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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

To TTapov £yypa@o Kal Ta TTEPIEXOPEVA Tou ammoTeAoUyv 1810kTnaia TnG lllumina, Inc. kKal Twv cuvdedePEVWY ETAIPEIWV
NG («llluminax») kal TTpoopifovTal ATTOKAEIOTIKG yia TN CUPBATIKA XPAoN Tou TTEAGTN TNG € oUVOUAOHO PE TN XPAON Tou
(-wV) TTPOIGVTOG(-WV) TTOU TTEPIYPAPOVTAI OTO TTAPOV £yyPaPO Kal yia kavévav GAAo okotrd. AtrayopeleTal n XpRon f n
OlaVON TOU TTaPOVTOG EYYPAPOU KOl TWV TTEPIEXOUEVWY TOU yia oTTolovOATTOTE AAAO OKOTTO rj/Kal GAAn KolvoTroinon,
atmokdAuywn 1 avaTrapaywyn Toug JE OTTOIOVONTIOTE TPOTTO XWPIG TV TTPOTEPN £yypagn cuvaivean Tng lllumina.

H [llumina dev petaBifddel di1d Tou TTAPOVTOG yyPAPOU Kapia adela duvdpel SITTAWPATOG EUPETITEXVIAG, EUTTOPIKOU
OAMATOG, TIVEUHATIKOU OIKAIWMNATOG 1 OIKAIWPATWY Kolvou JIKaiou Tng.

O1 0dnyieg oTo TTapdV Eyypago TPETTEl va TNPOUVTAl auoTNPG Kal Je akpiBela atmd eI8IKEUPEVO Kal KATAAANAa
EKTTAIDEUPEVO TTPOCWTTIKG, TTPOKEIYEVOU Va dlag@aAiaTei N opBbA Kal aocPaAAG XPAON Tou(-wv) TTPOIdVTOG(-wvV) TTou
TEPIYPAPOVTal 0TO TTapOv. OAa Ta TTEPIEXOUEVA TOU TTAPAVTOG EYYPAQPOU TTPETTEI va avayvwaoBoulv Kal va yivouv
TARPWG KaTavonTa Tpiv atrd Tn XpAon Tou(-wv) ev AOyw TTpoidvTog(-wv).

SE NEPINTQZH MH OAOKAHPQZHZ THX ANATNQXHZ KAI THPHZHZ ME AKPIBEIA OAQN TQN OAHIIQN MOY
MEPIEXONTAI =TO MAPON, MMOPEI NA MPOKAHOEI ZHMIA ZTO(-A) MPOION(-TA), TPAYMATIZMOZ ATOMQN,
YYMMOEPINAMBANOMENQN TON XPHZTQN 'H AAAQN, KAGQX KAI AAAH YAIKH ZHMIA, KAl ©A KATAXTEI
AKYPH H ETTYHZH MOY IZXYEI TIA TO(-A) MPOION(-TA).

H ILLUMINA AEN ANAAAMBANEI KAMIA EYOYNH MOY AMOPPEEI ANO EZ®AAMENH XPHZH TOY(-QN)
MPOIONTOZ(-QN) NMOY MEPIFPA®ONTAI =TO MAPON [ZYMMEPIAAMBANOMENQN TQN EZAPTHMATQN
TOY(-OYZ) H TOY AOTIZMIKOY].

© 2021 lllumina, Inc. Mg Tnv em@UAAgn TTAVTOG SIKAIWPATOG.

OAa ta ognuata katatebévta eival 1dioktnaia Tng lllumina, Inc. A Twv avTioToixwVv KATOXWV TOUG. [Na CUYKEKPIYEVEG
TTANPOPOPIEG OXETIKA PE TA OAPATA KATATEBEVTA, ETTIOKEPTEITE TNV NAEKTPOVIKN dieUBuvon
www.illumina.com/company/legal.html.
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

To Local Run Manager (Aoyiopiké dlaxeipiong ToTrikAG ekTEAEONG) TNG povddag Germline Variant
TpoopideTal yia xprjon he Tov Tpoadiopiopd lllumina TruSeq Custom Amplicon Kit Dx kai ye 10
NextSeq 550Dx. Otav xpnoiyoTroicital ye 1o Germline Variant Module, o mpodiopioudg mpoopileTal
yia Tnv TTpogToipyaaia BiIBAIoBNKwWY TTou XpnaoigoTtrololvTal yia Tnv aAAnAouxion DNA atrd deiypata
TEPIPEPIKOU OAIKOU QipaTog.

H povdada avdAuong a&loloyei pikpég TTepIoxEG evioxupévou DNA, i aptTAiKoviwy, yia TTapaAAayEg.
H eoTiaopévn aAAnAouxion Twv auTTAIKOViwy TTPoo@Eépel UPNAR KAAUWN CUYKEKPIMEVWY TTEPIOYXWV.
AvaTpé€Te 01O £€vBeTOo ouokeuaaiag TruSeq Custom Amplicon Kit Dx (ap. eyypdeou 1000000029772).

MNa 1 povada avaiuong Germline Variant amaitouvral avaAwaoiga aAAnAouxiong 300 kUKAwv. INa
TEPIOOOTEPEG TTANPOYOpPiEs, BA. To £€vBeTo cuokeuaaiag NextSeq 550Dx High Output Reagent Kit v2 1y
NextSeq 550Dx High Output Reagent Kit v2.5.

2 XETIKA € AUTOV TOV 00NYO

AUTOG 0 0dnYyo6¢ TrepIAapBAvel 0dnyieg yia Tov KaBopIoPS TTapapEéTPwY EKTEAEONG Yyia aAAnAoUxion Kal
avéAuon pe Tn povada avadluong Germline Variant. Na TANpo@opieg OXETIKA UE TOV TTIVOKA €PYOAEiWV
Tou Local Run Manager kai Tig puBuioeig Tou ouaThpartog, BA. Odnyo¢ avapopds opydavou NextSeq
550Dx (ap. eyypdpou 1000000009513).

[MpoBoAn Local Run Manager

To mepifaArov epyaaiag Tou Local Run Manager eival rpoofdaipo pyéow tou NextSeq 550Dx
Operating Software (NOS) 4 yéow KATTOIOU TTPOYPAPPATOG TTEPINYNONG OTO BIAdIKTUO.
To utrooTnpIfOuEVO TTPOYPAUMA TTEPIRYNONG OTO d1adikTuo gival To Chromium.

WE >HMETQXH
Edv xpnoiyoTrolgite Tpdypappa Tepifynong oto d1adikTuo TTou dev UTTOOTNPICETAI, TTPOYUATOTTOINCOTE
Ayn Tou UTTOOTNPICOUEVOU TTPOYPAUUATOG TTEPINYNONG OTav oag {nTnBei oto prpvuua Confirm
Unsupported Browser (EmRepaiwon pn utrootnpi{OpeEVOU TTPOYPAUUATOG TTEPINYNONG). ETTIAEETE
here (edw) yia va TTpayuatotroinoeTe AfYn TnG uttooTnPI{ouEVNG ékdoang Tou Chromium.

[MpoBoAr otnv 086vn Tou opydavou

1 Tia va deite 10 TEPIBAANOV epyaciag Tou Local Run Manager atnv 086vn Tou opydvou, opioTe pia
atd TIG TTOPOKATW ETTIAOYEG:

AT6 TNV apxiki 086vn Tou NOS , emAé€Te Local Run Manager.
EmA&gTE TO "X" 0TV emdvw 0€€Id ywvia yia va emaTpéwete ato NOS.
EmAEETE TO €Ikovidio eAaxioTotroinong oto NOS, avoite To TpOypaupa TEPIRYNONG OTO
O1adiktuo Chromium T1Tou eival eykaTeaTnuévo 01O 6pyavo, Kal eicaydayeTe Tn dletbuvaon
http://localhost otn ypappn dietBuvong.
Movo ol dlaxelpIoTEG uTTOPOUV va ekTEAEOOUV gAaxioToTroinon tou NOS.

[MpoBoAr p€ow UTTOAOYIOTH) OTO BIKTUO

1 Avoigte éva poypappa TepIRynong oto diadiktuo Chromium o€ évav uttoAoyioTr Pe TTPOGRacN
070 id10 dikTUO PE TO Opyavo Kal ouvdeBeiTe xpnolyotrolwvTtag Tn dietBuvon IP Tou opydvou ) 10
6vopa Tou opydvou. lNa mapdadeiyua, http://myinstrument.
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

KaBopIiopdg TrapapéTpwyv

1
2
3

>uvdebeite oTo Local Run Manager.
EmAéCTe Create Run (Anuioupyia ekTéAeong) kal Germline Variant.

EicaydyeTe £va Ovopa eKTEAEONG TTOU TAUTOTTOIET TNV eKTEAEON aTrd TNV aAAnAouxion €wg Thv
avéAuon.
XpNOIYOTTOINOTE AAQAPIBUNTIKOUG XAPOKTHPEG, KEVA, KATW TTAUAEG ) TTAUAEG.

[MpoaipeTikd] EicaydyeTe pia TeEpIypa®r TnG EKTEAEONG YIa EUKOAOTEPN TAUTOTTOINGN TNG
EKTEAEONG.
XpNOIYOTTOINOTE AAQAPIBUNTIKOUG XAPOKTAPESG, KEVA, KATW TTAUAEG ) TTAUAEG.

EmAECTE TOV apIBUS TwV OeIyUATWY Kal TO GUVOAO TWV EUPETNPIWY aTTd TNV AvaATITUGCOUEVN AioTa.
Katd tnv emmAoyn oag, AGBeTe uTTOWn 0Ag TIG TTAPAKATW TTANPOPOPIEG.

H avatmrtuoaoépevn Aiota mepiAapBaver apiBpoug delyuaTwy Pe Eva aUVOAO EUPETNPIWYV.
MNa mapddeiypa, 10 "24-Set 1" utrodeikvUel OTI UTTAPYXOUV 24 deiypaTa TTpog e¢ETaon,
ME eupeTpIa atrd TO oUVOAO gupeTnpiwy 1.

O1 apiBuoi Twv cuvOAwv TWV eUpPETNPIWY ava@EépovTal oe dIAPOPETIKA OUVOAQ eUupeTnpiwy i5.
To ZuvoAo 1 kal To ZUvoAo 2 TTpoo@EPOUV Kal Ta dUO TTolkIAopop®ia eupeTnpiwyv. MapéxovTal dUo
oUVOAQ €UPETNPIWYV YIO TNV ATTOQUYH £EAVTANONG VOGS HOVO CUVOAOU.

EmAECTE TOV apIBUS delyudTwy TTOU TTANCIALEl TTEPICTOTEPO GTOV APIBUOG TwV delyUATWY TTou Ba
uttoBAnBouv ot e¢étaan. Eav atn AioTa dev uttdpxel 0 akpIBAG apiBuOG Twv OEIYHATWY, ETTIAEETE
TOV TTANCIEGTEPO aPIBPO, aAAG @POVTIOTE va gival JIKPOTEPOG ATTO TOV apIBUS TWV TTPOG £¢ETAON
oelypdrwyv. MNa Toapddelypa, av TpokeiTal va e¢etaoctouv 18 deiypaTta, emIAEETE 16 deiypaTa.

Ta BoBpia delypdTwy Kal oI cuvdUACUOI EUPETNPIWY TTOU TTANPOUV TIG ATTAITHOEIG TTOIKIAOJOP®iag
EUPETNPIWYV eTTIONUaAivovTal Pe TTPACIvo xpwHa. Edv emAéEeTe AGAAa BoBpia kal dAAoug
OouvOUAOPOUG eupeTNPiwy, KATd TNV ammobnkeuon Tng ekTEAeoNg Ba AAPBETe pia €1d0TTOiNCN O€
TEPITITWON TTOU dEV TTANPOUVTAI Ol ATTAITAOEIG TTOIKIAOPOPYPIagC.

Eicaywyn apxeiwv deATioU dEiyATOC YIa TNV EKTEAEON

1

BeBaiwbeite 011 Ta deATia deiypaTog TToU BEAETE va eicaydyeTe ival OlaBéoiya og pia TpooBAciun
Béon oTo dikTUO | O€ YIa povada USB.

EmAéETe Import Manifests (Eicaywyn deATiwv deiypatog).

MeTaBeite oTO apyeio Tou OeATiou deiypaTog Kal €TTIAEETE Ta DeATia OeiydaTog TTOU BEAETE va
TTPOOBEOETE.

ZHMETQ>H

MNa va gival diabéaipa Ta apyeia deATiwv deiyuaTog yia OAEG TIG eKTEAETEIG PE TN povada avaAuong
Germline Variant, rpooBéoTe Ta deATia deiypartog pe mn Asitoupyia Module Settings (PuBuioeig
povadag). MNa tn Asitoupyia autrh atrairouvtal adeleg eITTESOU dlaXEIPIOTH. IMNa TTEPICOOTEPES
AetrTopépeleg, BA. Odnydc avapopdc opydvou NextSeq 550Dx (ap. eyypdapou 1000000009513).
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

KaBopIopog delyuATWY YIa TNV EKTEAEON

KaBopioTe Ta deiypata yia TNV €KTEAEON XPNOIPMOTTOIWVTAG Pia a1Td TIG ETTIAOYEG Kal TIG 0dnyieg TTou
akoAouBouv.

Mn autéparn gicaywyn SelypaTWV—XPNOIYOTTIOINOTE TOV KEVO TTivaka oTnv 006vn Create Run
(Anpioupyia ekTéAeong).
Eicaywyn deiyydtwv—MeTafeite o€ £€va eWTEPIKO APXEIO PE HOPPR TIHWYV XWPIOCUEVWY PE KOPUA
(*.csv). £Tnv 0806vn Create Run (Anpioupyia ekTéAeong) utdpyel €va TTPOTUTTIO TTPOG ARWN.
A@oU CUUTTANPWOETE TOV TTiVAKA TwWV JEIYPATWY, UTTOPEITE va eEayAYETE TIG TTANPOPOPIEG TWV
OEIYHATWY O€ €va eEWTEPIKO apXEI0. XPNOIPOTIOICOTE TO APXEIO WG TTPOTUTTO YIa TNV TTPOETOIYATIA
BIBAI0BNKWV 1 el0ayAyeTe TO ApyXEio yia pia AAAN ekTéAEON.

Mn auTtéuaTn eiIcaywyr) OElyuATWY

1 Eicaydayete éva povadiko avayvwplioTIKO deiyuaTtog oTo 1Tedio Sample ID (AvayvwpioTiko
OeiypaTog).
XpnolyotroiRoTe aAQAPIBUNTIKOUG XAPAKTAPES, TTAUAEG ] KATW TTOUAEG.

2 [MpoaipeTikd] Na deiypata pe BeTIKOUG A apvnTIKOUG HAPTUPEG, KAVTE Oei KAIK KOl ETTIAEGTE TOV
TUTTO TOU PapTUpPQ.

3 [MpoaipeTikd] Eicaydayete pia Tepiypaen deiyparog oto medio Sample Description (Mepiypaen
deiyparog).
XpNOIUOTIOINCTE AAQAPIBUNTIKOUG XAPAKTAPEG, TTAUAEG | KATW TTAUAEG.
O1 epIypa@ég Twv OelydATWY ouvoEovTal Je €va Ovopa deiypatog. O TepIypa@ég Twv OEIYHATWY
avTikaBioTavTal av To Ovoua Tou deiydaTog XpnolyoTtroinBei Eava oe eTOPEVN eKTEAEDN.

4 EmAE&ETE évav TTpoocappoyéa Eupetnpiou 1 amd tnv avamrucoouevn AioTta Index 1 (i7)
(Eupetipio 1).
Ortav xpnoiyotroleite Ta TpoTelvopeva BoBpia deiyuaTog, T0 AOYIONIKO CUUTTANPWVEI auTOuaTa
TTPOCAPUOYEIG EUPETNPIOU 7 Kal i5 TTou TTANPOUV TIG ATTAITACEIG TTOIKINOPOP®PIOG EUPETNPIWV.
Edv otn AioTa dev uttdpxel akpIBwg o apiBuog Twv deIYUATWY TTPOG £EETACN, PPOVTIOTE Va ETTIAEETE
TTPOCAPUOYEIG eupeTnpiou yia eTITTAEOV BoBpia.Eav TTpétmel va eTTIAECETE eUPETAPIA YIA ETTITTAEOV
BoBpia ) av dev XpNOIYOTIOINCETE TOUG TIPOTEIVOUEVOUG OUVOUAOHOUG TTIPOCAPHOYEWVY EUPETNPIOU,
TTPOTOU €TTIAECETE eUpEeTAPIa, dlaBdoTe TNV evoTnTa AVTIoTOiXI0N BAONS Kai TToIKIAOpop@ia
eupeTnPiwy otn oeAida 16.

5 EmA£&ETe évav TTpooapuoyéa Eupetnpiou 2 atrd Tnv avamrtuooouevn Aiota Index 2
(Eupetnpio 2) (i5).
6 EmA&ETe éva apyeio deAtiou deiypaTtog ammd Tnv avatrtucodpevn Aiota Manifest (AgAtio deiyuartog).
7 OpioTe pia emmAoyn yia TpoBoAn, ekTUTTwon f amobrikeuon Tng didtagng TAGKAS wg ava@opd yia
TNV TTposTolyacia BiBAIOONKwWYV:
EmAEETE TO €IKOVidIO = Print (ExTUTTWOON) VIO va eg@avioeTe Tn dIATAEN TNG TTAGKAG.
EmA&ETe Print (EkTUTTWOON) YIa TNV €KTUTTWON TNG dI1dTagng TAAKaAG.
EmAégTe Export (ECaywyn) yia va eEayayeTe TIG TTAnpo@opieg deiyuaTog O€ £va EEWTEPIKO
apxeio.
BeBaiwBeite 611 o1 TTANpO@OpPieg TOU dEATIOU DEIYUATOS KAl TOU DEIYUATOS Eival CWOTEG.
TuxOv e0QOAPEVES TTANPOYOPIEG PUTTOPEI VO ETTNPEACOUV TA ATTOTEAETUATA.

8 EmAéETe Save Run (ATmoBnkeuon eKTEAEONG).

Ap. eyypdeou 1000000030329 v04 ELL
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Eicaywyn deiypdrtwy

1

5

EmAégTe Import Samples (Eicaywyn delyudtwy) kal yetafeite otn 6€on Tou apxeiou Pe Tig
TTANPOoYopieg Tou deiyuatog. YTapxouv dUO0 TUTTOI OPXEIWV TTOU PTTOPEITE VA €1I0AYAYETE.
EmAé¢Te Template (MpoTuto) oTnv 0066vn Create Run (Anuioupyia ekTéAeong) yia va
OnuIoUpyARoETE Pia véa diIaTagn TTAGKAG. To apxeio Tou TTPOTUTTOU TTEPIEXE] TIG CWOTEG
ETTIKEQPAAIDEG OTNAWYV yIa TNV elcaywyh. Eicaydyete TIg TTAnpo@opicg deiypaTtog oe kKABe oTAAN
yla ta deiypgata TnG ekTéAeong. AlaypdyTe TIG TTANPOPOPIES TWV TTAPABEIYUATWY OTA KEAIG TTOU
OeV XpNOIYOTTOIOUVTAl Kal, GTN CUVEXEIA, ATTOBNKEUCTE TO ApPXEIO.
XpnOoIUOTIOINOTE £€va apXEio TTANpo@oplwy deiyuaTog TTou £xel e€axBei ammd Tn povada
Germline Variant xpnoigotroiwvtag Tn Asitoupyia Export (E€aywyn).

EmAECTE TO €IKOVidIO S Print (ExTUTTWOON) YIa va eg@avioeTe Tn dIATAEN TNG TTAGKAG.

EmA&ETe Print (EkTUTTWOON) YIa va eKTUTTWOETE Tn SIATAEN TNG TTAGKAG WG ava@opd yia Tnv
TTposTolyacia BiIBAIOBNKWV.

[MpoaipeTikd] EmAECTE Export (E€aywyn) yia va e€aydyete TTANPOQOPIEG BEiYNATOG O€ EWTEPIKO
apxeio.

BeBaiwBeite 611 oI TTANpo@Opieg Tou deATIOU DEIYUATOS Kal TOU DEIYUATOS E€ival CWOTEG.

TuxOv €0QAAPEVES TTANPOPOPIEG UTTOPET VO ETTNPEACOUV TA ATTOTEAETUATA.

EmAéETe Save Run (AmoBrikeuan ekTéAeang).

Etre¢epyacia ekTéAeong

lNa odnyieg OXETIKA YE TNV €TTECEPYATIQ TWV TTANPOPOPIWV OTNV EKTEAETN TTPIV aTTd TNV aAAnAouxion,
BA. Odnydc¢ avagpopdc opydavou NextSeq 550Dx (ap. eyypdpou 1000000009513).

H povada avahuong Germline Variant ekteAei Ta mapakdTw BripaTa avdAuong Kai, oTn OUvEéXEId,
eyypagel Ta apxeia e€6dou avaiuaong otov @dakeAo Alignment (EuBuypduuion).

ExTeAei ammOTTOAUTTAEEN OTIC AVAYVWOEIG EUPETNPIOU
Anuioupyei apxeia FASTQ

ExTeAei euBuypdupion Pe €va aToIxXEiO ava@opdg
EvTtotidel TTapaAlayég

ATTOTTOAUTTAECN

Katd tnv atmotmoAUTTAEEN yiveTal Yo oUykpion KABe aAAnAouxiag avayvwang EUPETNPIOU PE TIG
aAAnAouyxieg eupeTnpiou TTOU €X0OUV OPICTEN yia TNV eKTEAEDN. Z€ auTd TO BAPO dev AapBavovTal uTTown
TIHEG TTOISTNTAG.

O1 aAAnAouyieg eupeTnpiou TauToTTOIOUVTAI PJE T TTAPOKATW BAPATA:

Ta deiypara apiBuouvTal amd 10 1 e BAan Tn CEIpa Ye TV OTTOIA AvaypA@OVTal VIO TNV EKTEAEDN.
O apiBuoég deiypatog 0 TTpoopileTal yia cuoTAdEG TTOU BEV AVTIOTOIXIOTNKAV O€ OEiyUa.

O1 ocuoTddeg avTioTolxiCovTal o€ deiypa 6TAV UTTAPXEI ATTOAUTN avTioTolXia TNG aAAnAouxiag
geupeTnpiou A dTav UTTAPXEl £WG Kal pia avavTigTolXia avd avayvwaon eupeTnpiou.

Ap. eyypdeou 1000000030329 v04 ELL
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Anuioupyia apxeiou FASTQ

MeTd TNV ammommoAUTTAEEN, TO AoyIouIkO dnuioupyei evdidueoa apyxeia avahuaong oe poper) FASTQ,
n otoia ival pia Jop®r KEIPEVOU TTOU XPNOTIYOTIOIEITAI yIa TNV avaTtapdaTacn aAAnAouxiwy.

Ta apxeia FASTQ Trepiéxouv avayvwaoeig yia kabe deiyua kal TIG OXETIKEG BabuoAoyieg ToIdTNTAG.
O1 cuoTadeg TTou Oev TTEPACAV TO QIATPO ATTOKAEiOvVTAl.

Kdbe apyeio FASTQ Trepiéxel avayvwaoelg yia €va pévo deiyua Kal To Ovopa Tou deiyuaTog
mepIAapBaveTal oto évopa Tou apyeiou FASTQ. Ta apyeia FASTQ eival Ta Baoikd dedopéva e106d0u
yia Tnv eubuypdppion. AnyioupyouvTal okTw apxeia FASTQ avd deiypa, t€éooepa amod tnv Avayvwon 1
Kal TEoogpa armd tnv Avdayvwon 2.

EuBuypdupion
210 BAMA TNG euBuypdpuiong, o aAyopiBpog Smith-Waterman pe {wveg euBuypappicel cuoTddeg amod
K&Be deiypa Bdaoel aAAnAouxiwv apTTAikoviwy TTou KaBopilovTal 0To apxeio deAtiou deiypaTog.

O aAyopiBuog Smith-Waterman pe {uwveg ekTeAEi NUIKABOAIKEG euBUypapPioelg aAANAOUXIWY VIO TOV
KABOopPIOPO TTAPEPPEPWV TTEPIOXWYV PETAEU dUO aAAnAouxiwv. AvTi TNG oUYKPIONG Tou ouvOAou TnG
aAAnAouyxiag, o aAyopiBuog Smith-Waterman cuykpivel TUApATa OAWY TWV TIBAVWYV TIHWV PAKOUG.

KaBe avayvwon ouleuydévwy AKpwyv agloAoyeital wg TTPog TNV euBuypduuion TG PE TIG aAAnAouxieg
TNG AVTIOTOIXNG KEQAANG IO TN CUYKEKPIPEVN avayvwon.
H avayvwon 1 agiohoyeital wg TPog 10 avTioTpo@o cupuTTAfpwua Tou Downstream Locus-Specific
Oligos (DLSO).
H avayvwaon 2 afiohoyeital wg mpog 1o Upstream Locus-Specific Oligos (ULSO).

Av n apxf pIag avayvwaong Taipladel ge pia aAAnAouxia KeQAAAG pe OXI TTEPICOOTEPEG ATTO TPEIG
Ol1aQopEG (avavTiaTolxieg ) METABOAEG AOyw apxikwy indel), To TTARPEG MAKOG TNG avAyvwang
euBuypappifeTal wg TTPOG TOV OTOXO TOU ANTTAIKOVIOU QUTAG TNG aAAnAouxiag.

Ta indel pe DLSO kal ULSO d¢v mapartnpouvral, dedouévng TNG XNUEiag Tou Tpoodiopiouou.

O1 euBuypappioelg @IATpdpovTal amd Ta atToTeAéouata TG euBuypdupiong BAoEl TwWV TTOCOOTWV
avavTigTolxiag, €ite oe oxéon Ye TNV TTEPIOXH £VOIOQEPOVTOG €iTE JE OAOKANPO TO AUTTAIKOVIO,
avdéAoya pe 1o PRKog Tou auTrAikoviou. O1 QIATpapIoPEVEG euBUYpaNUioEIG eyypapovTal WG apxeia
euBuypdupIong wg un eubuypauPiouéva aToixeia Kal dev XpNOIPJOTToIoUvVTal GTAV AVTIOTOIXION
TTapaAlayng.

AvTioTOixIoN TTapaAAayng

To Pisces Variant Caller, To otroio £xel avatmtuxBei atmd tnv lllumina, avayvwpidel TTapaAAay€Eg Tou
uttdpyouv oTo deiypa DNA.

O avTioToIXIoTAG TTapaAAayig Pisces avayvwpi¢el SNV, MNV kai pikpd indel og 3 BAuaTta:
Eetalel CexwpioTd KABe B€an 0TO yovIdiwHa ava@opdag
MeTpd TIG Bdoeig otn dedopévn B€on yia EUBUYPANUIOUEVEG AVAYVWOEIG TTOU UTTEPKAAUTITOUV TN
Béon
YTtroAoyicel pia BaBuoAoyia To16TNTAG TTOU UTTOAOYICEl TNV TTOIOTNTA TNG AVTIOTOIXIONG PE TO
povTéAo Poisson. O1 rapaAAayég ue BaBuoAoyia ToidtnTag Katw amd Q20 atrokAgiovral.
Edv pia TapaAAdayn 61€ABel amé 6Aa Ta @iATpa, n mapaAiayr auTr emonuaivetal wg PASS oto VCF.
MNa mepiooodTEPEG TTANPOYoOpieg, BA. github.com/lllumina/Pisces/wiki.
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

1 Amo6 Tov Tivaka epyaieiwv Local Run Manager (Aoyiopiké diaxeipiong TOTTIKAG EKTEAEONG),
KAvTE KAIK OTO OVoua TNG EKTEAEONG.

2 Ao tnv kaptéha Run Overview (Emiokotnon ekTéAeong), O€iTe TIG HETPAOEIG TNG EKTEAEONG
aAAnAouxiong.

3 [MpoaipeTikd] KdavTe kKAIK aTO €ikovidlo Copy to Clipboard (AvTiypa®r oto TpoxeIpo) Lk yla va
avTiypayete TN d1adpopr atov @akeAo e£6dou eKTEAEONG.

4 Kavte KAk otnVv KapTéAa Sequencing Information (MAnpo@opieg aAAnAouxiong) yia va BeiTe TIg
TTOPAUETPOUG TNG EKTEAEONG KaAI TIG TTANPOPOPIES VIO TA AVAAWOCIUA.
5 Kdavte KAIK oTnv kapTéAa Samples and Results (AciypaTta kai ammoteAéopata) yia va dgite Tn B€on
NG ava@opdg Tng avaiuong.
MNa eTavelAnuuévn avaAuaon, avamTugte TNV avamtucoouevn Aiota Select Analysis (EmiAoyn
avaAuaong) Kal eAEETE TNV KATAAANAN avdaAuon.

6 KdavTte KAIK oTO €lkovidio Copy to CIipboardEl (AvTiypa®r oTo TTPOXEIPO) VIO VA AVTIYPAWETE TN
dladpopn Tou pakéAou Analysis.

MNa mepioodTEPEG TTANPOYOPIEG OXETIKA PE TIG KapTEAEG Run Overview (ETokoTTnon €kTéAEONG) Kal
Sequencing Information (IMAnpo@opieg aAAnAouxiong), aAA& Kal yia Tov TPOTTO £TTAVATOTTOBETNONG MIOG
avaAuong oe oupd, BA. Odnydc avapopdc opydvou NextSeq 550Dx (ap. eyypdepou 1000000009513).

Ta amroteAéopara TG avaAuong cuvowifovtal oTnv KapTéAa Samples and Results (Agiypata kal
atmmoTteAéoparta), aAAd Kal HE TN HOP@I MIOG OUYKEVTPWTIKAG ava@opdg otov @dkeAo Alignment.
AlaTiBeTan eTiong pia avagopd yia KaBe deiypa ye Tn yopen apxeiou PDF.

[MAnpogopics kapTéAag Samples and Results (AciypaTa Kal aTToTEAECUATA)

1 Kavte kAIk o€ éva deiypa TG AioTag yia va deiTe TNV ava@opd deiyuartog.

Mivakag 1 MAnpogopieg ekTEAEONG KAl OEiYUATOG

EmikepaAida otAANg Meprypaen

Run Status (Katdotaon Ava@Epel To KaTd TOOOV N eKTEAEON aAAnAoUXIONG ATAV ETTITUXNG N OTTETUXE.
eKTENEONG)

Total Yield (GB) [ZuvoAikn Ap1Buo6g Twv BAcewv TTou avTioTolxioTnkav aTnv ekTéAeon aAAnAouxiong.
amédoon (GB)] EpgaviCel To 6plo eTmITUXiAG Kal TNV KATAOTACN €TTITUXIOG | aTTOTUXIOG.

% = Q30 To TT0000TO TWV AVAYVWOEWY OTNV €KTEAEO aAAnAouxiong pe BabuoAoyia

mo16TnTag 30 (Q30) kar avw. Epgavidel To 6plo emmITUXiAg KAl TNV KATAOTOON
ETMITUXiAG A aTToTUXIOG.

Sample ID (AvayvwpIoTikd To avayvwpIoTIKO Tou JeiyUaTog TToU eKkXwpnBnke Katd tn dnuioupyia Tng
deiyparog) EKTEAEONG.

Total PF Reads (XUvoAo O ouvoAIKOG apIBUOG TWV avayvVWoEwWY TToU dIEPXOVTAl OTTO TO QIATPO.
avayvwoewyv TTou diépyovTal atd

TO QIATPO)

Ap. eyypdeou 1000000030329 v04 ELL
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Emike@aAida oTAANg

Read 1% = Q30
(Avayvwon 1% = Q30)
Read 2% = Q30
(Avayvwon 2% = Q30 )

Autosome Call Rate (IMoocooT1é
avTIOTOIXIONG QUTOCWHATWV)

Mepiypaer

To MoooaT6 TWV avayvwoewyv otTnv Avdyvwaon 1 pe Babpoloyia moi6TnTag 30
(Q30) kar dvw yia To deiypa.

To Mooc00To TWV avayvwoewyv otTnv Avayvwon 2 pe Babpoloyia moiotntag 30
(Q30) kar avw yla To deiyya.

O apiBPog Twv BETEWV YOVIBIWUATOG GTO OUVOAO TWV QUTOCWHATWY
(xpwpoowpata 1 éwg 22) Tou TTANPoUV £va TTPOKABOPICHEVO OPIO TIPAG
aglomiaTiag, d1aipoUPEVOG PE TOV OUVOAIKG apiBpud TwV QUTOCWHIKWY BEoewy
YOVISIWHATOG TToU £peuvhBNKav. To TTOO0OTS AVTIOTOIXIONG TTEPIYPAPETAI OE HIA
Bdon ava deiypa Kal ava@EéPETAl WG TTOOOCTO TTOU UTTOAOYICeTal WG pEiov 1
(ap1BPOG AUTOOWHIKWY BECEWY JE UN OAOKANPWUEVEG AVTIOTOIXIOEIG BIAIPOUNEVOG
ME TOV OUVOAIKO apIBud Twv auTooWHIKWY Béoewv TTou utreBARBnCav oe
aAAnAouxion).

Mivakag 2 MAnpogopieg avapopdg deiyuaTog

EmikepaAida otAANg
Agiypa

Report Date
(Hpepopnvia avagopdg)

Sample Information
(MAnpogopieg deiypaTog)

Amplicon Summary
(ZUvown apTrAIKOViwY)

Read Level Statistics (ZTatioTika
emmédoU avayvwaong)

Variants Summary
(Z0voyn mTapaAiaywv)

Coverage Summary
(Z0vown kGAuwnNg)

Coverage Plots
(Tpagnpara kaAuyng)

Exkd60¢1g Aoyiopikou

Mepiypaer

To avayvwpIoTIKG Tou OeiydaTog TTOU EKXWPRONKE Katd Tn dnuioupyia TnNg
eKTEAEONG.

H nuepopunvia Tou dnuioupyABnke n avagopd.

To avayvwpIoTIKO Tou JeiypaTog TTou eKkXwpnBnke Katd Tn dnuioupyia Tng
eKTENEONG, TO GUVOAO TWV avayvwoewyv TTou diInABav atd 1o @iATpo aTo deiypa, To
TT0000TO TWV avayvwoewv Pe BabuoAoyia ToiétnTag 30 (Q30) kal dvw, KaBwg
KAl TO TTOOOOTS AVTIOTOIXIONG AQUTOCWHATWY.

O ouvoAIkdG aplBudg TTeploxwv aptrAikoviou TTou utreBARBnoav ae aAAnAoulyion,
KaBwWg Kal To GUVOAIKO PAKOG o€ {elyn Baoswv auTTAikoviwy TTou utreRARBnoav
o€ aAAnAolxion oTIG TTEPIOXEG OTOXO, yia TO JEiyPa KAl TO apyeio Tou deATiou
Oeiypartog. 210 apxeio deAtiou deiypaTog kKabopifeTal TO yovIdiwua ava@opdg Kal
0l OTOXEUOHEVEG TTEPIOXEG AVAPOPAG TTOU XPNOIJOoTToloUvVTal 0TO BAHA
euBbuypdupiong.

O apiBuo6G Kal TO TTOCOOTO TWV AVAYVWOEWYV Yia TO dgiyua TTOU KAAUTITOUV KABE
B6éon oTnv avagopd, yia Tnv Avdyvwaon 1 kail Tnv Avayvwon 2.

Api1Buo6g SNV, evBéoewv Kal d1aypa@wy TTOU aviXvelTnkav yia To deiyua Tou
TEPACE TIG TTPOTEIVOUEVEG TIUEG, VIO VO KOBOPIOTEl TO KATA TTOOOV TA
atmoteAéopaTa TNG TOIOTNTAG BpickovTal evidg eVOG aTTOOEKTOU £UPOUG.

O ouvOAIKOG apIBPOG TV EUBUYPANPIOUEVWY BACEWY dIAIPOUPEVOG HE TO PEYEDOG
TNG OTOXEUOUEVNG TTEPIOXNG KAl TO TTOCOOTO TWV TTEPIOXWV AMTTAIKOVIWY UE TIMEG
KAAUWNG PEYOAUTEPEG ATTO TO KATWTEPO OPI0 KAAUWNG TNG HEONG KAAUWNG
apTTAIkoviwy * 0.2 yia 1o Ogiypa.

To ypaenua KAAuwng avda mepioxr auTTAIKOViwy BEiXVel TNV KAAUWN OTIG TTEPIOXEG
apTrAIkoviwy yia 1o deiypa. O1 TTepIoXEG PE TINEG KAAUWNG XapNAOTEPES ATTO TO
6plo KAAUYNG eTTIoNPaivovTal e KOKKIVO Xpwpa. O pécog 6pog OAWV TwV TIHWV
UTTOOEIKVUETAI OTTO HIO YPOUMI TTOPTOKAAT XPWHATOG.

O1 ekdbd0oelg AoylopikoU Katd Tnv aAAnAouxion Tou deiypartog. MepiAapBaver 1o

NextSeq 550Dx Operating Software (NOS), To Aoyiopiké Tou Local Run Manager,
10 Aoyiopik6 Tou RTA, kai Tnv ékdoan Tou Germline Variant Module.
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Ta TapakdTw apxeia egddou avaluong dnuioupyouvTal yia tn govdda avaluong Germline Variant kai

Tapéxouv amoteAéopata avadAuong yia euBuypduuion kai avtiotoixion apaliayns. Ta apyeia e¢6dou

avéAuong BpiokovTtal atov @akeAo Alignment.

‘Ovopa apyeiou

ATroTTOAUTTAEEN (*.txt)

FASTQ (*.fastq.gz)

Apxeia eubuypdppiong oe poper BAM
(*.bam)
Apxeia avTioToixiong TapaAAayng o€

popoer VCF yovidiwpaTog
(*.genome.vcf.gz)

Apxeia avTioToixiong TapaAAayng o€
popon VCF (*.vef.gz)

AmpliconCoverage_M1.tsv

Meprypaen

Evdidueoa apyeia Tou TTEPIEXOUV CUVOTITIKA ATTOTEAECUATA TNG
QATTOTTOAUTTAEENG.

Evdidueoa apyeia mou TepiEXouv avTioTolXioelig Baong pe Babuoloyia
moIéTNTaG. Ta apxeia FASTQ cival Ta Baoikd dedopéva l06dou yia 1o BAua
NG euBuypdupIong.

Mepiéxel eUBUYPAPPIOUEVEG AVAYVWOEIG YIa VA GUYKEKPIPEVO OEiyHa.

Mepiéxel Tov yovoTUTIO Yia KGBe Béon, €ite pe avTiaToixion TTapaAAayig ite
ME avTIoTOIXION ava@opdg.

MepiExel OAeG TIG TTAPAAAQYEG TTOU €XOUV QVTIOTOIXIOTEI 0€ OAOKANPN TNV
TTEPIOXT OTOXO.

MepiExel TANPo@opies yia TRV KAAUWN avd auTrAikovio ava deiypa yia Kabe

O¢eATio deiypatog TTou Trapéxetal. To M# dnAwvel Tov apiBud Tou deAtiou
deiyparog.

Mop@r) apxeiou atTOTTOAUTTAEENG

H diadikacia amotroAUTTAeENG diafdadel TNV aAAnAouyia eupeTnpiou TTou cuvdéeTal Pe KGBe ocuoTada,
yla va KaBopiaTei ammd 1olo deiyua TpoépxeTal n ouaTdda. H avTioToixion YeTagl Twv cuaTddwyV Kal
TOU apIBuOoU Tou OtiyhaTog eyypa@eTal o€ éva apxeio atmommoAUTTAEENG (*.demux) yia KaBe TTAakidio
oTNV KUWEeAida pong.

H pop®n Tou ovouaTtog Tou apyeiou amoTToAUTTAEENG eival s_1_X.demux, 61mou X gival o apiBudg Tou
TTAaKISiou.

Ta apxeia ammoToAUTTAEENG EeKIVOUV PE PIa ETTIKEQAAIDQ:
‘Ekdoon (aképaiog 4 byte), autriv Tn oTiyunA 1
Ap1Bu6G cuoTddwy (aképalog 4 byte)
To uttéAoITTO apxeio aTtroTeAEiTAl ATTO TOUG APIBUOUG TWV deIYUATWY yia KABe cuoTdda Tou TTAaKIdiou.

OTtav oAokAnpwOei To BAPA TNG ATTOTTOAUTTAEENG, TO AOYICUIKSG dnuIoUpYEl €va apXeio ammoTToAUTTAEENG
pe ovopa DemultiplexSummaryF1L1.txt.

210 6voua Tou apxeiou, To F1 avatmapiotd Tov apiBud TnG KUWeAidag pong.
210 6voua Tou apxeiou, To L1 avatmapiotd Tov apiBud 1nG Awpidag.

H atmmotmoAUTTAEEN £x€l WG atmoTéAeapa TN dnuioupyia evog TTivaka pe 1 ypauun ava TAakidio kai 1
oTAAN avéd deiyua, ocuptrepiAaupfavouévou Tou deiypatog 0.

O1 Mo guxvég aAAnAouxieg o€ avayvwaoelg EUPETNPIOU.

Ap. eyypdeou 1000000030329 v04 ELL
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Mopon apxeiou FASTQ

H popoen FASTQ cival pia yopen apxeiwv Baoel Keigévou TTou TTEPIEXOUV avTioTolXioelg Bdoeig Kal
TINEG TTOIOTNTAG avd avayvwaon. KABe eyypagr TepiExel 4 ypauuEG:

To avayvwpIioTIKO

Tnv aAAnAouxia

To gUuBoAo cuv (+)

Tig BaBporoyieg Toi0TNTaG Phred og kwdikotroinuévn popery ASCII + 33
H popon Tou avayvwplioTikoU €Xel wg £GAG:

@Opyavo:AvayvwpIioTIKO eKTEAEONG:AVayVvwPIOTIKO KUPEANG pong:Awpida:MAakidio:X:Y Ap.
avdayvwong:Emionpavon @iATpou:0:ApiOuég deiyparog

Mapaderypa:
@SIM:1:FCX:1:15:6329:1045 1:N:0:2
TCGCACTCAACGCCCTGCATATGACAAGACAGAATC
+

<> ##=><9=AAAAAAAARAAH : <H#<; <KL #=

Moppri apxeiou BAM

Ta apxeia BAM (*.bam) gival n cuptieopévn duadik popen Twv apxeiwv SAM 1Tou XpnoipgoTrolouvTal
yla Tnv avatrapdotacn eubuypapuioyévwy aAAnAdouxiwv £wg kal 128 Mb. O1 popeég SAM kai BAM
TEPIYPAPOVTAl AeTTTOUEPWG O0TO samtools.github.io/hts-specs/SAMv1.pdf.

H popon Tou ovouaTtog Twv apxeiwv BAM eival SampleName_S#.bam, 61rou 10 # €ival o apiBudg Tou
Oeciyuarog mou opifetal atrd TN oEIpd PE TNV OTToia ava@EépovTal Ta dEiyUaTA YIa TNV EKTEAEON.

Ta apxeia BAM €xouv pia evoTnTa ETTIKEQAAIdAG KAl pIa evoTnTa €UBUYPApPIONG:

Header (Emike@aAida)—Ilepiéxel TANPOo@opieg yia 0AGKANPO TO apxeio, OTTWG To Gvoua Kal To
MAKOG Tou OciypaTog, aAAd kal Tn péBodo eubuypdppiong. Or eubuypappiceig aTnv EvOTNTA TWV
€EUBUYPOUMiIoEWY OXETICOVTOI UE CUYKEKPIYEVEG TTANPOQOPIEG OTNV EVOTNTA ETTIKEQAAIDAG.
Alignments (EuBuypapupioeig)—TIlepiéxel 1o dvopa, TNV aAAnAouxia kai Tnv ToIGTNTA TNG
avayvwaong, TIG TTANPOQOopPIEG TNG EUBUYPGUMIONG Kal TTPOCAPUOCHEVEG ETIKETEG. TO OVOUQ TNG
avayvwaong TepIAaPBAvel TO XPWHOCWHA, TIG CUVTETAYUEVEG Evapéng, TNV TToIOTNTA TNG
euBuypdupiong Kal TN CUPPOAOCEIPA TOU TTEPIYPAPED AVTIOTOIXIAG.

Ztnv evotnTa eubuypdupiong TTepIAaUBAavovTal ol TTapakaTw TTANpogopieg yia KdBe avayvwon i (elyog

avayvwong:
AS: MoiétnTa euBuypdAPuIoNG CUleUYHEVWY AKPWY

RG: Oudada avayvwaong, n otroia uttodelkvUel TOV apIBPd TwWV avayvwoEewy Yo EVa CUYKEKPIPMEVO
O¢ciyua.

BC: ETikéTa ypappwToU KwdIkoU, n oTroia UTrodEIKVUEl TO avayVwPIOTIKO TOU ATTOTTOAUTTAEYUEVOU
Ociyparog mou oXeTiCeTal ye TNV avayvwaon.

SM: lMoiéTnTa avdyvwong Pyovou akpou.
XC: ZupBoAoceipd Treplypa@éa avTioTolxiag

XN: ETIKETA OVOUATOG AUTTAIKOViOU, N OTToia KATaypd@el TO AvayVwPIoTIKO TOU QUTTAIKOVIOU TTou
OXETICETOI PE TNV avAyvwaon

Ap. eyypdeou 1000000030329 v04 ELL
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Ta apxeia eupetnpiou BAM (*.bam.bai) Tapéxouv €va eupetripio Tou avTioToixou apxeiou BAM.

Mopr) apxeiou VCF

H popoen VCF (Variant Call Format) €ival yia ocuvnBiopévn gop®n apxeiou TTou £xel avamTuyOei amo
TNV ETICTNUOVIKI KOIVOTATA TTOU aoXOoAgiTal Ye Ta yovidiwuara. MepiAapyBavel TAnpo@opieg yia TIg
TTapaAAayEG TTou BpéBnkav oe OUYKEKPIPEVEG BEoelg o€ éva yovidiwua avagopds. Ta apxeia VCF
Afjyouv pe 10 emmiBnua .vcf

H emike@alida Tou apxeiou VCF trepiAappavel Tnv ékdoan Tng pop®ns Tou apxeiou VCF kal Tnv
£€kdoan TOU AVTIOTOIXIOTH TTAPAAAAYNG KAl ava@EéPEl TIG ETTICNPEIWOEIG TTOU XPNOIYOTTOIoOUVTAl OTO
uttoAoitro apyeio. H emkepaAida VCF mepiAapBdver Kal TO apxeio Tou yovISIWPATOG ava@opds Kal To
apxeio BAM. H teAeuTaia ypaupn otnv emMKEQPAAIdQ TTEPIEXEI TIG ETTIKEPAAIDEG TWV GTNAWYV YIA TIG
ypapuég dedopévwy. Kabe pia atmd Tig ypauuég dedopévwy Tou apxeiou VCF trepiéxel TAnpo@opicg yia
pia TTapaAAlayn.

Emke@alideg apxeiou VCF

Emike@aAida Meprypaen

CHROM To XpWHOCWHA TOU YOVISIWHATOG ava@opds. Ta xpwuoowuaTa egeavifovtal Ye Tnv idia oeipd
6TwG oTo apxeio avagopdg FASTQ.

POS H 6¢on povng Baaong TnG TTapaAAayrg 0To XpwWHOCWHA avapopdg.
lNa SNP, auth n 6éon civai n Baon avagopdg pe Tnv TapaAAayn. MNa indel f diaypagég, autn
n 6éon eival Bdon ava@opdg TTou BPioKETAl AUECTWG TIPIV ATTO TNV TTapaAAayn.

1D O apiBuog rs yia Tnv TapaAlayn, o otroiog eAf@On amd To dbSNP.txt, katd TepimTwaon.
Edv utrdpyouv mrepioodTtepol apiBpoi rs ge autrv Tn B€an, ol TIUEG aTn AioTa XwpifovTal pe
epwTNUOTIKG. Edv dev utrdpyer eicaywyr) dbSNP oe autrv Tn Béon, xpnoipoTroigital évag
O¢eikTng amouaiag TIPAG ('.").

REF O yovoTutrog avagopds. MNa mapddeiyua, yia diaypa@r evog T avatrapioTdral wg TT
ava@opdg Kal wg evaAAakTiké T. Mia rapaAAayf yovou voukAeoTidiou A oe T avatrapioTdral
wg A ava@opds Kal wg eVAANAKTIKO T.

ALT Ta aAAnAduop@a TTou dia@épouv atmod TNV avayvwaon ava@opdg.
lNa mapddeiyua, n €vbeon evog T avatrapioTdTal wg A ava@opdg Kal wg eVAAAaKTIKO AT.
Mia TTapaAAayrf povou voukAeoTidiou A og T avatrapioTdral wg A ava@opdg Kal eVOAAAKTIKO T.

QUAL Mia BaBuoAoyia Tmo16TnTag pe KAipaka Phred mmou ekxwpeital atrd 1oV avTIoTOIXIOTH
TapaAAayng.
O1 uwnAdTepeg Babuohoyieg dnAwvouv peyahlTtepn aglomiaTtia oTnv TapaAAayn kai
XaunASTEPN mMBOaveTnTa oPaApdTwy. MNa Babpoloyia ToidTNTAG Q, N eKTIHWHEVN TIOAvVATNTA
O@AAPATOG gival 10719, g Tapadelypa, 1o alvoho avTioToixioewv Q30 éxel TOOOOTO
o@daApatog 0,1%. MoAAoi avTioToIXIoTEG TTAPAAAAYAG eEkXwWPOUV BabuoAoyieg TToidTNTAG ME
Bdon Ta oTATIOTIKA TOUG POVTEAQ, TA OTTOIA €ival UWNAG O€ OXEON ME TO TTOCOOTO OPAAPATOG
TTOU TTapaTnpEiTal.
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Emonueiwoeig apxeiou VCF

EmikepaAida Meprypaen
FILTER (®IATPO) Edv 10 oTOIXEIO DIEABEI ATTO OAQ Ta QIATPA, OTN OTAAN TWV QIATPWY TTPOCTIOETAI N ETTICAPAVON
PASS.

* LowDP— Eg@appdletal og Béoeig pe BaBog kaAuwng Katw atéd 150x. MNa Béoeig aptrAikoviwy
TTOU KaAUTITOVTal TO0O0 atd TNV €uBeia 600 Kal aTrd TNV AVTIOTPOPN AVAyvVWan, autd
1coduvapei pe 300 aAANAETTIKOAUTITOPEVEG AVAYVWOEIG OULEUYHEVWY AKPWV.

* q20—BaBpohoyia TroidtnTag < 20.

MultiAllelicSite—H mapaAAayr dev cuppop@wveTal Je TO BITTAOEIBEG HOVTEAO.

* R5x9—O0 apiBudg Twv TTapakeigevwy eTavaAfyewy (He unRkog atmd 1 €wg 5 bp) oTig
avTioTolxio€Ig TTapaAAayng = 9.

* SB—H pepoAnyia aAuaidag eival yeyaAuTtepn amd 1o kabopiopévo éplo.

INFO 2116 MOavég KaTaxwpnoelg otn otAAN INFO (MAHPO®OPIEY) mepihapBdvovTal Ta e€AG:
(MAHPO®OPIEY) * AC—ApIBu6G aAANAGPOPPWY GTOUG YOVOTUTTOUG YIa KABe aAAnAdpop@o ALT, e Tn oeipd
TTOU avaypd@ovTal.
* AF—ZXuxvoTnta aAAnAdpop@wy yia KaBe aAAnAduop@o ALT, pe Tn oeipd TTou avaypd@ovTal.
* AN—O ouvoAikég apiBpog aAANAGUOoPPWY OTOUG YOVOTUTIOUG TNG AVTIOTOIXIONG.
* CD—Mia emiorjpavon mou utrodeikvuel 0TI To SNP gp@avifetal evidg TNG KWOIKOTTOINTIKAG
aAAnAouyiag TouldyioTov 1 eilcaywyng RefGene.
*» DP—To Bdbog (ap1Buodg avTigToixioewv Bdong TTou eubuypappifovTal oe pia Béon Kai
XPNnolgoTtroloUvTal aTnV avtioToiXion mapaAAayng).
* Exon—Mia AioTa mTeploXwv e¢oviou, dlaxwpIoPEVWY JE KOPUA, Ol OTTOIEG TTPOEPXOVTAl aTTd
TNV avdyvwan Tou RefGene.
* FC—As&iToupyikn ouvéTeia.
* Gl—Mia AioTa Twv avayvwpIoTIKWY TwV YoVIdiwyv, dIaXwpPICHEVWY PE KOJUA, Ta oTToia
TpoépxovTal até Tnv avdyvwaon Tou RefGene.
* QD—A&omioTia TapaAlayig/MoidTnTa ava Badog.
e TI—Mia AioTa Twv avayvwpIoTIKWY TWV PETAYPAPWY, dIaXWPICHEVWY HE KOPUA, TA OTTOia
TpoépyovTal até Tnv avdyvwaon Tou RefGene.

FORMAT (MOP®H) H oTAAN TnNG popeng TTapabértel edia TTou diaxwpifovtal pe Avw-kaTw TeAgia. MNa mapdadeiyua,
GT:GQ. H Aiota Twv Tediwv €§apTaTal aTTd TOV QVTIOTOIXIOTH TTapaAlayng TTou
xpnoigoTroigital. X1a diaBéoiya media TepIAauBavovTal Ta £EAG:

* AD—Eicaywyn popeng X,Y, étou X gival o api@pog Twv avTIoTOIXIOEWV YoVISIWHATOG
ava@Qopdg, kal Y o apiBuog Twv avTIoTOIXiIoEWV EVAAAAKTIKOU YOVISIWUATOG.

* DP—Kartda mpooéyyion Bdbog avayvwaong. Or avayvwoelg pe MQ=255 A pe pn IkavotroinTika
Ceuyn @IATpApovTal.

* GQ—Ilo16TnTa YyovoTUTIOU.

* GT—Tovotutrog. To 0 avTioToIXEi oTn Bdon ava®opdg, To 1 avTIoTOIXEl OTNV TTPWTN
eloaywyn otn oTAAN ALT, kai ouTw kaBegAG. H kaBeTog (/) utrodeikvuel 6Ti dev diaTiBevTal
TAnpogopieg phasing (kabuoTépnong Baong).

* NC—KAdopa Baoewyv Twv OTTOiWV n avTioToiXion avaipédnke, A Ye TToIGTNTA AVTIOTOIXIONG
Bdong KATW aTod TO KATWTEPO BpIO.

* NL—ETmimedo BopuBou. Mia ekTipnan Tou BopUBou oTnv avTioToixion BACNG O€ QUTAV TN
0¢éon.

* SB—MepoAnyia aAucidag oe autrv Tn Béon. O1 peyaAlTepeg apvnTIKEG TIHEG dnAWvVouV
MIKpOTEPN HEPOANWIA, oI TINEG KOVTA aTo O dnAwvouv PeyaAlTepn pepoAnyia.

* VF—ZXZuyvérnta mapaAAayig. To TT0000TO TwV avayvwoEewY TTOU UTTOoTNPifouV TO
EVAAAAKTIKO aAANAGuOp®O.

SAMPLE (AEITMA) H oTtAAn deiypaTog divel Tig TIgéG TTOoU TTpoadiopifovTal atn aTAAn FORMAT (MOP®H).

Apxeia yovidiwuatog VCF

Ta apxeia yovidiwpaTtog VCF (gVCF) eival apxeia VCF v4.1 TTou akoAouBouv éva ouvoAo cupfdoewv
yia Tnv avatrapdotacn 0Awv Twv BE0EwWY TOU YOVISIWHPATOG O€ Hia eUAoya HIKpR Yopen. Ta apxeia
gVCF (*.genome.vcf.gz) epiAauBavouv 0Aeg TIG BETEIG EVTOG TNG TTEPIOXNG EVOIAPEPOVTOS € £va
apxeio yia k@Be deiyua.
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

To apxeio gVCF eu@aviCel un avtioToixioeig oe B€oeig Tou dev diEpyovTal atmmd OAa Ta QiATpa.
Mia eTikéTa yovoTutrou (GT) ./. uTTOBEIKVUEI PN avTIGTOIXION.

MNa mepioodTepeg TANPOYopieg, BA. sites.google.com/site/gvcftools/home/about-gvcf.

Apxeio KGAuywng auTTAIKoviou

lNa k&dBe apyxeio deAtiou deiypaTog dnuioupyeiTal éva apyeio kKGAuwng aptTAikoviou. To M# oTo dvopa
TOUu apxeiou dnAwvel Tov aplBud Tou deATiou deiypaTog.

Kdabe apyeio epIAauBAavel pia ypauun eTTIKEQAAIDAG TTOU TTEPIEXEI TA AVAYVWPICTIKA TOU OEiyUMATOG TTO
oxeTigeTal pe 10 deATio OeiypaTog. To apyeio TTepIAAUBAVEI TIG TTAPOAKATW TTANPOPOPIEG.

To avayvwpIioTIKG aTOX0U OTTWG avaypd@eTal 0To OeATIO deiyuaTog.
To BdaBog KGAUWNG TWV avayvwoewy TTou dIEpYXOoVTal atmd To QIATpo.

2UNTTANPWHAOTIKA apxeia eE0dou

Ta TTapakdTw apxeia eE600U TTapEXOUV CUPTTANPWHPATIKES TTANPOQOPIES 1 cuvowilouv Ta
armmoTeAéopata TNG EKTEAEONG Kal Ta o@AAparta TnG avaiuong. MapdAo TTou Ta apxeia autd dev gival
amapaitnTa yia TNV agloAdynon Twv amoTEAECUATWY TNG avaAuong, JTTopoUlv va xpnoigoTroinboulv yia
dladikaoieg avTigeTwTiong TpoBAnuaTwy. OAa Ta apxeia Bpiokovtal otov @akeAo Alignment
(EuBuypdupion) ektég Kal av opifeTal SIAQOPETIKA.

‘Ovopa apxeiou Meprypagn

AnalysisLog.txt Apxeio kataypa@ng eTe{epyaciag Tou Teplypd@el kaBe BApa TTou EAafe xwpa
Katd Tn SIdpKEIa TNG avAAUGNG yIa TOV TPEXOVTA QAKEAO TNG eEKTEAEONG. AUTO TO
apxeio Ogv TTEPIEXEI uNVUPATA OQPAAPOTOG.

Bpioketal otov @dakeAo Alignment.

AnalysisError.txt Apxeio kaTaypa@ng eTTeepyaaiag Tou TePIEXEl TUXOV a@AApaTa TTou éAafBav
Xwpa kata tn didpkela TG avaAluong. Autd To apyeio Ba gival kevd av dev éAafav
XWpa o@aApara.
Bpioketal otov @dkeAo Alignment.

DemultiplexSummaryF 1L 1#.txt Avagépel Ta atmroTeAéopaTa TnNG ammoTToAUTTAEENG o€ €vav TTivaka Pe 1 ypapun ava
mAaKidI0 ka1 1 oTAAN ava deiypa. To # avamapiotd T Awpida 1, 2, 3, 1 4 Tng
KUWEAidaG pong.
Bpioketal otov @dkeAo Alignment.

AmpliconRunStatistics.xml MMepi€xel CUVOTITIKG OTATIOTIKA OTOIXEIQ VIO TN OUYKEKPIPEVN EKTEAEDT.
Bpioketal oTov @dakeAo Alignment.

ddkeAog avaAuaong

O @dakeAog avaAluong TTePIEXEl TO apxeia TTou dnuioupyouvTal atrd To Aoyiopiké Tou Local Run
Manager.
H oxéon petagu Tou @akéAou e€6dou Kal Tou @akéAou avadAuong cuvoyileTal wg €EAG:

Katd 1n didpkeia tng aAAnAouUxiong, 1o Real-Time Analysis (RTA) tommoBetei otov @dkeAo eE600u

apxeia Tou dnuioupyRdnkav Katd Tnv avaAucon €IKOVWY, TNV avTIOToiXIon BACNG Kal TN
BaBuoAdynon 1oidTnNTOG.

To RTA avTiypdgel Ta apxeia atov @akeAo avadAuong o€ TTpayuaTiko Xpovo. Agou 1o RTA
ekxwpnoel yia BabuoAoyia To16TNTAG 0€ KGO BdAon yia KGO KUKAO, TO AOYIOUIKO €yypd®El TO
apxeio RTAComplete.txt kai aToug dU0 QAKEAOUG.

Ortav utrdpyxel 10 apyxeio RTAComplete.txt, {ekivd n avdAuon.

Ap. eyypdeou 1000000030329 v04 ELL
FA XPHZH ZTH AIATNQZH IN VITRO

U

14



0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

Kabwg n avdAuon auveyiletal, To Local Run Manager syypdagel 1a apxeia 600U 0TOV QAKEAO
avaAuong Kai, OTN CUVEXEID, Ta avTIypA@El Kal TTAAI 6TOV QAKEAO ££OD0U.

ddkeAol eubBuypAuPIoNg

Kdbe @opd 1Tou pia avaAuaon eravaTotroBeTeital otnv oupd, 1o Local Run Manager (Aoyiopikd
dlaxeipiong TOTTIKAG EKTEAEONG) dnuioupyei Evav @akeAo euBuypduuiong e ovoua Alignment_N,
o6mou N gival évag aléwyv apiBpog.

Aoun akéAwvV

() Alignment (EuBuypdppuion)—Irepiéxer apyeia *.bam, *.vcf, FASTQ, kaBwg ka1 apxeia Tou
agpopouV TN OUYKeKPIPEvN povada availuong.

[~ Date and Time Stamp—H nuepounvia Kai n XpOVvIKA arfuavon TG avaAucong JeE TN Hop@n
EEEEMMHH_QQAAAA

[E] AnalysisError.txt
[E] AnalysisLog.txt
= aggregate.report.html
= aggregate.report.pdf
=] aggregate.summary.csv
=l AmpliconCoverage_M#.tsv
=l AmpliconRunStatistics.xml
=l Sample1.genome.vcf.gz
[E] Sample1.coverage.csv
B Sample1.report.pdf
= Sample1.summary.csv
= Sample1.vcf.gz
=] Sample1.bam
[ FASTQ

= Sample1

=l sample1_L001_R1_001_fastq.gz
[~ stats
= DemuxSummaryF1L1.txt
= FastgSummaryF1L1.txt
[~ Data
[~ Intensities

([~ BaseCalls

= L001—TIepiéxel apyeia *.bcl.
(= L001—Nepiéxer apxeia *.locs.

[ RTA Logs—Tlepiéxel apxeia kataypa@rig amd avaAuon Tou AoyiopikoU RTA.

Ap. eyypdeou 1000000030329 v04 ELL
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0dnyog pong epyaciwy Tou Local Run Manager Germline Variant Analysis Module yia NextSeq 550Dx

= InterOp—TIlepiéxel duadikd apyeia TTOu XPNOIMOTTOIOUVTAI VIO TNV aQVOQOPa PETPHOEWY EKTEAEONG
aAAnAouxiong.

= Logs—Ilepiéxel apyeia KaTtaypa®rng aTa oTroia Teplypa@ovTal Ta BAPATA TTOU EKTEAECTNKAV KATA TN
dldpkela NG aAAnAouxiong.

=l RTAComplete.txt
El Runinfo.xml

El RunParameters.xml

AvTIoTOIXION BAONG KaI TTOIKINOJOPQIa EUPETNPIWV

Ortav ekTeAgital aAAnAouyion deiyudTwy oT1o 6pyavo NextSeq 550Dx, n avtiaToixia Bdong opilel pia
Baon (A, C, G, A T) yia kG6e cuaTadda evog ouyKekpigévou TTAaKISiou, A pia TTEPIOXN aTTEIKOVIONG GTNV
KuweAida pong, o€ £évav ouykekpipévo KUKAO. To dpyavo NextSeq 550Dx xpnaigoTtroiei aAAnAouxion
OU0 KavaAiwy, n otroia armraiTei HOvo U0 EIKOVEG yIa TV KWAIKOTTOINON TwV O£BOUEVWY YIA TIG TECOEPIG
Bdoeig Tou DNA, pia atrd 10 KOKKIVO KaVAAI Kal pia a1rd To TTPACIVO KAVAAI.

H diadikacia yia TIG avayvwaoElg EUpeTNPiou avTiaToixiong Badong dia@épel atrd TIG GAAEG aVAYVWOEIG
avTigToixiong Bdong.

O1 avayvwoelg eupeTnpiou TTPETTEI va EEKIVOUV PE TOUAAYXIOTOV Pia Baan GAAn atd tn G o€ KATTolov
atoé Toug dUo TTPWTOUG KUKAoug. Edv pia avayvwon gupetnpiou Eekiva pe dUo Baoeig avTioToixiong G,
dev dnuioupyeital éviacn onuaTtog. To oApa TTPETTEI va UTTAPXEl O€ KATTOIOV aTTd Toug U0 TTPWTOUG
KUKAOUG yIa va 81a0@aAIoTEl N atrddoon TG aTTOTTOAUTTAEENG.

ZTnv €MAOYR gupeTnpiwv Katd Tn dIAPKEIQ TNG dnUIoUpPYiag Piag eKTEAEONG, Ba eg@avIoTEl pia
TTPOoEId0TToIiNON XANNANG TTOIKINOPOP@IaG, av Ta UPETHPIa BEV TTANPOUV TIG ATTAITACEIG TTOIKINOPOP®IaG.
[Ma Tnv atroQuyn TNG eueAviong Tng TTPoeIdoTToinang XauNANG TTOIKIAOPOP®IAG, TTPETTEI VO ETTIAEYETE
aAAnAouyieg eupetnpiou pye ofjua Kai oTa dUo KavaAia yia KABe KUKAO.

Koékkivo kavédAi—A i C

Mpdoivo kavaAl—A [ T
AuTnh n diadikagia avTioToixiong Baaong diac@alilel Tnv akpifela katd Tnv avdAuon PIKPOTEPOU
apiBuou deiyudTwy. MNa TePIoTOTEPES TTANPOYPOPIEG OXETIKA PE TIG AAANAOUXIEG TWV EUPETNPIWY OAG,
Ocite 1O €vBeTo cuokeuaaiag TruSeq Custom Amplicon Kit Dx (ap. eyypaoou 1000000029772).
Katd tn dnuioupyia ekteAéoewyv oto Local Run Manager 8a emA£CeTe TOV apIBUd Twv dEIYUATWY TTPOG
eg€taon. To AoyIoPIKO CUUTTANPWVEI QUTOPATA TOUG TTPOTEIVOUEVOUG OUVOUATUOUG EUPETNPIWV TTOU

TTANPOUV TIG ATTAITAOEIG TTOIKIAOPOPQIAG eUPETNPIWY. AV Kal OEV €ival UTTOXPEWTIKO VO XPNOIKNOTIOINCETE
TOUG TTPOTEIVOUEVOUG OUVOUOOHOUG EUPETNPIWY, OUVIOTATAI VO TO TTPAEETE.
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Meplypagn aAayrig

Evnuépwon 1ng d1evBuvong e€ouciodoTnuéVoU EKTTPOCWTIOU yia Tnv EE.

Evnuépwaon 1ng d1evBuvong e€ouciodoTnuéVou EKTTPOCWTIOU yia Tnv EE.

Evnuépwon 1ng 61e0Buvong Tou xopnyou oTnv AuaTpaAia.

MpooBAkn TTANPOPOPIWY VIO TA KIT AvTIOPAGTNPiwy v2.5.

Evnuépwaon KavovioTIKWV ETIONHAVOEWV.

ApxIkn dnuoaicuon.
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MNa TexvikA BoBeIa, ETTIKOIVWVACTE PE TO TUANA TEXVIKAG UTTOOTAPIENS TNG lllumina.

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

TnAe@wvikoi apiBuoi egutTnpETNoNG TTEAaTWwy TNG lllumina

Meploxn
Bopeia Apepikn

Xwpig xpéwan
+1.800.809.4566

Totikd

AuoTpalia +1.800.775.688

AuoTpia +43 800006249 +43 19286540
BéAyio +32 80077160 +32 34002973
IaAAia +33 805102193 +33 170770446
Meppavia +49 8001014940 +49 8938035677
Aavia +45 80820183 +45 89871156
EABeTia +41 565800000 +41 800200442

Hvwpuévo BaaoiAeio

+44 8000126019

+44 2073057197

laTTwvia 0800.111.5011

IpAavdia +353 1800936608 +353 016950506
loTravia +34 911899417 +34 800300143
ITaAia +39 800985513 +39 236003759
Kéatw Xwpeg +31 8000222493 +31 207132960
Kiva 400.066.5835

Néa ZnAavdia

0800.451.650

NopBnyia +47 800 16836 +47 21939693
ZIykatoupn +1.800.579.2745

>oundia +46 850619671 +46 200883979
TaiBav 00806651752

DivAavdia +358 800918363 +358 974790110
Xovyk Kovyk 800960230

AMNAEG XWPES

+44.1799.534000

DUAANa dedopévwy ac@dAeiag (SDS)—Aiabéaipa atov 1I0T6TOTTO TNG lllumina otn dietBuvaon

support.illumina.com/sds.html.

Tekunpiwon mwpoidévrog—AIaBéoiun yia Afwn o€ poper) PDF atmé Tov 1oTtéTOoTTO TNG lllumina.
MeTaBeite otn dietBuvan support.illumina.com, emMA£ELTE Eva TTPOIOV KAl KATOTTIV ETTIAEETE TNV KAPTEAQ

Documentation & Literature (Texkunpiwaon kai BiBAloypagia).

Ap. eyypdeou 1000000030329 v04 ELL
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