +. MTIOpELTE €TioNG VA KOTAPYNOETE
YPOMUMEG ETUAEYOVTOC TO MAGIOLO SITIAG OTOV APLBHO OELPAC KO, OTN CUVEXELD, KAVOVTOG KALK OTO ELKOVIdLO
QATIOPPLHHATWV.

EruAe€te Next (Emouevo).

PuBuioelg avauong

1.

ETuAEETE TNV EMUBLNTH pON EPYOOLWYV GVAALONG:

e Anpovpyia apxeiov FASTQ

e [evia FASTQ kat VCF yLa por epyaolwV YEVVNTIKWY KUTTApWV (amatteitatl apyeio deAtiou delyuatog)
e [evid FASTQ kot VCF yla cwuaTiK pon epyaclwy (amatteital apxeio deAtiov deiyuatog)

[Mpoapetikd] H Generate ORA compressed FASTQs (Anuloupyia cuumieocpevwy FASTQ) gival
gvepyomnolnuevn amno npoetAoyr). H cuptiieon FASTQ ORA cupmiedel Xwpic anwAeleg 1a apxeia FASTQ €wg Kat
5 popéeg og ocLykplon ue to fastq.gz. Katapynote tnv euhoyr Generate ORA compressed FASTQs (Anuioupyia
oupmeopevwy FASTQs ORA) €dv TIPOTIHATAL N Xpron un cuprieopevwy dedouevwy (fastq.gz).

0 pOEG EPYAOIOC EPYOOLWV YEVVNTIKWY KUTTEPWVY KOl CWHOTIKWY, analteital apyeio deAtiov deiypaTod.
XpNOLUOTIOLROTE TO OVATITUOCOHEVO eEVOU Manifest File Selection (EmAoyn apyeiov deAtiov deiyuatog) yla va
eTAe€eTe Eva apxeio deATiov deiyuaTog. To deATiO delydaToq eival Eva apXeio oploBeTnUEVO e KapTEAEG BED
(*.bed) mov KOBOPIZEL TG OVOUOTA KOL TIG BECELG TWV OTOXEVHEVWY TIEPLOX WV AVAPOPAG. Mo TEEPLOCOTEPES
TIANPOYOPIEG, AVATPEETE 0TNV EVOTNTA Apxeio beATiou SelyuaTtog otn oehida 8.

[MpoaipeTika] MO CWUATIKEG POEG EPYOOLWYV, XPNOLUOTIOLNGOTE TO avattuoocouevo pevol Noise File Selection
(ETuAoyn apxeiov BopUBoU) yla va ETUAEEETE EVa OPXELO CLOTNHOTIKOV BopURoUL.

o TO PIATPAPLOPO TOL GUOTNHATIKOU BopULRoUL, UTopel va KaBoplotel eva apxeio BED (* .bed.gz ) We enimnedo
BopLBoUL €lBLKA yLa TO oneio. Mo TEEPLOCOTEPEG TIANPOPOPIES, AVATPEETE 0TNV EVOTNTA DIATPdpLOLA BopUBoU
(mpoalpeTiko) oTn oeAida 9.

EruAe€te Next (Emopevo).

EkteAeon AvaoKkoTinon

1.

TNV 0080vn Review (AvaokoTmnon), eAEyETe TIC MANPOYOpPieg yLa TIg Run Settings (PuBuioelg ektéAeon), Ta
Sample Data (Aebopéva deiypatog) Kal Tig Analysis Settings (PuBuioelg avaiuvong).

EruAe€te Save (Amobrkeuaon).
H ektéANeon anobnkeveTal otnVv KapTteAa Planned (MpoypoupaTiopeveg) otnv 086vn Runs (EkteNEoeLg).
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

PuBuloelc

Mo va TIPoRAAETE I VO dAAGEETE TIG puBUioelg NG epappoyig DRAGEN for IDPE Dx, eTUAEETE TIPWTO TO ELKOVIdLO
Applications (E@apuoyEg) amd TNV KUPLA 080VN. XTN GUVEXELD, ETUAEETE TNV EPOAPOYT TIOL BEAETE VO TIPORAAETE N
va oAAGEETE. ATOLTEITAL AOYOPLACHOG SLAXELPLOTH YLO TNV GAAAYH TwV pUBHIcEWV.

Alapoppwon

H 0806vn dLapoppwong eNeavidel TIg aKOAOUBEG pUBUICELG EQOPUOYAG:

* Kt mpocTtoldaciog BIBALOBAKNG—EU®paVIZeL TO IPOETUAEYUEVO KLT TIPOETOLUAGLAC BLBALOBAKNG YLa TNV
epapuoyn. Auth n pvBJLoN dev Umopel va aAANGEEL.

*  KIT mpooapHOYE 1 V EVPETNPiIOV— EPPaVIZEL TO TPOETUAEYUEVO KLT TIDOCAPHOYED EVPETNPILOL YLO TNV EQAPUOYN.
AuTr n pLBULON dev umopel va aAAGEEL.

*  MRAKnNavayv I ong— Ta punKn ovayvwong opidovtal ota 151 yia TNV epapuoyn amnod MPoemAoyr, GAAG UTtopolvV
va aAAGEOLV KOTA TN dnLoLPYia TNG EKTEAEDNG.

* Apxeia dehtiov deiypatog KaL 8opuBov— PopTWOTE KAl AAAGETE TIG pLBUICELS yLa Ta apXeia deATiov delyuaTog
KoL BopLBou.
— EmAe€te Upload File (ATtooToAr opX€Eiov) yIa va aTOCTEIAETE apXELD yLO Xprion oTnV avaAvon.

— EmA£€Te To Koupti eTuhoyng Default (MpoemiAoyn) yla va opioeTe TO apXelo WG TO TPOETUAEYUEVO apXEio
deAtiou belyuaTog ) BopuBou Tou Ba eTiAeyel KOTA TN dnuoupyia TNG dladikaciag Otav eTuAEyel n
epappoyn.

— EmAe€Te To mAaiolo eAéyxou Enabled (Evepyomolnuevo) yla va pubuiosTe To apXeio ov Ba eppavideTal 0To
QVATITUOCOEVO PEVOD KOTA TN dnloupyia KUKAOL avaAuong.

AlKolwuaTa

XpnolJoTiolNoTE Ta MA Aol EAEYXOU oTNV 080vn Permissions (ALKOLWUOTA) yLa VO dlaXelploTeite TNV mpocBaon
XPNOTN YL TNV EQAPHOY.

Apxeio deAtiov deiypatog

Otav xpnotpotoleite To DRAGEN for IDPE Dx, analteital eloaywyn apXeiov deAtiov SelypaTog yla I aKOAOUBES
POEG EPYAOLWV:

* Tevia FASTQ kat VCF yLa por epyaoLlV YEVVNTIKWY KUTTAPWY
* Tevia FASTQ kat VCF ylo wuaTIKI pOor EpYaoLWwV

To apyeio beAtiov deiypaTog eival Eva apXelo KELMEVOU OPLOBETNUEVO UE KAPTEAEG e TN Hopn BED (*.bed) mou
KoBopilel T OVOUOTA KOL TIG BECELG TWV OTOXEVHEVWYV TIEPLOX WV AVAPOPAG. H KUpLa evOTNTO TOL apXeiovu deATIOU
delypaTog eival n evotnta Regions (MepLoXEQ) KOL TIPETEL VO TIEPLEXEL TIG AKOAOUBOECG OTAAEG SEdOPEVWV:
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ZtiAn Neptypaen

Ovoua Movadlkd 6vopa TTou KaBopideTal amd ToV XPRoTn yLo TOV 6TOXO0
XpWHOCWHO Q€¢on XxpwHoowuaTtog (T.X. chr10, chr5, K.AT.)

Evapén Aeiktng 1BdAoNG yLa T B€0n EvapEng TOL OTOXOU

TENOQ Aeiktng 1Bdaong yLa tn 6€on TEAOUG TOL OTOYXOU

MnKOoG avodLKOU aviIXVELTNA To JAKOG Tou avodlkou avixveuTn. Na tnv epappuoyr DRAGEN for IDPE
Dx, auTo Ba mpeEmel va oplotel og 0.

MHAKOG KaBOdLKOU avIXVELTN To unkog Tou KaBodlkou avixveuTn. MNa v epappoyr) DRAGEN for IDPE
Dx, auTo Ba mpemnel va oplotei o 0.

YHMEIQXH Amnatteital éykupn Hoper apxeiou deAtiou deiypatog yia tnv avaivon. To DRAGEN 6a oTtopaThiost
TNV avaAuon eav To apyxeio deAtiou deiyuatog bev eival €ykupo.

PIATpapLONO BOpLUBOL (TIPOALPETLKO)

To @IATPO cLOTNUOTLKOU BopUROU £ival SLABEGCLUO YLO KANOELG CWHOATIKWY TIOPOAANAYWYV KAl UTopEel va
Xpnotuotolndei yLa Tn peiwaon Yeudwg BETIKWV KANoEWV, AaUBAVOVTOG UTIOWN TOV BOPLRO TIOU ATIOLTELTOL OTIO TO
onueio. To apxeio cuoTNUATIKOL BopLROUL dNULOUPYELTOL APXLKA e TN cLAAoYN TiEpimou 50 pUGLOAOYLKWVY
SelyUATWY (KOTA MPOoTipnon €W8LKWV yLO TO TIAVEA, TNV TIpoETOLUa oo BIBALOBAKNG KOL TOV GKOAOUBNTH) KAl 0TN
OUVEYXELD TO GBPOLOUG TWV GUXVOTHTWV GAANASHOPPWY KATW aTo 30% o€ KABE KEVTPO [E EMOAPKA KAAL YN
Slalpeital ue Tov GUVOALKO ApPLBUO deLyaTwyY (oL cuXVOTNTEG AAANAOUOPPWY TTAVW aTd 30% BewpolLVTOL
TIOPOAAAOYEG YEVVNTIKWY KUTTAPWV Kol 0XL B0puB0g). MOALG TapaXBoLV oL TLHES BOpUBOU, Ol CWHATIKEG
TIOPOAAQYEG TIOU OVLXVEVOVTAL OTN CLUYKEKPLHUEVN TOTIOBECIO Ba PLATPAPLOTOUV.

To @iATpO Pnopel va xpnoLuoTondel 6€ KAVOVLIKA AELTOUPYIO OYKOU, GAAG €ival LBLOITEPO XPAOLMO YLO EKTENEDCELG
MOVO OYKOU, OTIOU 8eV UTIAPXEL HLABECLUO OVTIOTOLXO (PUGLOAOYLKO delyua. To apxeio cuoTNUATIKOU BopUROU MPETEL
va Xpnotdotolei eva apyeio BED 1ou €xeL EMEKTAON OPXELOU (* . bed. gz ) KOL TIPETEL VO TIEPIAGHPBAVEL TECOEPLS
otNAEG: Xpwuoowpa, Evapén, TEAOC KOl CUYKEKPLUEVA ETITIESD BOpUBOU GNUELOL VIO KABE oelpd. TO CLUOTNUOTLKO
PIATPAPLOMO BOPUBOU ElVaL TIPOALPETLKO.

ATIOTEAEOMOTO OVOALGONC

Ot Aettoupyieg Tou BplokovTal og eEENLEN eupavidovTal TNV KAapTEAG Active (EvepyEg). OL OAOKANPWHEVEG
Aeltoupyieg egpavidovtal otnv KapteNa Completed (OAokAnpwpeveg). To DRAGEN for IDPE Dx énuioupyel evav
MOVASIKG OVOLIAOUEVO PAKENDO VAALONG YLa KABE avAALON, 0 OTIOL0G elval EeXWPLOTOC OTIO TOV PAKEAO TIOU
nieplexel dedopeva aAAnAovxnong. O AKeA0G avAaAuong MEPIAGHBAVEL TIC AKOAOUBEG TANPOYPOPLEG:

* Apyeio deATiov delyuaTog IOV XPNOLUOTIOLHBNKE
* 'Ekdoon AoylopLlkoU

*  AvVOyvVWwPLOTIKG dELYUATWV
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®*  YUVOAO ELBVYPOMHMHLOMEVWY OVOYVWOEWY

* [1000G0TO ELOUYPOUMLOUEVWY OVOYVWOEWY avVa delyua
*  AplBuog Twv SNV 1ou kaAouvtal ava deiypa

*  ApBuog tTwv indel mov KaAoLVTaL Ava delyua

* [&eVIKA OTOTLOTIKG oTOLXElD

Apxeia amoTEAEGHATOG OVAALONG

H 8€on Touv PakeEAOL avaAuong KaBopideTal amod tn puBuLon EEwTeEPLKN ATIOBAKELON YLO ATIOTEAECHOTA AVAALONG.
Avatpefte 010 0dnydg Aoylopikou lllumina Run Manager yia 1o NextSeq 550Dx (ap. eyypdgpou 200025239) yia
TIEPLOCOTEPEG TIANPOYOPIEG GXETLKA HE TN pLUBULON EEWTEPLKN ATIOBKEL AN YLO OTIOTEAECHOTA OVAALONG.

2Tnv 086vn Run Details (Aemtopepeleg dladikaaiag), To medio External Location (E€wTtepikr) Tomobeoia) mapexeL T
Sladpopn yLa ta dedopueva aAAnAolxtong. To HoOVadIKO OVOUG TOU POKEAOU AVAALGCNG TTAPEXETOL 0TO TIEdio Analysis
Output Folder (dadkelog amoteAEopaTog avaAiuaong) otnv 086vn Run Details (Aemtopepeteg avaivong). Ta akpLpn
apyeia ov dnuLoupyoLVTAL EEXPTWVIOL GTIO TN PON EPYOCLWYV OVAAUONG TIOU XPNOLUOTIOLEITAL. TO TIOPAKATW
apyeila amoTeEAEGUOTOS GVAALGONG SNULOLPYOLVTAL ATIO TNV EPAPHOYA.

YHMEIQXH Ed&v nopouolactel 6pAANA TIEPLOPLOPOL PEYLOTOU PRKOUG dladpoung apxeiov KaTd Tnv mpocaacn
OTO apXeio aMOTEAEOUOTOC GVAALONG, BOKLUAOTE VO UETAKLVACETE TO AP XELO O€ TILO CUVTOMN BN
SLOOPOMAG 1 XPNOLUOTIOLNGTE SLAPOPETIKNA HEBOHO yLa va avoigeTe TO apXeio.

EEepxouevo apxeio

JUVOTITLKN avapopd
TapaAAOYWVY (* . pdf )

FASTQ (*.fastqg.gz N

* fastqg.ora)

Apxeia BAM guBuypapupiong
(*.pam)

Apxeia VCF yoviblwpoTtog
(*.gvcf.gz)

Apxeila VCF (*.vcf.gz)
EkTéAEon avapopdg
METPNOEWV (*.csv)

Mepypaepn

Meplexel pla cLvVoPn TWV TANPOYOPLWV OPXELOL, TWV EKOOCEWVY
AOYLOMLKOU, TWV TIANPOYOPLWY SElYHATOG, TWV OTATIOTIKWY OTOLXELWV
ETUMESOL AVAYVWOoNG Kol Twv SNV, TwV eloaywywv, TwV dLaypapwy Kal
TWV MEPIANYPEWV KAALYNS. MOVOo oL poeg epyaciag germline Kait
OWHOTIKWYV TIPAYOUV AVOPOPA TIAPOAAOYWV.

Evéldueoa apyeia ou meplexouv avTloTolXioelg Baong ue Babuoioyia
nototnTag. Ta apyeia FASTQ eival ta Baolkd dedoueva L60d0L yLa TO
Brua TG evbuypduplong. Otav eival etuAeyuevn n ouprieon ORA,
XPNOLJOTIOLE(TAL N ETMEKTACON OPXELOL * . fastq.ora.

MepLlexeL EVBLYPOPMPLOPEVEG OVAYVWOELG YLO EVO CUYKEKPLUEVO delylal.

MepLEXEL TOV YOVOTUTIO YLO KABE BEDN, £LTE E AVTLOTOIXLON TIOPOAAGYNAG
elte ye avtioToixlon avapopdq.

MepLlEXEL TIAPAAAAYEG IOV AVTLOTOLXIOTNKOV 0€ KABE Beon.

MePLEXEL HETPNOELG MOLOTNTAC OXETIKA E TOV KUKAO avaAuong,
OUMTEPLAGBAVOMNEVNG TNG GLUVOALKNG aTOdooNg XwpPicg deiktn KoL TNG
BaBuoAoyiag Q30.
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Apxeia FASTQ

H popen FASTQ (*.fastq.gz, *.fastg.ora) eival pia pop@n apxeiwv BAoeL KELWEVOU TIOL TIEPLEXOVV OVTLOTOLXIOELG
BAong KAl THEG TIOLOTNTAG OVA avayvwan. KabBe apxeio mepLAauBAVEL TIG TIAPAKATW TTANPOPOPLES:
*  ToovoyvwpLloTiko delyuaTog
*  Tnv aoAAnlouyia
* Tic BaBuoAoyieg molotnNTag Phred og kwdikomotnuevn popepn ASCII + 33
H pop@n Tou avayvwpeLoTIKoUL SElyaTOG £XEL WG €ENG:
@Instrument:RunID:FlowCellID:Lane:Tile:X:Y
ReadNum:FilterFlag:0:SampleNumber
Example:
@SIM:1:FCX:1:15:6329:1045 1:N:0:2
TCGCACTCAACGCCCTGCATATGACAAGACAGAATC

+
<>; ##=><9=AAAAAAAARAAD# : <#<;<<KL2222#=

Apxeia BAM

Ta apxeia BAM (*.bam) eival n cuunieopevn SuadLkn Hop @ TWV apXeiwv SAM (XapTNG ELBLYPAHMLONG
aAANAoUXIiOG) TIOU XPNOLUOTIOLOVVTAL YLO TNV AVATIOPAOTOCN EVBLYPOUULONEVWY AAANAOUXLWY €WG Kal 128 Mb. H
MOP®r TOL OVONATOG TwV apXeiwv BAM eival sampleName S#.bam. To # €ival 0 aplBuoOg Tou delypaTog mov
opl¢eTal amo TN oELPA PUE TNV OTIOLA AVAPEPOVTAL TA SELYMATA YLO TNV EKTEAECN. TN AELTOLPYIO TIOAAOTIAWV
KOUBwV, 0 S# opileTal oe S1, aveEdpTnTa OMo TN CELPA TOL delyUATOC.

Ta apxeio BAM £xouv Lo evOTNTO ETUKEPAAISOG KAL HLo eVOTNTO ELBLYPAUMLONG:

* Header (EmukepaAida) — Meplexel TANPOPopieg Yo OAOKANPO TO GPXELO, OTIWGE TO OVOUA KOL TO KOG TOU

oelypoTog, aAAG KAl TN PHEBO0SO eLBLYPAUMLONG. OL EVBLYPAUIOELG OTNV EVOTNTO TWV ELBLYPOMMICEWY
OXETI{OVTOL UE GUYKEKPLUEVEC TIANPOYPOPLEC OTNV EVOTNTA ETUKEPAAISAC.

* Alignments (EvBuypappioelg) — Meplexel to dvopa, TNV aAAnAouxia KAl TNV TOLOTNTO TNG AvAayvwong, TiQ
TIANPOYOPIES TNG ELBLYPAUMPLONG KOL TIPOCOPHOCHEVES ETIKETES. TO OVOMO TNG AVAYVWONG TEPIAGHBAVEL TO
XPWHOOWHA, TIG GUVTETAYMEVEG EVOPENG, TNV TIOLOTNTO TNG ELOLYPAUMULONG KOL TN SUMBOAOGELPA TOU
TIEPLYPOPED OVTLOTOLX(OG.

TNV eVOTNTA ELBLYPAHUMPLONG TIEPLACUBAVOVTOL OL TTAPAKATW TANPOPOPLES YIO KABE avayvwaon 1 {ebyog
avayvwong:

* AS:[lolotnTta eVBLYPAEUMULONG CLUJEVLYHEVWY GKPWV.
* RG: Opada avayvwaong, n omoia LTIOSEIKVUEL TOV OPLBHO TWV GVOAYVWOEWV VIO EVO CUYKEKPLUEVO dEiyla.

* BC: ETIKETO YPOPPWTOU KWHOLKOU, N OTOL0 UTIOOELKVUEL TO GVAYVWPLOTLKO TOU OTIOTIOAUTIAEYEVOUL SElYOTOG TIOU
OXETL{ETOL JE TNV GVAYVWON.

*  SM:oloTnNTa avayvwaong JovoL GKpou.
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

* XC: ZuhBoAooelpd TIEPLYPOPED AVTLOTOLXIOG.

*  XN: ETIKETO OVOUOTOG OMTIALKOVIOU, N OTIOL0 KATOYPAPEL TO GVOYVWPLOTIKO TOU OMTIALKOVIOU TIOU OXETI{ETOL UE
NV avayvwon

Ta apxeia eupetnpiov BAM (*.bam.bai) mapeyxouv €va eupeTAPLO TOL avVTioTOLXOU apxeiov BAM.

Apxeia VCF

Ta apyxeia variant call format (*.vcf) meplexouvv MAnpoopieg yLa MapaAAAyYES TIOU BPIOKOVTOL OE CUYKEKPLUEVES
Be0EeLg o€ Eva YoVIdlWHa avapopdag.

H etuke@alida Touv apyeiov VCF meplAapBavel Tnv €kdoon g Hop g Tou apxeiov VCF, Tnv €kboon Tou
QVTLOTOLXLOTA TIAPOAAACAYAG KOL OVOPEPEL TLG ETILONUELWOELG TIOU XPNOLMOTIOLOVVTAL 0TO LTIOAOLTIO ap)xeio. H
emKkePaAida VCF mepIA\auBAVEL KOL TO GPXELO TOU YOVISLWHATOG avVapopdc Kol To apxeio BAM. H teheuTtaia
YPOMMN OTNV ETUKEPAALDO TIEPLEXEL TIG ETUKEPOAAISEG TWV OTNAWV YL TIG YPOUMES debopEVWV. K&Be pia amo Tig
YPOMMESG dedopevwy Tou apxeiov VCF MepLEXEL TANPOPOPIEG VIO HiG LOVOASIKH TIapaAAOY.

Mivakag 1 Emkepalideg apyeiov VCF
EmikepaAida Mepypaen

CHROM To XPWHOGWHO TOU YOVISLWHOTOG GVAPOPAS. TO XPWHOCOWHATO EUPAVI{ovVTal e TNV (bLa
oELP& OTIWG OTO apXeio avapopag FASTA.

POS H 6£on povig Baong NG MAPAAAAYAG OTO XPWHOCWHG GVAPOPAC. M'a JOVOVOUKAEOTIOIKEG
napaAAayeg (SNV), autr n 6€on eival n Baon ava@opdg Pe TV apaAiayn. MNa g indel,
QTN N B€on eival n Baon ava@opdg Mou TPOoNYEITalL GUECWE TNG TIAPOAAAYAG.

ID O apBuog rs (SNP avagopdg) yia tnv SNP, o omtoiog eAfgOn ato 10 dbSNP. txt, KATH
nepimtwon. Eav unidpxouv eplocoOTEPOL OpLBUOL rs o auThV TN B€on, N AloTa Ywpiletal ue
EPWINMOTIKO. Edv dev unidpxel etoaywyr dbSNP og autrv Tn B€0n, XPNOLUOTIOLEITAL EVOCQ
deiktng amovoiag Tiung (\.').

REF O yovOTuTIo¢ avapopas. MNa mapddelyua, pia dlaypagn evog T avamnaploTatal wg TT
avVaQOPAC KoL WG EVAAAGKTIKO T. Mia mapaAAayr Jovol voukAeoTtidiov Ace T
OVOTIOPLOTATOL WG A AVAPOPAG KOL WC EVOAANAKTIKO T.

ALT Ta aAANAOHOP YO TIOU BLOPEPOLY OTIO TNV AVAYVWON GVOPOoPAc. INa mapadelyua, n
€vBeon evog T avaTIOPLOTATAL WG A aVaQOPAG KAl WG EVAAAAKTIKO AT. Mia tapaAAayn
MOVOU VOUKAEOTLOOU A 0 T QVOTIOPLOTATOL WG A AVAPOPAC KOL EVAANOKTIKO T.

QUAL Mua BaBuoAoyia oloTNTag Pe KAlpaka Phred Tou eKXWPELTOL ATIO TOV GVTLOTOLXLOTH
napaAAayng. OLuywnAotepeg BabBuoloyieg dnAwvouv peyallTepn aglotioTia otnv
TIapaAAQyH KAL XOPMNAOTEPN TUBAVOTNTO OPAAUATWY. 'la BaBuoloyia ToloTNTog Q, N
EKTLMWHEVN TUOAVOTNTA 0PAAPATOC eival 10-(Q/10). Mo MapadeLyua, To GUVOAO
avTloTolioewv Q30 £xeL MO000TO 0PAAHATOG 0,1%. MOAAOL AVTLOTOLXLOTEG TIOPAAANAYNAG
EKXWPOLV BaBuoAoyieg MoLOTNTAC UE BAoN T OTATIOTIKG TOUC MOVTEAQ, TA OTola eival
VYPNAG G€ OXEON UE TO IOCOOTO GPAAOATOG TIOU TIOPATNPELTAL.
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

Mivakag 2 XxoAloopoi apyeiwv VCF pong epyaotwv Germline

Eruke@aliba MNepypapn

FILTER (®IATPO) Edv To oTolyeio 6L1EABEL ATIO OAG TO PIATPG, 0T O6TAAN TWV PIATPWYV IPOGCTIBETAL N
emonpavon PASS (Emtuxia). ZTig uBaveg kataxwpioelg FILTER (PIATPO)
neplAapBavovTaL oL €ENG:

DRAGENSnpHardQUAL—IloxvelL v n Babuohoyia QUAL tng mapaAAayng SNP 6ev
TIAnpol to 6plo

DRAGENIndelHardQUAL—IloxVel eav n BaduoAoyia QUAL tng mapaAAayng indel dev
TIAnpol to 6plo

LowDepth—To onueio @IATpapeTaL EMELSH TO BABOG KAALYNG dev TTANPOL TO OPLO
LowGQ—To onpueio QIATPAPETOL ETELON N TIOLOTNTO TOL YOVOTUTIOU eV TTANPOL TO OpLO
Ploidy Conflict—KAron yovoTtOTou amnd KaAoUvTa MopaAAQyYE TIoL 6V oLUVASEL UE TNV
XPWHOCWHLKI TIAOELSIO

base_quality—To onueio @IATPAPETAL EMELDNA N JEON TIOLOTNTA BACNG TWV GVOYVWOEWY
alt og AUTOV TOV YEVETIKO TOTIO deV MANPOL TO OpLo

filtered_reads—To onpueio PLATPAPETAL EMELDN £XEL PIATPOPLOTEL TIOAL PEYAAOC OPLBUOG
AVOYVWoeEWV

fragment_length—To onueio IATpAGpETAL EMELDN N ATIOALTN SLAPOPG PETAEL TOL PEGOU
MNKOUG BPOUCUATOG TWV AVAYVWOEWYV alt Kol Tou JECOL PNKOUG BPAUCHATOC TWV
QVOYVWOEWV AVAPOPAC OE GUTOV TOV YEVETLKO TOTIO UTIEPBAILVEL TO OPLO
low_depth—To onueio PIANTpApETAL EMELON TO BABOC AVAYVWONG €ival TIOAD XaunAS
low_frac_info_reads—T o onueio @IATp&pETOL EMELSN TO KAGONO TWV EVNHEPWTIKWV
AVOYVWOoEWV £ival KATW aTo TO OpLO

low_normal_depth—To onueio @IATpApETAL ETIELSH TO KAVOVLIKO BAB0OG avAayvwang
delypaTog eival ToAL XouNAO

long_indel—To onpeio pLATpGpETAL ETELON TO PNKOG indel eival TOAD peyaAo
mapping_quality—T o onueio IATPAPETAL EMELSN N PEON TIOLOTNTO AVILOTOLXLONG TWV
avVayvVWwoewV alt og aLTOV TOV YEVETIKO TOTIO 6V MANPOL TO 6pLo

multiallelic—T o onpeio PIATpGpETAL ETELDN TIEPLOCOTEP T OTIO dUO AAANAOUOPPa akt
TiepvoLVv 1o LOD tou dykou

non_homref_normal—To onueio QIATPAPETAL EMELSN) O YOVOTUTIOC PUGLOAOYLKOU
delypatog dev eival opoluyn avagopd

no_reliable_supporting_read—T o onueio @IATpapeTaL €MELdN deV LTTIAPXEL AELOTILOTN
UTIOOTNPLKTLKI OVAYVWON CWHOTIKWY AELTOLPYLWV

panel_of_normals—T[lopatnpeital og TOUAGXLOTOV £€vVa SElyO 0TO TTAVEN TWV KOVOVIKWY
vcf

read_position—To onueio PIATPAPETAL EMELDNA N JEON aTdoTaon METAED TNG
Evap&ng/TEAOLG TNG AVAYVWONG KAL OUTOU TOU YEVETIKOU TOTIOU €ival KATW OO TO 0pLo
RMxNRepeatRegion—T 0 onueio QIATPAPETAL EMELDN TO GUVOAO N} JEPOG TOU
aAANAOPOpPOoU apaAAayng eival EMAVAANYN TG GVAPOPAQ

strand_artifact—To onueio pIATpdpeTAL AOYW 0OBAPNG ATIOKALONG OTO OKEAOG
str_contraction—To onpeio pIATp&peTAL AOYW TBAVOAOYOUUEVOU opaAaTog PCR
OTIOUL TO AAANAOPOP PO alt eival pia povada emavaAnYng PLKPOTEPN OO TNV AVAPOPd
too_few_supporting_reads—To onpueio @IATpGpETAL EMELS UTIAPYXOULV TIOAD Alyeg
UTIOOTNPLKTLKEG AVAYVWOELG OTO OELY O OYKOU

weak_evidence—H BabBuoAoyia cwpaTikwy apaAAaywy dev Anpoi 1o 6pLo
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

ErukepaAida Meprypapn
INFO OLmuBaveg katayxwpioelg INFO (MAHPO®OPIEL) nepthapBdvouv:
(MAHPO®OPIEY) o AC—ApLBOG dAANAOMOPPWY OTOUG YOVOTUTIOUG YIa KABE aAANAOUoppo ALT, pe TN

OELPA TIOU OVOYPAPOVTAL.

o AF—Xu)voTnTa dAANASHOPPWYV YLIO KABE aAANASHOop®po ALT, [E TN OELP A& TIOV
avaypa@ovIaL.

o AN—O oUVOALKOG apLOOC AAANAOHOPPWY GTOUG YOVOTUTIOUG TNG GVTLOTOIXLONG.

o DB—M¢hog dbSNP.

o FS—Tun P og kAipaka Phred pe xprion Tou akplBoug eheyxou Fisher yia tnv avixvevon
MepoAnYiag Tou KAWVOoU.

o QD—A¢lomuotia mapaAAayng/Motétnta ava Basog.

o R2_5P_bias—H BaBuoAoyia pe Baon T HEPOANWYIO CUPTIAEYUATOG KAL TV GTOOTAGCN ATO
TO GKPO 5 apXLKAC MANpwonNg.

o SOR—ZIUPUETPLKOG AOYOC TUBAVOTHTWY 2X2 GTOV TVOKO EKTAKTNG OVAYKNG YLa TNV
aviyxvevon dlootpeBAwong.

o DP—Koaotd npoogyyion B&Oog avayvwong (EVNHEPWTLKO KAL LN EVNUEPWTLKO).
OpLOPEVEC OVOYVWOELG UTIOPEL VO €XOUV PIATPOPLOTEL Je BAon To mapq K.ATL

o END—ALOKOTI) TOTIOBETNONG TOU SLOGTHHOTOG

» FractioninformativeReads—To0 KAGOUO TWV EVNHUEPWTIKWY GVOYVWOEWY OTIO TG
OUVOALKEG OVAYVWOELG.

o MQ—TIlowoTnTa Xoptoypapnong RMS.

 MQRankSum—BaBuoAoyia Z amnod dokiuacia abpoicuatog katatagng Wilcoxon tng Alt
o€ oLYKPLON ME TLG LOLOTNTEG GVTLOTOLXLONG OGVAYVWONG OGVOPOPEG.

o ReadPosRankSum—BaBuoAloyia Z amno dokluaoia aBpoiocuatog katatagng Wilcoxon tng
Alt evavTL yepoAnyiag B€ong avayvwong avagpopdag.

o SOMATIC—TouAdxLoToV pia mapaAAayrh o€ auTA TN 60N lvol CWUOTLKN.
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

Emukepolida Meplypan

FORMAT (MOP®H) H otAAn TNG HopPpnG apabeTel edia ov dlaxwpidovTtal he Avw-KATW TeAeia. INa
napadelypa, GT:GQ. X1a dlabeoiua Tedia nepAapBavovTal Ta €ENG:

o AD—Bd&6On o AANAOHOPPWY (UETPWVTOG HOVO EVNUEPWTIKEG AVOYVWOELG OTIO TIG
OUVOALKEG OVOYVWOELG) YLO TO dAANAOUOPP A avVaPopdg Kal To aAANAOHoppa alt pe
oELPA TIOV MOPOTiIBEVTAL.

o AF—KAdouata aAANAOHOPP WV Yl aAANAOOPPa alt ue TN oelpd IOV TTAPATIBEVTAL.

o DP—Koaota npooeyylon Badog avayvwong (Ot avayvwoelg he MQ=255r he un
LKOVOTIOLNTLKG eVyN QIATPAPOVTIOL).

e FIR2—Ap18U6G avayVWoEWY 0€ TIPOOOVATOALOMO {elyoug F1R2 mou uttootnpiouv K&
aAANASuopPO.

o F2R1—Ap1BU6G avayVWOoEWY O€ TIPOCOVATOALOMO {elyoug F2R1 tou uttootnpifouv K&
aAANAOpOpYO.

o GT—ovotumog. To O avTiotolxei otn Bdon avapopdg, To T AVILOTOLXEL 0TNV TIPWTN
eloaywyr otn otnAn ALT, KoL oUTw KoBegNG. H KaBeTOG (/) uTtodEIKVUEL OTL EV
dlatiBevTtal MAnpoYopieg phasing (kaBuotEpnong Bdong).

e MB—XTOTLOTIKG oTOLXElO avd delypa yLa TNV avixveuon HEPOANWYIOG GUUTIAEYHOTOG.

o PS—OUOLKEG TTANPOYPOPIES BVAYVWPLOTIKOV PpAong, OTIOU KABE Jovadlko
QVOYVWPLOTIKO EVTOG EVOG OUYKEKPLHEVOU SelyaATOG (AAAG OXL HETAEL BELYHATWV)
OUVOEEL EYYPAPES EVTOC ULOG OUAGOOG pAoNng.

o SB—XTOTLOTIKG oTOLXElO ava delyla, Ta oToia amoTEAOVVTAL aTd TNV aKPLRA doKLaoia
Fisher yia tnv avixveuon dlactpERAwong.

° SQ—IWMATIKA TIOLOTNTO.

SAMPLE (AEITMA) H otiAn delypaTog divel TIg TIHES TIou poodlopidovtal otn otAn FORMAT (MOP®H).
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

Mivakag 3 XXOALooPOC apXeiwv VCF UE CWHATLKI por EPYOOLWV
ETuke@aAida Mepypayn

FILTER Edv 1o oTolyeio 6LEABEL ATIO OAG TO PIATPG, 0TN OTAAN TWV PIATPWYV TPOCTIBETAL N
(PINTPO) emonpavon PASS (Emtuxia). ZTig uBaveg kataxwpioelg FILTER (PIATPO)

neplAapBavovTaL oL €ENG:

» base_quality—T o onueio @IATpApETAL EMELSN N PECN TIOLOTNTA BAONC TWV
avVayvVWoewV alt og aUTOV TOV YEVETIKO TOTIO 6V TTANPOL TO OpLO

« filtered_reads—To onueio @IATPAPETOL EMELDN £XEL PIATPOAPLOTEL TIOAL PEYAAOQ
apLBUOG aVAYVWOEWVY

» fragment_length—T o onpeio @IATpapeTAL £TELDN N ATIOALTN SLOPOPA PETAEL TOU
MEOGOUL HUNKOULG BPAUCHOTOG TWV OVOYVWOEWYV alt Kal Tou JEGOL UNKOUG BPaUOHOTOG
TWV 0VAYVWOEWY aVaPOPAG 0€ AUTOV TOV YEVETIKO TOTIO LTIEPRAVEL TO OPLO

* low_depth—To onpeio pLATpapeTaL eMELOA TO BABOG avayvwong eival TTOAD XOUNAO

o low_frac_info_reads—To onueio PINTPAPETOL EMELDN TO KAACUA TWV EVNUEPWTLKWV
AVOYVWOEWV E(VAL KATW ATO TO OPLO

o low_normal_depth—To onpeio QIATp&PETAL ETELON TO KAVOVIKO BABOG avayvwong
delypatog eivat ToAL xaunAo

 long_indel—To onueio @IATp&peTaL EMELSN TO KOG indel elval TTOAL peyalo

» mapping_quality—To onueio @IATPAPETAL EMELDN N JEON TIOLOTNTA AVTLOTOLXLONG TWV
avayvwoewvV alt g auTOV TOV YEVETIKO TOTIO 6EV TTANPOL TO OPLO

o multiallelic—T o onueio PIATpAPETAL EMELON MEPLOCOTEPD OTIO SUO AAANASHOP PO akt
mepvouv 1o LOD Tou 6yKou

» non_homref_normal—To onueio PINTPAPETAL EMELON O YOVOTUTIOC PUGLOAOYLKOU
delypaTtog dev eival opoduyn avaopd

» no_reliable_supporting_read—T 0 onpueio QIATpApETAL €TELDN HEV LUTIAPXEL AELOTILOTN
UTIOOTNPLKTIKI AVAYVWON CWHOTIKWY AELTOUPYLWV

o panel_of_normals—[lapatnpeital o€ TOVAGXLOTOV €va delypa oTo MAVEN TwWV
KOVOVLIKWV vcf

» read_position—To onueio QIATpapETAL ETELON N PECN aMOoTOON METAEL TNG
€vap&ng/TEAOLG TNC BVAYVWONG KAL OUTOU TOU YEVETIKOU TOTIOU £ival KATW OTO TO
oplo

* RMxNRepeatRegion—T o0 onpeio GIATPEPETOL EMELON TO CUVOAO I HEPOG TOU
aAANAOpOpPOL TOpaAAayNG eilval EMAVAANYN TG GVAPOPAS

o strand_artifact—To onpeio pIATpapETAL AOYW COBAPNG ATIOKALONG OTO OKEANOG

o str_contraction—To onpeio @IATpGpeTaL AOYW TIBAVOAOYOUEVOU 0pAAuaTog PCR
OTIOL TO AAANAOPOP PO alt eival pia povada emavaAnPng HIKPOTEPN OO TNV AVAPOPH

» too_few_supporting_reads—To onueio @INTp&pETOL ETELO UTIGPYXOLV TIOAD Alyeg
UTIOOTNPLKTLKEG AVAYVWOELG OTO SELYO OYKOU

o weak_evidence—H BaBuoAoyia cwpaTIKwVY apaAAaywyv dev Anpoi To 6pLo

» systematic_noise—To onueio @IATpApeTAL e BAan oTolXEld cLGTNUOTIKOU BopLRou
0€ PUOLOAOYLKEG OUVONKES
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

ErukepaAida

INFO
(MAHPO®OPIEL)

Nepypaen
OLmuBaveg kataxwpioelg INFO (MAHPO®OPIEY) eplhapBavouv:

DP—KaTtd pooeyylon BaBog avayvwong (EVNUEPWTLKO KOL JN EVNUEPWTLKO).
Oplopeveg avayvwoeLg UTopel va €xouv GIATpapLoTEL Ye BAon TO mapq K.ATL
END—ALaKOTI) TOTI0BETNONG TOL SLOCTAUATOC

FractioninformativeReads—T 0 KAGGOUG TWV EVNUEPWTIKWY GVAYVWOEWV OTIO TIG
OUVOALKEG OVOYVWOELG.

MQ—TowétnTa XapToypdynong RMS.

MQRankSum—Ba8uoAoyia Z anod dokipaoia abpoicpatog kKatatagng Wilcoxon tng Alt
o€ oLYKPLON ME TIG LOLOTNTEG GVTLOTOLXLONG OVAYVWONG OVaPOpAg.
ReadPosRankSum—BoaBuoAoyia Z amno dokiuacio abpoiouatog katatagng Wilcoxon
g Alt évavTL epoAnyiag B€oNg avayvwong avagopag.

AQ—BaBpoloyia cuoTnUATIKOL BopLBoU.

hotspot— vwoTo6 onpeio CWHATIKWY, TIOL XPNOLUOTIOLELTAL YLO VO aLENCEL TNV
gUMLOTOOLVN OTNV KARON.

SOMATIC—TouAdxLotoV pia apaAAayn o€ auTnA TN B€on lvVal CWHOTIKN.
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

ErukepaAida MNepypaypn

FORMAT H otiAn TnNg Hop PN apabeTel edia ov dlaxwpidovTtal he Avw-KATW TeAeia. MNa
(MOP®H) napadelypa, GT:GQ. X1a dlabeoiua edia meptAapBdvovTal Ta €ENG:

o AD—Bd&6n o AANAOHOPPWY (UETPWVTOG HOVO EVNUEPWTIKEG GVOYVWGOELG OTIO TIG
OUVOALKEG OVOYVWOELG) YLa TO aAANAOHOP PO avapopAG KAl Ta aAANAOHOp PO alt pe
Tn o€Lpd TIoL TaPATIBEVTAL.

o AF—KAdouata aAANAOMOPPWV Yl aAANAOOPPa alt ue TN oelpd IOV TTAPATIBEVTAL.

o DP—Koata npooeyylon Babog avayvwong (Ot avayvwoelg he MQ=255 ) ye un
LKOVOTIOLNTLKG ey QIATPAPOVTaAL).

e FIR2—Ap1Bu6G avayVWoeEWVY O€ TIPOCAVATOALOMNO {elyoug F1R2 mou vtootnpidouv
KA&Be aAANAOUOPPO.

* F2R1—Ap1BudG avayvVwoewWVY O€ TIPOOAVATOALOMNO {elyoug F2R1 ou uttootnpidouv
KA&Be aAANAOUOPPO.

o GP—MeTayeveoTtepeg TBAVOTNTEG o€ KAiaka Phred yla yovotutioug, 6w opidovTal
otnv npodlaypaen VCF.

» GQ—lolétnNTa YovoTLTIOU.

o GT—Tovotumog. To 0 avTiotolyel otn Bdon avapopdg, To 1 avVTIOTOLXEL 0TNV TIPWTN
elooywyn otn otNAn ALT, katL oUtw KaBe€nG. H kabeTog (/) utodelkvieL OTL dev
dlatiBevTtal MAnpowopieg phasing (kaBuotEpnong Baong).

e MB—ZXTATIOTIKG oTOLXElO OVE dElya YL TNV QViXVELON HEPOANYIOG GUUTIAEYUOTOG.

o PL—KavovikoTolnueveg TBavotnTteg o€ KAipaka Phred yla yovOoTuTIoug, OTiwg
opi¢etaL otnv MpodLaypapn VCF.

o PRI—[1poypOUUOTIONEVEG TIPONYOUMEVES TILBAVOTNTES YLO YOVOTUTIOUG.

o PS—OU0oLKEG TTANPOYPOPIES BVAYVWPLOTIKOV (pAong, OTIOU KABE ovabdlko
QVOYVWPLOTIKO EVTOG EVOC OLUYKEKPLMEVOUL SElyATOC (AAAG OXL METAEL BELYUATWV)
OUVOEEL EYYPAPES EVTOC ULOG OMAdOG pAong.

e SB—XTOTLOTIKG oToLYEld ava delypa, Ta ool ATOTEAOUVTAL GTIO TNV AKPLBN
doklpaoia Fisher yia tnv avixvevon dlaotpeBAwong.

° SQ—XIWMATIKH TIOLOTNTO.

SAMPLE H otiAn deiyuatog divel Tig TIHES TIou poodlopidovTal otn otAn FORMAT (MOP®H).
(AEITMA)

Apxeia yovidL i patog VCF

Ta apyxeia yovibiwpatog VCF (*.gvcf.gz) akoAouBouv €va cUVOAO CUMBACEWYV YLO TNV GVATIOPACTOCN OAWV TWV
BE€0EWV TOU YOVIOLWMOTOG O UL EVAOYQ MIKPNA Hop@n. Ta apxeia gVCF neptAapBavouv OAeG TIG BECELG EVTOQ TNG
TIEPLOXNG EVOLOPEPOVTOC O€E VA apXEl0 yLa KABe delypa. To apxeio gVCF gpgpavilel un avTLOTOLXIOELG o€ BECELG TIOU
bev BlEpXOVTAL OO OAA TO PIATPO. MLa €TIKETA yovoTuTiou (GT) ./. LTIOSEIKVUEL UN AVTLOTOlXLON.
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08nyog xpnong epapuoyng DRAGEN for lllumina DNA Prep with Enrichment Dx on NextSeq 550Dx

ErtavatonobeTnon TG avaAuong oTnv ouvpa

MTopeite va ETIOVOTOTOBETOETE 0€ OLPA LA AVAALON AV YiveL SLAKOTIA TNG, AV N avaAuvon 8ev ATAV ETUTUXNG, I OE
TiepLTTWOoN oL BEAETE VO EMOVOAGBETE TNV AGVAALON ULOG EKTEAEONG HE SLOPOPETIKES pubuioelg. MNa va
ETIOVOTOTIOBETHOETE OTNV OLUPG ULO GVAAULGT, GKOAOUBNAOTE TA MOPOKATW BAUATO:

1.

ATO TNV 086vN Run (EkTéAeon), eTUAEETE TNV KapTEAQ Completed (OAOKANPWUEVN) KAL, OTN CUVEXELD, ETUAEETE
TO O6vopa NG dtadikaoiag ou Ba uTtoBAnBel o€ €k vEou avaAuon.

Edv poypoTONoLBnKe poNyoUEVWGE ETIAVATOTIORETNON TNE GVAALONG 0TNV 0UPJ, ETUAEETE TO OVOMO TNG
dladlkaoiag g MovIKAG eKTENEDNG.

ATO TNV 086vn Run Details (Aemttopepeleg ekTeAeang), PETA TG Sequencing Information (MAnpogopieg
aAAnAouxiag), emAe€Te Requeue Analysis (EmovaTtomnoBeTnon avadiuong otnyv oupd).

OpioTte pla etuhoyn:
* EmavaTtomofeTnon avaAuong TNV oupd Xwpic aAAOYES
* Emne€epyaoia pubuicewv EKTEAEONG KAL EMAVATOTIONETNONG AVAALONG OTNV OUPA
* EMOvOTOToBETNON aVAALONG OTNV OUPA |E BLAPOPETLKN EPAPHOYN

EruBepalwoTte 6TL N B€on Omou BpiokovTal €T TOU TIOPOVTOG Ta dedouEVA AAANAOUXNONG TIOPEXETOL OTO TIESIO
Sequencing data file path (Aladpopr apxeiov dedopevwv aAAnAovxnong).

YHMEIQXH H 6ladpoun mpog ta dedopeva aAAnAolXNong 8a TIPEMEL Va avTloTolX el oTn dladpoun otn puBJLoN

E€wTtepLlKoL XWpPOU amobrnkeuong yLa Ta ATIOTEAEGHATA avAaAuong. Avatpelte oto Odnyog
Aoylopikou lllumina Run Manager yia 1o NextSeq 550Dx (ap. eyypdgpou 200025239) yia
TIANPOYOPIEG OXETLKA [E TNV AAAOYH TNG £EWTEPLKNG SLadpoun g amobrikeuong.

Elcaydyete pla Attia emavaAnmuikng avaAuong.
ErmuAe€te Requeue Analysis (EmavatonoBetnon avaAuong og oupad).

Enegepyaoteite TIq eBupNTEG AAAOYEG OTIC Run Settings (PuBuioelg ekteleong), ota Sample Data (Agdopeva
delypatog) kat otig Analysis Settings (PuBuioelg avaiuong).

EruAe€te Save (AmoBrikeuan). H avaAvon eKLVA T Xpron TwV TPEXOUVOWV TIAPAMETPWY aVAALOoNG.
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Texvikn Bondela

o TEXVLIKNA BonBela, ETUKOLVWVHAOTE Je To THAMA Hlumina TexvikAg YTootnpLEng.

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

DOANC 6edOHEV 1 V aopdAelag (SDS)—ALlaBEaiua oTov LotoTomo TG lllumina otn 6tevBuvon
support.illumina.com/sds.html.

Tekpnpi v on poidvtog—ALaBESLUN Yo Afywn og pop@r PDF amnod tov LotoTomno support.illumina.com.

Ap. eyypapou 200025238 £k d. 00
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