AlOyVWOTIKO dpyavo MiSeq™ illumina

EvOeTto cvokevaaoiag ya ta 6pyava ye MOS €k6. 4

A IN VITRO AIATNQXTIKH XPHXZH. MONO A EZATFQIMH.

[MpoBAETIOMEVN XPNON

To opyavo MiSeqDx mpoopidetal yia otoxeuvuevn oAAnAoLxLon BIBALOBNKwvY DNA amo avBpwrvo
yovidlwpaTtiko DNA mou £xel e€axBei oo MepUPePIKO OAIKO QLA 1] HOVIUOTIONUEVO GE (POPUAAiLVN Kol
eYKAeloEVO o€ Tapaivn (FFPE) Loto, 6tav Xpnoldotoleital e in vitro dlayvwoTikeg (1VD) dokuaaoieg mou
€KTEAOLVTAL 0TO Opyavo. To Opyavo MiSeqDx dev ipoopideTal yia OAOKANPO TO YoVISiwHa 1 de novo
aAAnAovxton. To opyavo MiSeqDx TipoopideTal yla Xprion JE EYYEYPOUMEVA KOL KOTAXWPLOUEVQ,
ETUTPETIOMEVAD I EYKEKPLUEVA avTIdpaoThpla VD Kol AoyloMIKO avaAuong.

ApXEC TNC Oladlkaoiag

To lllumina MiSegDx mpoopieTal ylo GTOXEUMEVN ETMAVOANTITIKA dAAnAouxlon avBpwtitvou DNA pe T Xprnon
avoAwolhdwyv aAAnAouxiong tng lllumina koL BIBALOBNK WV TIOL TIOPACKELVAJOVTAL ATIO AVEPWTILVO
yovIdlwpaTiko DNA mou e€dyeTal omd MeEPLPEPLKO OALKO aiua 1 LoTo FFPE pe Tn Xprion eYYEYPOUMEVWY KOl
KOTOXWPLOMEVWY, ETUTPETIOMEVWV I EYKEKPIUEVWYVY avTIdpactnpiwv IVD. Ot BIBALOBNKEG TPOETOMALOVTOL UE
TNV evioxuon Twv oTOXWV KAl TNV POoaBnKn eupeTnpiwy delyuaTog Kal akoAoubuwv Awng. Ot BIBALOBNKEG
delypdTwy AauBavovTal o€ hla KuWeAida pong Kat uTtoBAAAOVTAL € dAANAOVUXLION 0TO OPYAVO PE TN PEBOSO
NG oAANAoUXLoNG pEow aLvBeong (SBS). H xnuk pEBodog SBS XpNOLUOTIOLEL La IEBOOO AVACTPEYLUOU
TEPMOTLOTN YO TNV QVIXVELON HEPOVWHEVWY VOUKAEOTIOIKWV BACEWYV KABWC AGUTEG EVOWNATWVOVTAL OTIG
avaomnrtuoooueveg ohuoideg DNA. To Aoylouikd Real-Time Analysis (RTA) ekteAel avaAuon IKOVWY Kail
avTloToixlon BAong KoL EKXWPEL Pla BaBuoAoyia oloTnNTaC o€ KABe BAaon yla KGBe KUKAO aAAnAouvxiong. Otav
OAOKANPWOEL N KLPLa avaAucon, UTopel va ekTeEAEoTEL deuTEPEVOVOA AVAAUON 0TO Opyavo MiSegDx yla thv
enefepyaoia Twv avtloTolicewyv Baong.

H ene€epyaoio ouvhbwg eplhauBavel anomoAunAegia, dnuovpyia apxeiwv FASTQ, evBuypdupuion,
avtloToixlon apoAlaywyv Kat dnulovpyia apxeiwv poppng avtiotoixiong napaiiaywyv (VCF) mou meplexouvv
TIANPOYOPIEC OXETIKA UE TIAPAAAOYEG TIOU BPIOKOVTOL 0E CUYKEKPLUEVEG BETELG O £VA YOVISIWHO OVOPOPAG.
Avdloya e tn pon epyactlwy, To MiSeqDx xpnoLoTolel SLapOopPETIKESG HovAdeg deuTepelovoag avaAuong.

Alapopewon dITTANG EKKivnOoNng
H Slapoppwon dIMANG ekkivnong MePIAOUBAVEL TO UAIKO, TO AOYLOMIKO KoL TIC Sladlkacieg eyKaTdoTOoNG TIOU
ETUTPETIOVV 0TO Opyavo MiSeqDx va eKTeEAEL TOOO in vitro dlayvwaoTtikoug (IVD) mpoadloplopolg aAAnAovxnong

000 KOl Tpoodloplopolg aAAnAouxnong Hovo yia epeuvntikn xpron (RUO). H dlapoppwon SIMARG ekKivhong
ETUTPETIEL OTOV XPrOTN VA TIpayUoToTolEl EVaAAayr JETAED TOL SLOYVWOTIKOU TPOTIOL AELTOupYiog Tou
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0PYAVOU KOL TOU TPOTIOU AELTOLPYIAG £PELVOG TOU OpYAVOUL. Ta AVAYVWPLETIKA padlocuxvoThtwy (RFID) ata
QVOAWGLO 6AANAOLXLONG OTIOTPETIOUV TN XPHoN TwV avTdpaotnpeiwv aAAnAolxiong RUO o€ SloyVWOoTIKES
eKTEANEGELG AAANAOUXLONG.

[eploplopol TNC dladlkaoiag

* T in vitro dloyvWOTIKH Xpron.

* To OTMOTEAECUOTO TIOU TIAPOLCLAOVTAL TNV ETUCHHAVON EANPONCAV UE AVTLMTPOCWTEVUTIKES ECETACELG
TIPOOCOLOPLOMOU HE TN XPHOoN MEPLPEPIKOU OALKOU GIUATOC I KUTTOPIKWY CELPWV YLa TNV amnodoon germline
Kal loToV FFPE n kuTToplikwv oelpwv FFPE yia Tnv anodoon somatic Ye ta avtidpaoTrpla KoL TIG HovAadeg
AOYLOMIKOU Tou Tteplypa@ovtal. Ot yovadeg Germline Variant kol Somatic Variant avantoxdnkav Je oKoTo
TNV a€loAdynon TNG anoddoong PE OVTLMTPOCWTIEVTIKOUG TIPOCGOLOPLOHOUG. Ta XOPOKTNPLOTIKA ETUOOCEWY
TIOPEXOVTOL JOVO YIO EVNUEPWTIKOUG OKOTIOUG. O EAEYXOG ETUKUPWONG TIOU TIAPOUCIALETAL XPNOLEVEL
MOVO WGE TIAPABELY MO TWV YEVIKWV dUVATOTATWY TOL opydvou Kal dev Kabopilel TIg duvatdtnTeg A TNV
KATOAANAOTNTO TOU OPYGVOU GE GXEON E OTIOLECDNTIOTE CUYKEKPLUEVEG aflwoelg. ONEC OL BIOYVWOTIKES
€€eTAOELG IOV £XOLV QVATITUXBEL yla Xprion JE AUTO TO OPYOVO QTIALTOUV TIANPN ETUKVUPWON YL OAEG TIC
TITLYXEC anodoong.

*  AUTO TO TIPOIOV TIEPLOPILETAL OTNV TIAPOX N TWV €ENG:

— 'E€060g aAAnAovxiong = 5 Gb o€ uRkog avayvwong 2 x 150 bp

— Avoyvwoelg ou diEpyovTal amo To PIATpo = 15 eKaToPUpLa o€ INKOG avayvwong 2 x 150 bp

— Baoelg vpnAotepeg and Q30 = 80% oe uAKog avayvwaong 2 x 150 bp
OLBaoelg ou eival ioeg pe N heyohuTepPeS amod 80% £€xouv BaBloAoyieg oldotnTag Phred peyoAutepeg
amo 30, yeyovog o umodelk vUEL oK piela avtioToixtong Béong JeyoAutepn amo 99,9%.

* To 6pyavo MiSeqDx €xelL eTkupwOEL HoOVo yla TNV aAAnAouxton BBALOBNK WV avepwTtitvou DNA mou
€EAYOVTOL OTIO TIEPLPEPIKO OALKO aipa N 1oTo FFPE. BIBALOBKEG TTOL TTAPAYOVTAL ATIO GAAOUG TUTIOUG
SelyHATWY dev Ba TIPETEL VO XPNOLOTIOLOVVTAL JE AUTO TO OPYAVO VLG in vitro SlayvwaoTikA xpnon. H
amodoaon auTou Tou OpPYAVOU YLa TNV dAANAOUXLION MIKPORBLOK WY I UKWV VOUKAEIK WV 0EEWV OTIO KALVIKA
belypata dev £XEL TEKUNPLWOEL.

*  To MiSeqgDx mpoopideTal yla in vitro LayVWOTIKT XPAON UE EYYEYPOMMPEVO KOL KATAXWPLOMEVA,
ETUTPETIOPEVA I EYKEKPLUEVD AVTIOPAOTHPLO N TIpoadloplopolg IVD. OL teploplopol avTidpaotnpiwy KaL Ta
XOPOKTNPLOTIKA ATIOd00NG IOV TIEPLYPAPOVIAL OE GUTO TO EVOETO cuoKevaoiag Baaidovtal og
QVTLTPOOWTEUTIKOUE TIPOOSLOPLO OV KOL HOVASEG AOYLOULKOU. I'la poodloplopoLg IVD, avatpegte oTo
€101KO YLa TOV TIPOoodLoPLoHO EVOBETO CUOKELOGIAG YLO TNV TIPOOPL{OUEVN XPAON, TIG TAPAAAAYEG TIOU
QAVLXVEVTNKOV KOL TOV TUTIO dElyaTOq.

*  Tomeplexduevo indel (eloaywyeg, SLaypaPES KOl cLVOUVACHOL QUTWV) PMAKOUG HEYOADTEPOU oo 25 bp dev
€UOLYPOMMIZETOL OTIO TO AOYIOMIKO TIpOCodloplopov. EMougvwg, ol tepmtwoelg indel pye pnkog 25 bp égv
elval aviyxveLoLES OTIO TO AOYLOULKO TIPOCdLOPLOHOU.
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* TooloTNUAa £XEL ETUKUPWOEL YL TNV aviXveuon HOVOVOUKAEOTIOIK WV TapaAAaywv (SNV) kat dlaypapuwv
€WC¢ KaL 25 bp kaL elcaywywv 24 bp, 6TOV XPNOLUOTIOLEITAL UE TO AOYLOMIKO TNG Jovadag Germline Ko
Somatic Variant. o CWUOTIKEG OVTIOTOLXIOELG, 0 oLXVOTNTA TapaAAayng 0,05, avixvelTNKaV SLOYPOPES
25 bp kaL elcaywyeg 18 bp.

*  To AOYLOMLKO TIPOGSLOPLOHOL EVOEXETAL VA NV ELBLYPAMMIZEL TIC GVAYVWOELS TWV AMTIALKOVIWY UE aKpaio
TIEPLEXOMEVO TIAPOAAOYWY, UE GTIOTEAECA N TIEPLOXI VO QVOPEPETAL WG AYPLOL TUTIOU. TETOLO OKPaio
nepleXOpeVo TepAapBAVEL
— AvayvwoeLg TIOU TIEPLEYXOUV TIEPLOCOTEPES OTIO TPELG TIEPIMTWOELG indel.

— Avayvwoelg unkoug TouAdxtotov 30 bp pe ieplexopevo SNV peyoAUTepo amnod 4% Tou GUVOALKOU
OTOXEVOWEVOU UAKOUG OUTIALKOVIWY (EEQLPOVHEVWY TWV TIEPLOXWYV TWV AVIXVEUTWV).

— AvVOyVWOELG IAKOULG PIKpoTeEpoL Twv 30 bp Pe eplexopevo SNV peyaAbtepo amo 10% Tou cUVOALKOU
MAKOUG GUTALKOVIWY (CUUTIEPIAGHBAVOMEVWVY TWV TIEPLOX WV TWV OVLXVEUTWV).

*  OLueydAeg MOPAAANOYEG, CUUTIEPIAGHBAVONEVWY TWV TTOAUVOUKAEOTIOIK WV TtapoAilaywyv (MNV) Kol Twv
MEYGAWYV indel, eVOEXETAL VO avaPEPBOUV WG XWPLOTEC MIKPOTEPES TIOPAAAAYEG 0TO ap)xeio e§odou VCF.

*  OLmopaAAaYEC SLOyPOPNC MTIOPOUV VO PIATPOPLOTOLV 1 VO X0B0oUV 0TaV TIEPIAGHBAVOLV dUO TIAPAKEIEVD
QMTIALKOVLA, €AV TO PNKOG TNG dlaypa®ng eival JeyoAUTEPO OO 1) (00 JE TNV ETUKAALYN METAEL TWV
TIOPOKEIMEVWY OUTIALKOViWV.

* Toolotnua dev pmopel va aviyvevoel indel edv eppavioTolV anevBeiag SimAa og €vav eKKLVNTH KoL dev
UTIAPXEL ETILKOAUTITOMEVO AUTIAIKOVLO. O TIEPLOXEG PE ETUKOAUTITOPEVA OUTIALKOVLA, N dOKLPaoia bev
MTIopEl va avixveloel SLoypapES OTAV N TEPLOXN TNG ETUKAALYNG €ival JIKPOTEPN ATIO TO PJEYEBOC TNG
dlaypaPnG Tov TPETEL VA avixveLBel. o mopddelyua, eAv N TEPLOX TNG ETUKAALYNG METAEL duo
TopaKeiJeEVWY auTALKOoViwy ival 600 (2) Bdoelg, n dokipaaoia dev umopel va avixveloeL dlaypapeg TIou
epAaUBAVOLY KaL TIG dU0 auTeg Baoelg. Mmopel va avixveuBei dlaypa@r hiag BAong o€ OTOLOdATOTE QO
QUTEC TIG 6VOo BhoeELg.

*  Onwg pe K&Be pon epyaciag poeTolaaciog BPALOBNKNG Pe Bdon TNV uBpLdomoinon, oL LTIOKElEVOL
TIOAUHOPPLOMOL, HETOANGEELS, ELOAYWYEG ) SLOYPOPES GE TIEPLOXEC HECUELANG OALYOVOUKAEOTIOIWY
MTIOPOUV VA ETINPEAGCOLV TA GAANAOUOPYO TIOU AVIXVEVOVTAL XUVETIWG, EMNPEA{OVTAL £TONG Ol
QVTLOTOLXIOELG TIOU TIPOYLOTOTIOLOUVTAL KOTA TN SLdpKELa TG AAANAoLXLIoNG. Mo MapddeLyua:

— M tapaAAayr Tou cUVAdEL PE PLO TLIAPAAAGYT) TNV TIEPLOXN EKKLVNTH EVOEXETAL VA PNV eVioXLBel. Qg
€K TOUTOU, TO OTIOTEAECHA UTIOPEL VA elval YELOWG APVNTIKO.

— OLmapoAAAYEG OTNV TIEPLOXN EKKLVNTA B0 UTIOPOUCAV VO EUTIOBI00LY TNV €Vioxuan Tou GAANAOHOPPOU
avopopdc, ME ATOTEAECO N AVTLIOTOIXION TNG OPOZLuYNG TIAPOAANAYNC VO EivalL EGPAAPEVN.

— OitmapoAAayeg indel oTnv MEPLOXT EKKLVNTI ITIOPOVV VA TIPOKAAECOLV PO PELOWG BETIKH
avTloToixlon 6To TEAOG TNG avayvwaong SiMAa 6Tov EKKLVNTH.

*  Ounepmtwoelg indel umopouV va QIATPOPLOTOUV AOYw PepOAnWiag aAucidag, edv ENPAVIOTOUV KOVTA 0TO
TEAOG Miog avayvwong KoL va ouvoeBolv XoAapd KaTd T SIGPKELD TNG ELBLYPAUULONG.

*  OLukpeg MNV dev £xouv eTILKLPWBOEL
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Agv £X0ULV ETIKLPWOEL AVTIYPOPO TIAPOAAAYWYV GPLBUWVY 1 SOUIKWV TOPAAAGYWY, OTIWE GUVTAEELS

METOTOTIOELG.

Eldikoi meploplopol yia TNV avtiotoixlon moapaAAaywv BAGCTIKAG OELPAG:

To ovoTtnua MiSeqDx mou xpnotJotolel Tn povada Germline Variant €xeL oxedlaoTel yia tnv apoxn
TIOLOTIK WV OTIOTEAEGUAGTWY YLG TNV QVTLOTOIXIoN TIapaAAaywVv BAGCTIKNAC OELpAg (.. opoduyn,
€TEPOLUYN, AypPLOL TUTIOU).

Otav XpnolJomnoleital oe cuvduaouo Pe T povada Germline Variant, n eAdxloTn KAALYN avd
OGMTIALKOVLO TIOU XPELAETOL VIO TNV OKPLRN avTloToixXlon TwVv apaAlaywyv ival 150x. O aplBuog Twv
OELYUATWV KAL 0 GUVOALKOG GPLBOG TWV 0TOXELOPEVWY BAoewV etnpedlouV TNV KAALYN. To
nepleXopevo GC Kal GANO YOVISLWHATLKO TIEPLEXOMEVO UTIOPOLV VO ETINPEACOUV TNV KAALYN.

H HETABANTOTNTA TOU OPLBHOL AVTLYPAPWY UTOPEL va ETINPEACEL TO OV IO TIApaAAQyr avayvwpileTal
WG OpOguYN N €TEPOLUYN.

OLtapaANGYEG GE OPLOPEVO ETTIOVOAAMPBAVOPEVO TTIAGIGLO PINTpapovTaL aTa apxeia VCF. To giltpo
enavaAnyng RMxN ¥XpnoLUOTIOLELTAL YIO TO PIATPAPLOMA TIAPAAAGYWY, EQV TO GUVOAO I HEPOG TNG
aAAnAouxiag TG MapaAAayng EMOVAAGBAVETAL 0TO YoVIdiwpa avagopdg dinAa otn 6€0on TNG
napoAAoyng. MNa avtiotoixion MapaAAaywyv BAGCTIKNAG 0ELPAG, OTIALITOUVTAL TOVAGYXLIOTOV 9
EMOVOARYPELG OTO YOVISIWHO GVOPOPEG, TIPOKELPMEVOU VA QIATPAPLOTEL JLa TIapaAAayn KoL AdpBavovTal
UTIOYN HOVO OL ETIAVOANYELG IE MAKOG MEXPL S bp (R5X9).

Elbik ol eploplopol yIa TNV GVTIOTOIXLON CWHOTIK WYV TTOPGAAAYWV:

To cuotnua MiSegDx mou xpnoluomnolei Tn Jovada Somatic Variant €xeL oxedlaoTel yia TNV Mapoxn
TIOLOTIK WV GTIOTEAECUATWY YIO TNV AVTLOTOIXION CWHOTIK WV TIAPOAAGYwWV (TT.X. TOPOUGCIa CWHATIKAG
TOPOAAAQYAG e CUXVOTNTA TIAPOAAAYNG ion He N heyaAuTepn amod 0,026 pe T opiov avixveuvong
0,05).

Otav xpnolJomnoleital oe cuVOLAGHO e TN Hovada Somatic Variant, n eAdxloTn KGALYN avd
QMTIALKOVLO TIOU XPELAZETAL VIO TNV AKPLRA avTioTolXlon TwV TIapaAAaywyv eival 450x ava degapevn
OALYOVOUKAEOTISIWV. O aplBUOC TWV SELYUATWY KOL 0 GUVOALIKOC OpLBOC TWV GTOXEVOUEVWY BACEWV
ennpeadouv TNV KAALYn. To rteplexouevo GC Kal GAAO YOVISLWHOTIKO TIEPLEXONEVO UTIOPOLV VA
EMNPEGOOLV TNV KAALYN.

OLTIOPOAANGYEG OE OPLOEVO ETTOVOAQUBAVOUEVO TTIAGIOLO PIATpApovTOL oTa apxeia VCF. To piAtpo
enavaAnyng RMxN xpnolJomoLEiTal YIa TO GIATPAPLOMA TIHPAAAGYWY GTO GUVOAO I HEPOG TNG
aAAnAouxiog TNG MAPAAAGYAC TIOL ETIOVAACUBAVETAL 0TO YoVIdiwda avagpopdg dimAa otn 8€on NG
TIOPOAAQYAG. Mo AVTIOTOIXLON CWHATIK WV TIOPOAAAYWY, OTALTOVVTOL TOUAGXLOTOV 6 ETIAVAANYELS OTO
yovibiwua avapopdg, TPOKEWEVOUL VA PIATPAPLOTEL N TIAPAAAQYR KoL AdPBAVOVTAL LTIOYWN MOV OL
eMAVOARYELG e IAKOG HEXPL 3 bp (R3XB).

H povada Somatic Variant Module dgv pmopei va dlak pivel TI¢ opaAAayeg BAGCTIKNAG GELPAG OTIO TIG
OWMOATIKEG TTOPAAAQYEC. H povada £xel oXeBLOOTEL yla TNV aviXVeuan TIOPAAAGYWYV GE EVa EUPOG
OUXVOTATWYV TIAPOAAAYWY, GAANG N CLYVOTNTA MAPAAAAYWY SEV UTIOPEL VO XpNOLUOTIOINBEL YIa TN
Slopopomoinon TwV CWHATIKWY TIOPAAAGYWYV ATIO TIC TIOPAAAAYEC BAOCTIKNG OELPAG.
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— O QUOLOAOYIKOG LOTOG 0TO delypa emnpeddel TNV avixvevon Twv apoaAdaywv. To 6plo avixveuong Tou
avVoPEPETAL BaoileTal O0€ UIa CUYXVOTNTO TIAPAAAQYNC TIOU £ival GXETLKI HE TO 6UVOALKO DNA mou
EKYXUAIETOL TOGO ATIO TOV KAPKLVIKO 600 KOL OTIO TOV (PUGLOAOYLKO LOTO.

E€apTAMATO TIPOLOVTOC

To lllumina MiSegDx anoteAeital amnod ta €ENG:
Opyavo MiSeqDx (Ap. kataAoyouv DX-410-1001)

o TN Aettoupyia Touv opydvou MiSeqDx koL Tnv avdAvon §£80UEVWV OTALTOVVTOL TO GKOAOUBA oTOoLXELD
AOYLOMIKOU:

E@appoyn

DT AsgiToupyia Description (Mepiypa®n)

AEITOUPYIKO  EAEYXELTN H epappoyn Aoylopikob MOS dlaxelpiletal Tn AELTOVPYIO TOU OPYAVOUL KOTA

AOYLOMIKO Aeltoupyia TNV oAANAoULXLoN KaL dnULovpyel EIKOVEG yIa Xprion atd To AoyLlopik o Real-

MiSeq (MOS) Ttou opyavou Time Analysis (RTA). o ieplocOTEPEG TANPOPOPIES, aVOTPEETE 0TNV
evotnTa O6nyo¢ avapopdc opydvou MiSeqDx yia MOS €ké. 4 (ap. eyypdpou

200010452).
Real-Time Extelel H epapuoyn AoyloulkoU RTA UETATPETIEL TIG EIKOVEG TIOU dnULoLPYHRBNKAV
Analysis KUpLO aro 1o MOS yla K&Be MAOK 610 avd KUKAO TNG eKTEAEONC dAAnAoLXLloNgG o€
(RTA) avaAuon apXeia avtiotoixlong Baocewy, Ta OTola ATOTEAOVUV GTOLXEID EL0ODOL YLa TIQ

povadeg avaAiuong tou Local Run Manager. H egpapuoyr Aoylouikou RTA 6ev
dlabeTel mepBAAAOV XproTn.

Local Run MeplBadAAov  To Aoylouiko Local Run Manager €ival Jla eVowdaTwPEVN AUGN 0TO Opyavo
Manager XpNoTn yo ylo TN dloxeiplon xpnotwy, TNV eKTEAECN SEUTEPELOVGAC AVAALONG KAL TNV
TNV ETAOY  TOPAKOAOUBNGN TNG KOTACTAONG. [Na EPLOCOTEPES TTANPOPOPIES,
Movadag avoTpegTe oTNV evotnta OdnNyo¢ avapopds AoyloLikou Local Run Manager

£k06. 4 yia To MiSeqDx (ap. eyypdpou 200046657).

ATIOBNKELON KAL XEIPLOMOC

XTolxeio Mpodiaypapég

OepuoKpaocia MeTapopd Kal amnodrikevon: -10 °C €wg 40 °C (14 °F €¢wg 104 °F)
Juvenkeg Aettoupyiog: 19 °C €wg 25 °C (66 °F ewg 77 °F)

Yypaoia MeTapopd Kal amnodrkeuan: Yypaoio xwpi¢ cupmukvwaon
YUVBNKEG AELTOLPYIOG: XXETIKN vypacia 30-75% (Xwpig cuumOKVWOonN)
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EEOTIALOMOC KaOL UALKG TIOV QTIALTOLVTAL, OV
TIapEYOVTOL

AAANAoUXION QVOAWCiHWY

MiSeqDx Reagent Kit v3 (Ap. kataAoyou 20037124)
MiSegDx Reagent Kit v3 Micro (Ap. kataAoyou 20063860)

AvaAwoipa Tou TTapéxovTal atrd Tov XpHoTn

BeBalwoeite OTL TG TIAPOKATW OVOAWGLUA TIOU TIOPEXOVTAL ATIO TOV XPNOTN £ival SLOBEGLUO TIPLY GO ThV
Evap&n MG eKTEAEDNG.

AvaAwoipo ZKOTrog

MavTnAGKLO LGOTIPOTIUALK G GAKOOANG, 70% KaBaplopog tng YuaALvng eTPAVELAC TNG
N KLUWEAIDOG poNG Kal Tou oTadiou
ABavoAn, 70%

Mavakla epyaoTnpiov, mou 6ev aPrvouv KaBaplopog Tou otadiou KupeAidag pong
XvoublL

Xopti pakov, 4 x 6 in. KaBaplopog Tng kKuweAidag pong

Tween 20 ‘EkmAucon Tou opyd&vou

AaBiba, TAQOTIKNA HE TETPAYWVN HUTN Apaipeon Tng KLWeAidag pong amod Tov
(MpoaipeTik &) TIEPLEKTN OMOCTOANG NG

NepO, EpYOOTNPLOKIG TIOLOTNTOG ‘EkmAuon Tou opyd&vou

KaTeuBuvTApieg YPOUMEG VIO TO VEPO EPYACTNPIOKNG TTOIOTNTAG

XpnoloTtoleite MAVTA vEPO EPYOOTNPLOKNAC TTOLOTNTAG N OTILOVIGHEVO VEPO YLO TNV EKTEAEC TWV SLABIK OCLWV
TOU opydavou. Mn xpnoluotoleite mote vepod BpLong.

XpNOLJOTIOLELTE HOVO VEPOD HE TIC TIAPOKATW TIOLOTNTES 1N LoodUVANEG AVOELG:

* ATUOVIOUEVO VEPO

* lllumina PW1

* Nepod 18Megohm (MQ)

*  Nepo Milli-Q

* Nep6 Super-Q

*  Nepo moloTNTog HopLakng BloAoyiag
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[TpoeldOTIOOELC KOL TIPOPUAGEELC

A Mpoeldotmoinon

To GUYKEKPLPMEVO OET AVTLOPOGTNPL ¥ V MEPLEXEL HUVNTIKA ETKIVOVVEG XNMLIKEG ovoieg. H
€LOTIVON, N KOTATOON KOL I EMAPR JE TO §€PHA N} TA HATLO UTIOPEL VA TIPOKAAEGOULV G § MOTIKA
BAGBN. O aepLloOG Ba TIPEMEL VA €ival KATAAANAOG yLa TOV XELPLOMO ETLKiIVOUV 1 V VAWK | V oTO
avTtidpacTtipla. No popdTe HECO OTOMIKAG TTPOCTAGING, METAED T ¥ V OTtOiL # V E§OTIALOMOG
MPOCTACING YLO TO MATLA, YAVTLO KOL EPYNOTNPLOKN TLOSLA, KATAAANAQ Yo TOV Kivduvo
€kBeong. Ta XpNOHOTOINUEVA OVTLOPACTAPLO TIPETIEL VA OVTLUET § TLIOVTAL § ¢ XNMLIKA
ATMOBANTA KOL VA GTLOPPITITOVTOL CUMEY § VO PIE TOUG LOXVOVTEG TIEPLPEPELOKODG, EBVIKOUG Kal
TOTILKOUG VOMOUG KL KAVOVLEHOUG. ' TIpdoBeTeg MANPOPOPIES OXETIKA UE TO TIEPIBEAANOVY, TNV
vyeia KoL TNV aopaAela, avatpete oto SDS, otn dlevBuvon support.illumina.com/sds.html.

* [lpemel va xelpideote OAA TO SEYHMATO GiUATOG OTIWG €AV VO NTAV YVWOTO OTL VAL JOAUCHOTIKG YO TOV 1O
NG avepwrivng avoooavemndpkelog (HIV), ywa Tov 16 tTng nrotitidog B (HBV) kal dAAoug maboydvoug
TOPAYOVTEG TIOU UETASIOOVTAL UE TO Alpa (YEVIKEG TIPOPUAGEELR).

*  HpuntApnon Twy dladlkaoLwy OTwG TIEPLYPAPOVTAL UTIOPEL VO 08NYNOEL 0E ECPOAAUEVA ATIOTEAEGOTA I
ONUOVTIKA Melwan TNG TOLOTNTAG TWV dELlYHATWV.

*  XpnOLJOTIOLEITE CLVNBELG EPYAOTNPLOKES TIPOPUAGEELG. Mn XPNGOLUOTIOLEITE TO OTOMO GOG YLO VO
QVOPPOYPHROETE LYPG OTNV TUMETO. MNV TPWTE, TIVETE I KOTVI{ETE 0 KOBOPLOPEVOUC XWPOUG EPYOOIOG.
dopdTE YAVTLO MiOG XPNONG KOL EPYACTNPLOK POUTIO KOTA TOV XELPLOMO SELYUATWY KOL avVTdpacTnpiwy
TWV KLT. [TAEVETE TO XEPLO 0OC OXOAOOTIKA ETA TOV XELPLOMO SELYHMATWY KOL QVTIOPOOTNPIWY TWV KLT.

* Hepapuoyn opbwyv EpYOCTNPLOKWY TIPOKTIKWY KAL N KOAN €PYACTNPLOKNA LYLELVA €lVOL ATIAPAITNTES YL TNV
QTOTPOTIN TNG MOALVONG TWV OVTIOPAOTNPIWY, TWV 0PYAVWY KOL TWV delyATwY yovidlwuoTikol DNA ano
Ta polovta Tng PCR. H poAuvaon tng PCR umopei va 0dnynoel og avakpLpr KoL avaglomota
QAMOTEAEGHOTO.

* [0 TNV OMOTPOTIA HOAUVONG, dLACPOAIOTE OTL OTIC TIEPLOXEG TIPLV OTIO TNV EVIioXULON KaAL HETA TNV evioxuaon
UTIAPXEL EOIKOC EEOTALOMOG (TL.X. TUMETEG, GKPA TITMETWY, CUOTOLYIEC BEPUOVTIKWY CUGKELWV,
QVOOEUTNPES KOL CUCKEVEG PUYOKEVTPLONG).

*  Onou eival KatdAANAO, N cLZeLEN ELPETNPLOL-BELYUOTOC TIPETIEL VO OIVTIOTOLXEL OKPLBWG OTNV EVTUTIN
SLdtagn mAakag. To Local Run Manager GUUTIANPWVEL QUTOUOTO TOUG EKKLVNTEG EVPETNPIOL TIOL
OXETI(OVTOL E TO OVOPATA SELYHATWY, OTAV EL0AYOVTOL 0TN JOVASO. TUVICTATAL O XPROTNG Va eTAANBeVEL
TOUG EKKLVNTEG EVPETNPIOL TIOU OXETI(OVTAL E TO SEIYMATA TIPLV OTIO TNV EVOPEN TNG EKTEAEDNS
aAAnAouxLlong. TUXOV ECPAAUEVES QVTIOTOLXIOELG METAED SElYOTOG KOL SIATAENG TTAGK GG £XOLV WE
QTIOTEAEC O OMWAELN BETIKAG TALTOMOINONG dELYUATWY KAL EGPAAUEVN OAVAPOPE ATIOTEAEGUATWV.

*  JUVIOTATOL LOLOITEPO N EYKOTACTOON AOYLOMLKOU TIPOCTOGCIAG OTIO LOUC TIOU TIAPEXETAL ATIO TOV XPNOTN VLo
TNV TPOOTAGIA TOU UTIOAOYLOTH) OTIO LOUG. ZUHPBOUAEVTEITE TO EYXELPIOLO XPNOTN YLa 08NYIEG OXETIKG PE TNV
gyKoTAOoTOON.
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Mnv xelpideote To MiSeqDx evw £XeL apalpebel 0TIOLOGOATIOTE OO TOUG TIiVOKEG. O XELPLOHOG TOU OpyAdvou
EVW EXEL OPALPEDEL OTIOLOCONTIOTE ATO TOUG TIivaKES dnulovpyel Bav €kBeon oTnV TAGON SIKTUOL KOL o€
eVOANOooOUEVES TAOELG.

Mnv ayyiZeTe tn Bdon NG KLYEAIDOG pong ECO 0TO dlapEpLopa TG KLWeAIdAG pong. H cuakeun
BEpHaVONG o€ OUTO TO SLOUEPLOO AelTOVPYEL o€ BepoKpaaia atod 22 °C ewg 95 °C Kol UTopei va
TIPOKOAEGEL EYKOUHOATA.

To opyavo Cuyilel iepinou 126 Ib koL UTtopei va TPOKAAECEL GOBAPO TPAUMOTIONO O€ TEPITITWON TITWONG N
E0QAAPEVNG XPONG.

AVOQPEPETE QPETWE TUXOVTIQ 0OBAPA OTUXNMATO TIOU OXETI{OVTAL UE GUTO TO TPOIOV oTo lllumina KaL oTIg
OPMOBLEC OPYES TWV KPATWYV HEAWYV OTO OTIOLO EiVAL EYKOTECTNEVOL O XPrOTNG N/KAL 0 0oBEVAG.

Obnyleg xpnong

OLmapoKAaTw 0dnyieg Xxprnong Tou opydvou MiSegDx amaltouv avTibpacThpLa IOV TTapEXoVTaL 6To MiSeqDx
Reagent Kit v3.

Anuioupyia ektéAeong pe Local Run Manager

Mo AeTTOMEPEIC 0dNYIEC OXETIKG e TN dnuloupyia Plag eKTENEDNC, avaTpeETe aTov O8NYOC avapopdc
Aoytouikou Local Run Manager €k é. 4 yia to MiSeqDx (ap. eyypdpouv 200046657) KoL 6ToV 06nyo TG Jovadag
avaAuaong tou Local Run Manager Tou XpnGolUOTOLE(TE.

MNMposTolpacia TNG KACETAG AVTIOPACTNPIWY

OLTIOPOAKATW 06NYieg TEEPLYPAPOUV TOV TPOTIO OTIOYUENG TWV AVTIOPACTNPIWY PE XPron LOOTOAOUTPOU OE
BepuoKpacia dwuaTiov.

1.

AQOLPEDTE TNV KACETA QVTIOPACTNPLIWY OTIO TOV XWPO AToBAKELONG OTIOL BPIOKETAL o€ BEPOKpAGia -
15 °C éwg -25 °C.

TOTIOBETNOTE TNV KOOETA AVTIOPOOTNPIWY 0€ LOATOAOUTPO TIOL TIEPLEXEL GPKETO ATILOVIOEVO VEPO OE
BepuoKpacia dwuaTiov, yla va BubioeTe TN BAoN TNG MEXPL TN YPOMMN VEPOU TIOUL £iVaL TUMWHEVN TIAVW
0TNV KAOETA avTIOpaoTnpiwy. MnV a@rAVETE TO VEPO VA LTIEPREL TN MEYLOTN YPOUMN VEPOU.

Eikova 1 Meylotn ypouun vepol

Ninimimimn e

=

AQPNOTE TNV KACETO OVTIOPAOTNPIWY VA amoPuxBel 6To UHATOAOUTPO o€ BEPPOKPAGIA dWHOTIOL YO
Tiepinou 60-90 AemTd ) HEXPL VO aTiIOPLXBEL TARPWG.
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4. A@alpeoTe TNV KOGETO OO TO UOATOAOUTPO KOL XTUTINGTE TNV EAOPPA OTOV TTAYKO, YLO VO ATIOMOKPUVETE
TO VEPO OTo TN BAON TNG KOOETAG. ZTEYVWOTE TN BAoN TNG KOGETAG. BeBalwbeite 0TL dev £XeL TUTOIALOTEL
VEPO GTO EMAVW PEPOG TNG KAGETAG AVTIOpaaTNPiwV.

Emlswpnon TnG KACETAG avTIOPACTNPIWV

1. AVOOTPEYTE TN KACETA OVTIOPOOTNPIWY SEKD POPEG, YLIO VO OVOUIEETE TA ATIOYUYUEVD OVTIOPACTHPLO KAL,
OTN GUVEXELD, ETIOEWPNOTE OTLEXOLV ATIOYUXOEL OAEC OL BETELG.

2. EMBewpnoTE Ta aVTIOPOOTHPLA OTIC BE0ELC 1, 2 KL 4, Yo va BERALWBEITE OTL EXOULV AVAMELXBEL TTARPWG KOl
dev £xouv ICHUOTO.

YHMEIQXH Eival kpiolung onuaoiog Ta avTdpaoTAPLO 0TNV KOGETO VA AMOWUXOVTOL TIARPWG KAl
VO OVOULYVUOVTAL, WOTE VA dlacPaAileTal N cwoTr) aAAnAolxLon.

3. XTumnoTe ATMOAG TNV KACETO 0TOV TTAYKO, YIO VO TIEPLOPICETE TIC PUOOAIDEC OEPO OTA AVTIOPACTAPLO.

YHMEIQ>H Ta cwAnvdpla avappopnong Tou MiSegDx nnyaivouv otov TUBPEVA KABE doxeiou, yla
VO VOPPOPRCOLV TO aVTIOPACTHPLA, OTIOTE £IVOL ONUAVTIKO Ta doXELD VO NV
TIEPLEXOLV PUOOAiIBEC aEpQ.

4. TomoBeTNOTE TNV KOCETA avTIdpaoTNPiwy o€ TIAYO (| APAOTE TNV 0TNV GKpPn o€ BepUokpaoia 2 °C ewg 8 °C
(ewg €L WPER) MEXPL VO €I0TE ETOLUOL VO pUBHICETE TNV EKTEAEDN. [0 BEATLOTA ATIOTEAECGUATA, POPTWOTE
ameudeiag To Seiyha KL KOBOpIoTE TIG MAPAPETPOUG TNG EKTEAEDNG.

MNMposcToipacia SeypATWY yia aAAnAouxion

Mo 0dnyieg OXETIKA PE TOV TPOTIO TIPOETOLUACIOG TWV BIBALOBNK WV delyATWVY TIPpog aAAnAovxLon,
ouMTIEPIAGMBAVOMEVNG TNG apaiwaong KAl TNG odadoTtioinong Twv BBALOBNK WYV, AVATPEETE 0TNV EVOTNTA WE TIC
08nyieg Xprong oTo AVTIOTOLXO KIT TIPOETOLUOGIOG BBALOBNKWV.

H apaiwon twv BPBALOBNK WYV TWV SELYPATWY EEAPTATAL ATIO TNV TIOAUTIAOKOTNTO TWV OUGOWV
oAlyovoukAeoTdiwv. Anatteital BEATIOTOTOINON TNE TIVKVOTNTAC 0LOTAdOG 0TO MiSegDx KoL n BEATIOTN
TIUKVOTNTO OLUOTAdOG TIOKIAAEL OVAAOYO LE TOV TIPOGOLOPLO O TIPOETOLOGING TNG CUYKEKPLIEVNG BLBALOBAKNG.

PoépTwon BIBAIOBNKWY SEIYUATWY OTNV KACETO

Otav N KAoETA avTdpaoTnpiwyv amopuxBel MARPWS KAl elval €TON yLa Xpron, el0TE ETOLHOL VO POPTWCETE
SelypoTa oTnV KAoETO.
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1.

XpnolJomoliote £eXwPLoTO, KOBOPO KAl KEVO pUYX0G TUIETAG TOL 1 ml, yld VO TPUTINGETE TN 6PPAYLON
oteyavotoinong amnod QUAAO aAoLULViOU TTAVW ATIO TO doXElD0 OTNV KACETA avTIOpaACTNPIWY HUE TNV
emonpoveon Load Samples (Poptwaon delypdtwv).

SHMEIQXH Mnv Tpuntdte GAAEG BECELG aVTIOpaoTNPIWY. OL GAAEG BECELG QVTIOpOOTNPIWY
TPUTILOUVTOL GUTOMATO 0TN SIAPKELD TNG EKTEAEDNG.

Alaveipete he TiuneTa 600 ul TwV TIPOETOLOCHEVWY BIBALOBNK WV OPALWHEVWY SELYUATWY OUTIALKOVIWY
(DAL) peoa oto boxeio e tnv €vdelEn Load Samples (Poptwon detypdtwy). Mnv ayyilete tn oppdylon
oteyavotoinong amnod eUAAO aAouuLviou.

EAEYETE Y10 PUOOAIDEG aEpa 0TO HoXeElo HETA TN POPTWON TOL delypaTog. Edv utdpxouv puaoalideg agpa,
KTUTINOTE EAAPPA TNV KACETO OTOV TIAYKO, YLO VO OTIEAEUBEPWOETE TIC PUOAAIDEG.

Eikova 2 doptwon BRALOBNK WV

MpoxwpnoTe aneubeiog ota BAMOTA PUBULONG TNG EKTEAEGNG XPNOLOTIOIWVTAG TN dlacLvdeon Tou
AELTOVPYIKO Aoylopilko MiSeq (MOS).

PuUOBuion ektéAeong

Avatpegte otnVv 08nYyog avapopag opydvou MiSeqDx yia MOS €ké. 4 (ap. eyypdagpouv 200010452) yia MARPELS
0dnyieg KOBOPLOPOUL TIAPAMETPWY TNC EKTEAECNG.

1.

Yuvbebeite 0To MiSeqDx e Tov KwdKko pdoBaong Tou Local Run Manager AoyLlopLKOU 0aG.

2. Amo tnv 086vn Home (ApXtkr 086vn) Tou Aoylopikob MOS, etuhe€te Sequence (AAAnAouxia).

3. EMAEETE Pla eKTEAEDN MO TN AloTa KA, 0Tn cuvexela, eTAEETE Next (Eduevo).
Avolyel Pla oelpd oo 000VeES KOBOPLGHOUL TMAPAMETPWY TNG EKTEAECNG UE TNV OKOAOLON oelpd: opTwon
KLUYPEAIDOG pONG, POPTWON AVTIOPACTNPIWY, GVACGKOTINGN KOL EAEYXOC TIPLV OTIO TNV EKTEAEDN.

4. 'Otav eppavioTei n 086vn Load Flow Cell (PopTtwon KUWeAidag pong), KaBapIloTe KA, TN CUVEXELD,
(POPTWOTE TNV KLUYEADA pong.

5. KAeiote TNV ao@AAeld KUYPEAIDOG pONG KaL TN BUpa ToL SlopuepioOTOg KUYWEAIDOG PONG.
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T6o0 N aoPAAELx 600 Kal N BUPa SLOPEPICUOTOG TIPETIEL VO £iVAL KAELOTA TIPLV OTIO TNV €VOPEN TNG
ekTEAEONC. OTaV POPTWOEL N KUYPEAIBO PONG, TO AOYLOMIKO SLaBAeL Kal Kataypdgel Tnv RFID. TNV KATW
6e€1& ywvia TG 0806vNG eppavideTal pa emuBepaiwon otLn RFID dlaBaoTnKe EMUTLUXWG.

6. AkoAouBnoTe TIg 0dnyieg TOL AOYLOMLKOU, YIO VO OPTWOETE TN PLAAN dlaAvpoTog MiSeqDx SBS (PR2), va
BeBalwdeite OTL N PLEAAN ATIOBARTWY €ival AdELD KAL VO (POPTWOETE TNV KOOETO AVTIOpACTNPIWV.
Otav poptwbei N PLEAN dlahvoTog MiSegDx SBS (PR2) KoL n KAGETA avTOpaoTNpiwy, TO AOYLGHIKO
SloBadel kal kataypdpel To RFID. ZTnV KATW 8e€L& ywvia TG 000VN¢ ePpavideTal hia eTuReBaiwon 6TLn
RFID 8l0B&0TNKE EMITUXWG.

7. Katd tnv evapén tng eKTEAEONG, avoiyel n 086vn Sequencing (AAANAoUXLON). € auTAV TNV 000VN YiveTal
MLO OTITLIK avaTIap&oTach TNG EKTEAEONG TIOU BPloKETAL 0€ €EEALEN, CUUTIEPIAGUBOAVOUEVWY TWV
EVTAOEWVY KaL TwV Babuoloylwy nolotntag (BabuoAoyieg mowdtntag).

ATioTEAEOUOTO

To Real-Time Analysis (RTA) eival €va EVOWHOTWHEVO AOYLOULIKO TO OTI0l0 EKTEAEL AVAALON EIKOVWVY KOl
avtloToixlon BAong KAl EKXWPEL ULo BaBuoAoyia oldTNTAC o€ KABE BAaon yla KABe KUKAO aAAnAouxiong. Otav
OAOKANPwWOEeL N KVPLa avaAuaon, N Hovada oTo 6pyavo MiSeqDx Tou ETIAEYETAL TNV EVOTNTA Anptoupyia
ektEAeonc e Local Run Manager otn oelida 8 £ekva Tn deutepebovoa avaAuon. Avatpe€te otV €OLKN yLa
TOV IPOCOLOPLoPO TEKUNPiwan Yo GAANEG pOEC Epyaaiag.

ALoOLIKOGLEC EAEYXOU TIOLOTNTAC

To Aoylopik o MiSegDx a&lohoyei KGBe ekTEANEDN, KABE delya KaL KABE avTioToixlon BAoNG o€ OXECN ME TYIEG
METPNONG EAEYXOL TIOLOTNTOG. OTOV OTALTEITAL, OL BETIKOL KAL 0pVNTIKOL HAPTUPES TIOL TIEPIAGUBAVOVTOL 0TNV
npoeToluacia NG BIBALOBNKNG Ba TipEMEL £TtioNg VA A§LOAOYOUVTAL YIO TO OVOUEVOUEVA ATIOTEAEGUOTO.

XOPOKTNPLOTIKG artodoong

‘O\eg oL heAETEG TIpayOTOTIONBNK AV 0To MiSeqDx.

Ol peleTteg BAOOTIKNAG OELPAG XPNOLWoTIoincaV €iTe TOV TIPOCdLOPLOMO KUOTIKAG ivwaong 139 apoaAAaywy e TO
MiSeqDx eite Ta dlayVWOTIKG avTdpaoThpLa Tou KIT TruSeq Custom Amplicon yla TNV MPOETOLACIia
BBALOBNAKNG. Ta 600 KLIT XPNOLJOTIOLOUV TTIOVOUOLOTUTIO OVIIOPOOTHPLA TIPOETOIOGIog BIBALOBAKNG KL £XOLV
MOVO pia Slapopd pong EpYACLWV: TOV OPLOUO TwV KUKAWV aALCOWTAG avTidpaong moAuvpepdong (PCR) (25
Kal 28, avTioTolxa). OLipooBeTol KUKAOL PCR emutpemnouy Alydotepn €icodo DNA pe 10 dlayvwoTiko KIT TruSeq
Custom Amplicon (50 ng) o€ ox€on e ToV TIPOGdLOPLOKO KUGTIKAG ivwong 139 napoaAlaywyv e 1o MiSeqDx
(250 ng), 6w KatadeixdBnke oTN PEAETN £10060L DNA XpnoLUOTOWVTOG TO dlayVWOoTIKO KIT TruSeq Custom
Amplicon. Ot BBALOBNKEG TIOL TIPOETOLUACTNKAV UE TOV TIPOGOLOPLOMO KUOTIKNG ivwong 139 mopaAAaywyV e TO
MiSeqgDx uTtoBARBNKav og daAANAOUXLON UE TG CUVOBEVTIKA AVIIOPACGTAPLO GAANAOLUXLIONG OTOV £EOTIALGUO.
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BLBALOBAKEG TIOU POETOUAOTNK AV HE TOV HLOYyVWOTIKO e£omALoNO TruSeq Custom Amplicon utoAfBnKayv oe
aAAnAolxion pe To MiSeqDx Reagent Kit v3. Ta teAeuTtaia avtidpaoThnpla aAANAOLXLIONG £XOUV QUENUEVN
anodoon oe oxEon YE EKEVA TOU IPOadLopLoOL KUGTIKNG ivwong 139 tapaAAaywv he to MiSegDx.

H e€etaon nept\auBavel Ta eupn anodoong deiypatog mou vnootnpidovial amnod 1o MiSeqDx Reagent Kit v3
Micro. To MiSegDx umopei va utootnpifel 1-96 deiyuota/ekTEAEDN, GVAAOYA LE TOV TIPOCOLOPLOHO. To
MiSeqDx Reagent Kit v3 Micro £xeL oXedlaoTel yla va uTtooTNPidel XauNAOTEPN PLBUOTIOd0GN dELYUATWY EVTOC
QUTOUL TOU EVPOUG VIO ETUAEYUEVOUG TTPOOSLOPLOOUG.

S WHOTIKEG MEAETEG XpNOLPoTioinoav Tov dlayvwaoTiko eEoTALoMO TruSeq Custom Amplicon pe to MiSeqDx
Reagent Kit v3.

OL pogG epyaoclwyV BAGOTIKAG OELPAG ] CWHOTLIK WV TIOPOUETPWY, TIOU TIEPLYPAPOVTAL YLO TOV SLAYVWOTIKO
€€oMALopO TruSeq Custom Amplicon e 6KOTO TNV TIPoeToldacia BIBALOBNK WV yia aAAnAouvxion,
akoAouBnenkav Pe avaAuon mou Xpnoldotoinoe tn povada Germline Variant i tn povada Somatic Variant,
avtiotolya, Je 6Vo e€alpeoelg. MEAETEG TIOL XPNOLJOTIOINCAV TO £Va yovidlo (amodoon germling,
TIPOOBLOPLOMOC KUOTIKAG ivwong 139 napoAlaywv pe 1o MiSegDx) i Ta 600 yovidla (anodoon somatic) wg
QVTUMTPOCWTEVUTIKEG OMAdEG HETOAAGEEWVY XPNOLUOTIOINCOV POEC EPYACLAC KOL HOVASES aVAALGONG EBIKEG YO
TOV IPOGOLOPLOHO.

YHMEIQXH TO YOVISLWPOTIKO TEPLEXOMEVO TWV OUTIALKOVIWY GLUVOYPI{ETOL 0E GXECN E TOV
YOVISIWHATIKO KAWVO TIoL UTIORAAAETOL 0€ aAANAoUXLoN. MNa T AUTIALKOVLA TTOU £X0ULV
oXedlaoTEL EVAVTLTOL OpVNTIKOU KAWVOU, TO YOVISLWUOTIKO TIEPLEXOUEVO AVOPOPAG Eival
TO QVTIOTPOWPO CUUTIANPWHA (YIG TTOPASELY A, OL TIEPLOXEG POlyA 0TO GUTAIKOVLO
apVNTIKOU KAWVOUL GVTLOTOLXOUV OTIG TIEPLOXEG Poly T 6TO yovidiwpa avagpopdg).

OpICHOI TWV UTTOAOYIOHWYV TTOU XPNOIJOTTOIOUVTAl OTA
XOPOKTNPICTIKA ATTOd00NG

*  To0eTIKO MOCOOTO cLNPWVIaG (PPA) uTtoAoyideTal WG TO TOGOOTO TWV TEPLOX WV TIOU TAELVOLOUVTOL WG
TIOPOAANQYEG OTIO PLO EBOOO AVAPOPAG TIOU AVAPEPEL CWOTA N SoKLAGIa.
—  (AplBUOG TEPLOX WV TIGPOAAAQYWY TIOL AVAPEPOBNKAV CWOTA aTo TN doKpacia) / (ZuVOAIKOG aplOPOG
TIEPLOX WV TIAPOAAOYWV)
OLTIEPLOXEG TMOPOAAAGY WYV TIOU AVAPEPONK AV OTIO TN SOKLUAGIO OL OTIOIEG CLPWVOULV E TN KEB0SO
avopopdg eival aAnBwg BeTIKEG (TP). OL TIEPLOXEG TTOPAAAOYWYV TIOU AVOPEPBNKOV WE OVTIOTOLXIOELG
AVAPOPAC I WE SLOPOPETIKEG OVTLOTOLXIOELG TIOPAAAAYWVY GTIO TN doKIaGia eival Yeudwg ApvNTIKES
(WA).
*  ToapvnTiko 0cooTO cUuUPWViag (NPA) utoAoyileTal WG TO TIOCOOTO TWV TIEPLOXWVY TIOU TAELVOUOUVTAL WE
AypLou TUTIOUL OO Lo EBOSO aVaPOPAC TIOU OVAPEPEL CWOTA N SoKLaaia.
—  (ApBuOC TIEPLOX WV GYPLOL TUTIOU TIOL AVAPEPONKAV oWoTA aTd TN doKLWAGcia) / (ZUVOAIKOG aplOUOg
TIEPLOY WV AYPLOUL TUTIOU)
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OLTIEPLOYEG AYPLOU TUTIOU TIOL AVAPEPBNK AV AT TN SOK OGO KAl CUPPWVOLV UE TN HEBOSO
avopopdg eival aAndwg apvntikeg (TN). OLEPLOXEC AYPLOL TUTIOU TIOU GVOPEPOVTOL WC TIAPOAAAYES
amno tn dokaoia eival Pevdwg BeTikeg (VO).

* To 6UVOALKO TTOGOOTO cLPPWViag (OPA) uTtoAoyiZETAL WE TO TTOGOOTO TWV TEPLOX WV TIOL AVAPEPOVTAL
OWOTA Mo TN SoKIUaoia KAl oXeTi{ovTal Pe hla HEB0SO avapopdag.
—  [(AplOuOG TIEPLOX WV TIOPAAAGYNG TIOU AVOPEPOVTIAL CWOTA aTd TN doKaoia) + (ApLOUOG TIEPLOX WV
AypLOL TUTIOUL TIOL AVAPEPOVTAL ato Tn dokacia)] / [(ZUVOAIKOC aplOUOC TIEPLOX WV TTOPAAAAYAG) +
(ZUVOAIKOC OplBUOC TIEPLOX WYV Ay pLOL TUTIOL)]

* [0 TG ePapuoyES avTlaToixlong mapaAiaywv, oL uttohoylopol PPA, NPA kat OPA dev miepltAapfavouy un
QVTLOTOLYIOELG (TIEPLOXEG TMOPAAAGYNG I TIEPLOXES AVOPOPAC TIoL eV TTANPOUV EVa 1 TIEPLOCOTEPA PIATPA
ToloTNTAG). AUO HEAETEG dEV TIEPIAOUBAVOLV CUYKEK PLUEVO OVTLOTOLXIOEL OTO UETPLKO OTOLXEID «%
OWOTWV OVTLOTOLYX(OEWV» KAL QUTH N GUUTIEPIANYN TWV PN OVTLOTOLXIOEWV ONUELWVETAL VIO TOUG LOXVOVTES
TiVOKEG.

* Tomoo0o0TO AVTLOTOIXLONG UTIOAOYIETOL WG O CUVOALKOG OPLOUOG TWV TIEPLOXWYV TIOU SLEPYOVTOL ATIO TO
PIATPO SLALPOVEVOC UE TOV GUVOALIKO OplOd TwY BEcewV Tou LTIORANBNKAV og aAAnAovxlon yla Ta
XPWHOOWHOTA 1-22. Ta XpwHOooWHATA X KaL Y €€ALPOVVTOL Y€ AUTAV TN METPNON 6EV AAPBAVETAL LTIOYN N
OUMPWVIA TWV BVTIOTOLXIOEWV HE TN JEBODO avVaPopdg.

o TO XOPOKTNPLOTIKG OTIOd06NG TTOL GXETI{OVTOL JE TIPOAVAAUTIKOUG TIOPAYOVTEG (TL.X. MEBOOOUG E€aywyNg N
eloaywyn DNA), avaTtpe€te 010 £VOETO CLUOKELOGIOC YO TNV LoXVoLoa HEBOSO poeTOLAciag BIBALOBAKNG.

EupeTnpiaon deiyydatwy

OL EKKLVNTEG ELPETNPIOL dElYOTOC, TIOU TIPOCTIBEVTOL KOTA TN SIAPKELD TNG TIPOETOLHAGIOG TNS BLRALOBNAKNG,
EKXWPOULV o ovadikr aAAnAovyia ae kaBe DNA delypaTog, ETUTPETOVTAG TN GLYKEVTPWON TIOAAGTIAWY
SelypaTwWY o€ Pia ekTEAESn aAAnAouXLlong. H eupetnpioon delyddTwy EAEYXONKE TOCO YLO TN PO EPYACLWV
BAOOTIKNG OELPAC OO0 KOL YO T POH EPYACLWY CWHOTIKWV TIAPAAAOYWV.

‘Eva cUvoAo 96 eupeTnpiwv delyudTwy LTIORANBNKOV 0€ EEETACN E EVAV QVTLTPOCWTIEVTIKO POCOLOPLOUO,
oXedlaouEVo va avaldnTd MANBwpa yovidiwy Tou KaAumTouv 12.588 Bdoelg avd KAwVo Kal oTa 23 avepwriva
XPWHOOWMOTA, YL VO EMAANBEVTEL N LKOVOTNTO TOL TIPOGOLOPLOMOU VO SNULOVPYEL IE CUVETIELD LG YOVOTUTIK )
QVTLOTOLXLON YO VA CUYKEKPLUEVO OElYHa, 0€ BLAPOPETIKOUE CUVBLACHOUC EKKLVNTWVY gLpeTNpiov. To
XPWHOOWHA Y 6eV EPLEXEL TIEPLOXESG ME LYNAO £TTiMESO EUTILOTOOLVNG KOl dev afloAoynenke. OKTW HOVOSIK A
belypata utoBAnBnKav og e€€Taon He 12 SLOPOPETIKOUE CLUVOUOCGHOUE EKKLVNTWY EVPETNPIoL ava deiypa. Ta
QATIOTEAECMOTA SELYUATWY OO TN Jovada Germline Variant cuykpibnkav pe ta Platinum Genomes €kdoong
2016-01. To PPA (SNV katindel) urtepeBn 1o 97% (oL aAnBwg BETIKEC AVTIOTOLXI0ELG ATAV TOUAGXLoTOV 70 YO
SNV, 38 yla eloaywyeg, 36 yia daypaeg) kal To NPA ftav 100% (touAdxtloTtov 23.440 B€aelg avapopdc ava
oLVOLOOHO EVPETNPIWY) VIO KABEVAVY AT TOLG 96 cuVOLACHOUG eupeTNPiwyY. EEETAOTNKE AVEEAPTNTO EVa
MEMOVWEVO EVPETAPLO, VIO Va eTaANBeuTeL OTL N XNMEia aAAnAoL)Long Tou MiSeqDx Reagent Kit v3 unopei va
uTtooTNPIEEL AlYyOTEPO OTIO OKTW deiypaTa (N MponyoLuevn XnUeia oto MiSegDx Universal Kit 1.0 meplopt{étav
0€ TOUAGXLOTOV OKTW beiypata). Eva pepovwEVO eVPETAPLO gixe TUES PPA 98,9% (180/182) yia SNV, 100%
(38/38) yla elcaywyeg kal 100% (46/46) yia dlaypagpeg. To NPA ntav 100% (23.856/23.856).
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E€etaotnkav dwdeka avTiypapa (24 BBALOBAKES) £VOG delyOTOG Yo TN HETPNON TNG AKpiBelag eupetnpiov pe
OWMATIKEG TTOPAAAayEC o€ cuxvotnTeg amod 0,05 €wg 0,10 ue \xprion Tng Jovadag Somatic Variant
(xpnootolobvTal 00 GLVOLACHOL EVPETNPLWV AVA AVTIYPAPO YLO TNV TIPAYHATOTIOINGN CWHATIK WV
avtlotolyicewv). To PPA Atav 100% yla SNV (64/64), eloaywyeg (11/11) kal dlaypagpeg (19/19). To NPA ATav
100% (TouAdxloTov 11590 Beoelg avaPopdg ava cUVEVAGHO ELPETNPIWV) Y OAOUG TOUG GUVOLACHOUG
gupeTNPiwV.

MeTagopa deiypaTog

H pon epyactwv Tou opydvou MiSeqDx mieptAauBavel poeTolocia Kot aAAnAolxion BIBALOBAKNG TIOAAGTIAWY
SELYMATWY GLV PJOPTUPWV TIOU LTIORBAAAOVTAL O€ ETIEEEPYACin TOUTOXPOVA. H HEAETN METAPOPAG SELYHNATWV
dle€nNxon ya va aflohoynBei edv Ta PeLOWGE BETIKG ATOTEAEGUOTO AOYW LETOPOPAG GTIO ETIOALVON PETAED
TwV BoBpiwv KATA TN SLAPKELD TNG MPOETOLUAGIAG TNG BBALOBAKNG SELYMATWY KOL ATIO ETHOALVON METAEL TWV
eKTEAEGEWY SLOGOY KNG AAANAOLXLIONG ETNPEAOUV TA ATIOTEAECHOTA TNE EEETACNG. XpnaoldoTionkav
OWHMATIKEG TIOPOAAAQYEG, KABWG PTIOPOUV VO QVIXVEUTOUV 0€ GUUBAVTO XAUNAOTEPNG CLUXVOTNTAG
OAANAOHOPPWYV OO TIC TIAPOAAAYEG BAGOTIKAG OELPAG.

Ta delypata nepleAdupBavayv T€coepa delypaTa YovISlwHaTikoO DNA omd KUTTOPLKEG OELPES, KABEVD OO TA
ormoia nepleixe HETAANAEELG OTIO SLAPOPETIKA TIAVEA OE EVAV QVTLTPOCWTEVTIKO TIPOGdLopLloo dU0o yovidiwv.
Ta delypaTa ATAV TETOLN WOTE PIO HETAAAOEN O€ HLO BE0N 0TO €Va yovidlo va €xeL hla aAAnAouxia avapopdc
(&ypLou TUTIOU) KGL OTO GIAAQ.

H petagopd amo Bobpio oe Bobpio opileTal WG P KATACTAGCH OoTOXIAC TIOL dnuLlovpyEiTAaL SuVNTIKG OO TO
BrHoTa JUN ouTOMOTNG eneepyaaciac (dlavour Pe TUMETA, avapelEn delydatwy, K.ATL). Ma tnv aloAodynon tng
METOPOPAC amod eva Bobpio delypaTog o€ €va GANO, TIPAYLOTOTIONBNK AV dU0 EKTEAECELG EEETACEWV:

* M duatagn okaklepag evog deiyuotog yovidtwuoTikou DNA (gDNA) uwnAng €l0680U Tou TIEPLEXEL MLO
METAAANOEN aTo MNovidlo 1 mou evaAAdooetal pe eva deiypa gDNA XaunAng €L.06d0u Tou TIEPLEXEL ULO
METAANAEN oTo Movidlo 2.

* M dudtagn okaklepag evog deiypuotog gDNA vwnARg el0660UL o epLEXEL Lo UETAAAQEN oTo MNovidlo 2
TIou eVoAAdooeTalL e eva deiypa gDNA XounARg €l00dou Tou TiepLEXEL Mo HETAAANAEN oTo [ovidlo 1.

Y€ KABe eKTEAEDN, AELOAOYOLVTAV GUVOAIKE 12 avTiypa@a YO YELOWG BETIKG OTIOTEAECUOTO (TLY. MO
METAAANAEN TOU Yovidiou 1 TIou avaPEPBNKE G€ EVA KOAG KABOPLOPEVO WG delyua ue ETAAANAEN yovidiov 2 ) To
avtioTpowo).

Q¢ peTOPOPG YETAEL TWV EKTEAECEWVY OPLZETOL Pla AELTOLPYiO aoTOX(OG IOV dnulovpyeital duvnTik atod
KOTAAOLTIA OTIO LG TIpONYOoUEVN EKTEAEDN AGAANAOLXLONG. O va TIPOodLOPLOTEL EAV LTIAPXEL METOAPOPA
METOEL TWV eKTEAETEWV GAANAOVUXLONG, TTPOETOLMACTNKAV 600 TMAGKEG, KaBeuia amo TI¢ omoieg nepleixe 11
aVTiypopa evog povadikoL deiypatog gDNA uwnAng el00dou cuv €va TUPAO delypa, Ta omoia LTIORBARBNKAV o€
dladoy ik aAAnAolLxlon o eva Opyavo MiSegDx Kol aLloAoyHONKaV Y Yeudwg BETIKG OMOTEAECUATO. H
TIPWTN EKTEAEDN TIEPLEIXE 11 QVTIYyPOPO £VOG SElYOTOG HETAAAQYEVOL YoVIdiou 2 guV €va TUPAO. H delTepn
EKTENEON TIEPLEIXE 11 QVTIYPOPO EVOG SElyaTOG HETOAAGYUEVOU yovidiou 1 ouv 1 TUPAS. H BIBALOBNRKN
SElYMATWY PETOANOYHEVOUL YoVISiou 2 uTIOBARBNKE € GAANAOUYXLON TIPWTN KOL OKOAOUONGE HIO ETOMEVN
eKTEAEON GAANAoLXIONG WE TN BRALOBNKN dElyATWY JETAANOYHEVOUL YoVvidiou 1, akoAouBovevn oo JLa
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AAAN eTAVOANTITIKA €KTEAEGN AGAANAOLYXLONG TNG BBALOBAKNG dELYUATWY HETAAAAYHEVOU YoVIdiou 2. Edv
TopaTNPENBoUV OTolECONTIOTE HETAAAAEELS TOU YOVISIOL 2 O€ JLa EKTEAECN MOVO UE HETOAANOYHEVO YOViblo T Kol
avTioTpo®Ya, ALTO Ba LTIOSEIKVUE HETAPOPA.

Avo@epBnKkav Pndevik & Yeudwg BTG amoteAeopata (0/24, 0%) Aoyw PeTapopag amno Bobpio ae Bobpio.
AvVIXVEUTNKAV OAEC OL AVANEVOUEVEG METAANGEELS. AVAPEPBNKOV LNOEVIKG PELOWGE BETIKA OMOTEAECUOTO
(0/24, 0%) ANOYW LETAPOPAG OTIO EKTEAECDN O EKTEAEODN. AVIXVEDTNKOV OAEG OL OVAUEVOUEVEG HETOANGEELG.
Ava@epBnkav UnNdevik & Yeudwg BeTIKG amoteAeouata (0/48, 0%) Adyw cuVOALIKC HeETAPOoPAS (amo Bobpio oe
BoBpio KaL aTd EKTEAECN 0€ EKTEAECN CLUVOLOGTIKA).
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XapakTnpioTIKa atrodoong Germline

OL pEAETEG IOV TEPLYPAPOVTAL E6W XpnaoldoTioincayv tn povada Germline Variant yla tnv avaAvon twv dedouevwy aAAnAouvxiong,
EKTOC OTIO TIG HEAETEG EKEIVEC TIOU XPNOLJOTIOINCAV TO £Va TIAVEA YoVISiwV OTIOU XPNOLHOTIOBNKE JLa ELOIKT YLIO TOV TIPOCGOLOPLOHO
Movabda.

AkpiBela

H akoAouBn pyeAetn 6le€nxon ya tnv agloAdynon tng ok pifelag Tov opydvou MiSeqDx pe 1o MiSeqDx Reagent Kit v3 kat upnAng
nioldtntag DNA. H uEAETN XPpNOLUOTIOINCE HIO OVTIMPOCWTEUTIKA SOKIHACIa, oxXeSlOGMEVN VI TNV avalATnon TANBwWPAg yovidiwy Tou
KaAUTITOUV 12.588 Bdoelg o€ 23 SLAPOPETIKA XPWHOCWHATA e TN Xpron 150 aumAlkoviwyv. To XpwHOowHa Y dev EPLEXEL TIEPLOXEG HE
VYNAO eminedo eumoTOolVNG KAl dev aloAoyndnke. Ta 12 JOVOSIK & dElyATA TTIOU XPNGLUOTIOLOUVIAL OE GUTAV TN MEAETN TIPOEPXOVTOL
QMo Jio olkoyevela - dUo yoveig kat 10 adLd - mou UTIORBAAAOVTAV CUXVE 0€ GAANAOUYXLON OTIO TIOAAGTIAG EPYOOTAPLO KA
peBodoAoyieg aAANAoLYXLONG. YTIAPXOULV TTEVTE HEIYUATO OTIO YUVOIKEG KL ETTTA OO Avopeg. To KaBEVA Ao Ta deiypaTa eEETAOTNKE
€1g dumAoLv. H akpipela mpoodlopioTnke yia SNV, el0ayWYEG KOL SLOYPOPES UE TN oLYKPLON TwV §EG0UEVWY TNG PEAETNG HE ML KOAG
XOPOKTNPLOPEVN Bdon dedopevwy avapopds. H aAhnAiouyia tng Baong dedouevwy avagopdg (Platinum Genomes €kboon 2016-01)
TIPONAABE a6 TOV GUVOLOGHO TIOAAGTIAWY PEBOSOAOYLWY GAANAOUXLONG, SNUOCLO SLABECIWY SESOUEVWY KOL KANPOVOULK WV
TIANPOYOPLWV. OL YOVISLWHATIKEG TIEPLOXES ME LYNAO €TITESO EUTILOTOOVVNG KOBopidovTal BAceL AUTNG TNG MEBODOL AVAPOPAG, EKTOQ
KOL oV OpideTaL SLOPOPETIKA. ZUVOALKQ, TA OElyOTA AVOAUBNKAV OKTW POPES. OLTIVOKEG TIOL TIAPOLGCLA{OVTAL Yo Va eTideiEouV TNV
oKpiBela Baoi¢ovtal o dedoueva amo TNV TIPWTN avAALon.

O Mivakag 1 mepAapBaAveL Ta dedoPEVA TNG HEAETNG HE BETIKO KOL APVNTLIKO TIOCO0CTO CUUPWVIOG ava delyua, OTIOU TO OMOTEAECUOTA
TWV TIAPOAACGYWY GUYKPIVOVTAL UE TNV KOAG XOPOKTNPLOPEVN CUVOETN EBODO AVaPOPAEC YL TOLG UTIOAOYLOMOUG PPA. OL Tpelg TuTIOL
nopaAAaywv (SNV, mpooBnkeg Kal dlaypapeg) ouvdudadovtal. ETeldn n HEB0SOG avapPOopAg MOPEXEL OTIOTEAECHATO HOVO VIO TIG
TIOPOAAQYECG EVOG VOUKAEOTIOIOU KAL YO TIPOGORKEG/OLOYPAPER, TO ATIOTEAETHATA BAONG XWPIG TTOPAAAQYEC CUYKPIVOVTAL UE TNV
aAAnAovuxia avagopdc avBpwrivou yovidlwuatog hgl19 yia urtohoylopoug NPA.

Mivakog 1 Suppwvia Twv anoTeAeoUdTWY avTloTolXioewyv Baong e To 6pyavo MiSegDx avd delypa

; 3 2uvoAikog ZuvoAikog 2uvoAIkog ZuvoAikog ZuvoAikog
3 Méoo TrocooTo ) ; , . .
Aciypa AVTIOTOIXIO apiBuég apifuég AO apifuég WA api@pég N apiBuég AA PPA NPA OPA
Xions TapaAAaywv TTapaAAaywyv TapaAAaywyv AVTIOTOIXioEWV AVTIOTOIXioEWV
NA12877 >99,9 152 152 0 4 24024 100 100 100
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) _ Zuvohikée ZuvoAIK6G Zuvohikég ZuvoAiK6G ZuvoAiK6G
Aciypa :("::ZT:;‘I’::? apiopss aPIOUSSAO  apIBUOS WA apiBu6g n apiouss A PPA NPA  OPA
TapaMayv  TapoAAay@v  TapaAAGY@Y  QVTIGTOIXICEWV  QVTIOTOIXIGEWY

NA12878 >99,9 270 266 0 4 23856 100 100 100
NA12879 >99,9 192 190 1 1 24054 99,5 100 >99,9
NA12880 >99,9 222 220 0 6 24052 100 100 100
NA12881 >99,9 250 247 1 2 23862 99,6 100 >99,9
NA12882 >99,9 200 196 2 2 23962 99,0 100 >99,9
NA12883 >99,9 226 224 0 6 23870 100 100 100
NA12884 >99,9 228 226 1 1 23942 99,6 100 >99,9
NA12885 >99,9 244 240 2 2 23942 99,2 100 >99,9
NA12886 >99,9 230 228 1 1 23888 99,6 100 >99,9
NA12888 >99,9 216 216 0 4 24002 100 100 100
NA12893 >99,9 236 234 0 2 23810 100 100 100

O QVTIMPOCWTEVTIKOG POadLOPLoHOG TEPINAUBAVE 150 AUTIALKOVIG OXESIOOHEVA VO KOAUTITOUV £VA EKTETAMEVO £0POG
YOVISLWHGATIKOU TIEPLEXOMEVOUL. TO TIEPLEXOMEVO GC TWV APTIALKOVIWV €iXE €VPOC 26-87%. Ta APTIALKOVLA €iXav, €Tiong, EVPOC
EMAVAANPEWV £VOG VOUKAeOTISIoU (T.X. PolyA, PolyT), 61voukAeoTidiwv Katl TpvoukAeoTidiwv. Ta dedopeva ouyKeVIpwONKaAV ava
QUTIALKOVLO ([Nivakag 2), yla va TipoodloploTei N eMidpaon TOU YOVIOLWOTIKOU TIEPLEXOMEVOU GTO % TWV CWOTWV AVTIoTOLXioEWV. To %
TWV CWOTWY OVTLOTOLXIOEWV ATOTEAEITAL ATIO AVTIOTOLXIOELC TIOPOAAAAYAG KOL AVOPOPAS KAl eival UlkpoTtepo atmo 100% eA&v uTidpxouV
eite e0POAUEVEG €iTe KOMia avTloTOIXION. AEV TIPOYHATOTOLOUVTOL AVTLOTOLXIOELG OTAV 6EV TTANPOUVTAL VA I TIEPLOCOTEPA PIATPO YLO
avTloToixlon MapaAAaYNG (T.X. AVETIOPKAG KAALYN).

ATIO TIG oKTw WA apaAAayeG oo Tov [ivokag 2, EMTA MaPoLoLAoTNKAV JE eloaywyn 1 bp 0To aGuTALKOVLIO 111, TO OTIol0 TTEPLEXEL
emniong opomnoAupepeg PolyA kol ieplexopevo GC 0,29. H untoAewnopevn 1 WA opaAAayn (E0QAAUEVN QVTIOTOLXLON) OPEINOTAV OE
avapevopevn etepoduyn SNV, oto aumAlKoVIo 125 pe ieplexopevo GC 0,68, mov ovouadetal opoduyn apaAiayn. H cuxvotnta SNV
nopaAAaywv ntav 0,71 ou eivat advw amod 1o 6plo 0,70 yla Tavopunon wg ododuyn TAPaAAayn. To OUTAIKOVLO HE TO XAWMNAOTEPO %
OWOTWYV avTloTolXioewv (98,2%) NTav To APTAIKOVLIO 17 ue 40 un avTioTolXioelg Kal eplexopevo GC 27%.
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MNivakog 2 AkpiBela eTUMESOL AUTIAIKOVIWYV YL To Opyavo MiSeqDx

AUTIAIKOVIO  XpWHOoWHO

o b~ W

10
1
12
13
14

15
16
17
18
19
20

N N N N N NN

W W W W NN

Apxn
QATIALKOViOU

36450499
109465122

218353867
223906657
228526602
236372039

247812041

55862774
87003930
177016721
186625727
190323504
200796740
212245049

228147052
235016350
4466229
46620561
49851331
189713161

TéNog
ATIALKOViOU

36450591
109465200

218353957
223906748
228526682
236372108

247812128

55862863

87004009

177016805
186625801

190323591
200796826
212245139

228147144
235016422
4466321
46620643
49851400
189713248

MéyeBog
TUAMATOG
Tou
uTtoBANBNKE
o€ avaiuon

93
79

91
92
81
70

88

90
80
85
75
88
87
91

93
73
93
83
70
88

Bdoelg ot
TIEPLOXES
uynAoL
ETUMESOV
guMOTOOVVNG

93
79

91
92
81
70

88

90
80
81
75
88
87
91

93
73
93
83
70
88

FovIdlwpaTIKO
TIEPLEXOMEVO
AuTAIKOViou

Indel

PolyA (5),
PolyC (5), indel

Indel
Indel
PolyG (5)

PolyT (10),
indel

PolyA (5), CT
(3), TAA(3),
indel

Indel
Indel
Al
PolyA (8)
PolyT (5)
PolyT (5), indel

PolyT (5),
PolyA (6), indel

Al
PolyT (5), indel
AT(3), indel
A/l
CT(3), indel

PolyA (5),
PolyT (5),
PolyA (9), TG
(3)

MNeplexodpevo
GC

0,22
0,38

04
0,49
0,69
0,39

0,27

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

0,43
0,42
0,27
0,43
0,49
0,41

SUVOALKOG
apLBuog
oWoTWV

AVTIOTOLXlOEWY  AVTIoTOLXioEWV

2232
1896

2184
2208
1944
1680

2112

2160
1920
1944
1800
2112
2088
2184

2232
1752
2192
1992
1680
2112

SUVOALKOG
apLeuog
E0QOAPEVWV

o o o o o o o o o o o

o o o o o o

SUVOAIKOG
APBHOG N
avTloTolxiocewv

o

o o o | o

o/ o o o o o o

o

40

% OCWOTWV
avtlotolxioewv

100
100

100
100
100
100

100

100
100
100
100
100
100
100

100
100
98,2
100
100
100
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AUTIALKOVIO  XpWHOOWHA

21
22
23

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

39
40
41
42
43
44

w

)

o o o o oo oo aaa

Apxn

OUTALKOVIOL  AUTIALKOViOU

190106030
2233667
7780541

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

32986864
33408498
41647401
112435865
22202076
66276100

TéNog

190106104
2233744
7780637

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

32986958
33408583
41647495
112435955
22202148
66276187

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

75
78
97

78
66
71
62
78
84
64
83
67
91
75
10
92
100
98

95
86
95
91
73
88

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

74
78
97

78
62
69
62
75
84
64
83
67
91
75
10
92
94
98

95
86
94
91
73
88

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

Indel
PolyA (6)

PolyG (6),
PolyT (5),
PolyA (5)

Al
PolyA (5), indel
PolyA (5)
PolyA (7), indel
Al
GT(3), CCA(3)
Al
PolyA (6), indel
PolyT (5)
CT(4), AG(3)
Indel
PolyG (6)
Indel
GCT(5), indel

PolyT (5), TCT
(3), CTT(3)

Indel
PolyC (6)
PolyG (5), indel
PolyA (5)
Al

Indel

Meplexdpevo
GC

0,57
0,26
0,42

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

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

0,53
0,7
0,61
0,44
0,44
0,35

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

1774
1872
2328

1872
1488
1656
1488
1800
2016
1536
1992
1608
2184
1800
2448
2208
2244
2352

2280
2064
2256
2184
1752
2112

TUVOALKOG
apleuog
E0POANEVWV

O O O 0o/ o o o o o o o o o o o

o o o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

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

-
SN

o o/ oo o o

% OWOTWV
ovTIoTOLYIoEWV

99,9
100
100

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

100
100
100
100
100
100

¥ "3 SO 31 pAAdY 01 !A XgbasIN noARAJO 50100033000 01397
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AUTIALKOVIO  XpWHOOWHA

45

46
47
48

49
50
51
52

53
54
55
56
57
58
59
60
61
62

63
64
65
66
67
68

~N

0 00 NN

© | © © © © o

Apxn
QUTALKOViOU

77365735

110939946
128533468
149503875

154404519
156476507
1817312
24811020

76518625
103054909
105586150
107620823
123769149
138995345

5987120

11784629

27317777

33018351

45084159
55892599
101611250
118351373
8159816
30177648

TéNog
AuTALKOViOU

77365821

110940030
128533557
149503965

154404599
156476599
1817394
24811109

76518691
103055006
105586214
107620918
123769231
138995441

5987198

11784726

27317855

33018440

45084253
55892687
101611329
118351453
8159912
30177717

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

87

85
90
91

81
93
83
90

67
98
65
96
83
97
79
98
79
90

95
89
80
81
97
70

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

87

85
90
91

66
93
83
89

67
98
65
96
83

78
91
79
90

95
88
80
81
96
70

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

PolyA (7), AG
(4)

Indel
PolyG (5), indel

PolyG (6),
PolyC (6), indel

Al
Indel
Al

PolyG (7), CTC
(4), indel

Indel
PolyG (6)
Indel
A/l
AT(3)
PolyC (6), indel
PolyG (5), indel
GC(3)
PolyT (5)

PolyA (5),
PolyT (5)

Indel
AC(11), inde
Al
AN
Al

Indel

Meplexdpevo
GC

0,26

0,38
0,62
0,71

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

0,3
0,67
0,32
0,49
0,37
0,68
0,47
0,87
0,3
0,2

0,35
0,42
0,49
0,51
0,45
0,46

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

2088

2040
2160
2184

1584
2232
1992
2113

1608
2352
1560
2304
1992
2328
1872
2184
1896
2160

2280
2102
1920
1944
2304
1680

TUVOALKOG
apleuog
E0POANEVWV

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

o o o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

O o o/lo o o o o o o

o o o o

% OWOTWV
ovTIoTOLYIoEWV

100

100
100
100

100
100
100
98,9

100
100
100
100
100
100
100
100
100
100

100
99,5
100
100
100
100
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AUTIALKOVIO  XpWHOOWHA

69
70
71
72
73
74
75
76

77
78
79

80
81
82
83
84

85
86
87
88
89
90
91
92

12
12
12
13
13

13
13
14
14
14
14
14
14

Apxn

OUTALKOVIOL  AUTIALKOViOU

47470345

59837679

64418856

93529612

101347052
102477336
118406285
120357801

125769313
2834770
26811004

30881766
88474105
120966872
24167504
25816961

44880112
77665218
31619327
39517884
46958962
58050030
82390559
92549544

TéNog

47470444
59837740
64418957
93529684
101347136
102477426
118406369
120357885

125769397
2834853
26811096

30881846
88474175
120966966
24167576
25817049

44880200
77665294
31619393
39517966
46959034
58050110
82390649
92549609

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

100
62
102
73
85
91
85
85

85
84
93

81
71
95
73
89

89
77
67
83
73
81
91
66

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

100
62
102
73
85
91
85
85

85
84
93

81
71
95
73
88

89
77
67
83
72
81
91
66

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

Al
Indel
Al
PolyA (5)
Al
PolyG (6)
Indel

PolyA (5), CA
(3), indel

GA(3)
PolyC (5), indel

PolyA (7), AC
(4)

Al
PolyA (6)
PolyG (5)

AN

PolyA (5),
PolyT (7),
PolyA (7), indel

Indel
Indel
GA(3),TA(3)
AN
PolyT (5), indel
Indel
Indel

PolyA (5)

Meplexdpevo
GC

0,65
0,37
0,59
0,4
0,42
0,55
0,53
0,34

0,52
0,52
0,33

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

0,49
0,39
0,39
0,25
0,19
0,38
0,35
0,41

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

2400
1488
2448
1752
2040
2184
2040
2040

2040
2016
2232

1944
1704
2280
1752
2112

2136
1848
1608
1992
1727
1944
2184
1584

TUVOALKOG
apleuog
E0POANEVWV

O o o o/ o o o o

o o o o o

O o o o/ o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

o o o o o o o o o o o O o ojlo o o o o

-

o o o

% OWOTWV
ovTIoTOLYIoEWV

100
100
100
100
100
100
100
100

100
100
100

100
100
100
100
100

100
100
100
100
99,9
100
100
100
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(44

AUTIALKOVIO  XpWHOOWHA

93
94
95
96
97
98
99
100
1071
102
103
104
105
106
107
108
109
110
1M1

112
113

14
115
116
17

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

17
17

17
17
17

Apxn
QUTALKOViOU

102808496
43170751
63446149
77879807
81625334
85438263
89817413
89864274
1894910
28997904
53682908
57954406
85706375
3563920
3594191
3970090
16084945
33998759
39589691

41244394
45438866

61502432

64023582

72308237
2616456

TéNog
AuTALKOViOU

102808589
43170848
63446216
77879901
81625428
85438334
89817503
89864343
1894972
28997998
53682994
57954509
85706465
3564008
3594277
3970180
16085037
33998849
39589774

41244484
45438957

61502510

64023667

72308320
2616522

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

94
98
68
95
95
72
91
70
63
95
87
104
91
89
87
91
93
91
84

91
92

79
86
84
67

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

94
96
68
93
95
71
91
70
63
95
87
104
91
89
87
91
93
89
82

91
92

79
86
84
67

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

Indel
PolyC (5)
Indel
PolyG (5), indel
PolyT (6)
Indel
Al
Indel
Al
PolyC (5)
TA(3)
PolyC (5)
Poly T (5), indel
GC(3)
PolyC (5), inde
Indel
Indel
PolyT (5)

PolyA (13),
indel (x2)

PolyA (5)

PolyA (7), AT
(3), AT(4), AT
(4), inde

Indel
PolyT (7)
GAG(3)

GA(3)

Meplexdpevo
GC

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

0,34
0,26

0,41
0,22
0,62
0,31

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

2256
2304
1632
2232
2280
1704
2184
1680
1512
2280
2088
2496
2184
2136
2088
2184
2232
2136
1944

2184
2208

1887
2064
2016
1608

TUVOALKOG
apleuog
E0POANEVWV

N O O o/l o O O o O o o o o o o o oo o

o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

O O Oo/lo O O 0O o o o o o o o o oo o

-
~

o o o ©

% OWOTWV
ovTIoTOLYIoEWV

100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
100
98,8

100
100

99,5
100
100
100
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AUTIALKOVIO  XpWHOOWHA

118
119

120
121
122
123
124
125
126
127
128
129
130

131
132
133
134
135
136

137
138

139

140

18
18

18
18
18
18
19
19
19
20
20
20
20

20
20
20
20
21
21

21
21

21

22

Apxn

OUTALKOVIOL  AUTIALKOViOU

6980478
9888026

38836999
47405382
54815665
59773996
625143
18121418
18186574
746056
10633195
17705633
21766821

25278421
50897302
62331904
62690860
30300823
33694176

36710706
46644924

46705575

25750774

TéNog

6980568
9888094

38837073
47405462
54815749
59774060
625241
18121491
18186643
746149
10633276
17705708
21766890

25278521
50897368
62331994
62690946
30300888
33694273

36710792
46644992

46705664

25750873

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

91
69

75
81
85
65
99
74
70
94
82
76
70

101
67
91
87
66
98

87
69

90

100

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

91
69

75
81
85
65
99
74
70
94
82
76
70

101
67
88
87
66
98

87
69

90

100

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

Al

PolyA (6), TG
(3)

PolyA (5), indel
CTC(3), inde
CT(3), inde

Al
Al
Al
Al
Al
AC(3)
CT(3)

GT(3),TG(4),
indel

Indel
Indel
PolyG (6)
Indel
Indel

PolyT (6), CA
(3)

GT(3), indel

PolyA (6), AG
(3), inde

PolyT (5),
PolyA (6)

Indel

Meplexdpevo
GC

0,37
0,43

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

0,63
0,36
0,73
0,57
0,35
0,54

0,39
0,32

0,5

0,63

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

2184
1656

1800
1944
2040
1560
2376
1775
1680
2256
1968
1824
1680

2424
1608
2112
2088
1584
2352

2088
1656

2160

2400

TUVOALKOG
apleuog
E0POANEVWV

- O O o o o

o o o o o

o o o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

o

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

o o oo o o

o

% OWOTWV
ovTIoTOLYIoEWV

100
100

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

100
100
100
100
100
100

100
100

100

100

¥ "3 SO 31 pAAdY 01 !A XgbasIN noARAJO 50100033000 01397
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144

AUTIALKOVIO  XpWHOOWHA

141
142
143
144
145
146
147
148
149
150

< <X | < | X| X X

Apxn

OUTALKOVIOL  AUTIALKOViOU

32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397
2655519
2655609

TéNog

32439329
37409940
37637694
47081438
15870492
135288611
135290847
2655461
2655609
2655679

Méeyebog
TUAMATOG
TIou
uToBANBNKE

Bdoelg oTig

TIEPLOXES FovISlWUaTIKO
uypnAoL TEPLEXOMEVO
ETUMEDOV AuTALKOViou

og avdAuon eptiotooLvng

97
97
99
92
69
69
71
65
91
71

97
97
99
92
69
69
71
0
0
0

Al
Indel
Al
Indel
PolyT (5)
PolyC (5)
Al
AN
Al
PolyA (5)

Meplexdpevo

GC

0,68
0,46
0,6

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

JUVOALKOG JUVOALKOG )
i i ZUVOALKOG ,
apleuog apeuog ) % CWOTWV
. . OpPLOHOG W ,
oWoTWV E0QOAPEVWV avtlotolxioewv

avtlotolxicewv avTtloTolioewv

2328
2328
2376
2208
1656
1656
1704
0
0

O o o o/lo o o o o o

0

avIloTolXioewv

100
100
100
100
100
100
100
Al
A/l

O o ol o o o o o o o

Al

OLmapaAAayeg ou dev NTav avIloTolioelg cuvoyidovtal otov lMivakag 3. Ta CUYKEKPLUEVA PIATPA TIOU EiX0V WG OTOTEAECHUA TNV
Qmoucia avTloToLXioEWV TIOPATIOEVTAL OTOV TIVOK Q. H eloaywyr 6To AUTIALKOVLIO 111 8In6rBNKeE yla eVVEQ amo 16 EUPAVIOELS UE TIC
UTIOAOLTIEC ETMTA EPPAVIOELC VO OVTIOTOLXI{OVTIOL WG OVAPOPEG KAl WS EK TOUTOL va eival WA,

MNivakag 3 ZOvoyn MOPOANAYWV XWPIg avTioTolXioelg

Ap. atrAikoviou

64

m

Xp.:Oéon

10:55892600

17:39589692

MapaAAayn

TAC>T

C>CA

AvTtioToixo
mEPIEXOUEVO
AuTTAIKOViWV
AC(11),
42% GC

PolyA (13),
29% GC

QiATpo

R5x9’

R5x9

NapaAAayég Tou
TapaAgipdnkav

10

Avapevopeveg YA

mapaAAayég avTIOTOIXIOEIG
10 0
16 7

TR5%9: ENavoAdBeTe TO GIATPO. Mial tapaANayH GINTPAPETAL, EGV TO GUOVOAO 1 HEPOC TNS TAPOAAAYHG ETTAVOAGUBAVETAL GTO YOVISIWHO OVAPOPES
6imAa o1n B€on TNG MOPAAAAYAG. ATIALTOUVTAL TOUAGXLOTOV EVVEDR ETIAVOANYELS GVAPOPAG KOl AGNBAVOVTOL UTIOWN JOVO OL EMOVOARYELG JE MNKOG

MEXPLS bp.
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Ta anoteA€opata aAANAoLXIoNG yia To deiypua NA12878 cuyKpiBnKav Pe €vav yovOTUTIO e LYNAO ETIMEDO EUTILOTOOLVNG VLG TO
NA12878, o omoiog £xeL oplotel amno 1o National Institute of Standards and Technology (NIST) (v.2.19). Ao ta 150 aumAKovLa, 92
OMTIALKOVLO TIEPLEXOVTOV TIANPWE OTIG TIEPLOXES UYNANG EMTILOTOCUVNG TOU YOVISLWHOTOG, 41 GUTALKOVLIO TGV JEPLK WG
OAANAETUKOALTITOMEVA KAL 17 AUTIALKOVLIO dEV GAANAETUKOAUTITOVTAV 0TNV adAAnAouxia NIST. Auto anegpepe 10.000 cuvTETAYHEVEQ
ava avTiypao yla clyKplon. Avtiotolyioelg Bdong KN MopaAAOyAG cLYKPIBNKAV Ue TV GAANAOL YO avapopdc avBpWTILVOU
yovidiwpatog 19. Ta anoteAEopata akpiBelag avagpepovtal atov MNivakog 4.

MNivakog 4 Zuh@wvia TwV OTIOTEAECUAETWY avTIoTOoLXioewV BAong Tou opydvou MiSeqDx yia deiypa NA12878 e Baon
oedopevwy NIST

; , ., ZUVOAIKOg ZUVOAIKOG ZUVOAIKOG ZUVOAIKOG
i Ap18pog Méoo TroocooTd . . A ,
Aciypa a ) apibuég AO apifuog WA apifuég AA apifuég YO PPA NPA OPA
auTTAIKOViWV aAvTIOTOIXIoONG . ., . .
TapaAAaywyv TTapaAAaywyv AVTIOTOIXiCEWV AVTIOTOIXiCEWV
NA12878 133 99,98 208 0 19380 0 100 100 100

Ta deKa delyuaTO AVOAUBNKOV TIEPGITEPW YO TNV AVTIOTOLXION PIKPWV El0OYWYWV Kol dlaypagwyv (indel) (Mivakacg 5). € oplopEVEQ
TIEPLIITWOELG, OL TIEPIMTWOELS indel NTav cuXVEG JETAEL VO I IEPLOCOTEPWY BELYHATWY, OTIWG OVTIKATOMTPI{ETOL 0TN GTAAN
«ZUVOALKOG GPLOPOC AVTLYPAPWY dELYMATWVY HE Indel». Ta ATMIOTEAECUATO KAL YIO T U0 avTiypapa TwV 12 EYKLUPWV SELYNATWVY
neptAappBavovtal otov lNivakag 5. YiRpgav ocuvolikd 71 mepintwoelg indel pe peyedog 1-24 bp yla TIg elocaywyeg Kot 1-25 bp yia T
dlaypapeg. 69 nepmtwoelg indel avixvelTNK AV PE BETIKO T0G00TO cuPwviag 100%. Mia dlaypagn (apTAIKoOvio 64, dlaypapn 2 bp
(chr10 55892600 TAC>T) dev eixe CWOTEG AVTLOTOLXIOELG ETMELDN KOBEWIO ATIO QUTEG TIC TIAPOAAAYES ATAV XWpIG avTioToixlon Aoyw
Tou PiATpou R5x9. Xuvenwg, 6ev NTaAvV SLVATOC 0 LTIOAOYLOHOG Tou PPA TOU ATIOKAELEL TIG MEPIMTWOELG XWPIC avTioToixlon. Mia GAAN
nepintwon indel, n elcaywyn 1 bp (chr17 39589692 C>CA ot1o aumAlkovio 111), emiong dev €iXe CWOTEC AVTIOTOLXIOELG ETIELSN EVVEQ
TIOPOAAQYEG NTAV XWwpic avTioToixlon Aoyw Tou piATtpou R5x9 kal emtd nTav avtiotolxioelg FN.

Mivakag 5 X0vown avixveuvong Indel pe to 0pyavo MiSeqDx

Méeyebog ) SUVOALIKOG SUVOALKOG SUVOALKOG
TUAMATOG Torog kot apLOuog apBuog apBuog
. . . il MAKOG Twv . Ap. pn ) ,
AUTAIKOVIO  Xpwuoowua O¢on ov Indel Indel AVTLYPAPWV QVTLOTOYIGEWY E0POAPEVWV OWOTWV PPA
uToBANBNKE ; OElYHOTWY ¢ avIloTolXioEWV  avIloToLXioEWV
, QMTIALKOViWV
o€ avaluvon pe Indel Indel Indel
1 1 36450544 93 Awypapr 25 GAAAATTTAATGAAACACATTGTCCT>G 2 0 0 2 100
bp
2 1 109465165 79 Awoypopn 3 ACTT>A 12 0 0 12 100
bp
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AUTIALKOVIO

13

14

21

25

27

31

34

Xpwuoéowua

O¢on

218353908

223906701

236372081

247812083

55862804

87003972

200796749

212245090

235016388

4466274

49851375

190106071

56236567

164446785

74077155

155662255

Méeyebog

TUAMATOG

Tov

uToBANBNKE

o€ avaAuon

91

92

70

88

90

80

87

91

73

93

70

75

66

62

83

75

TOTOG KOl
MUAKOG TWV
Indel
ANTIALKOViWYV

Elocaywyn 23
bp
Awaypopn 17
bp
Ewooywyn 5
bp
Elwocaywyn 3
bp
Elwocaywyn 7
bp
Alaypoon 6
bp
Ewooywyn 5
bp
Elcoywyn 12
bp
Elcaywyn 2
bp
Awaypopn 23
bp
Ewoaywyn 9
bp
Aaypopn 1
bp
Awaypoon 8
bp
Elcoywyn 11
bp
Awypopn 4
bp
Etcaywyn 8
bp

Indel

T>TTTTAATAGCAAAAAGAGGCTAGA

GACAGACTGTGAGGAAGA>G

C>CTTAAG

C>CATG

T>TTTGGTAA

TTATCTC>T

T>TTAAAA

C>CTGAAAATAGGAT

A>ATG

TAACTTAAAATTACAAAATAACCC>T

C>CCTGGCTCCT

AG>A

TAACCGAAA>T

T>TTATGGTATTGA

TAGTA>T

G>GCCTACTGA

ZUVOALKOG
apLOuog
AVILYPAPWY
OElYHOTWV
pe Indel
24
10
10

10

14

24

14

12

20

12

12

10

20

Ap. pn
GVTLOTOlXi.US(AJV

SUVOALKOG SUVOALKOG
apBuog apBuog
E0PAAUEVWV oWoTWV
avIloTolXioEwV  avIloTolXioEWV
Indel Indel
0 24
0 10
0 10
0 10
0 14
0 6
0 24
0 14
0 12
0 2
0 4
0 20
0 12
0 12
0 10
0 20

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Méeyebog ) SUVOALIKOG SUVOALKOG SUVOALKOG
, Tumog KoL , X X
TUAMOTOG , apOPOg apeuog apleuog
" n " HMNKOG Twv . Ap. un o g
AUTAIKOVIO  Xpwuoowua O¢on mov Indel Indel AVTLYPAPWV QVTLOTOYIGEWY E0POAPEVWV OWOTWV PPA
uToBANBNKE ; OElYHOTWV ¢ avIloTolXioEwV  avIloTolXioEWV
, OMTIALKOViWV
o€ avaluvon pe Indel Indel Indel
36 6 24950035 92 Awypopn 21 CCCTGGGTGCTATAGCCCACCA>C 10 0 0 10 100
bp
37 6 31084942 100 Awoypopn 3 GCTT>G 14 0 0 14 100
bp
39 6 32986905 95 Awypopr) 25 CTTTCACTTTCCCGTCTCATGCAAAG>C 12 0 0 12 100
bp
41 6 41647442 95 Awypopri 23 GGCATGAGGCTTGGTGACATGGCA>G 8 0 0 8 100
bp
44 7 66276142 88 Etcaywyn 1 C>CT 16 0 0 16 100
bp
46 7 110939983 85 Awoypopn 4 CAAGT>C 12 0 0 12 100
bp
47 7 128533514 90 Elcaywyn 1 T>TC 24 0 0 24 100
bp
48 7 149503916 91 Awypopn 4 GGATA>G 8 0 0 8 100
bp
50 7 156476548 93 Awypopn 11 GAATCTGCACTT>G 12 0 0 12 100
bp
52 8 24811064 90 Awypapn 1 AG>A 24 0 0 24 100
bp
53 8 76518677 67 Elwcaywyn 4 T>TACTG 14 0 0 14 100
bp
55 9 105586193 65 Elcaywyn 4 C>CAATT 2 0 0 2 100
bp
58 9 138995370 97 Awypopn 21 TCTGGGGGGCAGCCCCTGAGGG>T 14 0 0 14 100
bp
59 10 5987158 79 Awypopn 3 TAAC>T 10 0 0 10 100
bp
63 10 45084202 95 Awypagn 16 AGCGTCTATAACCAAAT>A 12 0 0 12 100
bp
64 10 55892600 89 Awypogn 2 TAC>T 10 10 0 0 Al
bp
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AUTIALKOVIO

68

70

75

76

78

84

85

86

89

90

91

93

95

96

98

100

Xpwuoéowua

"

"

"

M

12

13

13

13

14

14

14

14

15

15

15

15

O¢on

30177690

59837721

118406328

120357842

2834814

25817002

44880152

77665265

46958967

58050081

82390602

102808554

63446199

77879862

85438311

89864316

Méeyebog )
GTes Tumog KoL
AL MUAKOG TWV
mov Indel Indel
uToBANBNKE ,
, OMTIALKOViWV
oe avaiuon

70 Elcaywyn 2 C>CTG
bp

62 Elcaywyn 8 T>TTATGAAAA
bp

85 Aloypaopn 8 CAGTGTGGA>C
bp

85 Awaypoon 2 CTT>C
bp

84 Elcoywyn 21 T>TTCTCAGTACGGTGAACCCCAG
bp

89 Etcaywyn 19 C>CAAAATATAAAAAGCTCCCT
bp

89 Eltcaywyn 4 C>CCTGT
bp

77 Awypopn 20 ATCTATTTTCTAATAGACGGC>A
bp

73 Awaypagr 22 TTTAAAATTTGAATGTGATAAAAST
bp

81 Elcaywyn 4 C>CTGAT
bp

91 Aloypopn 16 CTTGCTCTATAAACCGT>C
bp

94 Awaypopn 5 CGTGGA>C
bp

68 Awaypoor 6 CAAAATT>C
bp

95 Aaypopn 25 GCCCCTGAGCCAGCCTCCCGCTCTTA>G
bp

72 Elwcaywyn 3 C>CTTG
bp

70 Elwcaywyn 4 G>GCTAC
bp

SUVOALIKOG

apLOuog

AVILYPAPWY

OElYHOTWV

pe Indel

10

12

10

10

24

24

12

14

24

20

10

10

12

14

Ap. pn
GVTLOTOlXi.USUJV

SUVOALKOG SUVOALKOG
apBuog apBuog
E0PAAUEVWV oWoTWV
avIloTolXioEwV  avIloTolXioEWV
Indel Indel
0 10
0 12
0 10
0 10
0 24
0 24
0 12
0 14
0 24
0 20
0 10
0 10
0 12
0 14
0 8
0 8

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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AUTIALKOVIO

105

107

108

109

m

112

13

14

120

121

122

130

131

132

134

135

Xpwuoéowua

16

17

17

17

17

17

17

17

18

18

18

20

20

20

20

21

O¢on

85706416

3594276

3970133

16084985

39589692

39589739

45438886

61502459

38837054

47405425

54815706

21766863

25278464

50897361

62690925

30300873

Méeyebog

TUAMATOG

Tov

uToBANBNKE

o€ avaAuon

91

87

91

93

84

84

92

79

75

81

85

70

101

67

87

66

TOTOG KOl
MUAKOG TWV
Indel
ANTIALKOViWYV

Awaypopn 7
bp
Awypan 1
bp
Elwooywyn 18
bp
Elwcaywyn 4
bp
Etcaywyn 1
bp
Elcaywyn 24
bp
Awypopn 4
bp
Awaypapn 12
bp
Elcoywyn 22
bp
Elcaywyn 3
bp
Aloypopn 2
bp
Awaypapn 15
bp
Elwcaywyn 5
bp
Elcoywyn 11
bp
Awypagn 16
bp
Elwcoywyn 11
bp

Indel

ATTATTTC>A

TG>T

A>ATCCTATTCTACTCTGAAT

A>AACAC

C>CA

T>TTCTGAAGGTCAAGTCTATCCCTGA

CAGTG>C

TTTGTATCTGCTG>T

T>TGTATCTTAGCAAAAGTTTCTCA

T>TGAG

ACT>A

TACTTGAGAACTGAGG>T

A>AGTGGG

G>GGAATGTCAGCC

TCCTGGCTGGCCTGTGG>T

G>GATAAAACTTTA

ZUVOALKOG
apLOuog
AVILYPAPWY
OElYHOTWV
pe Indel

16

10

10

16

24

12

20

24

20

20

20

24

10

10

Ap. pn
GVTLOTOlXi.USUJV

SUVOALKOG SUVOALKOG
apBuog apBuog
E0PAAUEVWV oWoTWV
avIloTolXioEwV  avIloTolXioEWV
Indel Indel

0 16
0 2

0 10
0 10
7 0

0 24
0 12
0 20
0 24
0 20
0 20
0 4

0 20
0 24
0 10
0 10

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Méeyebog ) SUVOALIKOG SUVOALKOG SUVOALKOG
TUAMATOG Torog kau apLOuog apBuog apBuog
. . . il MAKOG Twv . Ap. pn ) ,
AUTAIKOVIO  Xpwuoowua O¢on mov Indel Indel AVTLYPAPWV QVTLOTOYIGEWY E0POAPEVWV OWOTWV PPA
uToBANBNKE ; OElYHOTWV ¢ avIloTolXioEwV  avIloTolXioEWV
, OMTIALKOViWV
o€ avaluvon pe Indel Indel Indel
137 21 36710749 87 Awypopn 21 ACTCAAGATAACTCATGTTATC>A 16 0 0 16 100
bp
138 21 46644985 69 Awypo@n 5 GTTGTT>G 8 0 0 8 100
bp
140 22 25750814 100 Ewoaywyr 6 C>CAGGGCA 20 0 0 20 100
bp
142 22 37409885 97 Ewoaywyn 5 C>CTGTTT 2 0 0 2 100
bp
144 22 47081407 92 Awypaen 10 GGGCACAGGCA>G 12 0 0 12 100
bp

AvatrapaywyikoTnTa

Ale€nxOnoav 600 PEAETEC YIO TNV GELOAOYNON TNG GVOTIOPAYWYLHOTNTAG TOU opydavou MiSeqDx e KUTTOPIKEG OELPEG (MEAETN 1 KOL2) N
ME AELUKOAPALPEPEVO QIO EVOPOAAULOHEVO E KUTTOPLIKEG OELPES (MEAETN 2). H MeAETN 1 XpnoloTioince MOANATIAG 6pyava. H MeAETn
2 eixe MOANQGTIAG EPYQOTAPLAL.

MeAétn 1

H avamnapoywyluotnta Tou opydvou MiSeqDx ipoodlopiotnke Pe TN Xpron 600 opydvwy, U0 XEIPLOTWYV Kal U0 TAPTIdWVY
QVTIOPAOTNPIWY YLO CUVOALKG OKTW EKTEAECELG. O QVTUTPOCWTEVTIKOG TIPOCdLOPLONOG, Ta dElyOTA KOl N HEBODOC avapopdg ival
OpoLa e O0Q TIEPLYPAPOVTAL YO TN HEAETN aKPIBELAG.

Ta GTIOTEAECHATO TIAPOUGLIAOVTOL VA GUTIALKOVLO YIa KGBe 0pyavo (Mivakog 6), TPoKEWEVOU Va KaTadelyBel N avanapaywyLuotnTa
TWV OVTLOTOLYIOEWY PETAEL TWV 0pYAVWY. TO % TWV CWOTWV AVTLOTOLXIoEWV TIEPLEAGUPBAVE TOCO TIG ECPOAAUEVES OGO KAL TIG N
avTloToLxioelg (Eva I eplocOTEPA PIATPA SEV TANPOUVTAL VIO TNV GVTIOTOIXION TWV TIAPOAAGYwWVY). Ta Opyava TIAPHYOYQV TIOPOUOLOUG
OpPLBPOUC N GVTLOTOLXIOEWV KOL AGVBACHEVWY OVTIOTOLXIOEWV AVAAOYO [IE TO CUYKEKPLUEVO GMTIALKOVLO.
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Mivokog 6 ATOTEAECUOTA AVOTIOPAYWYLHOTNTAC METOEL TWV 0pYyAvVwWV yia To MiSeqDx (emtinedo apmALlkoviwy)

AUTIAIKOV  XpwHoow

Lo

10
1
12

13

14

15
16

Ho

N TN N NN

Apxn
AMTIALKOVE
ou

36450499
109465122

21835386
7

22390665
7

22852660
2

23637203
9

247812041

55862774
87003930
177016721
186625727

19032350
4

20079674
0

21224504
9

228147052

23501635
0

TéNog
AMTIALKOVE
ou

36450591

10946520
0

218353957

22390674
8

22852668
2

23637210
8

247812128

55862863
87004009
177016805
186625801
190323591

20079682
6

212245139

228147144

23501642
2

MéyeBog
TUAMATOG
Tou
uTtoANeN
KE o€
avaAuon

93

79

91

92

81

70

88

90

80

85

75
88

87

91

93
73

Baoelg 0TI
TIEPLOXEQ
vypnAov
emmedou
EUMLOTOCUV
ng

93

79

91

92

81

70

88

90

80

81

75
88

87

91

93
73

lovibiwpatt
KO

TEPLEXOMEV
o

AUTALKOViOU

Indel

PolyA (5),
PolyC (5),
indel

Indel

Indel

PolyG (5)

PolyT (10),
indel

PolyA (5),
CT(3), TAA
(3), indel

Indel
Indel
Al
PolyA (8)
PolyT (5)

PolyT (5),
indel
PolyT (5),
PolyA (6),
indel

Al

PolyT (5),
indel

Meplexodue
vo GC

0,22

0,38

0,4

0,49

0,69

0,39

0,27

0,28

0,38

0,65

0,35
0,42

0,31

0,3

0,43
0,42

TUvVoAo
OCWOoTWV

wv

8928

7584

8736

8832

7776

6720

8448

8640

7680

7775

7200
8448

8352

8736

8928
7008

MiSeqDx 1 MiSeqDx 2
Y0volo SUVOALKOG TUvolo TUVoAo SUVOALKOG
€0QPOAMEVWY  ApLOPOG UNn OCWOTWV €0QOAMEVWY  ApLOPOG UNn
QVTIOTOLYXIOE OVTIOTOLYXiOE OVTIOTOlXioE OVTIOTOLKioE avTloTolkioe avTloTolKioe
wv wv wv wv wv
0 0 8928 0 0
0 0 7584 0 0
0 0 8736 0 0
0 0 8832 0 0
0 0 7776 0 0
0 0 6720 0 0
0 0 8448 0 0
0 0 8640 0 0
0 0 7680 0 0
1 0 7775 1 0
0 0 7200 0 0
0 0 8448 0 0
0 0 8352 0 0
0 0 8736 0 0
0 0 8928 0 0
0 0 7008 0 0
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AUTIAKOV  XpWHOOW

Lo

18
19
20

21
22
23

24

25

26

27

28
29

30
31

32

33
34
35

o

W W W w

Apxn
QAMTALK OV
ou

4466229
46620561
49851331
189713161

190106030
2233667
7780541

15688604
56236521

10283924
4

16444674
3

1882081
14769061

41069808
74077114

14747534
3

149323731
155662213
6318713

TéNog
QMTALK OV
ou

4466321
46620643
49851400
189713248

190106104
2233744
7780637

15688681
56236586

102839314

16444680
4

1882158
14769144

41069871
74077196

14747540
9

149323821
155662287
6318814

MéeyeBog
TUAMATOG
Tou
uTtoBARGN
Ke o€
avaAuon

93
83
70
88

75
78
97

78

66

71

62

78
84

64
83

67

91
75
102

Bdoelg ot
TEEPLOXEG
uynAoL
EMUMESOL
EUTILOTOOLV
ne

93
83
70
88

74
78
97

78

62

69

62

75
84

64
83

67

91
75
102

FovidlwpuoTt
KO
nepleXoueV

QuTALKOViOUL

AT(3), indel
Al
CT(3), indel

PolyA (5),

PolyT (5),

PolyA (9),
TG(3)

Indel
PolyA (6)

PolyG (6),
PolyT (5),
PolyA (5)

Al

PolyA (5),
indel

PolyA (5)

PolyA (7),
indel

Al

GT(3), CCA
(3)

Al

PolyA (6),
indel

PolyT (5)

CT(4), AG(3)
Indel

PolyG (6)

MNeplexoue
vo GC

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

0,57
0,26
0,42

0,29

0,36

0,46

0,27

0,78
0,62

0,39
0,3

0,37

0,55
0,43
0,68

>0voho
OWOTWV
wv
8761
7968
6720
8448

7096
7488
9312

7488

5952

6624

5952

7200
8064

6144
7968

6432

8736
7200

MiSeqgDx 1 MiSeqDx 2
S0Voho SUVOALKOG SUvVoAo S0OvVoAo SUVOAIKOG
E0(POAAMEVWY  APLOPOG UN OWOTWV E0POANEVWY  OPLOBHOG UN
avTlotolxioe avTloTOlXioE oOvTloTolioe avTloTolXioe avTlotolxioe avTloTOlYioE
wv wv wv wv wv
0 167 8760 0 168
0 0 7968 0 0
0 0 6720 0 0
0 0 8448 0 0
0 8 7096 0 8
0 0 7488 0 0
0 0 9312 0 0
0 0 7488 0 0
0 0 5952 0 0
0 0 6624 0 0
0 0 5952 0 0
0 0 7200 0 0
0 0 8064 0 0
0 0 6144 0 0
0 0 7968 0 0
0 0 6432 0 0
0 0 8736 0 0
0 0 7200 0 0
0 0 9792 0 0

9792
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AUTIAKOV  XpWHOOW

Lo

36

37

38

39

40
41

42
43
44
45

46
47

48

49

50

51

52

53

o

o

N NN O

Apxn
QAMTALK OV
ou

24949983
31084900

32147987

32986864
33408498
41647401

112435865
22202076
66276100
77365735

110939946

12853346
8

14950387
5
154404519
156476507
1817312

24811020

76518625

TéNog
QMTALK OV
ou

24950074
31084999

32148084

32986958
33408583
41647495

112435955
22202148
66276187
77365821

110940030
128533557

14950396
5

15440459
9

15647659
9

1817394
24811109

76518691

MéeyeBog
TUAMATOG
Tou
uTtoBARGN
Ke o€
avaAuon

92
100

98

95

86
95

91
73
88
87

85
90

91

81

93

83

90

67

Bdoelg ot
TEEPLOXEG
uynAoL
EMUMESOL
EUTILOTOOLV
ne

92
94

98

95

86
94

91
73
88
87

85
90

91

66

93

83

89

67

FovidlwpuoTt
KO
nepleXoueV
o
QuTALKOViOUL

Indel

GCT(5),
indel

PolyT (5),
TCT(3),CTT
(3)

Indel
PolyC (6)

PolyG (5),
indel

PolyA (5)
Al
Indel

PolyA (7),
AG(4)

Indel

PolyG (5),
indel

PolyG (6),
PolyC (6),
indel

Al

Indel

Al

PolyG (7),
CTC(4),
indel

Indel

MNeplexoue
vo GC

0,63
0,61

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

pIVIeINe]
OWOoTWV

wv
8832
8979

9408

9120

8256
9024

8736
7008
8448
8352

8160
8550

8736

6336

8928

7968
8452

MiSeqgDx 1 MiSeqDx 2
S0Voho SUVOALKOG SUvVoAo S0OvVoAo SUVOAIKOG
E0(POAAMEVWY  APLOPOG UN OWOTWV E0POANEVWY  OPLOBHOG UN
avTlotolxioe avTloTOlXioE oOvTloTolioe avTloTolXioe avTlotolxioe avTloTOlYioE
wv wv wv wv wv
0 0 8832 0 0
0 45 8979 0 45
0 0 9408 0 0
0 0 9120 0 0
0 0 8256 0 0
0 0 9024 0 0
0 0 8736 0 0
0 0 7008 0 0
0 0 8448 0 0
0 0 8352 0 0
0 0 8160 0 0
0 90 8550 0 90
0 0 8736 0 0
0 0 6336 0 0
0 0 8928 0 0
0 0 7968 0 0
0 92 8449 0 95
0 0 6432 0 0

6432
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AUTIAKOV  XpWHOOW

Lo

54

55
56
57
58

59

60
61
62

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

75
76

o

© © | © | ©

Apxn
QAMTALK OV
ou

10305490
9

105586150
107620823
123769149

13899534
5

5987120

11784629
27317777
33018351

45084159
55892599
101611250
118351373
8159816
30177648
47470345
59837679
64418856
93529612
101347052

10247733
6

118406285
120357801

TéNog
QMTALK OV
ou

10305500
6

105586214
107620918
123769231
138995441

5987198

11784726
27317855
33018440

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

118406369
120357885

MéeyeBog
TUAMATOG
Tou
uTtoBARGN
Ke o€
avaAuon

98

65
96
83
97

79

98
79
90

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

85
85

Bdoelg ot
TEEPLOXEG
uynAoL
EMUMESOL
EUTILOTOOLV
ne

98

65
96
83
97

78

91
79
90

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

85
85

FovidlwpuoTt
KO
nepleXoueV

QuTALKOViOUL

PolyG (6)

Indel
A/l
AT(3)

PolyC (6),
indel

PolyG (5),
indel

GC(3)
PolyT (5)

PolyA (5),
PolyT (5)

Indel
AC(11), inde
A/l
Al
A/l
Indel
A/l
Indel
A/l
PolyA (5)
A/l
PolyG (6)

Indel

PolyA (5),
CA(3), indel

MNeplexoue
vo GC

0,67

0,32
0,49
0,37
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

pIVIeINe]
OWOoTWV
wv

9408

6240
9216
7968
9312

7488

8644
7584
8640

9120
8408
7680
7776
9216
6720
9600
5952
9792
7008
8160
8736

8160

MiSeqgDx 1 MiSeqDx 2

TOvolo SUVOALKOG S0voho T0voho SUVOALKOG
E0(POAAMEVWY  APLOPOG UN OWOTWV E0POANEVWY  OPLOBHOG UN
avTloTolxioe avtioTolxice avTloTolioe avtiotolxice avTioTolioe avtioTolxioe

wv wv wv wv wv

0 0 9408 0 0

0 0 6240 0 0

0 0 9216 0 0

0 0 7968 0 0

0 0 9312 0 0

0 0 7488 0 0

1 91 8644 1 91

0 0 7584 0 0

0 0 8640 0 0

0 0 9120 0 0

0 40 8407 0 41

0 0 7680 0 0

0 0 7776 0 0

0 0 9216 0 0

0 0 6720 0 0

0 0 9600 0 0

0 0 5952 0 0

0 0 9792 0 0

0 0 7008 0 0

0 0 8160 0 0

0 0 8736 0 0

0 0 8160 0 0

0 0 8160 0 0

8160
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AUTIAKOV  XpWHOOW

Lo

77
78

79

80
81
82

83
84

85
86
87
88
89

90
91
92
93

94
95
96

o

12

12

12
12
12

15
15
15

Apxn
QAMTALK OV
ou

125769313
2834770

26811004

30881766
88474105
120966872

24167504
25816961

44880112
77665218
31619327
39517884
46958962

58050030
82390559
92549544

10280849
6

43170751
63446149
77879807

TéNog
QMTALK OV
ou

125769397
2834853

26811096

30881846
88474175

12096696
6

24167576
25817049

44880200
77665294
31619393
39517966
46959034

58050110
82390649
92549609

10280858
9

43170848
63446216
77879901

MéeyeBog
TUAMATOG
Tou
uTtoBARGN
Ke o€
avaAuon

85
84

93

81
71
95

73
89

89
77
67
83
73

81
91
66
94

98
68
95

Bdoelg ot
TEEPLOXEG
uynAoL
EMUMESOL
EUTILOTOOLV
ne

85
84

93

81
71
95

73
88

89
77
67
83
72

81
91
66
94

96
68
93

FovidlwpuoTt
KO
nepleXoueV

QuTALKOViOUL

GA(3)

PolyC (5),
indel

PolyA (7),
AC(4)

Al
PolyA (6)
PolyG (5)

Al

PolyA (5),

PolyT (7),

PolyA (7),
indel

Indel
Indel
GA(3),TA(3)
Al

PolyT (5),
indel

Indel
Indel
PolyA (5)

Indel

PolyC (5)
Indel

PolyG (5),
indel

MNeplexoue
vo GC

0,52
0,52

0,33

0,49
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

pIVIeINe]
OWOoTWV
wv
8160
8064

8928

7776
6816
9117

7008
8448

8544
7392
6432
7968
6830

7776
8736
6336
9024

9216
6528

MiSeqgDx 1 MiSeqDx 2
>0volo SUVOALKOG S0volo pIVIeINe] SUVOAIKOG
E0(POAAMEVWY  APLOPOG UN OWOTWV E0POANEVWY  OPLOBHOG UN
avTlIoTOlYioE OVTIoTOlXioE OvTIoTOlXioE avTloTolKioe avTloTolkioe avTloTolKioe

wv wv wv wv wv
0 0 8160 0 0
0 0 8064 0 0
0 0 8928 0 0
0 0 7776 0 0
0 0 6816 0 0
3 0 9119 1 0
0 0 7008 0 0
0 0 8448 0 0
0 0 8544 0 0
0 0 7392 0 0
0 0 6432 0 0
0 0 7968 0 0
0 82 6835 0 77
0 0 7776 0 0
0 0 8736 0 0
0 0 6336 0 0
0 0 9024 0 0
0 0 9216 0 0
0 0 6528 0 0
0 0 8926 2

8928
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AUTIAKOV  XpWHOOW

Lo

97
98
99
100
101
102
103
104
105

106
107

108
109
110
m

112
113

14
115
116
17
118
119

o

15
15
15
15
16
16
16
16
16

17
17

17
17
17
17

17
17

17
17
17
18
18
18

Apxn
QAMTALK OV
ou

81625334
85438263
89817413
89864274
1894910
28997904
53682908
57954406
85706375

3563920
3594191

3970090
16084945
33998759
39589691

41244394
45438866

61502432

64023582

72308237
2616456
6980478
9888026

TéNog
QMTALK OV
ou

81625428
85438334
89817503
89864343
1894972
28997998
53682994
57954509
85706465

3564008
3594277

3970180
16085037
33998849
39589774

41244484
45438957

61502510

64023667

72308320
2616522
6980568
9888094

MéeyeBog
TUAMATOG
Tou
uTtoBARGN
Ke o€
avaAuon

95
72
91
70
63
95
87
104
91

89
87

91
93
91
84

91
92

79
86
84
67
91
69

Bdoelg ot
TEEPLOXEG
uynAoL
EMUMESOL
EUTILOTOOLV
ne

95
71
91
70
63
95
87
104
91

89
87

91
93
89
82

91
92

79
86
84
67
91
69

FovidlwpuoTt
KO
nepleXoueV

QuTALKOViOUL

PolyT (6)
Indel
Al
Indel
Al
PolyC (5)
TA(3)
PolyC (5)

PolyT (5),
indel

GC(3)

PolyC (5),
indel

Indel
Indel
PolyT (5)

PolyA (13),
indel (x2)

PolyA (5)

PolyA (7), AT
(3), AT(4),
AT(4), indel

Indel
PolyT (7)
GAG(3)

GA(3)

Al

PolyA (6),
TG(3)

MNeplexoue
vo GC

0,43
0,65
0,36
0,56
0,27
0,67
0,41
0,67
0,37

0,64
0,67

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

0,34
0,26

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

S0voAo
OWOTWV
wv
9120
6816
8736
6720
6048
9120
8352
9984
8736

8544
8347

8736
8928
8544
7776

8736
8832

7546
8256
8064
6432
8736

MiSeqgDx 1 MiSeqDx 2
S0Voho SUVOALKOG SUvVoAo S0OvVoAo SUVOAIKOG
E0QPOANUEVWY  aPIBOG [N oWOoTWV E0QPOAUEVWY  CPBPOG N
avTlotolxioe avTloTOlXioE oOvTloTolioe avTloTolXioe avTlotolxioe avTloTOlYioE
wv wv wv wv wv
0 0 9120 0 0
0 0 6816 0 0
0 0 8736 0 0
0 0 6720 0 0
0 0 6048 0 0
0 0 9120 0 0
0 0 8352 0 0
0 0 9984 0 0
0 0 8736 0 0
0 0 8544 0 0
0 5 8347 0 5
0 0 8736 0 0
0 0 8928 0 0
0 0 8544 0 0
7 89 7777 12 83
0 0 8736 0 0
0 0 8832 0 0
0 38 7547 0 37
0 0 8256 0 0
0 0 8064 0 0
0 0 6432 0 0
0 0 8736 0 0
0 0 6624 0 0

6624
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AUTIAKOV  XpWHOOW

Lo

120

121

122
123
124
125
126
127
128
129
130

131
132
133
134
135
136

137
138

139

140
141
142

o

18

18

18
18
19
19
19
20
20
20
20

20
20
20
20
21
21

21
21

21

22
22
22

Apxn
QAMTALK OV
ou

38836999

47405382

54815665
59773996
625143
18121418
18186574
746056
10633195
17705633
21766821

25278421
50897302
62331904
62690860
30300823
33694176

36710706
46644924

46705575

25750774
32439233
37409844

TéNog
QMTALK OV
ou

38837073

47405462

54815749
59774060
625241
18121491
18186643
746149
10633276
17705708
21766890

25278521
50897368
62331994
62690946
30300888
33694273

36710792
46644992

46705664

25750873
32439329
37409940

MéeyeBog
TUAMATOG
Tou
uTtoBARGN
Ke o€
avaAuon

75

81

85
65
99
74
70
94
82
76
70

101
67
91
87
66
98

87
69

90

100
97
97

Bdoelg ot
TEEPLOXEG
uynAoL
EMUMESOL
EUTILOTOOLV
ne

75

81

85
65
99
74
70
94
82
76
70

101
67
88
87
66
98

87
69

90

100
97
97

FovidlwpuoTt
KO
nepleXoueV

QuTALKOViOUL
PolyA (5),

indel

CTC(3),
indel

CT(3), indel
Al
Al
Al
Al
Al
AC(3)
CT(3)

GT(3),TG(4),
indel

Indel
Indel
PolyG (6)
Indel
Indel

PolyT (6),
CA(3)

GT(3), indel

PolyA (6),
AG(3), inde

PolyT (5),
PolyA (6)

Indel
Al

Indel

MNeplexoue
vo GC

0,37

0,47

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

0,63
0,36
0,73
0,57
0,35
0,54

0,39
0,32

0,5

0,63
0,68
0,46

pIVIeINe]
OWOoTWV
wv

7200

7776

8160
6240
9504
7102
6718
9024
7872
7296
6720

9696
6432
8360
8352
6336
9408

8352
6603

8640

9600
9312

MiSeqgDx 1 MiSeqDx 2

S0Voho SUVOALKOG SUvVoAo S0OvVoAo SUVOAIKOG
E0(POAAMEVWY  APLOPOG UN OWOTWV E0POANEVWY  OPLOBHOG UN
avTlotolxioe avTloTOlXioE oOvTloTolioe avTloTolXioe avTlotolxioe avTloTOlYioE

wv wv wv wv wv

0 0 7200 0 0

0 0 7776 0 0

0 0 8160 0 0

0 0 6240 0 0

0 0 9504 0 0

2 0 7104 0 0

2 0 6718 2 0

0 0 9024 0 0

0 0 7872 0 0

0 0 7296 0 0

0 0 6720 0 0

0 0 9696 0 0

0 0 6432 0 0

0 88 8360 0 88

0 0 8352 0 0

0 0 6336 0 0

0 0 9408 0 0

0 0 8352 0 0

0 21 6601 0 23

0 0 8640 0 0

0 0 9600 0 0

0 0 9312 0 0

0 0 9312 0 0

9312
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S

o

c

N
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3
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% 145 X

% 146 X

IS4

o

™ 147 X
148 Y
149 Y
150 Y

Ta AMOTEAECHATA TNG HEAETNG OVOTIOPOYWYLHMOTNTOG GVAALBNKOV aVA XELPLOTH KE TN XPHon TNG ouxvoTnTog apaAiayng (Mivakag 7).

Apxn
QAMTALK OV
ou

37637596
47081347
15870424

13528854
3

135290777

2655397
2655519
2655609

MéyeBog  Bdoelg otig
Téhoc TUAMATOG nsploxés
, TIoL vypnAov
AMTIALKOVE i X
o0 UTIOBARBN  emumEdOU
KE o€ EUTILOTOOLV
avaAuon ng
37637694 99 99
47081438 92 92
15870492 69 69
135288611 69 69
13529084 71 71
7
2655461 65 0
2655609 91 0
2655679 71 0

FoVISLWHOTL MiSeqDx 1 MiSeqDx 2
e l:oé eV MNeplexoue pIVIeINe] >0volo SUVOALKOG S0volo pIVIeINe] SUVOAIKOG
SRS vo GC OWOoTWV E0(POAAMEVWY  APLOPOG UN OWOTWV E0POANEVWY  OPLOBHOG UN
T avtiloTolxioe avtloTolxioe avtlotolxice avtiotolxice avtiotolxioe avTloTolkioe
wv wv wv wv wv wv
Al 0,6 9504 0 0 9504 0 0
Indel 0,66 8832 0 0 8832 0 0
PolyT (5) 0,26 6624 0 0 6624 0 0
PolyC (5) 0,62 6624 0 0 6624 0 0
A/l 0,52 6816 0 0 6816 0 0
Al 0,55 0 0 0 0 0 0
A/l 0,48 0 0 0 0 0 0
PolyA (5) 0,37 0 0 0 0 0 0

AUTN N avaAuon KaTedeLEE OTL OL CLYVOTNTEC TWV TIOPAAACYWVY ATAV CLVETIEIG METAEL TWV XEIPLOTWV. MNapoucldlovTal oL UECES
oUXVOTNTEG TIOPOAAOYWV +/- T TUTUK ) ATIOKALON.

MNivokog 7 ATIOTEAECUATO OVA XELPLOTN YLIO TO 0pyavo MiSeqDx

EUpog
ouxvoeTnTag
mapaAAayng

Opoluyeg

(0,70-1,00)
Etepouyeg
(0,20-0,70)

Ap1Buoég 2uvoAIKOG apIBuog
HOVASIKWV TapaAAaywv avoAupévwv
TapaAAaywv a1rd ToVv XeIpIoTh 1

2424 2424

8240 8132

2UuVvOoAIKOG apIBuog
TapaAAaywv avoAupévwv
a1rd TOV XEIPIOTN 2

2422

8128

Méon (SD) avagepouevn
ouxvoTnTag TrapaAAayng amoé
Tov XeipioTA 1

0,94 +/- 0,07

0,48 +/- 0,04

Méon (SD) avagepopevn
ouxvoTnTag TrapaAlayng amoé
Tov XeIpioTn 2

0,96 +/- 0,05

0,49 +/- 0,04

To OTMOTEAECHOTO TNG MEAETNG OVATIOPAYWYLHOTNTOG VIO KABE delyua MapoucsldovTal CUVOLOCHEVA KOL ATIO TIG OKTW EKTEAEDELS
(Mivakag 8). H avixvevon alohoyeital yio Kade TOTO TTapaAAayng —SNV, mpoobAKeg KalL Slaypapeg— EeXwpPLoTd. OLBECELC aVaAPOPAg
e€alpolvTal AuTr N avaAuon KATESELEE OTL TO ATIOTEAECUOTA VLA TIG TIAPOAAAYEG ATAV AVOTIOPOYWYLLO o€ OAA TO ElyUaTO.

8¢
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MNivokog 8 uu@wVio TWV ATOTEAECHATWY aVTIoTOLYioEWV BAong Ue To opyavo MiSeqDx avd deiyua

SNV MpooBnkeg Aloypopeg

A ZUVOMK’(')C Zuvo)\’u«')q ZUVO)}[KOC Zuvo)\’LKc')c ZUVOMK’OC ZUVO?\’lKéQ Zuvo}tlkbc Zuvo}\’u«')q ZUVO}\[K’OQ Zuvo)\'LKbc ZUVO)th(.')Q ZUVO}\’lKC)Q

aplepog aplopog AG aplopog Yo aplopog AA aplopog aplopog AG aplopog Yo aplopog AA aplopog aplepog AG apeuog Yo aplopog AA
NA12877 592 592 0 0 336 336 0 0 288 288 0 0
NA12878 1456 1456 0 0 320 304 0 0 384 368 0 0
NA12879 912 912 0 0 336 320 0 2 288 288 0 0
NA12880 1072 1071 0 1 384 384 0 0 320 304 0 0
NA12881 1248 1247 0 1 384 368 0 0 368 368 0 0
NA12882 944 943 0 1 352 336 0 4 304 288 0 0
NA12883 1088 1087 0 1 368 368 0 0 352 335 0 1
NA12884 1088 1088 0 0 400 384 0 5 336 336 0 0
NA12885 1200 1189 0 7 400 382 0 4 352 336 0 0
NA12886 1104 1102 0 2 368 352 0 3 368 368 0 0
NA12888 1056 1054 0 2 368 368 0 0 304 304 0 0
NA12893 1168 1168 0 0 352 336 0 1 368 368 0 0

Ta dE60PEVA IOV TIOPEXOVTAL GTIO TIC OKTW EKTEAECELG GE QUTAV TN HEAETN AVATIAPAYWYLHOTNTAC UTIOOTNPICOLV TOV LOXUPLOHO OTL TO
opyavo MiSeqDx pmopei va eKTEAEL AAAOUXLON E CUVETIELD:

* [leplexodpevo GC =19% (OAeg oL avTloTOLXIOPEVEG BAOELG o€ 192 aTtd Ta 192 auTALKOVIG aAAnAolxLlong e teplexopevo GC 19%
QVTLOTOLYXIOTNKOV OWOTA JE TTOGOOTO [N avTtieToixiong 1,1%)

*  [leplexodpevo GC = 78% (OAEQ OL AVTIOTOLXLOMEVEG Bdoelg o€ 192 amod Ta 192 aumAIKOVIa aAAnAouxLlong Ue Tieplexopevo GC 78%
QVTIOTOLXIOTNKOV CWOTA JE INOEVIKO TTOGOCTO N GVILOTOLXioEWV)

*  Mnkn PolyA = 8 (n emavaAnyn PolyA 8 VOUKAEOTIOIWY OVTIOTOLXIOTNKE oWOoTA o€ 192 amo ta 192 aumAKovia aAAnAovXLlong Tou
nieplexouv PolyA = 8)

*  Mnkn PolyT =10 (n ertavdAnyn PolyT 10 voukAeoTdiwv avTtiotolXioTnke cwoTd o€ 192 amnod Ta 192 aumALlkovia aAAnAovxLong Tou
nieplexouv PolyT =10)

*  Mnkn PolyG = 7 (n emavaAnyn PolyG 7 voukAeoTISiwv avTioTolXioTnke cwaoTd o€ 192 amod ta 192 auTALKOVIO GAANAOLYXLONG TIOU
neplexouv PolyG = 7)

¥ "3 SO 31 pAAdY 01 !A XgbasIN noARAJO 50100033000 01397
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*  Mnkn PolyC = 6 (n emavaAnyn PolyC 6 VOUKAEOTIOIWV OVTIOTOLXIOTNKE CWOTA 0€ 576 ATO TA 576 APTIALKOVIO GAANAOUXLONG TIOU
nieplexouv PolyC = 6)

*  MnkKn emavaAnyng 6LvouKAEoTBIWY = 11X (OAeg OL AVTIOTOLXLOPEVEG BAoelg o€ 192 amd Ta 192 auTALKOVID dAANAOUXLONG TIOU
TEPLEXOLV ETAVAANYN BLVOUKAEOTIBIWV 11X AVTLOTOLXIOTNKOV GWOTA L€ MOCOOTO N avTloToixlong 0,5%)

*  MnKN eMaVAANYNG TPLVOUKAEOTIOIWY = 5X (OAeg oL avTloTOLYIoMEVEG BAoelg o€ 192 amd Ta 192 AUTALKOVIO GAANAOLYXLONG TIOU
TIEPLEXOLV ETTAVAANWN TPLVOUKAEOTIOIWY SX AVTIOTOLXIGTNKAV CWOTA PE TTOCO0TO UNn avIlotoixong 0,5%)

* 24 A AyOTEPEC ELCOYWYEG BAoNg Kal 25 A AlyoTtepeg dlaypaPeg Baong
— 24 el00ywyEg BAong OU AVTLOTOLXIOTNK AV owoTd o€ 192 amo ta 192 deiypata

— 0125 8laypageg Baong Mou aVTIoTOLXIoTNKAV owoTd o€ 223 deiypaTta Kal avTloTolioTnkav AavBaoueva oe 1 deiypa amnod ta
224 beiyuota

MeAéTtn 2

Mio JEAETN AVOTIOPOYWYIHMOTATAC METOEL EPYOOTNPIWY TIOU TIPAYHATOTIOBNKE UE EVAV QVTIMPOCWTEUTIKO TIPOadloplouo, ToV
TPOOdLOPLOO KUOTIKNG ivwong 139 mapaAAaywv pe ta lllumina MiSegDx, cupmieple Aape €va UTIOGVUVOAO KALVIKG GNUAVTIK WY
YEVETIKWV TIapaAAaywv CFTR Ttou avaAlBnkav pe To Aoylouikd MiSeq Reporter xpnoLUoToLWVTIOG TN 6TOXEVOUEVN PO EPYOCLWV
aAAnAovxtong DNA tng mAat@oppag MiSeqDx. H TugpAomotlnuevn JEAETN XpNOLUOTIOINCE 3 EPYACTHPLE SOKLUNAG KOL 2 XELPLOTEG 0 KABE
EPYOOTAPLO. AUO KOAG XOPAKTNPLOMEVD TIAVEN 46 SelyUATWY EETAOTNKAV OTIO KABE XELPLOTH O KABE EPYAOTHPLO Y10 GUVOALKG 810
KANOELC OVa EpYaOThPLO. Ta MAVEA TiEpLEiaV €va PElYHO YOVIOLWHOTIKOU DNA amnod KUTTOPLIKEG OELPEG UE YVWOTEG TIOPAAAAYEC OTO
yoviblo CFTR KoBw¢g KAl AEUKOPOLPEUEVO Qi EVOPBOAULGUEVO UE KUTTOPLIKEG OELPEG LE YVWOTEC TIAPAAAAYES 0TO yoviblo CFTR. Ta
OelyOTA QiUOTOC TIOPEXOVTAL WOTE VA ETITPETOLV TNV EVOWNATWON TWV BNHATWY EKYXVALONG TIOL XPNGCLUOTOLOUVTAL YL TNV
Tapaokeur Tou gDNA Tou XpnoUeEL WG N KUPLX €i0080¢ Lo TN pON EPYACLWYV TOL TIPOadloplopol. O pubuog eTTLXiaG delyUaTog, oL
0PIZETAL WG O OPLOUOG TWV dELYUATWY TIOU TIEPVOULV ETUTUX WG TIC METPAOELS TIOLOTLKOV EAEYXOU WE TNV MPWTN TPOCoTIABELY, ATAV
99,88%. OAa Ta amOTEAEOHATA TWV £EETACEWY BacilovTal oTNV OpPXIKN EEETAON.
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MNivakag 9 Z0voyn amMOTEAECUATWY HEAETNG OVATIOPAYWYLHOTNTAG TIOL SLEEAXONCAV E EVAV QVTLTPOCWTEVTIKO TPOCOLOPLoUO
KUOTIKNG ivwong 139 mapaAlaywv Pe To MiSegDx
Opada

(Tave)
£EETAOEWV

A

Ap.

beiypotog

4

52

93

108

"

12

13
14
15

16

FovétuTog delypatog

S549N (HET)

1812-1G>A (HET)

Q493X/F508del (HET)

F508del/2184delA
(HET)
Y122X/R1158X (HET)
F508del/2183AA>G
(HET)

R75X (HET)

1507del/F508del (HET)
F508del/W1282X (HET)

F508del/3272-26A>G
(HET)

F508del/3849+10kbC>
T (HET)

621+1G>T/3120+1G>A
(HET)

E60X/F508del (HET)

M1101K (HET)

M1101K (HOM)

F508del (HOM)

Variant T0voAo (mopoAAayEg) TUTIOL) A A OeTIKA
ariants ETUOKEPEWY ) . . . . . & o) cuppwvia
(Maparrayec) avakévipo EPYAOTApO Epyaotnplo Epyootrplo Epyaotipio Epyactipo  EpyooTriplo CRERAESEY  CRACEE DY (%)
1 2 3 1 2 3
810 6 6 6 804 804 804 0 0 100
810 6 6 6 804 804 804 0 0 100
810 12 12 12 798 798 798 0 0 100
810 12 12 12 797 798 798 0 1 100
810 12 10 12 798 665 798 0 1352 94,44
810 12 12 12 798 798 798 0 0 100
810 6 6 6 804 804 804 0 0 100
810 12 12 12 798 798 798 0 0 100
810 12 " 12 798 797 798 28 0 97,22
810 12 " 12 798 797 798 23 0 97,22
810 12 12 12 798 798 798 0 0 100
810 12 12 12 798 798 798 0 0 100
810 12 12 12 798 798 798 0 0 100
810 6 6 6 804 804 804 0 0 100
810 6 6 6 804 804 804 0 0 100
Aev 828 6 6 6 822 822 822 0 0 100
UTLAPYXEL
1506V,
1507V,
F508C

OETIKEG AVTLOTOLYIOELG CUPPWVIAG

ApVNTIKEG QVTLOTOLXIOELG GUHPWVIAG (GypLou

Apvntikn
CUHPWVIa

(%)

100

100

100

100

94,44

100

100

100

99,96

99,96

100

100

100

100

100

100

SUVOAIKH
CUHPWVI
(%)

100

100

100

100

94,44

100

100

100

99,92

99,92

100

100

100
100
100

100
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Opada
(mével)
£EETAOEWV

A

Ap.
Seiypotog

17

29

30

31

32

33

34

35

FovétuTog delypatog

F508del/3659delC
(HET)

R117H/F508del (HET)

621+1G>T/711+1G>T
(HET)

G85E/621+1G>T (HET)
A455E/F508del (HET)
F508del/R560T (HET)

F508del/Y1092X (C>A)
(HET)

N1303K (HET)
G542X (HOM)
G542X (HET)
G551D/R553X (HET)
3849+10kbC>T (HOM)
WT
F508del (HET)
1717-1G>A (HET)
R1162X (HET)
R347P/G551D (HET)
R334W (HET)

WT

Variants

(MapaAaves) o« vevrpo  EPYOOTAPIO Epyaotrplo Epyaotiplo Epyaotriplo Epyaotiplo Epyaotiplo GvaviioToioswy  avriototxioswy

(TG)10
(T)o/
(TG)12
(M5

T0voho
EMUOKEPEWV

810

816

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

OETIKEG AVTLOTOLXIOELG CUPPWVIAG

1

12

18

12

12

12

12

12

(mopoArayEg)

2

12

5]

12

18

12

12

12

12

12

ApVNTIKEG QVTLOTOLXIOELG GUHPWVIAG (aypLou

1

798

798

798

798

798

798

798

804

804

804

798

804

810

804

804

804

798

804

810

TOTIOL)

2

798

798

798

798

798

798

804

804

804

798

804

810

804

804

804

798

804

810

3

798

798

798

798

798

798

798

804

804

804

798

804

810

804

804

804

798

804

810

Ap.

Ap. Hn

OeTIKN
cUPPWVIa
(%)

100

100

100

100

100

100

100

100

100

100

100

100

A/l

100

100

100

100

100

Al

Apvntikn
CUHPWVIa
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

TUVOALIKH
CUHPWVIX
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Opada
(mével)
£EETAOEWV

A

Ap.
Seiypotog

36

37

38

39

40

Yl

42

43

44

45

46

47

48

49

50

51

52

53

FovétuTog delypatog

G85E (HET)
1336K (HET)
WT

F508del/3849+10kbC>
T (HET)

621+1G>T/3120+1G>A
(HET)

F508del/3659delC
(HET)

R117H/F508del (HET)

G85E/621+1G>T (HET)
A455E/F508del (HET)
N1303K (HET)
G551D/R553X (HET)
2789+5G>A (HOM)

CFTR dele2, 3/F508del
(HET)

F508del/1898+1G>A
(HET)

WT

F508del/2143delT
(HET)

3876delA (HET)

3905insT (HET)

Variants

(MapaAaves) o« vevrpo  EPYOOTAPIO Epyaotrplo Epyaotiplo Epyaotriplo Epyaotiplo Epyaotiplo GvaviioToioswy  avriototxioswy

(TG)10
(T)o/
(TG)12
(M5

T0voho
EMUOKEPEWV

810

810

810

810

810

810

816

810

810

810

810

810

810

810

810

810

810

810

OETIKEG AVTLOTOLXIOELG CUPPWVIAG

1

6

12

12

12

18

12

12

12

12

12

12

(mopoArayEg)

2

6

5]

6

12

12

12

18

12

12

12

12

12

12

ApVNTIKEG QVTLOTOLXIOELG GUHPWVIAG (aypLou

1

804

804

810

798

798

798

798

798

798

804

798

804

798

798

810

798

804

804

TOTIOL)

2

804

804

810

798

798

798

798

798

804

798

804

798

810

798

804

804

3

804

804

810

798

798

798

798

798

798

804

798

804

798

798

810

798

804

804

Ap.

Ap. Hn

OeTIKN
cUPPWVIa
(%)

100

100

A/l

100

100

100

100

100

100

100

100

100

100

100

Al

100

100

100

Apvntikn
CUHPWVIa
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

TUVOALIKH
CUHPWVIX
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Opada
(mével)
£EETAOEWV

Ap.
Seiypotog

54
55
56
57
58
59
60
61
62
63
64
65
66

67

68
69
70
71

72*

73

FovétuTog delypatog

394delTT (HET)
F508del (HET)
WT
WT
F508del (HET)
WT
L206W (HET)
WT
G330X (HET)
WT
R347H (HET)

1078delT (HET)

G178R/F508del (HET)

S549R (c.1647T>G)

(HET)
S549N (HET)

W846X (HET)

WT

E92X/F508del (HET)

621+1G>T/1154insTC

(HET)
G542X (HET)

T0voho
Variants

, EMUOKEPEWV . .
(MapaAaves) o« vevrpo  EPYOOTAPIO Epyaotrplo Epyaotiplo Epyaotriplo Epyaotiplo Epyaotiplo GvaviioToioswy  avriototxioswy

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

OETIKEG AVTLOTOLXIOELG CUPPWVIAG

1

6

12

12

12

(mopoArayEg)

2

6

5]

6

12

12

12

ApVNTIKEG QVTLOTOLXIOELG GUHPWVIAG (aypLou

1

804

804

810

810

804

810

804

810

804

810

804

804

798

804

804

804

810

798

798

804

TOTIOL)

2

804

804

810

810

804

810

804

810

804

810

804

804

798

804

804

804

810

798

798

804

3

804

804

810

810

804

810

804

810

804

810

804

804

798

804

804

804

810

798

797

804

Ap.

Ap. Hn

OeTIKN
cUPPWVIa
(%)

100

100

A/l

A/l

100

Al

100

A/l

100

Al

100

100

100

100

100

100

Al

100

100

100

Apvntikn
CUHPWVIa
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
100
100
100

99,96

100

TUVOALIKH
CUHPWVIX
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
100
100
100

99,96

100
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Opada
(mével)
£EETAOEWV

Ap.
Seiypotog

74
752
76
77
78
79
80
81
82

83

84
85

86*

87

88

89

90
91

92

. . Variants
FovétuTog delypatog

F508del (HET)

F508del (HET)

F508del (HET)

621+1G>T/A455E (HET)
1812-1 G>A (HET)
wWT

F508del/R553X (HET)
F508del/G551D (HET)
R347P/F508del (HET)

R117H/F508del (HET) (TG)10

(T)o/
(TG)12
(M5

1507del (HET)
2789+5G>A (HOM)

CFTR dele2, 3/F508del
(HET)

F508del/1898+1G>A
(HET)

WT

F508del/2143delT
(HET)

3905insT (HET)
394delTT (HET)
F508del (HET)

Y0volo

T0voho
EMUOKEPEWV

810

810

810

810

810

810

810

810

810

816

810

810

810

810

810

810

810

810

810

74556

OETIKEG AVTLOTOLXIOELG CUPPWVIAG
(mopoArayEg)

1 2 3
6 6 6
6 5 6
6 6 6
12 12 12
6 6 6
0 0 0
12 12 12
12 12 12
12 12 12
18 18 18
6 6 6
6 6 6
12 12 12
12 12 12
0 0 0
12 12 12
6 6 6
6 6 6
6 6 6
2209

ApVNTIKEG QVTLOTOLXIOELG GUHPWVIAG (aypLou
TOTIOL)

1 2 3
804 804 804
804 670 804
804 804 804
798 798 798
804 804 804
810 810 810
798 798 798
798 798 798
798 798 798
798 798 798
804 804 804
804 804 804
798 797 798
798 798 798
810 810 810
798 798 798
804 804 804
804 804 804
804 804 804

221182

Ap.

Ap. Hn

(MapaAaves) o« vevrpo  EPYOOTAPIO Epyaotrplo Epyaotiplo Epyaotriplo Epyaotiplo Epyaotiplo GvaviioToioswy  avriototxioswy

0
1352

0

14

273

OeTIKN
cUPPWVIa
(%)

100

94,44

100

100

100

Al

100

100

100

100

100
100

100

100

Al

100

100

100

100

99,77

Apvntikn
CUHPWVIa
(%)

100

94,44

100

100

100

100

100

100

100

100

100
100

99,96

100

100

100

100

100

100

99,88

TUVOALIKH
CUHPWVIX
(%)

100

94,44

100

100

100

100

100

100

100

100

100
100

99,96

100

100

100

100

100

100

99,88
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TH 6¢0n dyplov TUTOL oL avTIeTOLXEL 0TV TTAPaAAayh N1303K yia Vo avTiypago eiXe WS OMOTEAECHA T W GVTLOTOIXION AOYW GVETIAPKOUS
KAALYNG.

2 Eva avTiypapo Twv Setypdtwy 5 Kal 75 eixe puBUS avTloToixlong 0%. MepATEPW £PELVA LTIOSEIKVUEL OTL TA SELYUOTA UTOPEL VA NV €X0LV
npooTeBel oTNV MAGKA SELYUATWVY TIPLV ATIO TNV MPOoETOacia TNG BBALOBAKNG, ETIEWDN OL OYKOL dELYATWYV TIOL ATIOPEVOUV GTA CWANVAPLA NTAV
OULVETEIC KL 6EV €lXE aPaLpeBEL OYKOG.

3 Ta oTotXEla UTIOSEIKVOOLY OTL Ta SelypoTa 9 Kat 10 ATAV TOAVO Vo GAAAEQV ATd TOV XELPLOTH TIPLV OTIO TV TIPOETOUAGIA TNS BBALOBAKNG.

4 H 6£0n AypLou TUTIOL TIOL AVTIGTOLXEL 0TNV TIAPAAAAYH M1V yia éVa aVTiypa@o amd Ta 600 SEIYMOTA EXE WS OTIOTEAEGHA TN KN AVTIOTOLXIoN AOYWw
OVETIOPKOUG KAALYNG.

XapakTtnpioTiKa ammrdédoong Somatic

OL HEAETEG TIOU TMEPLYPAPOVTAL E6W XpNOoldoTioincay Tn povada Somatic Variant yla tnv avaAuvon twv dedouevwy aAAnAovxlong, EKTOG
Qo TIC MEAETEG EKELVEG TIOL XpNOoLUoTIoiNCoaV dU0 AVEA YOVISiWV OTIOU XPNOLUOTIOONKE HLa EOLKHA YLO TOV TIPOCdLOPLOUO HoVAda.

AkpiBela
Ale€NxOnoav Tpelg PEAETEG YO TNV aEloAdYNoN TNG aKpiBelag Tou opydvou MiSeqDx pe DNA mou €€nxOn amno deiypata FFPE.
MeAétn 1

H pJEAETN XPNOLYIOTIOINCE YLD OVTITPOCWTIEVTIKH SOK OGN, OXEBLAOUEVN YO TNV AvVO{ATNOoN TANBWPAG YOVISiWV TTOU KAAUTITOUV
12.588 Baoelg o€ 23 SLOPOPETIKA XPWHOCWHOTA KE T Xpenon 150 aumAtkoviwy. To XpwHOoWHO Y 6EV TEPLEXEL TIEPLOXEG ME LYNAO
emninedo eumiotoolvng KaL dev aflohoyndnke. Ta MEVTE JOVODLIK G dElyATA TTIOU XPNGLUOTIOLOUVTOL € AUTAV TN UEAETN TIPOEPYOVTOL
Qo Jio olkoyevela - U0 yoveig Kal Tpia aldld - mouv UTIORGANOVTAV CUXVE € GAANAOUXLON OTIO TIOAAGTIAG EPYACTHPLO KA
pMeBodoAoyieg aAAnAoLXLlong. YTIGpYXOouV Tpia deiypata amno yuvaikeg Kot d0o anod avdpeg. ONa Ta delypaTa NTOV HOVIUOTIOINHEVD OF
(POPMOALVN KOl EYKAELOPEVA O€E TIAPOpivN TPV amod TNV e€aywyn Tou DNA yia tn JeAETN. To deiyua GM12877 apalwbnKe, o€ minedo
DNA, e 1o beiypa GM12878 yia tn dnuiovpyia Tov GM12877-D, wote va dnuoupynbel €va cUVOAO TIOPAAAAYWY PE GLXVOTNTEG KOVTA
010 5% KaL 10 10%. To KABEVQ OO TA delyOTA EEETACTNKE €1G SITAOLV €KTOG oo To GM12877-D, T0 oToi0 EEETACTNKE HE TIEVTE
avtiypapa. H akpifela mpoodlopiotnke yla SNV, eloaywyeg KoL dlaypa®eg Pe TN oLYKPLON TV 6E60UEVWV TNG MEAETNG UE ULO KOAD
XOPOKTNPLOPEVN Bdon dedopevwy avapopds. H aAhnAouyia tng Baong dedouevwy avagopdg (Platinum Genomes €kboon 2016-01)
PoNABe amod Tov cuVdLACHO TTOAAATIAWY PeBOSOAOYLWV aAANAOLXLoNG, dNuUbGLa SLABETIUWY dES0UEVWV KAl KANPOVOULK WV
TIANPOYOPLWV. OL YOVISLWHATIKEG TIEPLOXES ME LYNAO ETITESO EUTILOTOOVVNG KaBopidovTal BAceL AUTNG TNG MEBODOL AVAPOPAG, EKTOG
KOl oV OpIi{eTOL SLAPOPETIKA. TUVOALIKQ, TO dElyATA AVAALBNKOV OKTW (POpEG. OL TTVAKEG TIOL TIAPOVCLAOVTAL YIa Va eTIOELOUY TNV
oKpiBela Baoi¢ovtal o dedoueva amo TNV TIPWTN avVAALon.
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20 "3 812900002 N0dh0JdAA3 “dy

3 VIJ ONOW "HXHdX HMILXONIVIV OdLIA NI VI

‘HJO1V

LY

O Mivakag 10 mepAauBAVEL TO 6€60UEVA TNG MEAETNG HE BETIKO KOL GPVNTIKO TTOGOO0TO CUMPWVIAS avd delyua, OOV TG ATIOTEAEGUATA
TWV MOPOANOYWV GUYKPIvOVTAL JE TNV KOAG XOPAKTNPLOPEVN oLVBETN NEBOOO AVAPOPAS VIO TOUG UTIOAOYLoHOUG PPA. OL Tpelg TuTtoL
napaAAaywv (SNV, mpooBbnkeg Kal dlaypaeg) cuvdudlovtal. ETeldn n HEBOdOC avapOopag MAPEXEL GTIOTEAECUATO HOVO VIO TIG
TIOPOAAOYEG EVOG VOUKAEOTIOIOU KO YLa TIPOGONKEG/OLAYPOPES, T OTIOTEAETUOTO BACNG XWPIG TIAPAAAAYEG CUYKpiVOVTAL UE TNV
aAAnAouxia avagopdg avBpwrivou yovidiwuatog hgl19 yia urtohoylopoug NPA.

MNivakog 10 ZupPwvic TWV ATOTEAECUATWY AVTIOTOIXLONG BACEWYV HE TO Opyavo MiSeqDx cUUPWVA UE SEGOUEVD QVAPOPAG VIO 6
KOAG XOPAKTNPLOPEVD dElyaTO

e Momord s SesmEe  wosumev woswa e o
GM12877 98,7 152 147 0 23719 100 100 100
GM12878 98,4 270 260 0 23482 100 100 100
GM12879 98,7 192 186 0 23744 100 100 100
GM12885 99,1 244 236 0 23713 100 100 100
GM12886 98,7 230 226 0 23652 100 100 100
GM12877- 675 650 0 100 100 100

D' 98,4 57608
GM’II§2877- 155 155 0 100 100 100

" Mopahhayeg ue ouXVOTNTO HEYOADTEPN OTO 20%.

2 MopaAAGYR PE GUXVOTNTA HIKPOTEPN OO 20%.
Ta 150 OUTAIKOVIO OXESIAOTNKAV WOTE VO KOAUTITOUV £VA UEYAAO EVPOC YOVISIWHATIKOU TiEPLEXOMEVOUL. To eplexopevo GC Twv
QMTIALKOViWV €ixe VP0G 26-87%. Ta GUTIALKOVLIA €iXAV ETIIONG EVO EVPOG UOVOVOUKAEOTIOIK WV (TL.X. PolyA, PolyT), 8LvOUKAEOTIOIK WV
KOIL TPLVOUKAEOTIOIK WV ETMAVOAAYEWV. XpNOLUOTIOONKAV 6 oVadIK G dEiyaTO 0TOV TIPOGOLOPLOMO. Ta 6E60UEVA GUYKEVTPWONKOV
ava aumAkovio (Mivakag 11), ylo va TpoodloploTel N MdPAGN TOL YOVISLWHATIKOU TIEPLEXOMEVOL GTO % TWV CWOTWV OVILOTOLXIOEWV.
To % TWV CWOTWV OVTLIOTOLYXIOEWY OTIOTEAEITAL OTIO AVTLOTOLYXIOELG TTAPAAAGYAC KAL aVAPOpAg Kal eival JikpoTepo amod 100% eav
UTIAPXOULV EITE ECPOAUEVES EITE KOMIO AVTLOTOIXLION. AEV TIPOYHATOTIOLOVVTAL GVTLOTOLXIOELG OTAV 6EV TTANPOULVTOL VA I TIEPLOCOTEPA
@iATpa vl avTloToiXloN TMAPOAAAGYAS (TI.X. GVETIOPKAGS KAALYN). Aev LTINPEOAV ECPAANUEVEG avVTIoTOLXIoELG. O apBUOG TWV UN
QVTLOTOLYXOEWVY SLEPEPE ONUAVTIKG PUETAED TWV GUTAKOViWY. To epleXopevo GC KaL 0pKETESG AAANAETUOPACELS e TO TtEpLEXOPEVO GC
ATOV OL TILO GNPAVTLKOL TPOYVWOTIKOL TTapAyovTEG JN avTloTolyicewyv. 2040/2580 (79%) Twv PN avTloTolXioewv opeilovTayv o€ un
EKTIANPWON TWV TPodlaypapwyv KAALYNG. Ta AUTIAIKOVLA JE TiepLleXONEVO GC ueyaAUTEPO OTiO 78% €iX0V WG OTIOTEAECUA TIG
TIEPLOCOTEPEG N AVTLOTOLYI0ELG. EVA AVTIMTPOCWTEVUTIKO GUTIALKOVLIO JE TIEPLEXOUEVO GC 78% €ixe 0LUVOALKA 675 N avTIOTOLYIOELG.
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EVa QVTIMPOCWTEVTIKO GUTIALKOVLO JE TIEPLEXOUEVO 87 % €iXE OUVOAIK G 1365 pn avTioTolyioelg. H kadAuyn pmopei va augnbet
MELWVOVTAG TOV OPBPO TWV dELYMATWYV TIOU Eival POPTWHEVD 0TNV KUYWEAIDO pong, YEYOVOG TIOL UTIOPEL VA ETUTPEWEL TNV QViXVeuon ae
OMTIALKOVLO E LYPNAO TieplexOpevo GC.

Mivakag 11 Agdopeva akpiBelog MMESOL AUTIALKOVIWY

AUTIAIKOVIO  XpWHOoWHO

(o2 BN B N 0V

10
1
12
13
14

15
16
17
18
19

N N N N N NN

w W w NN

Apxn
QATIALKOViOU

36450499
109465122

218353867
223906657
228526602
236372039

247812041

55862774
87003930
177016721
186625727
190323504
200796740
212245049

228147052
235016350
4466229
46620561
49851331

TéNog
ATIALKOViOU

36450591
109465200

218353957
223906748
228526682
236372108

247812128

55862863

87004009

177016805
186625801

190323591
200796826
212245139

228147144
235016422
4466321
46620643
49851400

MéyeBog
TUAHATOG
Tou
uTtoBANBNKE
o€ avaiuon

93
79

91
92
81
70

88

90
80
85
75
88
87
91

93
73
93
83
70

Bdoelg ot
TIEPLOXES
uynAoL
ETUMESOV
guMOTOOVVNG

93
79

91
92
81
70

88

90
80
81
75
88
87
91

93
73
93
83
70

FovIdlwpaTIKO
TIEPLEXOMEVO
AuTAIKOViou

Indel

PolyA (5),
PolyC (5), indel

Indel
Indel
PolyG (5)

PolyT (10),
indel

PolyA (5), CT
(3), TAA(3),
indel

Indel
Indel
Al
PolyA (8)
PolyT (5)
PolyT (5), indel

PolyT (5),
PolyA (6), indel

Al
PolyT (5), indel
AT(3), indel
A/l
CT(3), indel

MNeplexodpevo
GC

0,22
0,38

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

0,27

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

0,43
0,42
0,27
0,43
0,49

SUVOALKOG
apLBuog
oWoTWV

AVTIOTOLXIOEWY  aAVTIoTOLXioEWV

1395
1185

1364
1380
1215
1050

1320

1350
1200
1215
1117
1320
1302
1365

1395
1095
1349
1245
1050

SUVOALKOG
apLeuog
E0QOAPEVWV

o o o o

o o o o o o o

o o o o o

SUVOAIKOG
APBHOG N
avTloTolxiocewv

o o o

% OCWOTWV
avtlotolxioewv

100
100

99,9
100
100
100

100

100
100
100
99,1
100
99,4
100

100
100
96,7
100
100
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AUTIALKOVIO  XpWHOOWHA

20

21
22
23

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

39
40
41
42

o o o o o o oo g a0 a0 a M b b b

o oo o o

Apxn

OUTALKOVIOL  AUTIALKOViOU

189713161

190106030
2233667
7780541

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

32986864
33408498
41647401

112435865

TéNog

189713248

190106104
2233744
7780637

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

32986958
33408583
41647495
112435955

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

88

75
78
97

78
66
71

78
84
64
83
67
91
75
102
92
100
98

95
86
95
91

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

88

74
78
97

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

95
86
94
91

FovISlWUaTIKO
TEPLEXOMEVO
AMTALKOViOU

PolyA (5),
PolyT (5),
PolyA (9), TG
(3)

Indel
PolyA (6)

PolyG (6),
PolyT (5),
PolyA (5)

A/l
PolyA (5), indel
PolyA (5)
PolyA (7), indel
A/l
GT(3), CCA(3)
A/l
PolyA (6), indel
PolyT (5)
CT(4), AG(3)
Indel
PolyG (6)
Indel
GCT(5), indel

PolyT (5), TCT
(3),CTT(3)

Indel
PolyC (6)
PolyG (5), indel
PolyA (5)

Meplexdpevo
GC

0,41

0,57
0,26
0,42

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

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

0,53
07

0,61

0,44

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

1305

1108
1170
1455

1169
930
1035
920
450
1260
960
1245
1005
1365
1125
1530
1380
1383
1455

1425
1290
1410
1365

TUVOALKOG
apleuog
E0POANEVWV

O 0o O o/ 0o o o o o o o o o o o

o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

30

O o ojlo o o o o

=N
o N

o o o o

% OWOTWV
ovTIoTOLYIoEWV

97,8

99,8
100
100

99,9
100
100
98,9
40,0
100
100
100
100
100
100
100
100
98,1
99,0

100
100
100
100
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AUTIALKOVIO  XpWHOOWHA

43
44
45

46
47
48

49
50
51
52

53
54
55
56
57
58
59
60
61
62

63
64
65
66

~

0 00 NN

© | © © © © o

10
10
10

10
10
10
10

Apxn

OUTALKOVIOL  AUTIALKOViOU

22202076
66276100
77365735

110939946
128533468
149503875

154404519
156476507
1817312
24811020

76518625
103054909
105586150
107620823
123769149
138995345

5987120

11784629

27317777

33018351

45084159
55892599
101611250
118351373

TéNog

22202148
66276187
77365821

110940030
128533557
149503965

154404599
156476599
1817394
24811109

76518691
103055006
105586214
107620918
123769231
138995441

5987198

11784726

27317855

33018440

45084253
55892687
101611329
118351453

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

73
88
87

85
90
91

81
93
83
90

67
98
65
96
83
97
79
98
79
90

95
89
80
81

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

73
88
87

85
90
91

66
93
83
89

67
98
65
96
83
97
78
91
79
90

95
88
80
81

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

Al
Indel

PolyA (7), AG
(4)

Indel
PolyG (5), indel

PolyG (6),
PolyC (6), indel

Al
Indel
Al

PolyG (7), CTC
(4), indel

Indel
PolyG (6)
Indel
A/l
AT(3)
PolyC (6), indel
PolyG (5), indel
GC(3)
PolyT (5)

PolyA (5),
PolyT (5)

Indel
AC(11), inde
Al
AN

Meplexdpevo
GC

0,44
0,35
0,26

0,38
0,62
0,71

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

0,3
0,67
0,32
0,49
0,37
0,68
0,47
0,87
0,3
0,2

0,35
0,42
0,49
0,51

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

1095
1320
1299

1275
1350
1365

990
1395
1245
1305

1005
1470
973
1440
1242
1455
1170

1185
1350

1425
1290
1200
1215

TUVOALKOG
apleuog
E0POANEVWV

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

o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

Ol w O N O o

1365

% OWOTWV
ovTIoTOLYIoEWV

100
100
99,5

100
100
100

100
100
100
97,8

100
100
99,8
100
99,8
100
100

100
100

100
94,9
100
100
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AUTIALKOVIO  XpWHOOWHA

67
68
69
70
71
72
73
74
75
76

77
78
79

80
81
82
83
84

85
86
87
88
89
90

12
12
12
12
13

13
13
14
14
14
14

Apxn

OUTALKOVIOL  AUTIALKOViOU

8159816
30177648
47470345
59837679
64418856
93529612
101347052
102477336
118406285
120357801

125769313
2834770
26811004

30881766
88474105
120966872
24167504
25816961

44880112
77665218
31619327
39517884
46958962
58050030

TéNog

8159912
30177717
47470444
59837740
64418957
93529684
101347136
102477426
118406369
120357885

125769397
2834853
26811096

30881846
88474175
120966966
24167576
25817049

44880200
77665294
31619393
39517966
46959034
58050110

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

97
70
100
62
102
73
85
91
85
85

85
84
93

81
71
95
73
89

89
77
67
83
73
81

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

96
70
100
62
102
73
85
91
85
85

85
84
93

81
71
95
73
88

89
77
67
83
72
81

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

Al
Indel
Al
Indel
Al
PolyA (5)
Al
PolyG (6)
Indel

PolyA (5), CA
(3), indel

GA(3)
PolyC (5), indel

PolyA (7), AC
(4)

Al
PolyA (6)
PolyG (5)

AN

PolyA (5),
PolyT (7),
PolyA (7), indel

Indel
Indel
GA(3),TA(3)
AN
PolyT (5), indel

Indel

Meplexdpevo
GC

0,45
0,46
0,65
0,37
0,59
0,4
0,42
0,55
0,53
0,34

0,52
0,52
0,33

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

0,49
0,39
0,39
0,25
0,19
0,38

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

1440
1050
1500
930
1530
1095
1275
1365
1275
1275

1275
1260
1395

1215
1065
1425
1095
1305

1335
1155
1005
1245
1038
1215

TUVOALKOG
apleuog
E0POANEVWV

O o o o/lo o o o o o

o o o o o

o o o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

O o ol o o o o o o o

% OWOTWV
ovTIoTOLYIoEWV

100
100
100
100
100
100
100
100
100
100

100
98,9
100

100
100
100
100
98,9

100
100
100
100
96,1
100

¥ "3 SO 31 pAAdY 01 !A XgbasIN noARAJO 50100033000 01397
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AUTIALKOVIO  XpWHOOWHA

91
92
93
94
95
96
97
98
99
100
1071
102
103
104
105
106
107
108
109
110
1M1

112

113

14
115

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

17

17

17
17

Apxn
QUTALKOViOU

82390559
92549544
102808496
43170751
63446149
77879807
81625334
85438263
89817413
89864274
1894910
28997904
3682908
57954406
85706375
3563920
3594191
3970090
16084945
33998759
39589691

41244394

45438866

61502432
64023582

TéNog
AuTALKOViOU

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

41244484

45438957

61502510
64023667

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

91
66
94
98
68
95
95
72
91
70
63
95
87
104
91
89
87
91
93
91
84

91

92

79
86

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

91
66
94
96
68
93
95
71
91
70
63
95
87
104
91
89
87
91
93
89
82

91

92

79
86

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

Indel
PolyA (5)
Indel
PolyC (5)
Indel
PolyG (5), indel
PolyT (6)
Indel
Al
Indel
Al
PolyC (5)
TA(3)
PolyC (5)
Poly T (5), indel
GC(3)
PolyC (5), indel
Indel
Indel
PolyT (5)

PolyA (13),
indel (x2)

PolyA (5)

PolyA (7), AT
(3), AT(4), AT
(4), indel

Indel

PolyT (7)

Meplexdpevo
GC

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

0,34

0,26

0,41
0,22

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

1365
975
1410
1440
1020
1395
1425
1065
1365
1050
945
1425
1305
1560
1362
1335
1303
1365
1395
1335
1215

1365

1365

1175
1289

TUVOALKOG
apleuog
E0POANEVWV

O O O 0O/l o0o O O O 0O o o o o oo o o o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

OOONOU)OOOOOOOOOOOO%

~
0o

% OWOTWV
ovTIoTOLYIoEWV

100
94,2
100
100
100
100
100
100
100
100
100
100
100
100
99,8
100
99,8
100
100
100
94,0

100

98,9

99,2
99,9

¥ "3 SO 31 pAAdY 01 !A XgbasIN noARAJO 50100033000 01397



3 VIJ ONOW "HXHdX HMILXONIVIV OdLIA NI VI

‘HJO1V

20 "3 812900002 N0dh0JdAA3 “dy

€S

AUTIALKOVIO  XpWHOOWHA

116
17
118
119

120
121
122
123
124
125
126
127
128
129
130

131
132
133
134
135
136

137
138

18
18
18

18
18
18
18
19
19
19
20
20
20
20

20
20
20
20
21
21

21
21

Apxn

OUTALKOVIOL  AUTIALKOViOU

72308237
2616456
6980478
9888026

38836999
47405382
54815665
59773996
625143
18121418
18186574
746056
10633195
17705633
21766821

25278421
50897302
62331904
62690860
30300823
33694176

36710706
46644924

TéNog

72308320
2616522
6980568
9888094

38837073
47405462
54815749
59774060
625241
18121491
18186643
746149
10633276
17705708
21766890

25278521
50897368
62331994
62690946
30300888
33694273

36710792
46644992

Méeyebog
TUAMATOG
TIou
uToBANBNKE

og avdAuon eptiotooLvng

84
67
91
69

75
81
85
65
99
74
70
94
82
76
70

101
67
91
87
66
98

87
69

Bdoelg oTig
TIEPLOXES
uypnAoL
ETUMESOV

84
67
91
69

75
81
85
65
99
74
70
94
82
76
70

101
67
88
87
66
98

87
69

FovISlWUaTIKO
TEPLEXOMEVO
AuTALKOViou

GAG(3)
GA(3)
Al

PolyA (6), TG
(3)

PolyA (5), indel
CTC(3), inde
CT(3), inde

Al
Al
Al
Al
Al
AC(3)
CT(3)

GT(3),TG(4),
indel

Indel
Indel
Poly G (6)
Indel
Indel

PolyT (6), CA
(3)

GT(3), indel

PolyA (6), AG
(3), inde

Meplexdpevo
GC

0,62
0,31
0,37
0,43

0,37
0,47
00,45
0,48
0,59
0,68
0,64
0,61
0,59
0,58
0,46

0,63
0,36
0,73
0,57
0,35
0,54

0,39
0,32

JUVOALKOG
aplBuog
oWoTWV

avtlotolxicewv avTtloTolioewv

1260
1005
1365
1035

121
1215
1275
975
1478
1110
1050
1410
1230
1140
1050

1515
1005
1320
1305
990
1470

1305
1029

TUVOALKOG
apleuog
E0POANEVWV

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

o o o o o o

SUVOAIKOG
apHOG N
avIloTolXioewv

o o o o

-
[}

O O O/l o0o O O N o o o

O o oo o o

o

% OWOTWV
ovTIoTOLYIoEWV

100
100
100
100

98,3
100
100
100
99,5
100
100
100
100
100
100

100
99,4
100
100
100
100

100

99,3

¥ "3 SO 31 pAAdY 01 !A XgbasIN noARAJO 50100033000 01397
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MéeyeBo Bdaoelg ot
e 5ty JUVOALKOG JUVOALKOG

, i TUAMATOG TIEPLOXES FovISlWUaTIKO ) ) ) SUVOAIKOG ,
, X Apxn TeNog . ) Meplexduevo apleuog apeuog ) % CWOTWV
AUTIAIKOVIO  XpWHOoWHA , ; Tov vynAoL TEEPLEXOMEVO , ) apBHOG N ,
OMTIALKOVIOU  OUTIALKOVIOU i i ; GC oWoTWV E0QOAPEVWV . avtlotolxioewv
uTIOBANBNKE ETUMEDOV AMTIALKOVIOU avtlotolxioewv

. ) OVTLOTOLXIOEWY  AVTIoTOLKIoEWVY
og avadAuon  eUTLOTOCUVNG

3 VIJ ONOW "HXHdX HMILXONIVIV OdLIA NI VI

‘HJO1V

139 21 46705575 46705664 90 90 PolyT (5), 0,5 1350 0 0 100
PolyA (6)
140 22 25750774 25750873 100 100 Indel 0,63 1500 0 1 99,9
141 22 32439233 32439329 97 97 Al 0,68 1455 0 0 100
142 22 37409844 37409940 97 97 Indel 0,46 1455 0 0 100
143 22 37637596 37637694 99 99 Al 0,6 1485 0 0 100
144 22 47081347 47081438 92 92 Indel 0,66 1380 0 0 100
145 X 15870424 15870492 69 69 PolyT (5) 0,26 1035 0 0 100
146 X 135288543 135288611 69 69 PolyC (5) 0,62 1035 0 0 100
147 X 135290777 135290847 71 71 Al 0,52 1065 0 0 100
148 Y 2655397 2655461 65 0 Al 0,55 0 0 0 Al
149 Y 2655519 2655609 91 0 Al 0,48 0 0 0 Al
150 Y 2655609 2655679 71 0 PolyA (5) 0,37 0 0 0 Al

14°]

OLmapaAAayEC TTou Sev ATAV aVTLOTOLXIOELG cuVOoWidovTal oToV [Mivakog 12. Ta GUYKEKPLHMEVA PIATPA TIOU £1XOV WG GTMOTEAECHO TNV
amnouacia avtioTolXioewv TOPATIBEVTOL GTOV TIVAKQ.

Nivakag 12 Xvvoyn mopaAAaywyv Xwpig aviiotolXioelg

Ap. amAlkoviou Xp.:0€on MoapoAAayn AVTIOTOLYO TIEPLEXOUEVO AUTIALKOVIWY ®iATpo MapoAAayEG IO TOPAAELPONK AV AVOUEVOUEVEG TIAPAAAOYES
28 5:1882129 T>G 78% GC XapnAr dlapopikn mieon’ 8 13
52 8:24811064 AG> A PolyG (7), CTC(4), 61% GC R3x62 15 15
60 10:11784633 C>T PolyGC (3), 87% GC XapnAn dlo@opikn Tieon 13 13
64 10:55892600 TAC>T AC(11), 42% GC R3x6 9 9
m 17:39589692 C>CA PolyA (13), 29% GC R3x6 13 13

T XaunAr dlapopikr Tieon: XapnAf KGALYN. Mo tapoaAAayh GINTPAPETAL oV TO BABOG G TOUAAXLOTOV Hia amd TIG SEEAUEVESG GTN CUYKEK PLUEVN BEaN
eival katw amo 900.

2 R3x6: EMOVAAGBETE TO PIATPO. Mo TIOPAAAGYF PINTPAPETAL, EGV TO GUVONO i) HEPOG TNG TIAPAAAOYAS ETOVAAGUBAVETAL GTO YOVISIWHA AVOPOPAC
6imAa oTn B€0n TNG MAPAAAAYAG. ATTAITOUVTOL TOUAGXLOTOV E§L ETIAVOANYELG OVAPOPAG KAl AdMBAEvVoVTaL LTIOWYN JOVO OL EMOVOANYELG PE MNKOG

MEXPL 3 bp.
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Ta amoTeEAECHATA TNG AAANAOUXLONG YLIO TO SElY O GLYKPIBNK AV PE EVaV YOVOTUTIO PE LYNAO eTiMedO euTiIoTOOLVNG Yo To NA12878, o
otoiog £xel oplotel amo to National Institute of Standards and Technology (NIST) (€k8.2.19). Att6 ta 150 QUTALKOVLY, 92 OUTIAKOVLA
TIEPLEXOVTAV TIANPWG OTIC TIEPLOXES VYPNANG EUTILOTOOUVNG TOU YOVISLWHATOG, 4T AUTIAIKOVLG NTOV UEPIKWG GAANAETIKOAUTITOUEVO KOL
17 QUTALKOVLIO eV OAANAETIKOAUTITOVTIOV aThV aAAnAovyia NIST. Auto anepepe 10.000 cuVTETAYMEVEG OVA OVTIYPAPO YLa cUYKPLoN.
AvTioTtolxioelg Baong pUn MOPoAAOGYAC CLYKPIBNKAV JE TNV GAANAOLXIO AVAPOPAC AVOPWTILVOU YOVIBLWHOTOG hg19. Ta OMOoTEAECUATA
ok pifelag avapepovtal atov MNivakag 13.

MNivakog 13 Zup@wvia TV ATOTEAECUATWY AVTLIOTOLXLoNG BAoEWV HE TO 0pyavo MiSeqDx pe ta dedopeva avapopdc Tou NIST yia
delypa GM12878

) , i SUVOAIKOG aplopog AG SUVOAIKOG aplepog WA ) ) ) )
, ApLBHOG Mgoo ocooTo i , JUVOALKOG OplOPOG  ZUVOALKOG OpLOPOG
Aelypa ; . avtlotolxioewv avtlotolxioewv . . PPA NPA  OPA
AMTIALKOViWV avtiotoixong , , AA avTloTtolyioewv WO avtloTolyioewv
TIOPOAAY WV TIOPOAAQY WV
GM12878 150 98,43 206 0 19231 0 100 100 100

Ta nevte deiypata avaAlbnKav TIEPALTEPW YLO TNV GVTLOTOIXLON MIKPWV EL0OYWYWV Kal dlaypagwy (indel) (Mivakag 14). € oplOPEVES
TIEPIMTWOELG, OL TIEPUTTWOELS indel ATav cuXVEG HETAEL BUO I MEPLOCOTEPWYV SELYHATWY, OTIWG AVTIKATOTTPI{ETAL 0TN OTAAN
«ZUVOAIKOG QPLOPOC avTLYpapwy delyudTwy Ue Indel». Ta amoTEAEGUATA KOL VIO TA 600 AVTiypoPa TWV TEVTE SELYHATWVY
nepthapBavovtal otov Nivakacg 14. Yinp€av cuvoAlka 71 mepimtwoelg indel pe peyedog 1-24 bp yla TIC Eloaywyeg Kot 1-25 bp yua t1g
dlaypapeg. 68 nepimtwoelg indel avixvelTNKaV e BETIKO MOCOOTO CUMPWVIAC 1. TPELG ELCAYWYEG KOL SLOYPAPES EV EIXOV CWOTES
QVTIOTOLXIoELG, ETEION KOBEUIO OO GUTEC TIC TIOPAAAAYEC NTAV XWPIG avTIoToiXlon AOYw Tou PiATpou R3x6. Tuvenwg, bev NTav
duVOTOC 0 LTIOAOYLGOG TOL PPA ToU OTIOKAEIEL TIG IEPIMTWOELS XWpIC avTioToixlon. OL Tpelg apaAAayeg ATav N daypaen 1 bp (chr8
24811064 AG>A), n 6laypapn 2 bp (chr10 55892600 TAC>T) katn elcaywyn 1 bp (chr17 39589692 C>CA).

Mivakag 14 Zovown avixvevong Indel pe to 6pyavo MiSeqDx

Méeyebog ) SUVOALIKOG SUVOALKOG SUVOALKOG
TUAMATOG Torog kot apLOuog apBuog apBuog
. . . il MAKOG Twv . Ap. pn ) ,
AUTAIKOVIO  Xpwuoowua O¢on ov Indel Indel AVTLYPAPWV QVTLOTOYIGEWY E0POAPEVWV OWOTWV PPA
uToBANBNKE ; OElYHOTWY ¢ avIloTolXioEWV  avIloToLXioEWV
, QMTIALKOViWV
o€ avaluvon pe Indel Indel Indel
1 1 36450544 93 Awypapr 25 GAAAATTTAATGAAACACATTGTCCT>G 7 0 0 7 100
bp
2 1 109465165 79 Awypopn 3 ACTT>A 9 0 0 9 100
bp
3 1 218353908 91 Elcaywyn 23 T>TTTTAATAGCAAAAAGAGGCTAGA 15 0 0 15 100
bp
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AUTIALKOVIO

13

14

21

25

27

31

34

36

Xpwuoéowua

O¢on

223906701

236372081

247812083

55862804

87003972

200796749

212245090

235016388

4466274

49851375

190106071

56236567

164446785

74077155

155662255

24950035

Méeyebog

TUAMATOG

Tov

uToBANBNKE

o€ avaAuon

92

70

88

90

80

87

91

73

93

70

75

66

62

83

75

92

TOTOG KOl
MUAKOG TWV
Indel
ANTIALKOViWYV

Awaypopny 17
bp
Elcaywyn 5
bp
Ewcaywyn 3
bp
Elwocaywyn 7
bp
Alaypopr 6
bp
Elcaywyn 5
bp
Elcaywyn 12
bp
Etcaywyn 2
bp
Awaypopn 23
bp
Etcaywyn 9
bp
Awypaen 1
bp
Awaypopn 8
bp
Elwcoywyn 11
bp
Awaypoen 4
bp
Ewoaywyn 8
bp
Awaypaepn 21
bp

Indel

GACAGACTGTGAGGAAGA>G

C>CTTAAG

C>CATG

T>TTTGGTAA

TTATCTC>T

T>TTAAAA

C>CTGAAAATAGGAT

A>ATG

TAACTTAAAATTACAAAATAACCC>T

C>CCTGGCTCCT

AG>A

TAACCGAAA>T

T>TTATGGTATTGA

TAGTA>T

G>GCCTACTGA

CCCTGGGTGCTATAGCCCACCA>C

ZUVOALKOG
apLOuog
AVILYPAPWY
OElYHOTWV
pe Indel

"

13

15

13

13

13

Ap. pn
GVTLOTOlXi.USUJV

SUVOALKOG SUVOALKOG
apBuog apBuog
E0PAAUEVWV oWoTWV
avIloTolXioEwV  avIloTolXioEWV
Indel Indel
0 "
0 9
0 9
0 13
0 "
0 15
0 1
0 9
0 13
0 7
0 13
0 9
0 9
0 7
0 13
0 1

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Méeyebog ) SUVOALIKOG SUVOALKOG SUVOALKOG
, Tumog KoL , X X
TUAMOTOG , apOPOg apeuog apleuog
" n " HMNKOG Twv . Ap. un o .
AUTAIKOVIO  Xpwuoowua O¢on mov Indel Indel AVTLYPAPWV QVTLOTOYIGEWY E0POAPEVWV OWOTWV PPA
uToBANBNKE ; OElYHOTWV ¢ avIloTolXioEwV  avIloTolXioEWV
, OMTIALKOViWV
o€ avaluvon pe Indel Indel Indel
37 6 31084942 100 Awaypoon 3 GCTT>G 15 0 0 15 100
bp
39 6 32986905 95 Awypapr25 CTTTCACTTTCCCGTCTCATGCAAAG>C 7 0 0 7 100
bp
41 6 41647442 95 Awoypopry 23 GGCATGAGGCTTGGTGACATGGCA>G " 0 0 1 100
bp
44 7 66276142 88 Elcoywyn 1 C>CT 13 0 0 13 100
bp
46 7 110939983 85 Awypopn 4 CAAGT>C 13 0 0 13 100
bp
47 7 128533514 90 Elcoywyn 1 T>TC 15 0 0 15 100
bp
48 7 149503916 91 Awypopn 4 GGATA>G 7 0 0 7 100
bp
50 7 156476548 93 Awypoen 11 GAATCTGCACTT>G 13 0 0 13 100
bp
52 8 24811064 90 Aaypopn 1 AG>A 15 15 0 0 Al
bp
53 8 76518677 67 Elcaywyn 4 T>TACTG 9 0 0 9 100
bp
55 9 105586193 65 Elwcaywyn 4 C>CAATT 13 0 0 13 100
bp
58 9 138995370 97 Awypoen 21 TCTGGGGGGCAGCCCCTGAGGG>T 9 0 0 9 100
bp
59 10 5987158 79 Awaypoon 3 TAAC>T 1 0 0 1 100
bp
63 10 45084202 95 Awypapn 16 AGCGTCTATAACCAAAT>A 1 0 0 1 100
bp
64 10 55892600 89 Awypogn 2 TAC>T 9 9 0 0 100
bp
68 " 30177690 70 Ewcaywyn 2 C>CTG 7 0 0 7 100
bp
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AUTIALKOVIO

70

75

76

78

84

85

86

89

90

91

93

95

96

98

100

105

Xpwuoéowua

"

"

12

13

13

13

14

14

14

14

15

15

15

15

16

O¢on

59837721

118406328

120357842

2834814

25817002

44880152

77665265

46958967

58050081

82390602

102808554

63446199

77879862

85438311

89864316

85706416

Méeyebog

TUAMATOG

Tov

uToBANBNKE

o€ avaAuon

62

85

85

84

89

89

77

73

81

91

94

68

95

72

70

91

TOTOG KOl
MUAKOG TWV
Indel
ANTIALKOViWYV

Elwcaywyn 8
bp
Awaypoon 8
bp
Aloypopn 2
bp
Elwcoywyn 21
bp
Etocaywyn 19
bp
Elcaywyn 4
bp
Aloypapn 20
bp
Awypapn 22
bp
Elwcaywyn 4
bp
Awaypopn 16
bp
Aloypopn 5
bp
Awaypopr 6
bp

Aaypogr 25 GCCCCTGAGCCAGCCTCCCGCTCTTA>G

bp
Elcaywyn 3
bp
Eltcaywyn 4
bp

Awypopn 7
bp

Indel

T>TTATGAAAA

CAGTGTGGA>C

CTT>C

T>TTCTCAGTACGGTGAACCCCAG

C>CAAAATATAAAAAGCTCCCT

C>CCTGT

ATCTATTTTCTAATAGACGGC>A

TTTAAAATTTGAATGTGATAAAA>T

C>CTGAT

CTTGCTCTATAAACCGT>C

CGTGGA>C

CAAAATT>C

C>CTTG

G>GCTAC

ATTATTTC>A

ZUVOALKOG
apLOuog
AVILYPAPWY
OElYHOTWV
pe Indel

"

15

15

15

13

Ap. pn
GVTLOTOlXi.USUJV

SUVOALKOG SUVOALKOG
apBuog apBuog
E0PAAUEVWV oWoTWV
avIloTolXioEwV  avIloTolXioEWV
Indel Indel
0 "
0 9
0 1
0 15
0 15
0 1
0 9
0 15
0 13
0 "
0 9
0 1
0 9
0 9
0 9
0 1

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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AUTIALKOVIO

107

108

109

m

112

13

14

120

121

122

130

131

132

134

135

137

Xpwuoéowua

17

17

17

17

17

17

17

18

18

18

20

20

20

20

21

21

O¢on

3594276

3970133

16084985

39589692

39589739

45438886

61502459

38837054

47405425

54815706

21766863

25278464

50897361

62690925

30300873

36710749

Méeyebog

TUAMATOG

Tov

uToBANBNKE

o€ avaAuon

87

91

93

84

84

92

79

75

81

85

70

101

67

87

66

87

TOTOG KOl
MUAKOG TWV
Indel
ANTIALKOViWYV

Aaypopn 1
bp
Elcaywyn 18
bp
Eltcaywyn 4
bp
Etcaywyn 1
bp
Elocaywyn 24
bp
Awaypoen 4
bp
Awaypopn 12
bp
Elcoywyn 22
bp
Elwocaywyn 3
bp
Aaypoon 2
bp
Awypaepn 15
bp
Elwcaywyn 5
bp
Elwcoywyn 11
bp
Awaypopn 16
bp
Elwcaywyn 11
bp
Awaypaepn 21
bp

Indel

TG>T

A>ATCCTATTCTACTCTGAAT

A>AACAC

C>CA

T>TTCTGAAGGTCAAGTCTATCCCTGA

CAGTG>C

TTTGTATCTGCTG>T

T>TGTATCTTAGCAAAAGTTTCTCA

T>TGAG

ACT>A

TACTTGAGAACTGAGG>T

A>AGTGGG

G>GGAATGTCAGCC

TCCTGGCTGGCCTGTGG>T

G>GATAAAACTTTA

ACTCAAGATAACTCATGTTATC>A

ZUVOALKOG
apLOuog
AVILYPAPWY
OElYHOTWV
pe Indel

13

13

15

13

15

13

13

15

Ap. pn
GVTLOTOlXi.USUJV

13

SUVOALKOG SUVOALKOG
apBuog apBuog
E0PAAUEVWV oWoTWV
avIloTolXioEwV  avIloTolXioEWV
Indel Indel
0 13
0 1"
0 7
0 0
0 15
0 7
0 13
0 15
0 "
0 13
0 9
0 13
0 15
0 9
0 9
0 9

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Méeyebog )
, ToTOG KO
TUNUOTOG .
. . . MAKOG TWV
AUTAIKOVIO  Xpwuoowua O¢on mouv Indel
uToBANBNKE ,
, OMTIALKOViWV
oe avaiuon
138 21 46644985 69 Aaypoon 5
bp
140 22 25750814 100 Etooywyn 6
bp
142 22 37409885 97 Ewooywyn 5
bp
144 22 47081407 92 Awypaen 10
bp
MeAéTn 2

ZUVOALKOG
apLOuog
Indel AVILYPAPWY
OElYHOTWV
pe Indel
GTTGTT>G 13
C>CAGGGCA 13
C>CTGTTT 13
GGGCACAGGCA>G 7

SUVOALKOG SUVOALKOG
apBuog apBuog

Ap. un . g
, E0POAPEVWV OWOTWV PPA

avTloTolioewv , ,

avTloTolXioewv  avIloTolXioewv

Indel Indel
0 0 13 100
0 0 13 100
0 0 13 100
0 0 7 100

AUTH N MEAETN XpNOolUoTIoiNoE aToBnKeLEVa deiyuaTa LoToU FFPE 0pBOKOAIKOU KOPKIVOUL KOl VOV QVTIMPOCWTEUTIKO TIPOadLloplopo
600 yovidiwv, 0 omoiog cuyKpPIBNKE e TN KEBOSO avapopdag, TNV auPidpoun aAAnAouxion Sanger (Sanger). Amo toug 1183 cUVOALIKG
OUMMETEXOVTEG, 441 CUNMETEXOVTEG XAV EYKUPO OTIOTEAECHATA Sanger KAl GVTUTPOCWTIEVTIKG OTIOTEAECGUATA TIPOadlopLopov. Otav
aflohoyndnkav oe eminedo aodevoug (Mivakag 15), 230 amnod toug 441 aobeveig NTav BeTIKol KaTd Sanger (UETAAAAEN TIOL
aviXVeLTNKE JEcw aAANAoLXLloNg Sanger). ATd auTEg, 227 NTAV BETIKEG CUUPWVA LIE TOV GVTITIPOCWTIEVTIKO TIPOGdLoPLoO. Ot
uTtoAotrol 211 a6 toug 441 aogbeveig ATAV apvnTIKOL Ao KOTA Sanger (dev avixveldnke NETAANAEN pEow aAAnAoLXLIONG Sanger). Ao
auteg, 206 NTaV 0PVNTIKEG CUPPWVO E TOV AVTIMTPOCWTEVTIKO TIPOCadLopLoHO. AuTO 08ryNoe o€ BETIKO TT0000TO cLUPWViag (PPA)
98,7% KoL apvnNTKO TI0c00TO cuuPpwviag (NPA) 97,6% (Mivakag 15).

MNivakag 15 OeTIKO KL apvNTIKO TIOC00TO CUUPWVIOG TWV AMOTEAECUATWY o€ eTinedo acBevolg

AVTITTPOCWTIEVUTIKOG TIPOCGdLOPLOHOG

OeTIKO

ApvnTiKO

YUMPWVIO XTATIOTIKA oToLXElD

Sanger

QETIKO
227
32
Amodoon Mepiknyn

EkTipnon onueiov

Y0volo
ApvnTlKO
5 232
206 209

AKpIBEC Cl 95%
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. . Sanger Y0OVOAO
AVTITIPOCWTEVTIKOC TIPOCGOLOPLONOG
OeTIKO ApvnTiKO
Z0voho 230 211 a1
Amnodoon Mepiknyn
YUMPWVIO XTATIOTIKA oToLXElD EkTipnon onueiov AkplBeg Cl 95%
PPA 227/230=98,7% [96,2%, 99,7%]
NPA 206/211 = 97,6% [94,6%, 99,2%]

Yrijpxav 224 ok pIBEIC OVTIOTOLXIES YIa OTIOTEAEGUOTA ETUMESOL OAWV TWV PETAAANGEEWY GTOV 1510 aoBevr. Mo 8V aoBeveic, To MiSegDx avixvevoe
MO HETAANGEN pECW OAANAOLYXLONG Sanger Kal Jia eTunAgov ueTdAAAEN. MNa €vav aobevr), To MiSeqDx koL n aAAnAovxlon Sanger avixveuoav
OLOPOPETIKEG UETOAAGEELG.

ZEvag aoBevhg eixe 500 HETAANGEELS TIOL AVIXVEDTNKAY MEGW aAANAOLXIoNG Sanger. ADO AoBEVEIS ixe Ml HETAAAGEN TTIOL AVIXVEVTNKESG HECW
aAAnAoUxlong Sanger.

MeAérn 3

AuTA n peAETn aglohoynaoe BLBALoBrkes DNA tou nmapaokevdoTnkav Je delypota FFPE o€ TOAAOTAOVG TUTIOUG LOTWV. ZUVOALKA 109
delypota FFPE amo oK Tw SLoPOPETIKOVG LOTOUG (TaL EVTIEPO, WOBNKN, TIAYKPEAG, ETUVEPPIOLO, 0UPOSOXOG KUGOTN, ATIOP, BUPEODELONG
KOl JooTOg) e TouhayxloTtov 11 deiypata FFPE mou avTinmpoowtebouv KABe TUTIO LoToV). O eTVEPPLOLOKOG LOTOG TIEpLEAdUBAvVE
MeTAOTAON OTO OYKOUG TOU OLOOPAYOU, TOU TIVEUOVO KAL TOU TIaXE0C eVTEPOU. O AANOG LOTOG EiXE TIPWTOTOBEIC OYKOUC. Z€ AUTAV TN
MEAETN XPNOLUOTIOBNKE O OXEBLOOHOG PG GVTLTPOOWTEVTIKAG dOKIaGiag yia TNV avalitnon 26 yovidiwv ou KaAuttouy 21.577
Baoelg o€ 17 SLOPOPETIKA XPWHOCWHOTO. ZUVOALK G £EL OLOPOPETIKG Yovidla (KRAS, NRAS, TP53, PIK3CA, EGFR koL BRAF)
uTtoBAnBnKav oe oaAAnAovxlon Sanger pe KAaBe Oyko va £xel 1-3 yovidla pe aAAnAouvyLlon Sanger pe Baon ToV OVAPEVOUEVO
ETUMOAQCHO CWHATIKWV METAAAGEEWV YO TOV CUYKEKPLUIEVO OYKO. Ta anoTeAEOUOTO GAANAOUXLONG Sanger TauTtomnoinoav 39
OWMOTIKEG HETAANGEELG SNV og 33 amo ta 109 deiyuata FFPE. To MiSeqDx Tautomnoince 36 cwpaTKEG HETOAAGEELG SNV og 32 aTo ta
109 6¢eiypota FFPE pe pio weudwg apvnTikr KoL dUo apaAAayeES BEcewV Xwpig avtiotolxioelg. To PPA Atav 97,3%. To MiSeqDx
Tavtornoinoe 78.975 Baaoelg avapopdg ota 109 deiypota FFPE pe 29 peudwg BeTkd o€ oXeon Pe TNV dAAnAoLxLlon Sanger kat 3416
Xwpic avtiotolyioelg. To NPA Atav 99,9%. Mia dlaypar 800 Badoewv ATAV cUPPWVN METAEL TwV dV0 PeBOdwV. O lMivakag 16
OUVOWIZEL TA OTIOTEAEGUOTA GVG TUTIO LOTOU.
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Mivakog 16 O€TIKO KOL apVNTIKO TTOC00TO CUPPWVIAG ava TOTIO LoTOU

Tonoc 1To Ap’. SUVOALKOG apL’SHéQ SUVOALKOG dplBL'.I(')Q A® ZUVOAIKOG (xpleL’.l(')Q WA TuVOAIKOG upllepéq AA  TuVOAKOG cxp’lepéq YO  ZuvoAlkog (x;’)LSpéQ pn PPA NPA
SElyHATWY TIOPAAAOY WV TIOPAAAOY WV TIOPaAAAYy WV avtlotolXioewv avtlotolXioewv avtlotolxioewv

Emveppidia 16 6 4 1 11823 2 607 80 >99,9

OupodoX0g 12 4 4 0 7070 3 273 100  >99,9
KOOTN

Mootog 16 3 3 0 13439 7 479 100 99,9
MoaxL €viepo " 6 5 0 8720 2 133 100 >99,9
‘Hrop 13 3 3 0 7984 1 59 100 >99,9
Qobnkn 13 7 7 0 10581 1 724 100 >99,99

MNaykpeag 17 7 7 0 11929 12 489 100 99,9
Qupeoeldng " 3 0 7429 1 652 100 >99,9
S0voho 109 39 36 1 78975 29 3416 97,3 >99,9

AvaTtrapaywyikoTnTa

AleENXONoavV dU0 PEAETEG VIO TNV GELOAGYNON TNG GVATIOPAYWYLHMOTNTOG ToU opydvou MiSeqDx e DNA mov €€1x0On anod
delypata FFPE. H MeA€étn 1 Xpnotdotioinos moANaTAG 6pyava. H MeAETN 2 ixe TIOAAGTIAG EpyaoThPLa.

MeAérn 1

H avamnapoywyluotnta Tou opydvou MiSeqDx mpoodlopiotnke Pe TN Xprion 600 opydvwy, U0 EKTIALOEVPEVWV XEIPLOTWYV YO CUVOALKA
OKTW EKTEAEDELS. O QVIUTPOCWTEVTIKOG TIPOGOLOPLOHOGC, TO YOVIOLOK O TIEPLEXOEVO TWV AUTIALKOVIWY, Ta delypaTa KoL n HEB0dOg
QVapopAag eival OpOoLO JE 000 TIEPLYPAPOVTAL YIa TN HEAETN oK piBelag T opandvw. To OTIOTEAECHATO TOPOVGLAZOVTAL VA AUTIALKOVLO
yla KaBe opyavo (Mivakag 17), TPOKEEVOL VA KOTASELXOEL N VATIAPAYWYLLOTNTA TWV OVTLOTOLXIOEWV JETAEL TWV OpyAvwV. To %
TWV CWOTWV OVTLOTOLXIoEWV TIEPLEAAMBAVE TOGO TIC EGPAANUEVEC OGO KAL TIG N AVTIoTOLX(oELG (€va ) TIEpLocOTEPO PINTPO SeV
TIANPOUVTAL YO TNV GVTLOTOIXLION TWV TIOPAAAGYWV). Ta Opyava TGP yayaV TIOPOMOLOUE GPLOPOoUE UN OVTLOTOLXIoEWV AVAAOYO [IE TO
OUYKEKPLJEVO OUTIALKOVL0. e To MiSeqDx 1 mapatnenOnKe Yo JEPJOVWIEVN ECPAAUEVN QVTIOTOIXLON OE HLa TIEPLOXN ME LYNAD
emninedo eumoToolvng, OTIWG OPIZETAL ATO TO TPOTUTIO AVaPopag Platinum Genomes. H ecaAueEvn avTIOTOIXLION ATOV MO YELBWG
BETIKN OVTLOTOLXION MLOC TIAPOAAAYNG ELOOYWYNAG 0TO XpwHOowHa 10 dlepebivnong Tou auTiAlkoviou 64 oTig Beoelg 55892599 £wg
55892687. To AUTALKOVLO £iXe SLVOUKAEOTIOWKH etavainyn 11.
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Mivakog 17 ATIOTEAECHATO AVOTIOPAYWYLHOTNTOC HETAED TWV OpYAVWY TNG MEAETNG Yia To MiSeqDx (eminedo apmAlKoViwY)

Méeyebog Bdoelg ot

3 VIJ ONOW "HXHdX HMILXONIVIV OdLIA NI VI

‘HJO1V

€9

, \ , MiSeqgDx 1 MiSeqgDx 2
TUAMOTOG TIEPLOXEG FoVISLWHOTIKS ,
g a ’ \ Meplexouevo
APTIAKOVIO  XpwHoOowa mouv vynAov TIEPLEXOPEVO Ge
UT[OB)\I"']GF]KQ sntnééqu oAk oviou SUvVoAo >0volo SUVOALKOG pIVIeINe] SUvolo SUVOALKOG
o€ avahuon  epmueToovvng OWOTWV E0PANUEVWY QPLONOG N OWOTWY E0PANUEVWY QPLOKOG N
QVTLOTOLXIOEWV QVTIOTOLXIOEWV OVTIOTOLXIOEWV OVTIOTOLXIOEWV OVTIOTOLXIOEWV OVILOTOLYXIoEWVY
1 1 93 93 Indel 0,22 5580 0 0 5580 0 0
2 1 79 79 PolyA (5), 0,38 4740 0 0 4740 0 0
PolyC (5),
indel
3 1 91 91 Indel 0,4 5448 0 12 5453 0 8
4 1 92 92 Indel 0,49 5518 0 2 5518 0 2
5 1 81 81 PolyG (5) 0,69 4858 0 2 4860 0 0
6 1 70 70 PolyT (10) 0,39 4200 0 0 4200 0 0
indel
7 1 88 88 PolyA (5), CT 0,27 5279 0 1 5279 0 1
(3), TAA(3),
indel
8 2 90 90 Indel 0,28 5400 0 0 5400 0 0
9 2 80 80 Indel 0,38 4800 0 0 4800 0 0
10 2 85 81 Al 0,65 4859 0 1 4859 0 1
1 2 75 75 PolyA (8) 0,35 4468 0 40 4468 0 40
12 2 88 88 PolyT (5) 0,42 5280 0 0 5280 0 0
13 2 87 87 PolyT (5), indel 0,31 521 0 43 5214 0 40
14 2 91 91 PolyT (5), 0,3 5453 0 7 5449 0 "
PolyA (6), indel
15 2 93 93 Al 0,43 5579 0 1 5579 0 1
16 2 73 73 PolyT (5), indel 0,42 4378 0 2 4379 0 1
17 3 93 93 AT(3), indel 0,27 5396 0 184 5396 0 184
18 3 83 83 Al 0,43 4980 0 0 4980 0 0
19 3 70 70 CT(3), indel 0,49 4193 0 7 4194 0 6
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AUTIALKOVIO  XpwHOoWHA

20

21
22
23

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

39
40

o o o ol g o g g g M~ b~ b b

Méyebog
TUAOTOG
Tou
uToBANBNKE

o€ avaAuon ePTLOTOOLVNG

88

75
78
97

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

95
86

Bdoelg oTig
TIEPLOXEQ
uynAoL
eTUNESOL

88

74
78
97

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

95
86

FoviSlwuaTKO
TEPLEXOPEVO
auTALKOViou

PolyA (5),
PolyT (5),
PolyA (9), TG
(3)

Indel
PolyA (6)

PolyG (6),
PolyT (5),
PolyA (5)

Al
PolyA (5), indel
PolyA (5)
PolyA (7), indel
Al
GT(3), CCA(3)
Al
PolyA (6), indel
PolyT (5)
CT(4), AG(3)
Indel
PolyG (6)
Indel
GCT(5), indel

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

Indel

PolyC (6)

Meplexoduevo
GC

0,41

0,57
0,26
0,42

0,29
0,36
0,46
0,27
0,78
0,62
0,39
0,3
0,37
0,55
0,43
0,68
0,63
0,61
0,55

0,53
0,7

TUvolo
OWOTWV

5220

4432
4676
5820

4679
3720
4140
3676
3368
5040
3840
4979
4020
5460
4498
6120
5520
5532
5820

5697

MiSeqDx 2
SUVOALKOG TUVOAO JUVoAo JUVOALKOG
apBPOG UN OWOTWV £0POAUEVWV aApBHOG uN
OVTIOTOLXIOEWV OVTIOTOLXICEWV OVTIOTOLXICEWYV OVTIOTOLXICEWV QVTIOTOLXICEWV aVTIoTOLXIoEWY
120 5220 0 120
8 4432 0 8
4 4676 0 4
0 5820 0 0
1 4677 0 3
0 3720 0 0
0 4140 0 0
45 3671 0 51
1132 3485 0 1015
0 5040 0 0
0 3840 0 0
1 4980 0 0
0 4020 0 0
0 5460 0 0
6 4500 0 1
0 6120 0 0
0 5520 0 0
108 5532 0 108
60 5820 0 60
3 5698 0 2
1 5160 0 0

5159

MiSeqDx 1

Y0voho
E0PAAUEVWV

0

O O 0O O O o oo o o o o o o o

o
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, , , MiSeqDx 1 MiSeqDx 2
TUAMATOG neploxes  MoVISLWUATIKG N
AUTIALKOVIO  XpwHOoWHA Tou uynAoL TEPLEXOPEVO P C)E(Cu
Unoﬁme”'@ 8“‘“%0}’ apmALKOViov SUVOAO PRIV SUVOAKOG SUVOAO SOVOAO SUVOAIKOG
og avahuon  epmueToovvng OWOTWV E0PANUEVWV QpLOOG N OWOTWY E0PANUEVWV QpLOUOG N
QVTIOTOIKIOEWY OVTIOTOLXIOEWY OVTIOTOLXICEWV QVTIGTOLYIGEWY QVTIGTOLKICEWY OVTIOTOLXIoEWY

41 6 95 94 PolyG (5), 0,61 5638 0 2 5638 0 2
indel

42 6 91 91 PolyA (5) 0,44 5460 0 0 5460 0 0

43 7 73 73 Al 0,44 4380 0 0 4380 0 0

44 7 88 88 Indel 0,35 5279 0 1 5276 0 4

45 7 87 87 PolyA (7), AG 0,26 5184 0 36 5181 0 39

(4)

46 7 85 85 Indel 0,38 5100 0 0 5100 0 0

47 7 90 90 PolyG (5), 0,62 5398 0 2 5399 0 1
indel

48 7 91 91 PolyG (6), 0,71 5460 0 0 5459 0 1

PolyC (6),

indel

49 7 81 66 Al 0,31 3960 0 0 3960 0 0

50 7 93 93 Indel 0,35 5580 0 0 5579 0 1

51 8 83 83 Al 0,42 4980 0 0 4980 0 0

52 8 90 89 PolyG (7), CTC 0,61 5219 0 121 5220 0 120

(4), indel

53 8 67 67 Indel 0,3 4020 0 0 4020 0 0

54 9 98 98 PolyG (6) 0,67 5879 0 1 5880 0 0

55 9 65 65 Indel 0,32 3894 0 6 3895 0 5

56 9 96 96 A/l 0,49 5760 0 0 5760 0 0

57 9 83 83 AT(3) 0,37 4973 0 7 4978 0 2

58 9 97 97 PolyC (6), 0,68 5817 0 3 5818 0 2
indel

59 10 79 78 PolyG (5), 0,47 4679 0 1 4680 0 0
indel

60 10 98 91 GC(3) 0,87 450 0 5010 632 0 4828
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AUTIALKOVIO  XpwHOoWHA

61
62

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

77
78

79

80
81
82

10
10

10
10
10
10
1
"
1
"
1
"
1
"
1
"

1
12

12

12
12

Méyebog
TUAOTOG
Tou
uToBANBNKE

o€ avaAuon ePTLOTOOLVNG

79
90

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

85
84

93

81
71
95

Bdoelg oTig
TIEPLOXEQ
uynAoL
eTUNESOL

79
90

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

85
84

93

81
71
95

FoviSlwuaTKO
TEPLEXOPEVO
auTALKOViou

PolyT (5)

PolyA (5),
PolyT (5)

Indel
AC(11), indel
Al
Al
Al
Indel
Al
Indel
Al
PolyA (5)
Al
PolyG (6)
Indel

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

GA(3)

PolyC (5),
indel

PolyA (7), AC
(4)

Al
PolyA (6)
PolyG (5)

Meplexoduevo
GC

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
0,35
0,68

TUvolo
OWOTWV

4740
5400

5699
5157
4800
4860
5760
4199
5999
3720
6120
4380
5100
5437
5100
5100

5100
5040

5577

4860
4260

MiSeqDx 2
SUVOALKOG TUVOAO JUVoAo JUVOALKOG
apBPOG UN OWOTWV £0POAUEVWV aApBHOG uN
OVTLOTOLXIOEWV OVTIOTOLXICEWV OVTIOTOLXICEWV OVTIOTOLXICEWV OVTIOTOLXICEWV OVTIOTOLXICEWV
0 4740 0 0
0 5400 0 0
1 5699 0 1
276 5153 2 273
0 4800 0 0
0 4860 0 0
0 5760 0 0
2 4200 0 1
1 5998 0 2
0 3720 0 0
0 6118 0 2
0 4380 0 0
0 5100 0 0
23 5441 0 19
0 5100 0 0
0 5100 0 0
0 5100 0 0
60 5038 0 63
3 5573 0 7
0 4860 0 0
0 4260 0 0
95 5605 0 95

5605

MiSeqDx 1

Y0voho
E0PAAUEVWV

0

O O Oo/lo o o o o o/ o o o o o

o
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83
84

85
86
87
88
89
90
91
92
93
94
95
96

97

98

99

100
101
102
103
104
105
106

13
13

13
13
14
14
14
14
14
14
14
15
15
15

15
15
15
15
16
16
16
16
16

Méyebog
TUAOTOG
Tou
uToBANBNKE

o€ avaAuon ePTLOTOOLVNG

73
89

89
77
67
83
73
81
91
66
94
98
68
95

95
72
91
70
63
95
87
104
91
89

Bdoelg oTig
TIEPLOXEQ
uynAoL
eTUNESOL

73
88

89
77
67
83
72
81
91
66
94
96
68
93

95
71
91
70
63
95
87
104
91
89

FoviSlwuaTKO
TEPLEXOPEVO
auTALKOViou

A/l

PolyA (5),
PolyT (7),
PolyA (7), inde

Indel
Indel
GA(3),TA(3)
Al
PolyT (5), inde
Indel
Indel
PolyA (5)
Indel
PolyC (5)
Indel

PolyG (5),
indel

PolyT (6)
Indel
Al
Indel
Al
PolyC (5)
TA(3)
PolyC (5)
PolyT (5), inde
GC(3)

Meplexoduevo
GC

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
0,37
0,64

TUvolo
OWOTWV

(XVTlGTOlX’LOSu)V (XVTLGTOLX(GE(A)V GVTlGTOlXiGSu)V (XVTlOTOLX’lOSu)V QVTLOTO[X(USL\)V (XVTlGTOlX’LOSu)V

4380
5220

5340
4620
4020
4980
4173
4860
5459
3900
5637
5760
4079
5475

5699
4260
5460
4200
3780
5700
5220
6238
5443
5251

MiSeqDx 1

Y0voho
E0PAAUEVWV

0
0

O o o/lo o o o o oo o o

O O o o o o o o o o

SUVOALKOG
ApBHOG N

0
60

105

w o/l o o o o o

89

TUvVoAo
CWOTWV

4379
5220

5340
4620
4020
4980
4173
4860
5460
3900
5637
5760
4078
5487

5700
4260
5460
4200
780
5700
5220
6238
5444
5339

MiSeqDx 2

Y0volo
E0PAAUEVWV

0
0

O o o/lo o o o o oo o o

O O o o o o o o o o

JUVOALKOG
APLBHOG N

1
60

o o o o

Ww o o o o o o o

o =
o
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107

108
109
110
m

112
113

14
115
116
17
118
119

120
121
122
123
124
125
126
127
128

18
18
18
18
19
19
19
20
20

Méyebog
TUAOTOG
Tou
uToBANBNKE

o€ avaAuon ePTLOTOOLVNG

87

91
93
91
84

91
92

79
86
84
67
91
69

75
81
85
65
99
74
70
94
82

Bdoelg oTig
TIEPLOXEQ
uynAoL
eTUNESOL

87

91
93
89
82

91
92

79
86
84
67
91
69

75
81
85
65
99
74
70
94
82

FoviSlwuaTKO
TEPLEXOPEVO
auTALKOViou

PolyC (5),
indel

Indel
Indel
PolyT (5)

Poly A (13),
indel (x2)

PolyA (5)

PolyA (7), AT
(3), AT(4), AT
(4), indel

Indel
PolyT (7)
GAG(3)

GA(3)

Al

PolyA (6), TG
(3)

PolyA (5), indel
CTC(3), indel
CT(3), indel
Al
Al
Al
Al
Al
AC(3)

Meplexoduevo
GC

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
0,59

TUvolo
OWOTWV

5212

5459
5580
5340
4860

5459
5460

4699
5153
5039
4020
5460
4132

4475
4860
5098
3900
5926
4440
4199
5640

MiSeqDx 2
SUVOALKOG TUVOAO JUVoAo JUVOALKOG
apBPOG UN OWOTWV £0POAUEVWV aApBHOG uN
OVTIOTOLXIOEWV OVTIOTOLXICEWV OVTIOTOLXICEWYV OVTIOTOLXICEWV QVTIOTOLXICEWV aVTIoTOLXIoEWY
8 5212 0 8
1 5459 0 1
0 5580 0 0
0 5340 0 0
308 4860 0 07
1 5459 0 1
60 5460 0 60
41 4700 0 40
7 5156 0 4
1 5039 0 1
0 4020 0 0
0 5460 0 0
8 1131 0 9
85 4480 0 79
0 4860 0 0
2 5098 0 2
0 3900 0 0
14 5924 0 16
0 4438 0 2
1 4200 0 0
1 5638 0 3
0 4920 0 0

4920

MiSeqDx 1

Y0voho
E0PAAUEVWV

0

o o o o

o

o o oo o o

O o o/lo o o o o o
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X , , MiSeqDx 1 MiSeqDx 2
TUAMATOG meploxeés  MoviBlwuaTKd N
AUTIALKOVIO  XpwHOoWHA Tou uynAoL TEPLEXOPEVO P C)E(Cu
Unoﬁme”'@ 8“‘“%0}’ apmALKOViov SUVOAO PRIV SUVOAKOG SUVOAO SOVOAO SUVOAIKOG
og avahuon  epmueToovvng OWOTWV E0PANUEVWV QpLOOG N OWOTWY E0PANUEVWV QpLOUOG N
QVTIOTOIKIOEWY OVTIOTOLXIOEWY OVTIOTOLXICEWV QVTIGTOLYIGEWY QVTIGTOLKICEWY OVTIOTOLXIoEWY
129 20 76 76 CT(3) 0,58 4559 0 1 4558 0 2
130 20 70 70 GT(3),TG(4), 0,46 4200 0 0 4200 0 0
indel
131 20 101 101 Indel 0,63 6060 0 0 6060 0 0
132 20 67 67 Indel 0,36 4020 0 31 4020 0 25
133 20 91 88 PolyG (6) 0,73 5277 0 3 5274 0 6
134 20 87 87 Indel 0,57 5218 0 2 5218 0 2
135 21 66 66 Indel 0,35 3959 0 1 3957 0 3
136 21 98 98 PolyT (6), CA 0,54 5880 0 0 5880 0 0
(3)
137 21 87 87 GT(3), indel 0,39 5220 0 0 5220 0 0
138 21 69 69 PolyA (6), AG 0,32 4119 0 31 4113 0 37
(3), indel
139 21 90 90 PolyT (5), 0,5 5399 0 1 5399 0 1
PolyA (6)
140 22 100 100 Indel 0,63 5998 0 7 5997 0 5
141 22 97 97 Al 0,68 5819 0 1 5819 0 1
142 22 97 97 Indel 0,46 5818 0 2 5816 0 4
143 22 99 99 A/l 0,6 5940 0 0 5940 0 0
144 22 92 92 Indel 0,66 5519 0 1 5519 0 1
145 X 69 69 PolyT (5) 0,26 4139 0 1 4140 0 0
146 X 69 69 PolyC (5) 0,62 4136 0 4 4137 0 3
147 X 71 71 Al 0,52 4260 0 0 4260 0 0
148 Y 65 0 Al 0,55 0 0 0 0 0 0
149 Y 91 0 A/l 0,48 0 0 0 0 0 0
150 Y 71 0 PolyA (5) 0,37 0 0 0 0 0 0
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To OTMOTEAECHUOTO TNG MEAETNG QVATIOPAYWYLHOTNTOG AGVOALBNKAV avAa XELPLOTH WE TN XPHon TNg cuxvotntag napailayng (Mivokog
18). AuTr n avaAuon KaTedelge OTL OL LY VOTNTEG TWV TIAPAAAAYWY ATOV CUVETIEIG HETAEL TWV XEPLOTWV. [NMapoucLadovTal oL HEGES
oLuXVOTNTEG TAPOAAGYWY +/- T TUTUKH ATIOKALGN.

MNivakog 18 AMoTEAECHOTO OVA XELPLOTH YLa TO Opyavo MiSeqDx

EUpog Ap1Buég 2uvoAIKOG apIBuog 2uvoAIkOG ap1Buog Méon (SD) avagpepopevn Méon (SD) avagpepopevn
ouxvoeTnTag HOVaBIKWV TTapaAAAywV avOAUPEVWV TapaAAaywV avaAUpEVWV ouxvoeTnTag mapaAAayng amo ouxvoeTnTag rapaAAayng amo
mapaAAayng TmapaAAaywv a1ré Tov XeipioTn 1 aT1ré TOV XEIPIOTA 2 Tov XeipioTh 1 Tov XeipioTn 2

YypnAn 1112 1072 1072 0,96 +/- 0,05 0,96 +/- 0,05
ouXVOTNTa

(~100%)

Meoaia 3240 3151 3161 0,49 +/- 0,04 0,49 +/- 0,04
ouxvotnta

(~50%)

XopnAA 620 618 612 0,05 +/- 0,01 0,05 +/- 0,01
ouxvotnta

(3-7%)

To OTMOTEAECHOTO TNG MEAETNG GVATIOPAYWYLHOTNTOG VIO KABE deiya Mapouold{ovTalL CUVOUOGHEVA KOL OTIO TIG OKTW EKTEAECELS
(Mivakag 19). H avixvevon aflohoyeital EeXxwploTd yia KA0e TUTIO apaAAayng —SNV, eloaywyec KoL dlaypagpeg EeXxwploTd. OLBEoELg

QVapOoPAC e€aLpoLVTAL AUTH N OVAALGN KOTESELEE OTL TO OTIOTEAECOTO YLO TIG TIOPAAAQYES NTOV QVATIAPOYWYLUG € OAQ Ta delypaTa.
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MNivakog 19 Zuppwvic TwV AMOTEAECUATWY GVTIOTOLXIoEWV BAONG Ue TO Opyavo MiSegDx ava deiyua

SNV MNpooBbnkeg ALOYPOYES

animte | oBURAD  pBMie0O  apbwiokk oy apmiokD  apbweVD  apmichk  anus | apbwioho  onuoeb  aneters
GM12877 592 574 2 0 336 336 0 0 228 272 0 0
GM12878 1456 1432 0 0 320 304 0 0 384 352 0 0
GM12879 912 896 0 0 336 320 0 0 288 272 0 0
GM12885 1200 1192 0 0 400 384 0 0 352 320 0 0
GM12886 1104 1104 0 0 368 352 0 0 368 352 0 0
GM12877- 3640 3582 0 0 800 760 0 0 960 880 0 0
D1’

GM12877- 400 398 0 0 520 516 0 0 560 556 0 0
D22

MapoaAAayég ue GUXVOTNTA HEYOALTEPN aTd 20%.
2MapaAAayn He CUXVOTNTA HIKPOTEPN OTd 20%.

Ta 6edoPEVA TIOU TTIOPEXOVTAL ATIO TIG 8 EKTEAECELG € GUTAV TN HEAETN AVATIOPAYWYLLOTNTAG LTTOCTNPL{OVV TOV LOXUPLOHO OTL TO
opyavo MiSeqDx pmopei va eKTEAEL AAAOUXLON LE CUVETELD:

* [eplexopevo GC = 19% (6Aeg oL avTioTOLXIoMEVEG BAoelg o€ 120 amo ta 120 aumALKOVIa aAAnAouxlong e eplexopevo GC 19%
QVTLOTOLYXIOTNKOV OWOTA JE TTOGOOTO [N avTloToixiong 3,4%)

* [leplexdpevo GC = 73% (OAeC oL aVTIOTOLXIOMEVEG BAoelg o€ o€ 120 amod Ta 120 apmALKovia aAAnAoLxLong e eplexopevo GC 73%
QVTLOTOLXIOTNKOV OWOTA UE TIOGOOTO N avtiotoixiong 0,1%)

*  Mnkn PolyA = 8 (n emavaAnyn PolyA 8 VOUKAEO0TIOIWY avTIoTOLXIOTNKE oWoTA o€ 120 amo ta 120 aumAKovia aAAnAovXLlong Tou
nieplExouv PolyA = 8)

*  Mnkn PolyT =10 (n emtavaAnyn PolyT 10 voukAgoTdiwv avTtiotolXiotnke cwoTd o€ 120 amnod Ta 120 aumAlk Ovia oaAAnAovxLong Tou
nieplexouv PolyT =10)

*  Mnkn PolyG = 6 (n emtavaAnwn PolyG 6 voukAeoTIdiwv avTloTolXioTnKe owaotd og 720 amod ta 720 apmALKOVIa aAAnAoUXLoNgG TToU
neplexouv PolyG = 6)
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*  Mnkn PolyC = 6 (n emavaAnyn PolyC 6 VOUKAEOTIOIwV avTIGTOLXIOTNKE OWoTA 6€ 359 amnod Ta 360 aumMALKOVIa cAANAovXLong Tov
nieplexouv PolyC = 6, ue 1 un avtiotoixion)

*  MnkKn emavaAnyng SLVoUKAEOTIOIWY = 4X (OAEG OL AVTIOTOLXLOMEVES BAaelg oe 600 amod ta 600 APTALKOVIA GAANAOUXLONG TIOU
TEPLEXOLV EMAVAANYN SLVOUKAEOTIOIWY 4X OVTIGTOLXIOTNKOV WO T [E TTOCOOTO Jn avTloToixong 0,4%)

*  MnKN eMavVAANYNG TPLVOUKAEOTIBIWY = 5X (OAeg oL avTloToLYloMEVEG BAoelg o€ 120 amod ta 120 AuTALKOVIO GAANAOUYXLONG TIOU
TIEPLEXOLV ETAVAANYWN TPLVOUKAEOTIOIWV 5X GVTLOTOLXIOTNKAV CWOTA PE TTOCOOTO N avtiotoixiong 1,9%)

* 24 A AyOTEPEC ELCOYWYEG BAoNg Kal 25 A AlyoTtepeg dlaypaPeg Baong
— 24 elo0ywyEg Bdong Mou avTloTolXioTnKav owoTd o€ 120 amo ta 120 deiypata

— 0125 8laypapeg Baong Mou avTIoTOLXIoTNKAV owoTd o€ 182 delyuata Kol ava@epBnKav we Pn avtiotoixlon o€ 2 deiyyota amno
To 184 deiypata

MeAéTtn 2

MPOyHATOTONBNKE HIO EEWTEPLKA MEAETN VIO TNV GELOAGYNON TNG OVATIOPAYWYLHOTNTOG TOU GVILMPOCWTIELTIKOU TIPoadloplool dvo
YOVLISiWwV, TIOL TIEPLYPAPETAL 0TN MEAETN AKPIBELOG 2, 0€ TPIO EEWTEPLKG EpyaoTNPLa eEETAONG (V0 XELPLOTEG VA EPYAOTNPLO), OE Wia
TIOPTIOO AVTIOPACTNPIWY KOL O€ TPELG JN SL0dOXIKEG NUEPEG eEETOIONG. H £€ETAON TPOYHATOTOLNBNKE HE £EL KOAG XAPOKTNPLOPEVA
TIAveA delydTwy yovidlwuoTikol DNA anod kAWK deiypata FFPE i KUTTopkeg oelpeg. KaBe maveA amoteAovvtay armo 10 PYeAN, yia
OULVOALKA 60 pEAN o€ OO TA TTAVEA.

Ta 60 pEAN TOL MAVEA GTIOTEAOVVTAV GTIO SUMAOTUTIA TEGOAPWY SELYUAGTWY HOVASLIKOU AypLlou TUTIOU (VIO HETOAAGEELG OTO TIAVEA), 12
MOVOSIK & peTOAAGYUEVQ SElyHOTO (e Mid MOVO HETAAAGEN) TIOL TIAPACKELATTNK AV TOCO0 0€ UPNAG 0G0 KaL o€ XOuNAG emtineda
OLXVOTNTOC METAAAGENG KOL SUO HOVABIK G JETOAAQYHEVA dEIYHUATO (ME Mia HOVO HETGAAAEN) TIOL TIOPACKEVACTNKAV HOVO 0€ XAMNAO
eMiNedo ocLYVOTNTOG METAAAGENG. KABE uovabdik 6 deiya o€ eminedo ocuxvOTNTOG HETAAAGENG belypaTog (e€eTdoTnKE €1¢ SUMAOLV o€
KGBe eKTEAEQDN) €ixe 36 TIOOVA OTIOTEAECHATA (2 QVTIYPO®Pa x 2 TEAECTEG x 3 NUEPEC X 3 £PYOOTNPLA) EGV OAG TO ATIOTEAECUOTA ATOV
EYKULPOA.

To Mooc00TO avauevopevng avTiotoixlong (PEC) o€ OAEQ TIG BETIKEG KAL OPVNTIKEG TIOPAAAGYEC AELOAOYNBNKE CLUYKPIVOVTOG TO
QTOTEAECHO TOU GVTLIIPOCWTIEVTIKOV TIPOCSLOPLOHOL PE TO AVAUEVOUEVO ATOTEAEGHO JETAANAENG (QvapEVOUEVN HETAANGEN TTIOL
QVIXVEVTNKE N 8EV avVIXVEVTNKE) o€ KABe deiyua. To PEC uttoAoyidetal wg 100% etti Tou aplBoL TwV GVAPEVONEVWY AVTIOTOLXIoEWY
SLaLlpoVPEVO [E TOV OPLBPO TWV AVTLOTOLXICEWV TIOL ETUXELPNBNKAV. T AU@IMAEVPA SlOCTANATA EPTILOTOOVVNG 95% uTtoOAOYioTNKAV
XPNOLJOTIOWVTOG Th HEB0dO BabuoAoyiag Wilson.
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3 TO CUVOUOOTIKA EPYOOTNPLOKG OTIOTEAECATA, TO TTOCOOTA ETUTVXIOG delypoTog ATaV = 94,7% yLa TNV TIPWTN EKTEAESN TOL SelyOTOq
f) o€ delypata Tov e£€TACTNKAV 0€ EKTEAETELG TIOV NTAV £YKULPEG TNV TIPWTN Yopd. H PEC grunedouv petdAAaENg e OAA TO
MeTOANaypevVa delypata ATav 99,6% (905/909) (AE 95%, 98,9, 99,8). O aplBUOC TWV ETILXEIPOVEVWY OVTIOTOLXIOEWV KaL OTIC 56
METAAANGEELS TOL TTAVEAN (AVEEAPTNTA OTIO TO OV AVOUEVOTAV ) OXL PO OVLXVEUPEVN NETAANOEN) YIa OAG TO EYKLPA delypaTa fTav
58.856 (56 x 1051). Anté auteg TIg 58.856 MapatnproeLg ETIMESOL HETAAAAENG, UTIAPEQV HOVO £EL TIEPLOTATIKG OTIOL TO TIOPATNPOVHEVA
KO TO OVOANEVOUEVA ATIOTEAEGUOTO HTAV acUUPWVa. H PEC etunedou HETAANAENG 0€ OAEG TIG BETIKEG KAL OPVNTIKEG TIOPAAAQYEG OTIO
OAQ TO HETOANQYMEVD JEAN KOL AUTA AypLOU TUTIOU TWV TIAVEN ouVOUAOTIKG NTav 99,99% (58.850/58.856).

Evaiodnoia Tng avaAuong (Opio TupAou [LoB] ka1 6pi1o avixveuvong [LoD])

AUTHN N MEAETN ETIAANBELGOE TNV OPLOKT] TN TIPOCOLOPLOHOU KAl KaBopLoe To 6plo avixvevong (LoD) yia to MiSeqDx pe €va
QVTUTPOCWTEVTIKO MAVEA. EV cUVTOUIQ, 0L KOAG XOPOKTNPLOKUEVES KUTTOPLKEG aelpeg Platinum Genome GM12878 kalL GM12877 tav
MOVLMOTIOINUEVEG 0€ POPHOAIVN KOL EYKAEIGUEVEG O€ TTIOPAPiVN KOL 0TN cuvexela eKXUAiIoTnKe To DNA. To GM12878 apalwbnke e
GM12877, €101 WoTE oL cLXVOTNTEG TIaPaAAayN ¢ 70 mapaAlaywv (52 SNV, evvea el00YWYEG KAl EVVED dlaypageg) nTav nepimnou 0,05.
Ta &uo deiypata DNA e€eTdoTnKOV OTIO dUO XELPLOTES, XPNOLHOTIOIWVTAG SU0 Opyava Kal d00 apTideg avTdpaoTNPiwy, yLo GUVOALKA
10 KUKAOUG eKTEAEGEWV OGAANAOLUXLONG KE To MiSeqDx. AuTo enepepe 40 avTiypoa yla Kabe mapaAAayrn GM12878 kal 60 avtiypaga
yla KAOE aVTIoTOLYN CLUVTETAYMEVN AypLoL TUTIOL 0To GM12877 yia KABe TtopTida avTidpactnpiwv. Ot TieES LoB kal LoD umoAoyioTnkav
ME TNV KAGGIKN TIPOCEYYLoN TIoL ava@ePeTal 6To CLSI EP17-A2 pe Tn un mopapeTpikn emhoyn. OLTiueg LoB kat LoD umoAoyiotnkav
EexwploTd yla SNV, TpooBnKeg KAl dlaypaPEG JECOW OPadOTIOINGNG TWV CLUXVOTATWY TIAPOAANAYNC VIO EVOV CUYKEKPLUEVO TUTIO
opoAAayng. To opaApa Tutmou | opiotnke wg 0,01 Kot To opaAua TuTov Il opiotnke wg 0,05.

lNa TV opadomoinan LoB, oL opadomolnueVeg cuXvoTnNTES TIAPAAAAYNE TOELVOUNBNKAV aTO TNV KATWTEPN 0TNV AVWTEPN, KAl
uTIOAOYIOTNKE N 99N B£0N YIa KABE TTOPTION avTIOpaoTNPiWY Yla K&Be TUTO apaAAayng (Mivakag 20). To Aoylopikd MiSegDx
XPNOLHOTIOLEL T ATOKOTIAG (TO WPEALUO LoB) 0,026 cuxvoTnTog TAPAAAAYNG YO TOV KOBOPLOPO TNG TIOGOTLIKAG avixveuong
TIopaAAGYwWV. Ta LTIOAOYLOHEVA OpLa TUPAOU ETTOANBELVGAV OTL OUTH N T GTIOKOTING £XEL WG ATIOTEAECHA €Va 0QAAa TUTIOU | TToL dev
umepPaivelto 0,01.

Mivakag 20 Oplo TupAov

TUog TapaMAayng  ZuvoAiKGG apIBUGS CUXVOTATWY SIOKUPAVONG LoB yia wopTisa avTispacTtnpiwy 1 (%) LoB yia wapTida avriSpacTnpiwv 2 (%)
SNV 3120 0,87 0,75
Mpoc6bnkn 540 0,79 0.60
Alaypon 540 0,96 0,84
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Ma tnv tyn LoD, uttoAoyioTnKe TO TOGOOTO TWV PEHMOVWHEVWY CUXVOTATWY METAAAGEEWV YIa KABE TapTidO avIdpaoTnpiwy yio KGBE
TUTIO TMOPOAAQYNG TIOU EiVOL JIKPOTEPO ATIO TNV TLUH amokoTing 0,026 (Mivakag 21). Emeldn Ta mocooTtd ATaV XAUNAOTEPO ATIO TO
o@aAua TOTou |1 5% (0,05), N dLapECOC TWV CUVOVACHEVWY CUXVOTNTWVY MaPaAAayng uTtoAoyioTnke wg TN LoD (Mivakag 21). H TN
LoD ylo Ka8e TuTto apaAAayng Bewpndnke N HeyoALTEPN TWV dUO TIWWV TIOL UTIOAOYIOTNKAV Y& TIG SU0 TtapTideq avTdpaoTnpiwv:
5,45% yla SNV, 4,88% yla el0aywYEQ Kal 5,44 % yia SLOYPOPEG.

Mivakag 21 Oplo aviyveuong

Naptida Turrog ZUVOAIKGG OPIBHGS CUXVOTHTWY Ap. VF peTpiicewy %. VF HETPAOEWY ‘Opio avixveuong

avTISpaoTNpiwY maparhayrig SlokUpaveng <2,6% <2,6% (%)

1 SNV 2080 4 0,20 5,45
MpooBnkn 360 0 0,00 4,86
Alaypon 360 2 0.60 5,44

2 SNV 2080 26 1,30 5,44
MpooBrkn 360 0 0,00 4,88
Awaypopn 360 0 0,00 5,24

OLTOPOKAOTW MEAETEG KOTODEIKVUOULV TA XOPAKTNPLOTIKA attddoong Tou MiSegDx pe €vav GANO GVTIIPOCWTIEVTIKO TIPOGOLOPLOHO TIOU
oToXeLEeL o€ 56 HETOAANAEELG 0 HUO KALVIKG OXETIKG KOPKLVIKG Yovidla (tdve HeTAANAENG). To MAvVeEN HETAAAGENG £XEL oXEDLAOTEL YO
TNV €K avixveuon 56 HETAANGEEWVY o€ dUO KALVIKA OXETIKA KOPKLVIKG Yovidla (Fovidlo 1 kat Movidlo 2). O mpoadloplopog
TPpoodlopidel TAUTOXPOVA TNV TIOPOUGIA I TNV OTIOVCIO KABEPIOG aTo TIG 56 PeTOANGEELG o KABE belypa TTov LTIORBAAAETAL O€
oAAnAovxion. H uEB0dOG avapopag yla UTEG TIG HEAETEG NTAV N ap@idpoun aAAnAouxLon Sanger.

EmravaAngipétnTta amro mapTida o€ apTida

Ale€NXON PO HEAETN ETIAVAANYLUOTNTAG ATIO TIOPTidA o€ MapTida yla TNV afloAoynon Tng anodoong Touv opyavou MiSegDx og OAeG TIQ
TIOPTIOEG MOPACKEVACHEVWVY KIT AVTIOPACTNPIWY (TtoL TtepleAGUBAVE TNV TILOTOTIOINCN TWV SELYHATWY, TIPpOETOLOGa TNG BLBALOBAKNG
Kal Ta avTidpaotipla aAAnAolxLong) Me TN Xpron Tou MPocadloplopol dU0 AVTIIPOCWTEVTIKWYV YOVISiWV KOl JLOG ONGOOG TEVTE
OVOMEMELYHEVWY deLlYaTWY FFPE TIOL TANpOLGAV TIC OTOLTHOELG TUOTOTIOINONG TWV delyuaTwy. Kade deiyua FFPE epleixe 600
MOVOdLIKEG HETOAANGEELG: Mia o XapNAOTEPO (TiEpinmou 8%) etinedo guxvoTNTOG HETAAAAENG KOL hid 6€ LYNAO (Ttepinov 14%) emninedo
ouXVOTNTAG METAAAAENG. ZUAAEXONK OV dwdEK D (12) MOPATNPAOELS VIO KOBEVA OO TG TEVTE MEIYHMATO SELYUATWY O€ TPELG UN
OLOOOXIKEG NUEPEG ME TPELG MAPTIOES KIT avTIdpaoTnpiwv. O CUVOAIKOG APLOPOC TIOPATNPNCEWV VIO TN HEAETN 0€ OAEG TIC TIOPTIOEG
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avTtdpaotnpiwyv nTav 180 MapaTnNPoEL; o€ OAQ T PelydaTa delyudTwy Kal 360 mapatnpRoelg o€ OAa Ta eTineda cuXvoTNTAC
METAAAGEEWV. 2 OAEQ TIG TIAPTIOEG KaL NHEPEG, TO 99,7% (359/360) Twv OPOTNPRCEWY £8ELEE TO AVOUEVONEVO ATIOTEAECHO
METAAAGENC. Mia HETAAAGEN XAMNANG CUXVOTNTOG AVILOTOLXIOTNKE ECPAAHUEVD WC AypLoL TUTIOU. [NPayUATOTONBNKE Ula avaAuon
OLVIOTWOWV SLAKVPAVANG Yo KABEUia Ao TIG HETOANAEELG/TA ETITIESD OLUYVOTNTAG HETAAAAEEWY, TIPOKELUEVOL VO EKTLUNBEL N
METABANTOTNTO TOU CUCTAMOTOG. H GUVOALKN TUTIKT OTIOKALON KUAVenke amod 0,011 €wg 0,029. To otolxeio TNG naptidag
avTIOpaoTNPiwY TNG CUVOALKAG TUTIKNG OTIOKALONG KLPAvVenke amo 0 ewg 0,015.
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loTOPIKO avaBewpnong

Ap. eyypdgou Hpepopnvia Mepiypagn aAAayng
Ap. eyypapou OKTWwpRpLOG EvnuepwOBnkav ol BIBALOYPAPIKES BVOPOPES oTo Local
200006218 €kb. 02 2023 Run Manager ywa tnv €kéoon 4.

EvnuepWOBNKE N EMOAUOVGN, VIO VO TIPOCTEBOLV
AETITOMEPELEG YLD TOV XOPNYO 0TNV AUCTPOAILC.
AlLopBwONKAV ACUPWVIEG OTIOU TO EVOETO CUCKELAGLOG
dlapepeL atod TNV AVOPOPE JEAETNG ETTOANBgLONG
opydvou yia To MiSegDx.

Ap. eyypdpou Mdiog 2022 Mpootebnke To £vBeTO cuokevaoiag CN tou MiSeqDx
200006218 €kb. 01 Reagent Kit v3 Micro otov napexouevo €€0TALOUO Kal
VAIKG. Agv amalteital.
MNpooTtebnkav MAnpowopieg e€€taong yio To MiSeqDx
Reagent Kit v3 Micro oTa X0paKTNPLOTIKG amnodoong.
Apalpednke n edikn yia Ti¢ H.MN.A. onueiwon mpoooxng
aro 1i¢ Mpoedomnotioelg Kal MpoPuAGEELS.

Ap. eyypdpou NoguBplog ApxIKn €kboon yla uTtooThpLEN Twv MOS €k6. 4.0 Kol
200006218 €kb. 00 2021 Local Run Manager €k6. 3.0.

AITTAWMPATA EUPECITEXVIOG KAI EYTTOPIKA OCHHATA

To napdv £yypapo KoL To TEPLEXOUEVA TOU amoTeAoLV WlokTnaia tng lllumina, Inc. KAl TWV GUVOEDEPEVWV ETALPELWV TNG
(«Illumina») KoL IPOoPIfOVTaL ATIOKAELOTIKG YLa TN CUMBATIKI XPHRoN TOL TEAGTN TNG 0€ GLVOVOGHO JE TN XPNon Tou(-wv)
TPOLOVTOG(-WV) TIOL TEPLYPAPOVTAL OTO TIAPOV EYYPAPO KAL YO KAVEVAV GAAOV OKOTIO. ATIAYOPEVETAL N XPHoN 1 N SLavour Tou
TIAPOVTOG EYYPAPOU KOL TWV TIEPLEXOMEVWVY TOU YLa oTtolovdATIOTE GAAOV 0KOTIO /KAl GAAN KOoLvoToinon, amoKaAuyn n
QVOTIAPAYWYH TOUG HE OTIOLOVOATIOTE TPOTIO XWPIG TNV TPOTEPN £yypa®n cuvaiveon tng lllumina. H lllumina dev petaBBalet Sué
TOU TIAPOVTOG EYYPAPOU Kapia &dela SUVAENEL BIMAWNOTOG EVPECLTEXVIOG, EUTOPLKOV CHOTOC, TVEVMATIKOU SIKOLWHOTOG )
SIKOLWMATWY KOoLvoL dikaiou TNG.

OL06nyieg 0TO MOPOV EYYPOPO TPETEL VA TNPOUVTOL GUOTNPG KAL E aKPiBELD amd EBIKEVPEVO KOL KATAAANAC EKTIALOEVEVO
TIPOOWTILK O, TIPOK ELIEVOU VO SLACPOALSTEL N 0pBr KAL A0PAANG XPHoN TOU(-wV) TPOIOVTOG(-WV) TIOU TIEPLYPAPOVTAL OTO TIOPOV.
‘OO TO TIEPLEXOMUEVD TOU TIOPOVTOG EYYPAPOUL TIPETIEL VO AVOYVWOBOUV KAL VA Yivouv TTARPWE KATAVONTA TIPLY OTd Tn Xprion Tou
(-wv) ev ANOyw TpoidvTog(-wv).

SENEPINTQXH MH MAHPOYX ANATNQXHX KAl THPHXHX ME AKPIBEIA OAQN TQN OAHTIQN MOY MEPIEXONTAI XTO MAPON,
MIMOPEI NA MPOKAHOEI ZHMIA $TO(-A) MPOION(-TA), TPAYMATIZMOS ATOMQN, £YMMEPIAAMBANOMENQN TQON XPHETQN
H AAAQN, KAGQS KAI AAAH YAIKH ZHMIA, KAl ©A KATAZTEI AKYPH H EFTYHZH MOY IZXYEI TIA TO(-A) MPOION(-TA).

H ILLUMINA AEN ANAAAMBANEI KAMIA EYQYNH MOY AMOPPEEI AMO ES®AAMENH XPHEH TOY(-QN) MPOIONTOZ(-QN) NMoY
MEPIFPA®ONTAI XTO NMAPON [ZYMNEPIAAMBANOMENQN TQON EZAPTHMATQN TOY(-OYZX) H TOY AOTIZMIKOY].

© 2023 lllumina, Inc. Mg TNV eMPUAAEN MAVTOG OIK ALWMATOG.

‘O\a Ta oNpOTA KATATEDEVTA €ival BlokTnoia TNG lllumina, Inc. 1) TwV AVTIOTOLX WV KOTOXWV TOUG. MO CUYKEKPLUEVEG
TIANPOWYOPIEG OXETIKA HE TO OAUATA KOTOTEBEVTO, VaTPEETE 0TNV LoTooEAIOO www.illumina.com/company/legal.html.
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2TOIXEIO ETTIKOIVWVIAG

ul C€

lllumina, Inc.

5200 lllumina Way Xopnyoég otnv AucTpalia
San Diego, California 92122 H.MN.A. IVD lllumina Australia Pty Ltd
+1.800.809.ILMN (4566) Nursing Association Building
+1.858.202.4566 (ekTOG Bopeiouv ApEPIKNAG) lurina Netherlands B.V. Level 3, 535 Elizabeth Street
techsupport@illumina.com % ?éii"é‘fg.;ﬁnmn Melbourne, VIC 3000
www.illumina.com The Netherlands AvoTtpolia

Emioquavon mpoidvrog

Ma Pl TARPN ava@opd oTa UPBOAA TTIOU UTIOPEL VA EPOVI{OVTOL 0TN GUOKELAOIO KAl TNV
ETILONMOVON TOU TPOLOVTOG, AVATPEETE 0TO UTIOUVNHA CUHBOAWY VLG TO KIT 600G 0Tn dlevBuvon
support.illumina.com, atnv kaptéAa Documentation (Tekunpiwan).
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