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OBOj AOKYMEHT M HeroeaTa CoAp>MHa ce concTBeHoCT Ha lllumina, Inc. v HejsuHnTe dunujanm (,lllumina“) n ce HameHeTH
MCKIy4MBO 3a LOrOBOpHa ynoTpeba of, CTpaHa Ha HEej3SMHNUTE KIIMEHTM BO BPCKa €O ynoTpebaTa Ha npom3BoanTe
OMuLUaHM OBAE 1 3a HMUKaKBa Apyra uen. OBoj AOKYMEHT 1 HeroaTa CoAp>KMHa He cMeaT fa ce KopucTaT unu
AMCTpMbynpaaT 3a HUKaKBea Apyra wen n/wnv Ha Apyr HauvH aa ce npeHecyBaaT, 06enofeHyBaaT unm penpogyuvpaaT
6e3 npeTxofHa NncMeHa cornacHocT og, lllumina. Co oBoj fokyMeHT lllumina He NpeHecyBa HMKakBa N1LeHLa
3alUTMTEHA CO MaTEHT, 3alUTUTEH 3HaK, aBTOPCKO NPaBO MM 06UYajHM U CIIMYHW NpaBa Ha TPETU CTPaHMW.

KBanudrkyBaHWOT 1 COOABETHO 06YyUYEH NepCcoHan Mopa CTPOro 1 6e3 HMKaKBW OTCTankn ga ce NpuapXyBsa Ao
ynaTcTBaTa AafeHun BO OBOj JOKYMEHT 3a [ja Cce 3arapaHTupa npasuiHa n 6esbefHa ynotpeba Ha nponssoamnTe
onuLuaHu Bo Hero. MNpep fa 3anoyHeTe Aa rm KOpMCTUTe TakBUTE NPOM3BOAM, MOpa Aa ja npounTaTe Lenata
cogp>XmMHaTa Ha OBOj lOKYMEHT 1 Aa ja pasbepeTe.

OOKOJIKY HE T MPOYUTATE LIEJTOCHO W HE CE NMPUAPXYBATE O YMATCTBATA JALEHN BO OBOJ JOKYMEHT,
MOXE OA 0OJAOE OO OWTETYBAHE HA NMPOM3BOAMTE, MOBPEAM HA KOPUCHULUNTE U OPYTU NNLA U
OWTETYBAHSE HA IPYFTATA COMCTBEHOCT, CO WWTO CE MOHNLWITYBAAT CUTE TAPAHLMN KOW CE OHECYBAAT
HA MPON3BOONTE.

ILLUMINA HE NPE3EMA HNKAKBA O[T OBOPHOCT 3A LUTETUTE KO HACTAHAJE NOPAON HEMPABWUITHA
YMOTPEBA HA MPOU3BOAMTE KAKO LUTO E OMULLAHO OBAE (BKJTYHYBAJKM ' I HUBHWUTE OENIOBU MU
CO®TBEP).

© 2024 roguHa lllumina, Inc. CuTe npaBa ce 3agpXaHu.

CuTe 3aWTUTHM 3HaLM ce CONCTBEHOCT Ha lllumina, Inc. nnm Ha HUBHNTE COOABETHM CONCTBEHULN. KOHKPETHU
nHbopMaL MM 3a 3alITUTHUTE 3HaLK nobapajTe Ha www.illumina.com/company/legal.html.
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[lpernepn

MopgynoT 3a ceondaTHa aHanmsa Ha oHkonoruja lllumina® Local Run Manager TruSight™ (EU) (Moayn 3a
aHanunsa TSO Comprehensive (EU)) ru aHanmsmpa oTYyMTyBaraTa Ha CEKBEHLIMOHNMPAHETO Ha
6mbnmoteyHnTe matepujann Ha OHK n PHK nogroTeBeHn co KopucTere Ha aHanumsaTa TruSight
Oncology Comprehensive (EU) (TSO Comprehensive (EU)). MornegHeTte Bo MpunioxeHo ynaTcTso 3a
TruSight Oncology Comprehensive (EU) (6poj Ha sokymeHT 200007789) 3a npefsuaeHaTa ynotpeba Ha
aHanusata TSO Comprehensive (EU).

Mopyn 3a aHanusa TSO Comprehensive (EU) nogap>xyBa nocTaByBame Ha obpaboTkaTa,
CEKBEHLMOHMparbe, aHanmsa n gaBame N3BeLTan BO NOrfef Ha NoAroTBEHNOT 6nbnanoTeyeH
mMaTtepwujan Ha JHK n PHK. 3a npumepouwn oa naumeHTn, Moayn 3a aHanmsa TSO Comprehensive (EU)
reHepwupa:

* WsBewTaj TSO Comprehensive (EU) 3a cekoj npuMepoK o4 NauMeHT, BO KOj Ce BKITYYEHM pesdynTaTu

Of NPUAPY>XHaTa AnjarHoCcTUKa, Npodunnpare Ha TYMOPOT U KOHTPOJa Ha KBaNnTeToT (focTanHu
Bo ¢opmaT PDF n JSON).

* [laToTeka 3a M3BeLlTaj 3a Mana gnabounHa Bo popmat pasfBOEH CO KapTUUKKM (*.tsv) 3a Cekoj
NpPMMepoK of, NauneHT. [laToTekaTa BK/y4yBa IMCTa Ha FreHOMCKM No3uumm (aHoTUpaHu co
cumbonun 3a reHun) Kon HemaaT A0BOJIHa AnabounHa Ha CEKBEHLMOHMPakbe 3a fia MOXe Aa ce
NCKIy4YM MOXHOCTa 3a NPUCYCTBO Ha Mana BapuWjaHTa BO BUGIMOTEYHMOT MaTepujan Ha OHK.

e [laToTeKa 3a MepHU NokasaTenn 3a KOHTPOJIa Ha KBannTeT (*.tsv), BO Koja ce BK/TyYeHW CTaTycoT Ha
aHanM3aTa U MepHUTE NoKasaTesv 3a KOHTPOa Ha KBauTeT, 3a CUTE NPUMEpPOLM Of, NaLUeHTH BO
ob6paboTkaTa CO CeKBEHLMOHNPatbe.

3a KoHTponute, Mogyn 3a aHanuasa TSO Comprehensive (EU) reHepupa KOHTPOJSIEH U3/1€3€H N3BELLTA]
(*.tsv) BKNIy4yBajKu rv pesyntaTuTe of KOHTpoiaTa Ha KBaMTEeTOT 3a CUTe KOHTPON BO obpaboTkaTa
CO CEeKBEHLNOHNPaH-E.

CodTBepckumoT naket TSO Comprehensive (EU) ce kopucTu 3a MHCTannpame Ha Mogyn 3a aHanusa
TSO Comprehensive (EU) n npngpy>xHute copTBEpPCKM KOMMOHEHTU. MakeToT TSO Comprehensive
(EU) Claims e nHcTanupaH Bo Mogyn 3a aHanusa TSO Comprehensive (EU). 3a 6poeBuTe Ha [enosu u
6poeBunTe Ha Bep3uun, NornegHeTe Bo [lpuioxxeHo ynaTcTso 3a TruSight Oncology Comprehensive (EU)
(6poj Ha soKyMeHT 200007789).

3a oBOj BOAMM

OBOj BOAMNY AaBa UHCTPYKLKNM 3a NOCTaByBakbe NapaMeTpu 3a U3BPLUYBaHE 3a CEKBEHLMOHUPatbe 1
aHanusa co nomoul Ha Moayn 3a aHanusa TSO Comprehensive (EU). 3a ga MoxXeTe ga ro kopucture
codTBepoOT, Tpeba fa MMaTe OCHOBHW NO3HaBaHba 3a CeralwHNOT onepaTmBeH cuctemMm Windows 1 3a
KOPWUCHMYKNOT UHTepdejc Ha BEG-NpenncTyBadoT. 3a MHGopmMaLmm 3a KOHTpoHaTa Tabna Local Run
Manager Mogyn 3a aHanmsa TruSight Oncology Comprehensive (EU) n cucteMckuTe NocTaBKy,
nornegHeTe Bo PepepeHTeH Boamny 3a NextSeq 550Dx instrument (6poj Ha gokymeHT 1000000009513).
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BHecyBaHe MHopMaLLMM 3a obpaboTKaTa

CodTBepoT Mogyn 3a aHanmsa TruSight Oncology Comprehensive (EU) ce kopucTu 3a nocTaByBambe
06paboTkm Ha TSO Comprehensive (EU).

Mpepn foa 3ano4yHeTe co obpaboTKaTa, NpoBepeTe Aann e MHCTannpaHa KoMnaTnbunHa 6asa Ha 3Haere
(KB). AKo He e nHCTanuMpaHa komnaTmnbunHa KB, nornegHeTe Bo [JogaTtok E ViHcTanupajTe 6a3a Ha
3Haer-e Ha cTpaHuua 119.

BHeceTe rm nHpopmaumnTe 3a NnocTaByBakbe Ha obpaboTkaTa 1 NpUMepoLnTe ANPEKTHO BO Moayn 3a
aHanusa TSO Comprehensive (EU).

UHdopmauymm 3a MmoaynoT 3a aHanusa TSO
Comprehensive (EU)

Mogayn 3a aHanunsa TSO Comprehensive (EU) Bknyuysa nHpopmaLmv 3a Bep3aunjata Ha MoAys1oT 3a
aHanusa, KB n nakeToT co nobapyearba Ha ekpaHoT Modules & Manifests (Mogynu n manudecTtn).

1. OTBOpeTe ro Mogyn 3a aHanusa TSO Comprehensive (EU) Ha BalWMOT MHCTPYMEHT.

2. Mpeky meHnTo Tools (AnaTkun) ogeTe 0o ekpaHoT Modules & Manifests (Mogynu n MmaHudecTn).
3. WNsbepete TSO Comp (EU) (TSO Comp (EY)).

Ha ekpaHoT Modules & Manifests (Mogynu n maHudecTu) Ke ce npukaxar cnegHuase MHGopmaLmm sa
WHCTanayuja:

* Device Identifier (MgeHTudMKaTOp Ha ypea) — EQMHCTBEH noeHTUdMKaTOop Ha ypes 3a
WMHCTanupaHnoT Mogyn 3a aHanmsa TSO Comprehensive (EU) n naketoT nobapyBarba Koj ce
ofHecyBa Ha Hero. Ha ngeHTudukaTopoT He BNu1jae NHCTanMpaHaTa Bep3unja Ha KB.

*  Product Identifier (MpeHTndmKaTop Ha NponsBoaoT) — BepsujaTta Ha MHCTanupaHMoT Mogyn 3a
aHanmsa TSO Comprehensive (EU).
* Modified On (M3meHeTo Ha) — [laTyMOT 1 BpemMmeTo Kora Moayn 3a aHanunsa TSO Comprehensive

(EU) 6un nocnepgeH naT MHCTaNMpaH Uam axypupan.

* Sequencing Run Settings ([ocTaBku 3a 06paboTKa Co CeKBeHLNOHUPaHe) — ' NnpuKaxyBsa
NOCTaBKUTE 3a TUMOT Ha OTYMTYBame (CNapeH-Kpaj) 1 3a OMKUHATA Ha OTYMTYBaHETO KOU ce
ofHecyBaaT Ha Moayn 3a aHannsa TSO Comprehensive (EU).

* Claims Installed (MHcTanMpaHn nobapyearsba) — ' NpuKaxxyBa Bep3njaTa Ha MHCTaNMPaHNoT NnakeT
co nobapyBarba 1 nobapyBaraTa 3a Npuapy>HaTa AnjarHoCTUKa KOW ce ogHecyBaaT Ha Hero.
MNMakeToT co nobapyBarba v BKyYyyBa nobapyBarbaTa 3a NpefBuaeHaTa HaMeHa Ha NpuapyxHaTa
AnjarHoCTUKa WTOo rn oueHyBa Moayn 3a aHanunsa TSO Comprehensive (EU).
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* TSO Comprehensive Security Certificate (TSO Comprehensive besbegHoceH cepTudmkaT) —
Ceptuoukat HTTPS cneumndunyeH 3a oBoj MIHCTPYMEHT. MNoTpebeH e 3a AanednHckn npucTan co
KOpUCTeHe Ha BeG-NpenncTyBay Ha OBOj UHCTPYMEHT o[, Apyra MallnHa BO UCTaTa Mpexa.
MornegHeTe Bo Jogatok F Cajbep-b6e3b6eaHocT Ha cTpaHuua 121 3a ynaTCcTBa 3a MHCTanauyuja.

* Knowledge Base Version (Bepsuja Ha 6a3aTa Ha 3Haerse) — lNornegHeTte Bo JogaTok E
WHcTanupajTe baza Ha 3HaeH-e Ha cTpaHuL,a 119 3a ynaTcTBa 3a MHCTanMpare Unun axypupare Ha
6asaTa Ha 3Haere. Bo 0BOj fen ce gageHu nHpopmaLmn 3a MHCTanaymMja Ha 6asaTa Ha 3Haeme€ 3a
cnepHuBe nonnma:

Mone Onuc

Name (HasuB) Mme Ha KB

Version Bep3wja Ha KB

(Bepauja)

RefSeq Version  Bepswujata Ha RefSeq wto e BknyyeHa Bo KB. 3a aHoTaumjaTa Ha CDX,
(Bep3unja Ha TpaHckpunTuTe RefSeq noTekHyBaaT o4 NpenBuayBadvoT Ha edekTu Bp3
RefSeq) BapujaHTUTe Ha Ensembl (VEP) Tnce npukaxyBsa Bep3ujaTta Ha VEP. 3a

aHoTalLujaTa 3a NpodunMpare Ha TYMOpOT, MprKaxaHaTa Bepauja Ha
RefSeq 03HauyBa of, KOe U3faHWe Ha aHoTauujaTa Ha Homo sapiens Ha
NCBI 2 noTekHyBa.

Published [daTym Ha objaByBarbe Ha KB

(O6jaBeHo)

Installed [JaTyM Ha nHcTanupame Ha KB

(MHcTanupaHo)

State CocTojba Ha nHcTanaumjata Ha KB. Ce npukaxkyBakako Ready
(CocTojba) (MoaroTBeHO) Kora Ke 3aBpLUN MHCTanaumjaTa.

TMcLaren W, Gil L, Hunt SE, et al. The ensembl variant effect predictor. Genom Biol. 2016 Jun 6, 17(1):122.g.
2 NCBI Homo sapiens Updated Annotation Release 105.20201022.
https://www.ncbi.nIm.nih.gov/genome/annotation_euk/Homo_sapiens/105.20201022.

MocTaByBare NapameTpu 3a 06paboTKa

1. HajaBeTe ce Ha Local Run Manager Ha MUHCTPYMEHTOT U/ O, BMPEXEH KOMMjyTep.
N3b6epeTe Create Run (Co3pgaj ob6paboTka), na nsdepete TSO Comp (EU) (TSO Comp (EY)).

3. BHeceTe ume Ha obpaboTkaTa WTOo ja ugeHTUPuKyBa obpaboTKaTa oL, CEKBEHLMPaHETO A0
aHanusarta Co CliefHNBE KPUTEPUYMMU.

e 0Op1-40 3Haywn.
* CaMmo andaHyMepuyKn 3HauK, SOSTHU LPTU NN LPTUYKN.
* [lped v no fONHUTE LUPTU N LPTUYKNTE MOopa Aa Ma andaHyMepuyKn sHakK.

*  YHMKATHO 3a cuTe 06paboTKM HA MIHCTPYMEHTOT.

[JokymeHT 6p. 200008661 v04
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4. [s6opHo] BHeceTe onuc Ha obpaboTkaTa 3a NOIECHO MAEHTUPUKYBarbe Ha obpaboTkaTa co
cnepHuUBE KpUTEPUYMMU.

e 0Op1-150 3Hayu.
* Camo andaHyMepuyKn 3HaLu nnv npasHm MecTa.

* [pen v no NpasHUTe MecTa Mopa Aa Ma andaHyMepuyKm 3Hak.

HaBepeTe npumMepoum 3a o6paboTKaTa

HaBepgeTe npumepoun 3a obpaboTkaTa co egHa o cnegHuBee onuum:

* Enter samples manually (PayHo BHecyBare npumMepoumn) — KopucteTe ja npasHaTa Tabena Ha
OOJTHMOT Oen Ha ekpaHoT Create Run (Co3gaj obpaboTka).

* Import samples sheet (Jlnct 3a seesyBame npumepoun) — NojaeTe 40 HaABOPELLHA faToTeka BO
dbopmaT co BpeAHOCTU pasfeneHn co 3anmpka (*.csv).

f”f BHMMAHWE

Pas3nunkute nomery npumMepounTe n MHAEKCHUTE NpajMepun NpeansBuKyBaaT HETOYHM
pesyntaTtu nopagu rybere Ha no3auTUBHaTa AeHTUdMKaLKja Ha NPUMEPOKOT. BHeceTe ru
naeHTudMKauMmTe Ha NpuMepoLmTe N HasHadyeTe nHgekcu Bo Local Run Manager (JlokaneH
ynpaBHMKK 3a 0b6paboTKa) Npep Aa ja 3anoYyHeTe NogroToBkaTa Ha 6MBINOTEYHNOT MaTepujan.
EBngeHTmpajTe rm ugeHTnduKaLnmTe Ha npumMepoLmTe, MHAEKCUTE N OpUeHTaumjaTa Ha
nnoyata co byHapu 3a pedepeHL,a 3a BpeMe Ha NogrotoBkaTa Ha BUbIMoTEYHMOT MaTepujan.

fﬂf BHMMAHWE

3a pa ce nsberHe zaryba Ha nogaTtoum, norpmxeTte ce UHCTanauwnjata Ha KB ga He 6uge Bo
Tek npeg Aa ja 3adyyBaTe obpaboTkaTa.

PayHo BHecyBake NpUMepoLm

1. BHeceTe ja yHUKaTHaTa ugeHTuouKaumja Ha npuMepokoT Bo noneto Sample ID (MgeHTudumkaumja
Ha NpUMepoK) Co cnegHmnBe KpuTepuymun. [logajte rm cutTe KOHTPOAU Npefd npuMepoLumTe 3a
HaMmeHeTaTa ynoTpe6a. [TloBeke nHGopMaLUm MOXe fia HajaeTe BO AenoT KOHTposim Ha cTpaHuLa 6.

e 0Op1-253Hauymw.
* Camo andaHyMepuyKn 3Hauu, 4OSHN LPTU N LPTUYKNA.
* [lpen v no gONHUTE LUPTU N LPTUYKNTE MOpa Aa MMa andaHyMepuyKin 3HakK.

2. [W36opHo] BHeceTe onuc Ha npumepokoT Bo nosneTo Sample Description (Onuc Ha npumMepok) co
CNnefHnBe KpUTEPUYMU.

e 0Op1-503Hayn.
* Camo andaHyMepuuKn 3Hauu, LpTUYKK, AOSTHU LPTU U MPasHN MecTa.

° Mpen 1 No LUPTUYKMTE, NPa3HMUTE MecTa UM JONHUTE LPTU Mopa Aa MMa andaHyMepuyKn 3Hak.
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8.

Ns3bepeTe nHpekc 3a bubnmoteyHmnoT MmaTepujan Ha AHK n/unm PHK nogroteeH o npuMepokKoT.
* T[lorpuxete ce npumepounte og PHK n AHK ga 6ugaT Bo nocebHU KONOHWN.

* TloneTto DNA i7+i5 Sequence (CekBeHua Ha [JHK i7+i5) aBTOMaTCKM Ce NOMOJSIHYBa OTKaKo Ke ce
nsbdepe ngeHTnomnkaymja Ha nHgekcot Ha [UHK. Noneto RNA i7+i5 Sequence (CekBeHua Ha PHK
i7+i5) aBTOMaTCKM Ce NOMOMHYBa OTKaKo Ke ce nsbepe ngeHtTnoukaumja Ha niaekcot Ha PHK.

Bo npwunor Ha pesnMeTo oBAe, NornegHeTe Bo AenoT bpoj Ha BUbnnmoTekn n nsbumparse MHLEKCH BO

lMpunoxeHo ynatcTBo 3a TruSight Oncology Comprehensive (EU) (6poj Ha gokymeHT 200007789)

3a n3bop Ha ngeHTMdMKaLmja Ha UHAEKCOT.

* 3abubnuoTeyHnoT MaTepujan og npuMepoun Ha AHK, nsbepete yHMKaTHa ngeHTudukalmja Ha
nHaekcoT (UPxx nnn CPxx nHaekcun) og naradkmoT CAUCOK 3a MAeHTUPUKALMN Ha UHAEKCUTE
Ha OHK.

* 3a bubnmnmnmoTevyHnoT MaTepujan og npumMmepoun Ha PHK, nsbepete yHMKaTHa ngeHTndumnkaumja
Ha nHaekcoT (camo UPXx) of, naravyknoT CMUCOK Ha MAeHTUPUKaL MM Ha nHaekcuTe Ha PHK.

*  AKO MUMa BKYMNHO Tpu 6MbnnoTekn Bo obpaboTkaTa, crnefeTe rm ynatcTeaTa 3a nsbop Ha
nHAekcu Bo lNpunoxxeHo ynatcTeo 3a TruSight Oncology Comprehensive (EU) (6poj Ha
HAokymeHT 200007789).

KopucTteTe ro noneto Tumor Type (Tvn TyMop) 3a Aa HasHayMTe TUMN TYMOP 3a CEKOj MPUMEPOK,

Taka LUTO Ke ro nsbepeTte HajKOHKPETHMUOT TUM TYMOP LUTO € AOoCTarneH.

* [lpebapajTe ro CNMCOKOT Ha JOCTanHW TUNOBK TYMOpU. N3bepeTe of naraykoTo MeHHU,
KopucTeTe npebapyBaHe Ha KNy4HN 360pOBU NN KOpUCTETe ro KonyeTo Search
(MpebapyBatbe). MornegHeTe Bo M36upar-e T TyMOpP Ha CTpaHuL,a 6.

HaBefeTe nos. 3a KOHTPONUTE, MONOT € HENO3HaT.

[M36opHO] N3bepeTe Export to CSV (MN3Be3n Bo CSV) 3a fa rv nseeserte nHpopmaymnTe 3a

npMMepoLnTe Bo gaToTeka.

Mpernepajte rn nHpopmaLnnTe Ha ekpaHoT Create Run (Cosgann o6paboTka). HeTouHnTe

MHPOPMaLLMM MOXe fia BAnjaaT BP3 pesynTaTuTe.

Ns3bepeTe Save Run (3auyBajja obpaboTkaTa).

YBe3yBare npumMepoLmn

1.

N3b6epeTe Import CSV (Yeesn CSV) n nojgeTte Ao NokKauunjaTa Ha gatoTekaTa co MHGopMaLum 3a
npumepouuTe. MocTojaT gBa TUNa [aTOTEKM WTO MOXE fa rv yeeseTe.

* Us3bepeTe Download CSV (Mpesemun CSV) Ha ekpaHoT Create Run (Cosgagm o6paboTka) 3a fa
npesemeTe HOB WabnoH co MHpopMaumn 3a npumepoumnTe. latotekata CSV rn cogpxu
noTpebHMTE HaAcoBM Ha KOSIOHU 1 dopMmaT 3a yBesdyBame. BHeceTe rn uHoopmMaummTte 3a
nprumMepoLmTe BO CEKOja KOMOHa 3a NpUMepoLmnTe WTo ce obpaboTyBaaT. Bo konoHaTa Tumor
Type (Tun TymMoOp), BHECETE rO NOUMOT 3a TUMOT TYMOP UK KOAOT KOj Ce ofgHecyBa Ha Hero
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(MpouunTajTe ro penot [lpesemar-e TunoBu TyMopu Ha cTpaHuua 8). Noneto Tumor Type (Tun
TYMOP) UCTO Taka Ce KOPUCTW 3a fa Ce HasHayaT NPMMEPOLLN KaKO KOHTPOHK (nornegHeTe ro
aenot KoHTposiv Ha cTpaHuua 6).

* KopucTeTe ja gaTtoTekaTa co MHpopmMaLumn 3a npuMepoLnTe nsseseHa og Local Run Manager co
dyHKumjaTa Export to CSV (M3Be3n Bo CSV).

2. Ha ekpaHoT Create Run (Cosgaaun obpaboTka), npernegajte ru yBeseHUTe nHGopmaumnu.
HeTo4yHnTe nHGOpMaL MmN MoXe fa BNnjaaT Bp3 pesyntaTuTe.

3. [W36opHo] N3bepeTe Export to CSV (13Be3n Bo CSV) 3a ga rm nsseseTe MHGopMaUumTe 3a
nprumMmepoLuTe BO HaABOpELLHa AaToTeKa.

4. WsbepeTe Save Run (3auyBajja obpaboTkaTa).

KoHTponu

TSO Comprehensive (EU) 6apa ynoTtpeba Ha TruSight Oncology Controls. Co HasHauyyBakeTO Ha
NPUMEPOKOT KaKO KOHTPOJEH, MOMIOT Ha MPUMEPOKOT aBTOMAaTCKU ce NocTaByBa Kako HenosHaTt. 3a ga
Ha3HaunTe o4peneH NPUMEPOK Kako KOHTPONEH, M3bepeTe efeH 0 YeTUPUTE KOHTPOSTHM TUMOBU Of,
noneto Tumor Type (Tun Tymop):

* HapgpopelwHa kKoHTpona Ha HK (no3uTmnBHa koHTpona Ha AHK)
* HapggopelwHa koHTpona Ha PHK (nosnTtueHa koHTpona Ha PHK)
* KoHTpona Ha OHK 6e3 wabnoH
* KoHTpona 6e3 wabnoH 3a PHK

MNMoBeKe MHGOPMaLMK 32 NOCTaBYBaHETO TUMOBM TYMOP 32 CUTE TUMOBK MPMMEPOLLM MPY NOCTaByBaHe
Ha obpaboTKaTa, MOXe Aa npounTtaTte BO V3buparH-e Turn TyYMop Ha CTpaHuL,a 6.

CamMo no efeH 04 CEKOj KOHTPOJIEH TUM MOXE [ia Ce HaBefe BO paMKMTe Ha efHa obpaboTka. Camo
efileH bubnuoteyeH Matepujan Ha AHK Moxe fa ce HaBefe 3a HapgBopellHa KoHTpona Ha AHK nnu
KoHTpona 6e3 wabnoH Ha AHK. Camo egeH 6ubnnoteyeH matepnjan Ha PHK mMoxe fa ce HaBege 3a
HapBopelHa koHTpona Ha PHK nnn KoHTpona 6e3 wabnoH Ha PHK. KoHTponuTe 6e3 wabnoH Ha AHK
nnn PHK He ce 3emaaT npenBua 3a MakCUManHuoT 6poj Ha bubnmoTeyHn maTepujanm Bo obpaboTkaTa.

MornepgHeTe BO [MpunoxeHo ynatcTeo 3a TruSight Oncology Comprehensive (EU) (6poj Ha LOKYMEHT
200007789) 3a noeeke nHGOpPMaL UM 38 KOPUCTEHETO Ha KOHTPOSHUTE NPUMEPOLLIN.

U3bupare Tun Tymop

Mopa fa ce HaBefe TUMN TYMOp 3a cekoj NpuMepok. OCBEH 3a KOHTPOSHUTE TUMOBK, TUMOBUTE TYMOP Ce
[obuvBaaT o4 MHcTanupaHaTta KB 1 MoXe fla ce UsMeHeTu BO axypupaHuTe sepsnn Ha KB.

A BHVIMAHME

MN36upareTo HETOYEH TUM TYMOP MOXE [1a loBefe A0 HETOYHU pe3ynTaTu. PaspelueTe ru
npenynpeayBakbaTta WTo Ke Ce MojaBaT Npy HaBeayBareTO TUMOBM TYMOPW 3a Aa usberHete
HeycnellHa aHannsa.
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TepMUHMTE 3a TUNOBK TYMOPU Ce e 0f, XMepapxmuckata oHTonormnja Ha 6onecta Bo KB, kojawTto e
KOHCTpYyMpaHa Kako rpyna ogHoOCK Ha HagpeaeHn 1 NogpeaeHn eneMeHTn. Ha npumep, TEPMUHOT pak
Ha 6ennTe gPOOOBM WITO HE € CUTHOK/IETOYEH € NogpeaeH eNieMeHT 3a pak Ha 6ennTe gpobosw,
6uaejKn pak Ha 6ennTe ApPo6OBM LUITO HE € CUTHOKIIETOUEH € TUMN pak Ha 6enunTe gpobosun. Cnnka 1
npeTcTaByBa MOArpyna Ha NPMMEpPOT 3a OHTOMOrMja Ha 6ONeCT, MPUKaXKyBajKu M LBPCTUOT TYMOp
KaKo OCHOBEH TEPMMWH N TEPMUHNTE MOBP3aHM CO pak Ha bennte gpoboBKM 1 pak Ha TUponaHaTa
xnesga (opyrute TMNOBU KapuMHOM He ce npuKa)kaHu). TePMUHOT LWTO € NoBp3aH Npeky ogHOCUTe Ha
HagpeaeHn U NoApenEeHN eNNeMEHTIN CO TEPMUHNTE O, MOHUCKO HMBO Ce HapeKyBa Npenok. NoepsaHuTe
TEPMUHM 0f, MOHNUCKO HMBO Ce NOTOMLM Ha TEPMUHOT-NPe[oK. Ha npumMep, pak Ha 6enuTte gpobosu e
npenoK Ha afeHoKapLMHOM Ha 6ennTte gpoboBM N CUTHOKNETOYEH pak Ha 6ennTe apobosy, a
MefynapeH KapLunHOM Ha TUpougHaTa Xe3fa e NOTOMOK Ha KapuMHOM Ha TUpOoMAHaTa XJesa u1
LBPCT TYMOp.

Cnnka 1 Tpumep 3a nogrpyna Ha oHTosnorujata Ha 6ornecTta

LiBpcT Tymop
Kapuurom Ha Pak Ha 6enuTe po6oBY
TUpoWaHaTa xnesaa
MenynapeH kapL1Hom Ha Pax Ha 6envute npoGosi ManureH nnespaneH Pak Ha GenuTe ApoGoBu
LUTO He e MoBp3aH CO Man Ha ManuTe KneTkn
TUpoWaHaTa xnesaa ATe KeTKM Me30Ten1om

I

HecksamoseH pak Ha 6en
ute A4poboBM LWTO He e No
BP3aH CO ManuTe KneTku

]

ManunapeH kapy1HOM Ha
TvpouaHaTa xnesaa

donukynapeH kapuyHOM H
a TMpounaHarta xnesaa

AneHokapumHoM Ha 6enu
Te opobosu

KapunHOM Ha kneTkuTe Ha
TypowaHaTa xnesaa

AneHockBaMoO3eH KapLuuH
OM Ha 6enuTe apobosu

AHannacTtuyeH KapynHOM
Ha TupongHaTta Xxnesaa

Pak Ha 6enuTte apo6osu
Ha ronemMmTe KneTkn

CapkomaTtouaeH KapLuHo
M Ha 6enute apo6osu
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N36paHMOT TN TyMOP 3a NPUMEPOKOT o, NaLMeHT Bfinjae BP3:

* [peaBuaeHnTe ynotpebu Ha Npuapy>KHaTa AnjarHOCTUKA KOMLLTO ce NpoLLeHyBaaT 3a NPUMEpPOKOT.
Camo npumMepoLuTe of NaLneHT co TUN TyMOp LITO TOYHO Ce CoBMara Uaun € NoTOMOK Ha TUMoT
KapLuMHOM 3a NpeaBuaeHaTa ynoTpe6a Ha Npuapy>XHaTa AnjarHoCcTUKa ce npoLeHyBaaT 3a TakBoTO
TBpAOEH:E.

* Kowu BapujaHTu 3a npodunuparbe Ha TYMOPOT Ce BK/1y4YeHu Bo nseewwTajoT TSO Comprehensive

(EU). MornegHeTe BO AenoT lpogpunnpar-e BapujaHTy Ha TymMop Ha cTpanuua 20.

N3bepeTe TN TymMOp CO NOMOLL Ha ekpaHoT Create Run (Co3gaamn ob6paboTka). TUNOT TYMOpP MOXe Aa
Ce NocTaBU 1 CO yBe3yBakbe AaTtoTeka CSV Koja cogpxu Tmn Tymop (nornegHeTe BO AeNnoT YBe3yBaH-e
rpyuMepoLM Ha cTpaHuLa 5).

1. KnukHeTe gBanaTu Ha Kenujata Tumor Type (Tun TymMop) 3a Aa rvm BUAMTE [OCTaNHUTE TUMOBM
TymMopu. [locTanHuTe TUNOBM TYMOPW Ce NPUKaXkaHn BO XMepapxXMCKM CNMCOK OPraHnsmpaH no
asbyyeH pef. Moneto Tumor Type (Tun TYMOpP) UCTO Taka ce KOPUCTU 3a fa Ce HadHauu KOHTPOseH
TUM 32 KOHTPOJTHW NpUMepoLM (NorfegHeTe Bo AenoT KOHTPo M Ha cTpaHuLa 6).

2. KopucTeTe ja nMcTaTa Unv neHTaTa 3a npebapyBakbe Ha FOPHUOT e Ha Npo3opeloT Tumor Type
(Tvn TyMop) 3a Aoa ro nsbepeTte cakaHWMOT TUM TYMOP.

Mpe3emare TUNOBU TYMOPU

LlenocHMOT cnncoK Ha AocTanHu TUNoBm Tymopmn Bo TSV-popmaT MoXe fa ce NpesemMe o4 eKpaHoT
Create Run (Co3gaBarse o6paboTka) co konyeTo Download Tumor Types TSV ([pesemun TSV-
AaToTeKa co TUNoBm Tymopu). CINCOKOT MM COAPXWN CriefHMBe NHGopMaLnn:

*  TepMUHOT 3a TUMN TYMOP BUASIMB BO KOPUCHUYKNOT NHTepdEjC.
* LlenocHaTa nateka Ha TMNOT TYMOP BO XMepapxujata Ha TUNoT TyMop (OHTosIorja Ha 6onecTa).

* Kopgot wTto ro kopuctu Local Run Manager 3a ga ro nugeHTudumnkyBsa TunoT TyMop.

YpepyBare 06paboTKa U HULMpare
CeKBeHUUOHUpaHe

3a ynaTcTBa 3a ypefyBare Ha nHpopmMaLunTe 3a obpaboTkaTa N MHULMPaHe Ha CEKBEHLMOHUPaHETO,
nornegHeTe Bo PepepeHTeH Boand 3a NextSeq 550Dx instrument (6poj Ha gokymeHT 1000000009513).
AHanuanTe 1 AaBakbeTO Ha M3BELUTanTe Ke 3arnoYyHaT Mo 3aBpLUyBakbeTO Ha ob6paboTkaTa co
CEKBEHLMOHMparbE.

Bo nornepn Ha 3a4yyByBameTO, 0 eAHa 06paboTKa CO CEKBEHLMOHNPare MOXe fa ce AobunjaT nsnesHu
nogatouw og 40 - 100 GB. Opf ceKkyHOapHaTa aHanmsa of 06paboTKaTa Co CEKBEHLMOHMpPare MOXe fa
ce pobujaT nsnesHun nogatouym og 100 - 200 GB.
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MeToaun Ha aHanu3a

OTKako Ke rv cobepe nogaTtoLmTe 3a CeKBeHLUMOHNpareTo, Moayn 3a aHanusa TSO Comprehensive
(EU) rn obpaboTyBa 3a ga:

*  VI3BpLIM KOHTPOJIa Ha KBa/ITETOT.
* [leTekTupa BapujaHTW.

* T[oopgpean cTaTycoT Ha TYMOPCKM MyTauncku Toeap (TMB) 1 cTaTycoT Ha HECTabWAHOCT Ha
MukpocatenntoT (MSI).

* [noapenm pesyntaTute of NpuapyxHaTa AnjarHocTmKa.

* [0 NpoueHU KITMHUYKOTO 3HaYEHE N MOTEHUMjaTHOTO KIIMHUYKO 3Ha4YeHe Ha OTKPUEHUTe
BapujaHTML.

* [lape nssewTaun 3a pesynraTtuTe.

Bo cnegHuBe genosu ce onvwaHn MeToguTe Ha aHanumsa.

KoHTpona Ha KBaNMTeTOT Ha o6paboTkaTa

MepHUTe NokKasaTe M 3a KBaNUMTeTOT Ha 06paboTKaTa CO CEKBEHLIMOHMPaHE Ce eBanynpaaT co uen ga
ce yTBPAM Aanun ce Bo paMKuTe Ha npudatnme oncer. BKYynHMOT NPOLLEHT OTYUMTYyBaHba KOW ro
noMnHyBaaT GUATEPOT Ce cropefysa CoO MUHUManHMOT npar. 3a OTunTyBareTo 11 OTYNTYBaAHETO 2,
NPOCEYHMOT NPOLEHT Ha 6a3un e = Q30, CO LUITO MOXe Aa ce NpeaBnamn BepojaTHOCTa 32 HETOYHO
oppenyBatbe 6asa (Q-oueHka), a TMe UCTO Taka ce cnopeayBaaT CoO MMHMMANHUOT npar. AKo
BPEAHOCTUTE 3a CEKOj Of, OBME TPWU MEPHM NOKasaTeNun rm UCNoaHyBaaT cneynpukaummTe, Torawl
KOHTpoNnaTa Ha KBanuTeT 3a obpaboTkaTa e PASS (YCMNELIHO) n aHanusaTta npogonxyea. AKo
BPeAHOCTa 3a KOj 6110 04 MEPHUTE NoKasaTenn He ' UCMOSIHK cneundmKaununTe, Torawl KoOHTponaTa
Ha KBanuTeT 3a obpaboTkaTa e FAIL (HEYCIMELUIHO) u aHanu3aTa He npoaosxysa. [NoBeke
nHbopMaL MM MoXe Aa npountate BO MepHu rnokasaTesiv 3a KOHTPO1a Ha KBainTeT Ha cTpaHuua 76.

FeHepuparwe FASTQ

MopaToumnTe o4 CEKBEHLMOHMPAHETO LUTO Ce 3a4yByBaaT Bo popmaTt BCL ce gemynTtunnekcupaat co
KOPUCTEHEe CEKBEHLM Ha MHAEKC YHUKATHU 3a CEKOj MPMMEPOK AoAajeH Npu YEKOPOT 3a MOArOTOBKa
Ha 6MbNMOTEYHNOT MaTepujan, 3a fa ce gogenaT Knactepu Ha bubnMoTeuyHNoT MaTepujan of Koj
noTekHyBaaT. Cekoj knacTep coapXu ABa MHAeKca (CEKBEHLM i5 1 i7, N0 efeH Ha CEKOj Kpaj o
onbnnoteyHnoT dpparmMeHT). KombuHaunjaTa Ha TMe MHAEKCHM CEKBEHLLM Ce KOPUCTH 33
AeMYNTUNNEKCMpPaHe Ha 30pYXEeHNTe 6MbNnoTeKu.

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.



Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run
Manager

Mo pemynTunnekcnpameTo, ce reHepupaaT gatotekn FASTQ. OBre gaToTekn rm cogpxart
OTUYNTYBaHa Of, CEKBEHLMOHNPaHETO 3a CEKOj NOeANHEeYeH BUbMoTeveH MaTepujan o NPUMEPOKOT U
NMoBpP3aHUTE OLLEHKM 3a KBAITET 3a CEKOE OfpefyBatbe Ha 6a3uTe, He 3eMajKu rm npegsug,
OTUYMTYyBakaTa 0 KrnacTepuTe WTO He MO NOMUHane ¢punTepoT.

NMopamHyBare [IHK n Kopekuuja Ha rpeLuku

MNMopamHyBarbeTo Ha [IHK 1 KopekLuujaTa Ha rpeLlku orndaka nopaMHyBare Ha OTYMTYBarbaTa Ha
CEeKBEHLMOHNpareTO [06NEHN of NPMMEPOKOT Ha bubnnotedyHnoT MaTepujan Ha UHK co pedepeHTeH
reHOM, KaKo 1 KOpeKLMja Ha FpeLLKNUTe BO OTYNTYBaHaTa Ha CEKBEHLMOHUPaeTOo Npes,
oApenyBarbeTo Ha BapujaHTaTa.

Mpwn 4eKopOoT Ha NopaMHyBaH€ Ce KOpUCTU NopaMHyBay bapoyc-Bunep (BWA-MEM) co nporpamarta
SAMtools 3a fa ce nopamHaT cekBeHuuTe Ha AHK Bo gaTtoTekmnTe FASTQ co pedpepeHTHUOT reHoM
hg19, npu WTo ce reHepupaaT gatoTekn BAM (*.bam) n nHgekcHn gatotekn BAM (*.bam.bai).

MpBUYHUTE gaToTekn BAM ce obpaboTyBaaT 3a Aa Ce OTCTpaHaT rpelkuTe (BKIYyYUTENHO M FPeLLKnTe
BHeceHU Npu PCR-amnnndumkaumnjata nam npmn CEKBEHLMOHNPArETO), Kafe LWWTOo OTYMTYyBakbaTta
[0BVeHN o4 NCTUOT eguMHCTBEH Mornekyn Ha [AHK ce cobupaaT BO eANHCTBEHA penpes3eHTaTUBHa
CEeKBeHL,a, KOPUCTEjKM rO HUBHNOT eAUHCTBEH MoneKynapeH naeHtuounkatop (UMI) koj ce
MHKopropupa Bo dparMeHTUTe Ha BUBIMOTEYHNOT MaTepujan Npu HerosBaTa NOL4roTOBKaA.

BTopuoT kpyr nopamHyBare co nomowl Ha BWA-MEM 1 SAMtools ce BpLin Ha oTunTyBamaTa cobpaHu
Ha UMI, wTo pesynTtmpa co BTOpa rpyna gatotekn BAM co cooaBeTHU MHAEKCHU faToTekn BAM. OBue
paTtoTekn BAM ce KopucTaT Kako Bfe3eH nogaTok 3a fia ce ogpean amnnndukaumjata Ha reHuTe.

Ha Kpaj, KaHgMpaTcKuTe nHcepumn 1 geneumn ce ngeHTuoumkysaaT of, cobpaHmMTe NopamHyBara BAM,
a napoBUTe OTUMTYBaHa Ce NopaMHyBaaT NOBTOPHO CO TMe KaHAMAATCKM UHCEepL MU 1 geneLunn, 3a ga
Ce 3a4yBaaT CUrHanNuTe 3a UHCEpPLUUTE N feneLnnTte Kon Moxebun bune npesngeHn nopagmn norpeLlHo
nopamMHyBam€e. MIcCTOBpeMeHO, NapoBnUTE OTUYNTYBakHa LWTO Ce NpeKnonyBaaT ce cnojysaaT (ce
KOMOMHMpaaT BUOMHPOPMATMUUKN) BO €4UHCTBEHO KOHCEH3YCHO OTUYMTYBame. CUTe OTYMTYBaHa NoToa
pesynTtupaaT co TpeTa rpyna gatotekn BAM co coogBeTHN NHAEKCHN faToTekn BAM. OBue gaToTeku
BAM ce kopucTaT Kako Brie3eH NoJaTokK 3a ogpefyBare Manu BapujaHTy, ogpeayBame Ha CTaTyCcoT Ha
HecTabuNHOCT Ha MUKpocaTenuToT (MSI) n KOHTpOa Ha KBaNMTETOT Ha BUOANOTEYHNOT MaTepujan Ha
OHK.

Oppeanysartbe Manu BapujaHTu

OppenyBare€TO Manv BapujaHTX Ce BPLLM 3a NPUMepOoK of, bubnmotevyeH matepujan Ha JHK (co
WCKJTyYOK Ha KOHTPOJIHUTE Npumepoum Ha [JHK 6e3 wabnoH) 3a ga ce getekTmpaaT Manu BapujaHTy,
BKJTYYNTENHO M BapujaHTK co efeH HykneoTus (SNV), BapujaHTu co noeeke Hykneotuam (MNV) co
HajMHory 3 6a3Hu NapoBwu (bp) BO AOMXKMHA, U UHCEPLUW 1 AeneLnn co HajMHory 25 bp Bo gomkunHa. 3a
ogpeneHn MNV, nHgenn (egeH nnm noBeke HyKNeoTUAN 3aMeHeTn CO efeH N NoBeKe HyKNeoTuan
kou He ce SNV nnn MNV) n geneuunn, moxe ga 6uae notpebeH ¢daseH npucTtan 3a ga MoXe fa ce
petekTupaat. OgHanpeps gedunHupana rpyna MNV, nHgenn n geneuun ce getektupaart 3a reHnte EGFR
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n RET (nornegHete Bo ogatok D MNV, uHaenn n geneuynmn Bo EGFR u RET, komn Moxxe fAa ce
AEeTEeKTMpaaT co paseH oapeayBay Ha BapujaHTy Ha CTpaHuLa 88) KOPUCTEjKMN ro dasHMOT npucTarn.
dasHMOT NpucTan 3a ogpeayBare Main BapujaHT € orpaHMYeH caMo Ha OBUE BapujaHTH.
AnroputMnTE 3a ogpenyBat-e BapujaHTN He NpaBaT pPasfivka NoMery COMaTCKu U repMUHATUBHM
BapwWjaHTL.

[eTeKkuunja Ha Manu BapujaHTn

[daToTeknTe BAM BO KOU ce KopuUrmpaHu rpekute (cobpaHu 1 MOBTOPHO MOpaMHETU MHCEPLUN U
AefeLmnmn) ce KopMUcTaT Kako Bfe3eH NoAaTok of, CTPaHa Ha anropuTamMoT 3a NPBUYHO oapeayBarbe
BapwujaHTa 3a fa ce fAeTeKTupaaT Manu BapujaHTu. Of, 4eKopoT 3a MPBUYHOTO OApeayBare BapujaHTa
ce pobusaaT HeduNTpUpaH gaTtoTekn Bo GopmaT 3a ofpenyBare reHoMcku BapujaHTm (gVCF).
HaTtoTteknte gVCF cogpykaTt ynaTyBatba Uiv ogpefyBare BapujaHTM 3a CEKOj STOKYC KOj € NpefMeT Ha
aHanmsaTta TSO Comprehensive (EU).

duntpuparbe Manu BapujaHTu

KangmaaTckuTe BapujaHTM NoToa ce punTpupaaT 3a NOBTOPAMBY (CNeunduyHn 3a aHannsaTta)
aptedakTun 1 aptedakTn og obpaboTkaTa Ha NPMMEPOKOT (KaKo AeamMmHalumja nm okcuaaunja). 3a ga
ce 3emaT npeasug apTedakTuTe Kou ce cneundunyHn 3a aHanmsaTa, ce npecMeTyBa nNpucnocobeHa
OLLeHKa 3a KBa/IMTeT, Taka LITO 3anaseHaTa 3a4eCTEeHOCT Ha BapujaHTaTa ce cropefysa CoO OCHOBHaTa
OnUCTpmnbyunja Ha WyM 3a uctaTa nokauuja. Oeaa gucTpubyumja e nsgegeHa o npodunmpare Ha 36ump
Ha HopMasHW NPMMepPOoLM LITO oArosapaaT Ha nonyJaunjata 3a npeasmaeHaTta ynoTtpeba (Solid-FFPE)
CO pa3nM4YHM KBaNnTeTu Npeky aHanusata TSO Comprehensive (EU). 3a ga ce onuwat apTedaktnte
cneundunyHn 3a NPUMEPOKOT, OTUMTYBaraTa LWTO ro NogapXXyBaaTt ogpeayBarbeTo Ha BapujaHTUTe ce
cTpaTuduumpaHm cnopep ctankaTa Ha rpewka. OTynTyBarbaTa WTO NOTEKHYBaaT Of ABOjHN/CNOEHN
OTYMTYBaHba UMaaT HajHUCKa CTarnkKa Ha rpeLlka, a oTYMTyBaHaTa LWWTO NOTEKHYBaaT Of €AHOHACOYHM
oTYnTyBakba (HeABOjHN/HECNOEHWN) MMaAT HajrosieMa cTanka Ha rpewka. OBume CTanky Ha rpeLuKka ce
npoLeHyBaaT Taka LUTO Ce eBasiyupaaTt CMTe JSIOKYCU 3a KOU NpujaBeHaTa 3a4eCTEHOCT Ha BapujaHTHU
anenn e nop 5 %. HepedepeHTHUTE OTUMTYBaHa Ha OBME JIOKaL MM BO rofieMa Mepa ce JomKaT Ha
rpewka. BACTUHCKMTE COMaTCKM HacTaHu, Nopaaun HUBHaTa penaTuBHa PETKOCT, HEMa 3HaUYMTENHO fa
B/MjaaT BP3 OBMeE MPOLLEHKN Ha CTarnkKaTa Ha rpeluka. bugejku oBre Knacu Ha OTYNTYBakbE,
[ABOjHN/CMOEHM N €AHOHACOYHUN Ce CO PasfINYHM CTanKM Ha rPeLLKn Kou ce cneymudmnyHm 3a NpMMepokKoT,
3a [ja MOXe CUIypHO fila ce AeTeKTMpa KaHamMaaTckaTa BapujaHTa, MOXe Aa bugaT noTpebHM noBeke
WY NoOManky oTYNTyBaka Kako GyHKLMja of Taa cTanka Ha rpelka. Ha npumep, npu gnaboymHa Ha
nokpmeHocT o4 200 oTunTyBarba, BapmjaHTaTa MOXe CO CUTYPHOCT Aa Ce O4peamn co Tpu
BUCOKOKBANIMTETHN NPULPYXHU OTYMTYBaHa UK, NakK, Co NeT NPULAPYXHM OTYMTYBaHsa CO MOHN30K
KBanuTer.

KaHanpgatckmnTe BapujaHTU 3a KOWM HeEMa L0BOJIHO NogAapLika Npu oTYNTYBaHETO BP3 OCHOBA Ha OBOj
MOZef Ha FPeLLKN 1K, NaK, KoM UMaaT HUCKO NPUCNOCOBEHM OLLEHKM 3a KBaANIMTET, Ce 03HayyBaaT Co
3HaMeHLeTo Ha punTepoT LowSupport n ce cmeTaaT 3a pedepeHTHU ogpenyBama. AKO U fiokalumjaTa e
CO He[0BOJIHA MOKPMEHOCT 3a ofpeayBar-e BapujaHTu (nomanky og 100x), BapujaHTaTa ce 03Ha4yyBa co
3HaMeHLueTo Ha ¢unTepoT LowDP 1 ce cMeTa feka He e ogpeaeHa. BapujaHTuTe co Bucoka
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npeBaneHTHocT Bo COSMIC3 ce co NOHM30K Npar 3a CeKoj 04 OBME MepHM NoKasaTesnn 3a KBanuTeT, BO
cnopepba co BapujaHTuTe Kon He ce COSMIC. MNpeky 0BOj Yekop Ha unTpuparse ce gobmsaaTt
ounTpupanu gatotekn gvVCF.

Pa3Boj Ha Manu BapujaHTun Bo pasu

®asHOTO ofpenyBaHe BaphjaHTW Ce KOPUCTU 3a Aa ce ngeHTuounkysaat ogpeneHn MNV, nHgenm un
neneuynn Bo reHnte EGFR n RET. AnroputamoT rv ugeHTudukysa BapunjaHtute Bo reHnte EGFR n RET
KOW ce KaHAngaTu 3a passoj Bo ¢dasm Bo puntpupanmte gatotekm gVCF og npeTXoaHNOT YeKop 1 rm
ypeayBa BapujaHTUTe BO JIOKaNHUTE coceAHOCTW. [1oToa ja ekcnnoaTupa KopurmpaHaTa gatoteka BAM
1 6apa KakoB 6110 f0Kas feKa OBME Manu BapujaHTL Ce jaByBaaT BO UICTUTE KNOHaMHM NoTnonynauumn
efHu co gpyru (o pasa egHn co apyrm). OTunTyBarbaTa KoM Ce NpekonyBaaT ce rpynupaaT BO
COCefHOCTMTE, BO MUHMMASEH 36Mp KNacTepn Kou r'm coapXaT UCTUTe BapunjaHTU. BapujaHTuTe ce
JeTeKTupaaT co NpoBepka Ha HU3nTe of, KOHUM3HNOT NOUOCUHKPaTUYEH N3BELLTaj 3a MOpaMHYyBareTO
npasHuHn (CIGAR) Bo gaTtoTekaTa BAM 1 cnopefyBame Ha OTYMTaHNTE CEKBEHLM CO CEKBEHL,ATa 04
pedepeHTHNOT reHoM.

CnojyBare Manu BapujaHTu

Ha kpajoT, MNV, nngenute n geneunmTe geTekTupaHu co ¢asHo ogpenyBame BapujaHTLu ce crnojyBaaT
BO ¢unTpuparHun patotekn gvVCF. Camo oHrne MNV, nigenu un geneunu og ogHanpeps neduHmpaHarta
nncTa Ha BapujaHTu Bo reHnTe EGFR 1 RET rv ucnonHyBsaaT ycnosuTe 3a crojysame 8o gVCF.
MornepHete Bo Jogatok D MNV, uHgenn n geneymn Bo EGFR v RET, kon MoXe fjia ce feTeKTupaart co
paseH oapenyBay Ha BapujaHT Ha cTpaHula 88. MNV, nHgenute n geneymnte of ¢asHoOTO
ofpeayBarbe BapujaHTU, UMaaT NPEAHOCT Npes OHKUe WTo MoXebun nocTojaTt Bo gVCF of yekopoT 3a
NPBUYHOTO ofpenyBaHe BapujaHTU. [peky oBoj Yekop ce gobuaaT crioeHn gatoTekn gVCF.

AHOTauWja Ha Manu BapujaHTn

[leTekTnpaHuTe Manun BapujaHTu ce aHOTMpPaaT Co CUCTEMOT 3a aHoTuparse Nirvana, co nHpopmaumm
of 6asaTta Ha nogatoun RefSeq, kako 1 pasnnyHm 6asm Ha nogatoum 3a nonynayumn (COSMIC, ClinVar,
dbSNP, 1000 Genomes 1 gnomAD). AHOTaLMjaTa Ha ManuUTe BapujaHTK Ce BPLLM HE3AaBMCHO HEKOJKY
naTun, Kako LUITO e ONKMLLAHO BO CNefHnBe AeN0BMW.

CTtaTtnyHm 6a3u Ha nogaToum 3a aHoTauMKu 3a npecMmeTtyBartbe TMB

3a aHoTauWja Ha PUNTPUPaHNTE Mann BapWjaHTN CO CTaTUYHM 6a3n Ha No4aToLM 32 aHOTaLumM (Kon He
ce akxypupaaT) 3a NoA0LHEXHO npecmeTyBame Ha TMB ce kopucTu Nirvana (nornegHeTe ro genot
MyTayuncko onToBapyBaH-€ Ha Tymop Ha cTpaHuua 13). Kako BneseH nogaTtok ce kopmuctn gvVCF opg,
YeKOpOT 3a pasBoj Mo dasu Ha ManuTe BapujaHTK (nornegHeTe Bo OgpeayBar-e Masav BapujaHTy Ha
cTpaHuua 10). BapujaHTuUTe feTekTupaHu co ¢asHOTO oapenyBatbe Ha BapujaHTUTe He ce KopuCTarT 3a
npecmMmetyBare TMB.
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CTtaTtnyHm 6a3a Ha nogaTouM 3a aHOTaL MK 3a ogpeyBarbe Npuapy>XXHa
AWjarHoCTuKa

3a aHoTauuja Ha duNTpupaHNTe Maan BapujaHTN CO CTAaTUYHKN 6asn Ha NoL4aToOLN 3a aHOTaL MK (Kon He
ce aXkxypupaaT) 3a NOAOLHEXHO ogpeayBarbe Npuapy>XHa anjarHocTuka ce kopmuct Nirvana
(nornegHeTe Bo penoT OapenyBar-e NpuapyxHa anjarHocTyka Ha cTpaHuia 19). Kako BneseH nogaTok
ce kopucTtn gVCF of, 4eKkopoT 3a pasBoj No ¢pasu Ha ManuTe BapujaHTu (NnornegHeTe Bo OgpesyBar-e
Masiv BapujaHT Ha cTpaHuua 10).

Bbasza Ha nogaTtouun RefSeq 3a npopunupare Tymop Koja MoXe aa ce
axKxypupa

3a aHoTauuja Ha dunTpupaHMTe Manm BapujaHTu co 6asa Ha nogaTtoum RefSeq koja Moxe fa ce
a)Xkypuvpa Kako fen of, NoAoLHEXHNOT npoLec Ha MNMpodnnmnparse BapnjaHT Ha TYMOP Ce KOPUCTH
Nirvana (nornegHeTe Bo lpouinpar-e BapujaHT Ha Tymop Ha cTpaHuua 20). basaTa Ha nogaToum
RefSeq Koja MoXe fia ce axxypupa e BKydYeHa kako gen og KB n Mmoxe fa ce axypupa noBpeMeHO 3a
Aa buge komnaTubunHa co ocTaHaTa coap>XunHa Ha KB.

OppepnyBarte ammindmukKaumja Ha reHu

OppenyBarbeTo Ha amnnndmKaumjaTa Ha reHUTe ce BpLUKN 3a NPMMEpPOK o4 bnbnmuotedyeH Matepujan Ha
PHK (co nckny4ok Ha koHTponu Ha PHK 6e3 wabnoH). Ce kopucTn anroputam 3a ga ce
noeHTUdunKyBaaT aMmnnnouUnpaHnTe reHn 1 ga ce npecMeTta BpegHoCTa Ha NpoMeHaTa BO
NpeKnonyBarmeTo 3a aMNANULIMPaHUTE reHn Ko ce npegMeT Ha aHanusata TSO Comprehensive (EU).
MpoMeHa BO NpeknonyBaHeTO 3a AafeH reH ce fobunea og HopManusmpaHaTta gnaboynHa Ha
OTYNTYBaH-€ 3a reHOT BO NPUMEPOKOT BO OQHOC HA HOpManuampaHaTa gnaboynHa Ha OTUNTYBaH-€ Ha
ANNNONOHUTE perum og NCTUOT NPUMepOK. NpoMeHaTa BO NMPeKNoNyBaHbeTO Koja ja HagMUHYBa
rpaHnyHaTa BpegHoCT crieunduyHa 3a reHoT ce cMeTa 3a amnnnounkaunja Ha reH. OBoj Yekop of,
aHanusata pesynTtupa co gatoteka VCF, WTO ro cymmpa cTatycoT Ha amnnndumkalnjata Ha reHnTe n
npecMeTaHaTa NpPoOMeHa BO NpekJsionyBareTo 3a CEKOj TapreTnpaH aMmniavduLmnpaH rex.

MyTauucKo onToBapyBate Ha TYMOP

TMB ce npecmeTyBa 3a 6ubnnoTeyeH matepujan Ha npumepoun Ha HK (co nckny4yok Ha KOHTPONK Ha
IOHK 6e3 wabnoH). OueHka 3a TMB ce reHepupa of gatoTekata gVCF, KojawTo ce reHepupa npeky
4YeKOopoT 3a puNTpuparbe Manu BapujaHTu (mornegHeTe Bo AenoT OapesyBar-e Masv BapujaHTy Ha
cTpaHuua 10) n aHoTaummMTe reHepupaHun 3a BpemMe Ha aHOoTUpaHeTo Ha ManuTe BapujaHTu. SNV n
BapWjaHTUTE Ha UHCEPLIUM U eneLmnmn ce BKIYYEHU Npu NpecMeTyBamETO Ha oLeHKaTa Ha TMB, Koja ce
fobusa co 6p0joT Ha COMaTCKM BapujaHTW KO He MOTTMKHYBaaT pa3Boj No Merabasa (peruja WTo MOXe
Aa ce eBanympa). [IOTTUKHYBaYKNTE MyTaLuun ce UAEHTUPUKYBaAT 1 puNTpmupaaT BpP3 OCHOBA Ha OpojoT
Ha COSMIC. TSO Comprehensive (EU) He npaBu pasnnka noMery BapujaHTu o, COMaTCKO U
repMUHaTUBHO MOTEKIO 3a LLeNMTe Ha of4pefyBare Ha ManuTe BapujaHTU. BapujaHTuTe ce 03Ha4yeHun
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KaKo BepojaTHa repMmnHaTMBHa NIHWja 3a NpecMeTyBaH-€e Ha oLeHKaTa 3a TMB, co npumeHa Ha
KoMbuHaumja of, 6asa Ha nogaTtoLum 3a nonynaymjata U NOLOLHOXEHU cTpaTerum 3a dunTpuparse Ha
6asaTa Ha nogaToun. BapmjaHTuUTe KO YecTo ce 3anasysaaT Bo 6a3aTa Ha nogaTouwm 3a nonynauyyvjaTa
HajBepojaTHO ce repMUHaTUBHU. [1o duNTpupareTo Ha 6asaTa Ha NofaToUW, MPOKCU-PUNTEPOT '
03HayyBa BapujaHTUTE KaKo repMMHATUBHM aKo OKOJY HUB Ce HaoraaT BapujaHTX Ko 6a3aTa Ha
NnoAaToLM MM O3HauMna Kako repMnUHaTUBHN. BapujaHTUTe Kon ce ngeHTnoMKyBaHn feka ce BepojaTHO
repMUHaTUBHK He ce Aen of NnpecMeTKaTa Ha oueHKkaTa Ha TMB. Pernjata WToO MOXe fa ce eBanyupa
AVMHaMnuKM ce npucnocobysa Ha NPUMEPOKOT BO 3aBUCHOCT 0f, Af1laboumHaTa Ha CEKBEHLIMOHMPpaHE.
[eHOMCKMTE pernm co BUCOKO HMBO Ha LLIYM BO 3afiHWHaTa He ce en of npecmeTkaTa 3a TMB. TMB ce
npecmeTyBa Kako 6poj Ha COMaTCKUM BapujaHTU KOW He ce XapuwTa Kage wTto VAF e = 5 % nogeneHo co
rofleMrHaTa Ha permjaTta LWTO MOXe Aa ce eBanyupa.

CTtaTycC Ha HECTAaOUNHOCT Ha MUKpPOCcaTENUT

3a pace ogpean ctatycoT Ha MSI kaj egeH NpuMepoK, ce BpLUM eBanyaumja Ha BKynHo 130 ogHanpeg
AedunHpaHmn nokauum Ha MSI. 3a cekoja nokauuja, NOBTOpHaTa AUCTPUBbYLMja Ha foKNHaTa ce
crnopegyBa Cco NaHen co HopMasHM NpPUMepoLM 3a fa ce BUAN Aanv NoBToOpHaTa gucTpmbyunja
3HauMTeNHO ce noMecTuna. KpajHaTa oueHka 3a MSI ce npecMeTyBa Kako 6pojoT Ha HECTabUNHK
NoKaumMu nogeneH co BKYMHMOT 6poj loKaLmm Kon MoXe fa ce cKopucTaT (lokaumm co foBOHa
nokpueHocT). MpnmMepoKoT ce cmeTa 3a MSI-H ako HeroeaTa oueHka 3a MSl e = 20,00 % 1
MS-cTabuneH ako HerosaTa ouLeHKa 3a MSl e < 20,00 %.

KoHTpona Ha KBanuTeT 3a NpUMepoK of 6ubnmorteyeH
MmaTtepujan Ha [HK

MpumepounTe og 6nbnnoTedyHnoT matepujan Ha HK (camo npuMepoum o naumneHT) ce NpoLeHyBaaT
3a NoTeHuuWjanHa KoHTaMuHaumja co AHK oa apyru npumepoum (Tyra [HK) Taka wTo ce KoM6UHUpaaT
OLleHKaTa 3a KOHTaMMHalkja u p-BpefHOCTa 3a KOHTaMuHaukja. Kaj KoHTaMUHUpaHuTe NpuMepoum,
“Ma repMmMHaTUBHM BapujaHTK (monumopdunamm co egeH Hykneotung nnm SNP) co nomecTyBarsa Ha VAF
o[ o4yekyBaHUTe BpegHocTn o4 0 %, 50 % nnun 100 %. AnropMTaMoT NpecMeTyBa 3arnnc Co OLeHKa 3a
BepojaTHOCTa 3a cuTe BoobmyaeHn nosnuymm Ha SNP Kage WTo ce npujaBeHn ogpenyBarata Ha SNV.
Konky e noronema oueHkaTa 3a KOHTaMWHaLWja, TONKY e NorosemMa BepojaTHOCTa fa uma
KOHTaMuHaumja co Tyra [JHK. Co p-BpeAHOCTa Ha NpeypeayBarbeTo Ce CyMupa OLeHKaTa 3a
HepaMHOTeXa Ha XPOMO30MOT, CO LWUTO Ce NpeTcTaByBa CeBKYMNHaTa BEPOjaTHOCT Ha 3anaseHnTe
o4penyBarba Ha BapujaHTUTe BOOJK CEKOj XPOMO30M. EfEeH NpnMepoK ce cMeTa 3a KOHTaMUHMpPaH ako
M oueHKaTa 3a KOHTaMWHaUMja 1 p-BPeAHOCTa Ha NpeypeayBarbeTO Ce Haf oaHanpes aeduHmpaHnTe
nparoBu 3a KBanuTeT. AKO Ce fleTeKTUpa KOHTaMMWHaLUKja, Toraw KOHTpoaTa Ha KBanuTeT 3a
6ubnNnoTeUYHMoT MaTepujan Ha HK ke 6uge Fail (HeycnelwHo) n Hema ga uma pesynTtaTi 3a ManuTe
BapwjaHTK, amnandukaymmTe Ha reHnte, MSIl nnn TMB. /cTo Taka, ako pesyntaTuTe of Npuapy>XHaTa
AnjarHocTuka unm npodunmpareTo Ha TYMOPOT ce NoTNupaaT Ha Toa fanu ja NoMuHane KoHTponaTa
Ha KBanuTeT 3a bnbnnoTeyHMoT MaTepujan Ha AHK, Toraw TakBuMTe pesyntatn He ce JOCTanHu.
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MepHUTe NnokasaTesnv 3a KOHTPOJ1a Ha KBaNIMTET Ce KopuCTaT 3a [a ce NpoLeHn BanngHocTa Ha
ofpenyBarbeTo Manu BapujaHtn, TMB, MSI n amnnubukaumnjaTta Ha reHn 3a NnpuMepoLunTe of,
6MbnnoTeyHnoT MaTepujan Ha [JHK KoM TOo ja NOMKHane KOHTponaTa Ha KBaJIMTeT BO NOrfes Ha
KOHTaMuHaLumjaTa. AKO NPUMEepPOKOT BUbNnoTeveH Matepujan € HeycnewleH BO OGHOC Ha efleH Unu
noBeKe MepHU NokasaTenn 3a KBannTeT, Toraw COoABETHNOT TUM BapujaHTa Uan 6MOMapKep He ce
JaBaaT BO U3BeLwTajoT. [loBp3aHaTa KaTeropuja 3a KOHTPOJ1a Ha KBaNnUTETOT BO 3arflaBueTo Ha
M3BeLWTajoT ce npukaxysa Kako FAIL (HEYCIMELLHO). NcTo Taka, pe3ynTtaToT o4 NpugpyxHaTta
AnjarHocTuka nnmn npodunnpareTo Ha TYMOPOT MOXe [a He € JoCcTarneH ako ce NoTnupa Ha Toa ganu
NMoMMHana KOHTponaTa Ha KBalMTeT 3a efHa UK NOBEKe Of, KAaTErOpMmTe 3a KOHTPO/a Ha KBannTeT
HaBefeHV Noaony.

PesyntaTunTe of, KOHTpONaTa Ha KBaNnMTeTOT 3a 6UBANOTEeYHNOT MaTepujan Ha JHK MoXe ga ru HajoeTe
BO faToTeKaTa MetricsOutput. tsv. [loBeKe MHPOPMaLUKN MOXe fa HajaeTe BO M3/1e3HM MEepHU
rnokasatesiv Ha cTpaHuua 59.

JaBame nspewTtaj 3a Mmana gnabouynHa 3a npuMepokK op,
6ubnuoteyeH matepujan Ha [HK.

3a cekoj NpuMepokK of, naymeHT co bubnuotedeH Mmatepujan Ha [JHK ce reHepupa 13BeLwwTaj 3a Mana
AnabounHa. M3BeluTajoT BKy4YyBa CIMCOK Ha FrEHOMCKM MO3ULMK CO BKYMHa Af1aboymHa Ha
CcekBeHuMoHMparbe < 100 1 3a KoM He e OTKpueHa Mana BapujaHTa. OBve no3numum HemaaT LOBOSHA
AnaboynHa Ha CeKBEHLMOHMpPaHke 3a fa MOXe fa ce UCKIYyYM MOXHOCTa 3a NPUCYyCTBO Ha Mana
BapuvjaHTa. AKO BapujaHTaTa Ha afief e CO J0BOJIHa A1abounHa 3a CEKBEHLNMOHNpPakbe, C& yLTe MoXe
[a ce feTtekTupaaT BapujaHTW CO BKYMHa Af1aboymHa Ha ceKBeHLMoHupare < 100.

CocefHuTE NO3MLUM CO Mana As1aboymHa Kou ce NpekonyBaaT Co UCTUTE FreHn ce KOMBUHMUpPaHKN BO
Orcesun Ha reHOMM BO M3BELUTAjOT 3a Mana AnabdoymHa. Cekoj reHOMCKM Oncer BO M3BELLTajoT ce
aHOTMpPa Co efeH U noBeke cMMbonun 3a reHn RefSeq. AHoTauujaTta RefSeq ce BpLum Bp3 OCHOBa Ha
0asaTa Ha nogaTtoun RefSeq koja e BKnyuyeHa Kako gen og KB 1 MoXe fa ce CMeHU NMpu axypupatrbe Ha
KB.

[eTanuTe 3a cogpxunHata MOXe fa ' HajaeTe BO M3BeLuTaj 3a Masia 4/1aboymHa Ha cTpaHuLa 64.

NMNopamMHyBawe Ha PHK

MNMopamMHyBareTo Ha PHK e HanpaBeHo 3a 6ubnmoTeyHnTe Matepujan Ha npuMmepouute Solid-FFPE Ha
PHK. MopamMHyBareTo Ha PHK ondaka npeTxogHa 06paboTka Ha HEMOPaMHETUTE OTUNTYBaHa CO
CeKBeHUMOoHMpakre, NopaMHyBaHe Ha OTUMTYBaHaTa Co CEKBEHLMOHNpare Co pedepeHTeH reHoM U
nocTobpaboTka Ha MoOpaMHeTUTe OTUNTYBaHa CO CEKBEHLMOHMpPabe.

1. MpBKWH, cekBeHLMTe Ha PHK BO gaTtoTeknTe FASTQ ce HamanysaaT A0 NpubnmxHo 30 MUIMOHN
OTUYMTYyBaHba 3a NPUMEPOKOT o bubnmoTeyHnoT MmaTepujan Ha PHK. HamanyBareTo ce BpLuM Taka
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WTO ce n3bmpaaT OTUNTYBaHsa MO CrlyyYaeH n3bop of BnesHuTe gatotekn FASTQ no
pacnpefenbaTta Ha BepojaTHocTa. [oToa, kpaeeuTe o, cekBeHUUTe PHK ce kpaTaT Ao MakcuMasHa
LOMKWHa o, 76 6a3HK NapoBw.

2. TpeTxogHo ob6paboTeHMTe OTUNTYBaHa NoTOa Ce NopaMHyBaaT co pedepeHTHNOT reHoM hg19 u ce
MaeHTUdUKYBaaT CNoeBUTE Ha KaHAMaaTUTe 3a crnojyBame. Co 0BOj YEKOP, 3a NOPaMHEeTUTe
OTUMTYBaHa Ce reHepupaaTt gaTtoTekm BAM 1 nHgekcHu gatoTekn BAM, Kako 1 TeKcTyasHa
JaToTeKa pasrpaHnyeHa co KapTuUYKa 3a CNoeBUTe Ha KaHAnLaTUTe 3a crnojyBame.

3. HakpajoT, ABOjHUTE OTUMTYBaHa Ce 03HayyBaaT BO fatoTekn BAM, Taka WTo 6K MoXxene fa ce
n3semart o nocniegoBaTenHuTe yekopn. Co 0BOj YEKOp ce reHepupaat gatoTekn BAM 1 MHOEKCHM
patotekn BAM Kou ce KOpUCTaT Kako BfIe3HM nogaTouun npun ogpenysameto ¢y3mm Ha PHK n
oApeayBaHbeTO BapuWjaHTa Ha cnojyBarbe Ha PHK.

Opapepyeamwe ¢pys3um Ha PHK

OppepnyBarbeTo Gy3um ce BpLIKM 3a NPMMeEpPOK o4 bubnuotedeH matepujan Solid-FFPE Ha PHK (co
WCKIYyYOK Ha KOHTPOMHKU NpuMepoun Ha PHK 6e3 wabnoH). KanaupgaTtckute dy3um ce ugeHTuoukysaaTt
0f, aHOMasHU NapoBU Ha OTUYNTYBaHE (0TUMTYBaHa KoM Ce NopamMHyBaaT Co PasNYHU XPOMO30MU UK
BO HEOYEKYBaHW OpMeHTaLmm) Bo fatoTeknte BAM (reHepupaHu npu nopamHyBameTo Ha PHK) 3a rexHun
Ha dy3mm Koun ce npegMeT Ha aHanmsaTa TSO Comprehensive (EU). MpugpyxHUTe oTunTyBama 3a
by3uuTe ce cocTaByBaaT BO KOHTUIM Ha KaHOMAaTcKuTe dysun. KOHTUrnTe Ha KaHamgaTckute dysum
noToa ce nopamMHyBaaT co pedepeHTHNOT reHoMm. [loToa oBMe KOHTUTW Ha KaHAn[aTCcknTe dy3mm ce
eBasfiympaaT BO OHOC Ha pasnuyHu GunTpu, Npeg aa ce gagat Kako geTekTupaHu. Osue ountpu ce
CyMMpaHu Bo cnefHaTa tabena.

duntep Onuc
Imprecise KaHgugaT co HMCKa pesonyumja, He e COCTaBeHo ofpenyBame dysuja.
RepeatOverlap dy3njaTa ce 03HavyBa Kako NpeknonyBake CO perunja Koja ce NoBTopyBa.

Ce KOpUCTH KakKo GuNTep caMo 3a HeeANHCTBEHO Manvparse Ha
KaHAMAATCKY dy3un.

WeakBreakend [10Ka30T 3a 0TYNTYBaHETO/MOPaMHYBareTO Ha egHaTa CTpaHa of
dy3unjaTa e cnab. OBoj duNTEp rNaBHO yKaxKyBa feka OTYUNTyBaHaTa ce
npeknonysaaT co ¢y3ujaTa caMo NPeKy HEKOsKY 6asHu napoBu. NcTo Taka,
MOXKe fila YKa)XkyBa WU Ha NPEMHOry XxomMosoruja.

DuplicateContig [BeTe NoNykKoHTUrK of, dysnjaTta ce cocTojaT of uctata CeKBeHua.

ContigIntragenic  lMpu NOBTOPHOTO NOpaMHyBak-€ Ha MONYKOHTUIUTE ce KpeupaaT
nopamHyBarba KOM ro ManumpaaTt UCTUOT FeH of, ABeTe CTpaHu (unum Bo
pamMkunTe Ha 1 kb ako He ce 03Ha4eHn).

LowQ Mpuapy>xHUTe oTUMTYBaHa Ha eAUHCTBEHaTa dysuja ce nomanu of
oAHanpef aeduHmpaHnoT npar (nparoT e 53a 9 — 16 MUIMOHN OTUYMTYBAH-A;
6 32 16 — 26 MUIMOHKN OTUMTYBaHa; 7 3a 26 — 30 MUNNOHM OTUNTYBaHHA).
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JononHuTtenHn doysmnmn Moxe fa ce geTekTupaaT npeky npouecoT RNA Splice Variant Calling
(OppenyBarbe BapujaHTa Ha cnojyBame Ha PHK) (nornegHeTe Bo penot OgpesnyBar-e BapujaHTa Ha
crojyBare Ha PHK Ha cTpanuua 17 n CriojyBarbe PHK-¢y3umn Ha cTpaHuua 17).

OppepnyBat-e BapujaHTa Ha crnojyBarbe Ha PHK

OppepnyBarbeTo BapujaHTa Ha crnojyBamse Ha PHK ce Bpwin 3a npnmMepok og 6ubnmuotedyeH matepujan
Solid-FFPE Ha PHK (co nckny4ok Ha KOHTposiHM NnpuMepoLun Ha PHK 6e3 wabnoH). KaHangaTtckmute
BapwujaHTM Ha crnojyBarse (cnoeswu) og nopamHyBameTo Ha PHK ce cnopepgyBaaT co 6a3aTa Ha nogaToum
CO NO3HATU TPAHCKPUNTN N OCHOBHUTE NapaMeTpu Ha BapujaHTUTE Ha CMojyBare Ha HETYMOPCKNUTE
CMOEeBM reHepurpaHn og, 36upoT HopManHu npuMepoun Ha FFPE of pasnuyHm TkuBa. Cekoja BapujaHTa
Ha crojyBatbe Koja ce coBnara co 6asaTta Ha MogaToLm UK CO OCHOBHUTE NapameTpu ce dUnTpupa,
OCBEH aKO He e BO rpyna Cnoeswu COo No3HaTa OHTOMOWKa QyHKLKWja. AKO MMa AOBOJIHO NPUAPYXKHO
OTUYMTYBakbe, KaHOMAATOT 3a BapuWjaHTaTa Ha crojyBambe ce 3agpxxyBa. Co 0BOj npoLec ce
noeHTndunKyBaaT u kaHgnpgatTute 3a dysunmn Ha PHK (nornegHete Bo genotT CrojyBare PHK-¢y3um Ha
cTpaHuua 17).

Cnojysarwe PHK-¢py3um

dysnnTe naeHTUPNKyBaHu npu ogpenyBarseto PHK-dysunmn ce cnojyeaat co dpysmnnte o
NPoOKCUManHUTE reHn NOeHTUPUKYBaHU Npun ogpeayBareTo BapujaHTU Ha cnojyBame Ha PHK. lMoToa,
TWe ce aHOTMpaaT co CUMBONN 3a FeHN NN Ha3UBM BO COrNacHOCT COo cTaTu4Ha 6asa Ha nogaTouum 3a
TpaHckpunTtn (M3gaHne 19 Ha GENCODE). PesyntaToT of, 0BOj MpoLEeC e rpyna Ha ogpeayBatba Ha
by3mm Ko r'm UCMOSHYBaaT YCNOBUTE 3a NPUKaXKyBaH-e BO N3BELLTA].

AHoTaLuuja Ha BapujaHTa Ha cnojyBarbe Ha PHK

[eTekTnpaHnTe BapujaHTK Ha crojyBarbe Ha PHK ce aHoTMpaaT co NOMOLL Ha CUCTEMOT 3a aHOTUpPaHbe
Nirvana co nHpopmauum og 6asata Ha nogatoum RefSeq. AHoTauuMjaTa Ha BapujaHTUTE Ha CMNojyBatbe
Ce BPLUM HE3ABUCHO HEKOJIKY NMaTK, Kako LUTO € OMnuLlaHo BO CNegHnBe 4enoBu.

CTtaTuyHa 6a3a Ha nogaTtouu RefSeq 3a ogpeaysare npuapy>xxHa
AWjarHoCTuKa

3a aHoTaluja Ha AeTeKTupaHnTe BapujaHTu Ha cnojyBarbe PHK co cTaTtuyHa 6asa Ha nogaTtoun RefSeq
(koja He ce axxypupa) 3a NOAOLHEXHO ofpenyBarbe Ha NPUAPYXHaTa ANjarHOCTUKA Ce KOPUCTH
Nirvana (nornegHeTe Bo genot OgpesyBar-e npuapyXHa anjarHocTrka Ha cTpaHuua 19). BapujaHtuTte
Ha crojyBarbe Ce aHOTMpaaT CO NPOMEHNTE Ha HUBO Ha TPAHCKPUNT (3acerHaTuTe ersoHn Bo
TPaHCKPUNTOT Ha reHoT) BO ogHoc Ha RefSeq. OBaa 6asa Ha nogaTtoumn RefSeq e ncta kako u
cTaTu4yHaTa 6a3a Ha nogaTouun RefSeq Koja ja KopncTu NpoLecoT 3a aHoTalKja Ha Manu BapujaHTL.
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basza Ha nogaTtouun RefSeq 3a npopunupare Tymop Koja Moxe aa ce
axKxypupa

3a aHoTalWja Ha AeTeKTupaHUTe BapujaHTU Ha cnojyBarbe Ha PHK co 6asa Ha nogaTtoum RefSeq koja
MOXe [a Ce axKypupa Kako gen of, NoA0LHEXHNOT npouec Ha MNpodunmpare BapunjaHTy Ha TyMop ce
KopucTu Nirvana (nornegHete Bo [Ipopunvparse BapujaHT Ha TymMop Ha cTpaHuua 20). BapunjaHtuTte
Ha crojyBarbe Ce aHOTMpaaT CO NPOMEHNTE Ha HUBO Ha TPAHCKPUNT (3acerHaTuTe ersoHn Bo
TPaHCKPUNTOT Ha reHoT) Bo ogHoc Ha RefSeq. basaTta Ha nogaTtoun RefSeq koja Moxe fia ce axypupa e
BK/y4eHa Kako gen og KB 1 MoXe ga ce axypupa NoBPeMEHO 3a fa bmuae koMmnaTtnbunHa co ocTaHaTa
CoAp>unHa Ha KB.

KoHTpoOna Ha KBannTeT 3a NpuMepokK o 6MbnnoteyeH
mMaTtepujan Ha PHK

MepHUTe NokKasaTe v 3a KOHTPOsa Ha KBaIMTET Ce KOpUCTaT 3a [a Ce OLLeHN BaNngHoOCTa Ha
npumepoumnte Solid-FFPE of, 6ubnnoTteyeH maTtepujan Ha PHK. AKO MepHMOT NoKasaTes 3a KOHTpora
Ha KBaNMTET HE € BO paMKuTe Ha NpudaTanMBMOT ONCer, Torall KOHTposiaTa Ha KBanuTeT 3a
onbnunoteyHnoTt MaTepujan Ha PHK e FAIL (HEYCIMELIHO) n Hema ga MMa gocTanHu pesynTtaTti 3a
by3nnTe nnu 3a BapujaHTUTE Ha crojyBarbe. VICTO Taka, ako pesyntaTuTe of npugpy>xHata
AnjarHoCcTuUKa UM npodunmpareTo Ha TYMOPOT Ce NoTNUpaaT Ha Toa [anv ja NoMUHane KoHTponaTa
Ha KBanuTeT 3a BnbnnoTeyHMoT MaTepujan Ha PHK, Toraw TakBuTe pesynTtaTu He ce AOCTarHu.

PesyntaTuTe of, KOHTpoONaTa Ha KBannTeToT 3a 6MbnnoTevyHnoT MaTepujan Ha PHK Moxe fa rn HajgeTe
BO faToTeKkaTa MetricsOutput . tsv. [loBeke nHGopMaLnm Moxe Aa HajaeTe BO M3/1e3HU MEPHU
rnokasatesiv Ha cTpaHuua 59.

TpaHCcKpUnTH

TpaHckpunT e Huwka PHK TpaHckpubupaHa og OHK. MNMoToa of Taa PHK co TpaHcnauwnja Moxe fa ce
Kpeunpa npoTeunH. EgeH reH Moxe fa MMa noBeKe TPaHCKPUMTY (aKko, Ha MpuUMep, Ce KopuUcTaT pasnyHu
NPOMOTOPW UK, NakK, ako UMa pasINYHN LLEMM 3@ CNOjyBakbe ersoHn). Cekoj TpaHCKpUNT uma
eANHCTBEH 6poj. Bo HoMeHkNaTypaTa Ha HGVS, HykneoTngHa NnpoMeHa Koja Biivjae BP3 KogupaHa
CeKBeHL,a MOXe [la Ce HaBefe CO ynaTyBaHe Ha TpaHcKpunT. [NpBaTa 6ykBa ro o3HauyBa anenoT of
OVB TuUM, a BTopaTa 6ykBa ro o3HayyBa anenoT Ha BapujaHTaTa. Ha npumep, NM_004333.4:¢c.1799T>A
3Hauu fgeka Ha nosuvumjata 1799 Ha TpaHckpuntoT NM_004333.4, kogupaHaTta PHK kogupa T BO
pedepeHTHMOT reHOM, HO Ce MeHYyBa BO A 3a OBaa BapujaHTa.

KOHTpOﬂHO n3pecrtyBame

KOHTPONHMOT M3BeLTaj 3a N31e3HN MHGOPMaL MK Ce reHepmpa 3a CeKoja aHanmsa 1 BKy4Yysa nNpoL,eHkKa
Ha CeKoja KOHTpOa WTO e BK/y4YeHa Bo o6paboTkaTa. Moayn 3a aHannsa TSO Comprehensive (EU) He
M NOHULITYBa aBTOMATCKN NPMMEPOLUTE 0 NaLNeHTOT criopeg, pesynTaTute o4 KOHTPOTHUTE
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npvMepoLy.

MornepgHeTe BO [MpunoxeHo ynatcTeo 3a TruSight Oncology Comprehensive (EU) (6poj Ha LOKYMEHT
200007789) 3a ynaTCTBO 3a BafIMAHOCTa Ha UCMNTYBarETO N BaNGHOCTA Ha MPUMEPOKOT Ha
NnaumMeHTOT BP3 OCHOBA Ha pe3yNnTaTuTe 3a KOHTpoauTe.

M3BelITajoT MOXe fAa ro HajaeTe BO gaToTekaTa ControlOutput.csv. [loBeKe MHPopMaL UM MOXe aa
HajaeTe BO KOHTPO/IeH U3BeLUTaj 3@ U3/1€3HM MOZaToLmM Ha cTpaHuLa 55.

OpgpepyBame Npugpy>XHa gujarHocTUKa

3a cekoja npefBuaeHa NpUMeHa Ha UHCTanMpaHaTa Npuapy>XXHaTa gujarHoctuka (CDx), Mogyn 3a
aHanusa TSO Comprehensive (EU) ja oapeayBa npMMeHNIMBOCTa Ha NpeapuaeHaTa npumMmeHa Ha CDx 3a
CeKoj NPMMEPOK Of NMaLMEeHT, BP3 OCHOBa Ha TUMOT TYMOP Ha NPUMEPOKOT 04 NaLMeHTOoT. AKO TUNOT
TYMOP Ha NPUMEepPOKOT 04, NaLMEHTOT TOYHO Ce CoBMara uan e NMoTOMOK Ha TUNOT TYMOp 3a
npegsuaeHaTa npumMmeHa Ha CDx, Toraw ce cMeTa 3a NPUMEHSINB 3a Taa nNpeasuaeHa npumeHa Ha CDx.
MNMoBeKe MHPOPMaLIMK 3a OHTOJOrNjaTa Ha 6onecTa MoxXe Aa npoynTaTte Bo M36uparH-e TUM TYMOpP Ha
cTpaHuua 6. AKO TUNOT TYMOpP Ha NaUMEHTOT He € NPUMEHNNB 3a NpeaBuaeHaTa npumeHa Ha CDXx,
Torall 3a Toj NPMMEpPOK HeEMa [la ce eBarnyupa npegsuaeHaTa npumeHa Ha CDx.

AKO 3af,0/IKNUTENHNOT BnbnnoTedyeH MaTepujan 3a cekBeHumoHnpame (OAHK nnm PHK) 3a
npegsuaeHaTa npumMeHa Ha CDX He e CeKBEHLMOHMPaH UK He ja MOMMHaN KOHTpoaTa Ha KBanuTeT,
Torawl NpuMepoKOoT o4, NauMeHTOT HEMa Ja ce eBanyupa 3a npeasugeHaTa npumeHa Ha CDx. AKo TunoT
Ha BapujaHTaTa (Ha np., Manu BapujaHTK) nnnm GUoMapKepoT KoM Ce 3a40/KUTENHN 3a NpeaBuaeHaTa
nprvMeHa Ha CDX He ja NoOMUHane KOHTponaTa Ha KBanUTeT, Torall NPMMEpPOKOT of, NauMeHToT HeMa fa
ce eBanyvpa 3a npeasuaeHaTta npmMeHa Ha CDx.

Kora Ke ce yTBpawv fieKa npeasuaeHaTa npuMeHa Ha CDX e MpuMeHnBa 3a NPUMEPOKOT of, NMaLMeHTOT,
[leKa € CEKBEHLMOHMpPaH 3a40IKUTENHMOT BMBNNoTeYeH MaTepujan 1 ieKka NnoMuHane
3a[,0/KUTENIHUTE MEePKU 3a KOHTPOJIa Ha KBaNUTET, Torall, NnpeasuaeHaTa NpuMeHa Ha Npuapy>XHaTta
[MjarHOCTUKa Ke ce eBanynpa 3a NpUMepoKoT oA nauuneHToT. Ce eBanynpaaT AeTeKTupaHuTe
BapWjaHTV 1/unm GuoMapkepu Bo NPMMEPOKOT O/ NaLUeHTOT 3a a Ce oapean pesyntaToT 3a
npeaeuaeHaTa npuMeHa Ha CDx. OBaa eBanyaluja ce BpLUM NPeKy anroputam Koj e NoceGHO HaMeHeT
3a NpeaBuaeHaTa npyuMeHa Ha CDx, co Koj ce npaBu NpoLeHKa Ha NPUCYCTBOTO U/UIM OTCYCTBOTO Ha
BapujaHTU/6OMapKepmn Kou ce coBnaraaT co npeasuaeHaTa npumeHa Ha CDx.

PesynTtaTu o npuapy>XHaTa gujarHocTmKa

Pesyntatunte of oapenyBareTo HaCDx ce gocTanHum Bo usselwwTtajoT TSO Comprehensive (EU)
(mornepgHete Bo M3BeLwtaj TruSight Oncology Comprehensive (EU) Ha cTpaHuua 23). N3BewTanTe 3a
npegBuaeHNTe NPUMEHM Ha No3nTmeBHaTa CDx ce gageHn Bo fenoT Pe3ynTaTu of Npugpy>XHaTta
AwnjarHocTuka og nssewTajot TSO Comprehensive (EU).
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Mpodunnupar-e BapnjaHT Ha TYMOp

OTKaKo Ke ce yTBpAaT pesynTatuTe of NpuapyXHaTa AnjarHOCTMKa, CUTe MOMUHATK, AeTeKTUPaHM
BapwWjaHTV BO NMPMMEPOK of, NaLMEHTOT Ce ycornacyBaaT co MHCTanmpaHaTta KB 3a fa ce yTBpaat
reHOMCKUTE HaoAM KoM MMaaT [0Ka3 3a KNMHUYKO 3HaYeHe Unv MMaaT NoTeHLMjanHo KIMHUYKO
3Hayerbe. OBOj NpoLec ce HapeKyBa NpoduMpar-e BapujaHTy Ha TyMop. FeHOMCKM Haog, e unu
e[lMHeYHa BapujaHTa Co A0Ka3 3a KIMHUYKO 3HAYEHE MW MOTEHLMjaNIHO KIIMHUYKO 3HauYeHe Unu, nak,
rpyna BapujaHTW KO, aKo ce AeTeKTUPaHu 3aefHO, MMaaT [oKa3 3a KIMHUYKO 3HauyeHe 1in
NOTEHUMjaNHO KNMHNYKO 3HaYeHse.

AKO NnoBeKe BapujaHTX Ce HaBe[eHN 3aeHO Kako reHOMCKM Hao/l, Toa 3Hayu JeKa MMa [10Kas 3a
K/IMHUYKO 3HaYeHe UM NoTeHLMjanHO KIIMHUYKO 3HaueHe 3a TUe BapujaHTy 3aeHO, BO 6apeM efleH of,
N3BOPUTE HaBedeHN BO MIHGOpMaTUUKKM JeTann of U3BeLlTajoT. AKO MMa NoBeKe reHOMCKM Haoau 1 BO
noBeKe o[l efieH O/l HNB e BK/TyYeHa BapujaHTa, Torall Taa BapujaHTa Moxe fa 6uae HaBeneHa noBeke
o[, efHall BO U3BewWTajoT. EanHeYyHa BapujaHTa Ke 6uae HaBefeHa CaMo Ha HajBUCOKOTO HUBO 3a Koe '
NCNosHyBa KpUTEPUYMNUTE 3a BKITyYyBarbe BO M3BellTajoT. CeKoj o, ciefH1BE NPUMEPU CO KIMHMUYKO
3Hayekrbe BKNy4yBa NnoBeKe BapujaHTu:

* NTRK1 p.(Gly595Arg) — HQMUMpaHO e feKa Npean3BuKyBa OTMOPHOCT KOH €4,eH UM NOBeKe
MHXN6MTOPK Ha TRK, Kaj NaumeHTn co kBanndpukauymoHa ¢yamja Ha TRK (MHbopmaLmm 3a
npenuwyeame Larotrectinib 211710s000Ibl).

* KajnaumeHT BO KITMHUYKOTO ucnutysare LIBRETTO-001 6ewwe 3abenexaHo geka rm uma n RET
D898_E901del n RET D903_S904delinsEP. MauneHTOT Nokaxa peakuuja Ha TYMOPOT Npu TpeTMaH
CO MHXMbUTOpP Ha RET (PMID 32846061).

* WcTpaxyBauka aHanunsa Ha ncnutysarwata BOLERO-1 1 -3 ykaxkyBalle feka naumeHTmnTe co
KapuWHOM Ha fojka co amnnuéunkauymja ERBB2 nmane KNMHNMYKN Npngobueku og MHXnbuumjata Ha
MTOR ako TyMopuTe npukaxarse akTuBupame Ha natekata PI3K nnn, nak, myTtauum Ha AKT1 ET7K
(PMID 27091708).

* MyTauunjata BRAF p.(Val600Glu) koja ce jaByBa 3ae4HO cO MyTalmja Ha npomMoTopoT TERT e

noBp3aHa Co HEMOBOJIHA NPOrHO3a Kaj NanunapHNOT KapLMHOM Ha TUpoUAHaTa Xesfa cnopes
rnaBHUTe Hacokn Ha CALL.

FeHOMCKM Haoau co J0Ka3 3a KJIMHUYKO 3HauYeHe

TeHOMCKMTE HaogmM co AoKas 3a KITMHNYKO 3HayeHe Ce faBaaT BO M3BELWTajoT BO 4en0T [eHOMCKM
Hao4M CO [,0Ka3 3a KNIMHMYKO 3Haderne (H1Bo 2) og nssewwTajot TSO Comprehensive (EU) (nornegHeTe
BO fenosute KNMHWYKK nsBewTaj V3sewtaj TruSight Oncology Comprehensive (EU) Ha cTpaHuua 23).
eHOMCKMTEe Hao4u ce faBaaT BO M3BELTajOT BO [@HOMCKMN HaoAM CO A0Ka3 3a KIIMHUYKO 3HaYeHe
(HuBo 2) ako ru ncnonHyeaaT ClieqHUBE KPUTEPUYMU:
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* [ eHOMCKMOT Haop, e NoBp3aH Co NpMAobMBKa UK, NakK, Co HeMare NpUAobUBKa NpU oapeaeHa
Tepanuja, Kako LWTO e NOKa)KaHo Ha eTMKeTaTa Ha NnekoT ogobpeH oa EMA nnun Ha eTukeTaTa Ha
nekoT ofobpeH of FDA. TMNoT TyMOp o4 NPUMEPOKOT MOpa fa € e4HaKOB Ha, U Aa € NOTOMOK Ha
TUNOT TYMOP Of acouujaunjata Ha KB Bo oHToornjata Ha 6onecTa. MNoBeke nHbpopmaumm 3a
OHTOJMOMMjaTa Ha bofnecTa MOXe fa npoynTaTe Bo VM3bupar-e Ty TYMop Ha cTpaHuua 6.

* [eHOMCKMOT Haop, e NoBp3aH CO Npmao0uMBKa UK CO HEMaHe NPUAO6MBKa Npu ogpeaeHa Tepanvja,
UMa AnjarHoCTUYKa PeneBaHTHOCT WK, Nak, UMa MPOrHOoCTUYKa peneBaHTHOCT Kako LWTOo e
AokaxaHo Bo ESMO, ASCO, nnun Bo gpyru noBa>kHn objaBeHM HAaCOKM 3a KNMHWYKa npakca o CA/LL.
TunoT TyMop of, NPMMEPOKOT MOpa fa € efHaKoB Ha, UK a e NOTOMOK Ha TUMOT TYMOp Of
acouujaunjata Ha KB Bo oHTONOrMjaTa Ha 6onecTa. NoBeke nHGopMaLmm 3a OHToNornjaTa Ha
bonecTa MOXe fa npouunTtaTe BO M3bupar-e Ty TYMop Ha cTpaHuua 6.

F'eHOMCKM Haoau co HOTeHLI,VIjaHHO KIIMHU4YKO 3Ha4Yeme

TeHOMCKMTE HaogmM Co NOTEeHUWjaIHO KITMHNYKO 3HauyeHe Ce AaBaaTt BO M3BELWITajoT BO AeN0T [eHOMCKM
Hao4W Cco NOTeHUMjaNHO KIMHNYKO 3Haverbe (Hreo 3) og uasewwtajot TSO Comprehensive (EU)
(mnornegHeTe Bo MN3BewTaj M3BelwTaj TruSight Oncology Comprehensive (EU) Ha cTpaHuua 23).
eHOMCKMTE HaoguM ce AaBaaT BO U3BELITAjOT BO [€HOMCKM Hao4mM co NOTEHLUWjaNHO KITMHUYKO 3HaYeHe
(HmBoO 3) ako rn cnonHyBaaT CrieAHUBE KPUTEPUYMN:

* ['eHOMCKMOT Haopd rm UCnosiHyBa KpuTepuymMmmTe of, eHOMCKM HaoamM CO A0Ka3 3a KIMHNYKO
3Hauerbe (HuBo 2) (Ha npuMep, eTUKeTa Ha nek ogobpeH og EMA, eTukeTa Ha nek ogobpeH og FDA,
Hacokn Ha ESMO, Hacoku Ha ASCO vnu gpyru rnaBHu Hacoku Ha CA/[l), HO camMO ako TUNOT TYMOp
Of, NPMMEPOKOT He Ce coBnara co TUNoT TYMOpP Of acouujaunjata Ha KB. 3aToa, TUNOT TYMOp 04
NPUMepPoKOT He CMee [ia € eAHaKOB Ha, U He cMee Aa 6mae NOTOMOK Ha TUNOT TYMOp 04
acoumnjaunjata Ha KB.

* BapwujaHTaTa uMa TepaneBTCKM, OWjarHOCTUYKIN U NPOrHOCTUYKM acoLnjaLnn BO KNMHMYKaTa
nnTepaTypa, ONuyBajKn KNNHUYKa cTyanja. TUNoT TYMOpP O4 NPMMEPOKOT MOpa Ja € e4HaKOoB Ha,
WA ga e NoTOMOK Ha TUMOT TYMOp of acolnjaumjaTa Ha KB.

* BapwujaHTaTa e BKJlyYeHa BO KpUTepuymuTe 3a NnogdobHOCT 3a ga buae BKyyYeHa BO KIIMHNYKO
ucnutysarbe (dasa l/Il, 1, II/1Il, 1 unm IV) perucTpuparo Ha clinicaltrials.gov unu PernctapoT Ha EY 3a

KMMHUYKKU ncnutyBama (EUCTR). TUNOT TyMOp 04 NPUMEPOKOT MOpa Aa € eHaKOB Ha, unn ga e
NMOTOMOK Ha TUMOT TYMOP Of, KIIMHNYKOTO UCTMINTYBakH-€.

TMB n MSI cekoralu ce gaBaaT BO M3BELLTAjOT BO [@HOMCKM HAaoAM CO NOTEHLMjafHO KIIMHNYKO
3Hayerbe (HmBo 3), 6e3 pasnunka Ha TUNOT TYMOpP o4, MPUMEPOKOT.

Husenupare npomeHu nopagu axxypupare Ha KB

Kora Ke ce akymynumpaaT KINMHUYKN 00Ka3M 3a BapujaHTUTe BO NpeL3HaTa OHKOMOrnja, axypuparaTa
Ha KB cTaHyBaaT fOCTanHu 3a ga ce ogpasaT oBuMe NpoMeHUn. BapmjaHTUTe KOn Ha NOYETOKOT He
MoXKene fa ce fafaT BO U3BeLWTajoT nopaan He4OCTUM Ha KITMHUYKK L0Ka3n, MOXe NoAoLHa fa ce
AapaT BO M3BewwTajoT BO [€HOMCKM Hao4mM Co AoKas 3a KITMHNYKO 3Hauyere (HnBo 2) nnm Bo F'eHOMCKM
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Hao4M CO NOTEHLMjaNHO KIIMHNYKO 3Havere (H1MBo 3), Npeky axxypupame Ha coap>XunHaTa Ha KB. VcTo

Taka, BapujaHTUTEe MOXe fa ce ABUXaT o HMBo 2 0 3 unv o6paTHO Kora ce axypupa CoppXuHaTa Ha

KB. [leTeKkTUpaHnTe BapujaHTM KON He NCMOMHYBaaT KpUTEPUYMU 33 HUTY €4HO HMBO He Ce faBaaT BO
n3BeLlTajoT. MoanoXHOCTa UM Nak NoBpP3aHOCTa CO PU3MK Of pak e n3zemeHa og KB 1 He Bnvjae Bp3
HMBeNMpareTo. TepaneBTCKMTE acoLujaLmn Kou ce KOpUCTaT 3a HUBENIMPakse Ce OrpaHMyeHn Ha
LeNTHUTe Tepanumn u UMyHoTepanun 3a pak (He ce BKIly4YeHU KNeToUYHUTE UMyHoTepanuu).

MosntueBHM pesyntatm og CDx

BapujaHTuTe oa npugpy>xHaTa AnjarHoOCTUKa JafeHN BO M3BELWITAjOoT BO Pe3ynTaTu o4 npuapyxXHaTa
AunjarHoctuka (Hueo 1), He ce gaBaaT BO U3BELITAjOT NPM NpMjaByBakbeTO FTEHOMCKM HAao4M Co egHa
BapwjaHTa BO [€HOMCKM Haoaun CO A0Kas3 3a KIMHNYKO 3Havyere (HnBo 2) n F'eHoMCcKu Haogm co
NoTEeHLNjaNHO KNMHNYKO 3Ha4dere (HmBo 3). Cenak, reHOMCKMUTE Haogu Kou ondakaaT noBeKe
BapuWjaHTX, MOXe fa ce AagaT BO M3BELLTAjOT BO [@HOMCKN HaoaAM CO A0Kas 3a KNIMHUYKO 3HauyeHe
(HMBO 2) n F'eHOMCKM Haoaun Co NOTEHLNjanHO KNMHMYKO 3Hadyerne (HMBo 3), oypwu 1 ako efHa o4,
BapuWjaHTUTe e fajeHa BO U3BELWTAajoT BO Pe3yntaTu of Npuapy>XHaTa gujarHocTumka (Hueo 1).

AHoTauun Ha COSMIC

BapujaHTuTe Kou ce npujaBeHn BO F'eHOMCKM Hao4mM CO [0Kas 3a KIIMHNYKO 3HaYeHe nn FeHOMCKM
Hao4yW Cco NOTEeHLMjaNHO KIMHNYKO 3Havere (HMBO 2 nnmn 3) ce aHoTUpaaT co ngeHTndmkaumja
COSMIC, pokonky e NpMMeHNMBO, 04 6a3aTa Ha nogaToum 3a KaTtanorot Ha COMaTCKMU MyTaLun Kaj
pakoT (COSMIC), koja e BKk/ly4eHa Kako gen og KB.

[JokymeHT 6p. 200008661 v04
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Manager

N3nes3eH pe3ynTaT of, aHanmn3aTa

Mo 3aBplUyBarbeTO Ha aHanusaTta, Mogyn 3a aHanmsa TSO Comprehensive (EU) reHepupa nanka 3a
aHanusa Bo KOHOUrypupaHaTa nanesHa nanka 3a cMcteMoT. [ornegHeTte Bo PepepeHTeH BognY 3a
NextSeq 550Dx instrument (6poj Ha gokymeHT 1000000009513) 3a noBeke MHbOpMaL MK 3a
KOHOUrypupare Ha nanesHaTta narka.

3a fa rv pasrfiegaTe U3nesHUTe pesynTaTy of aHanusara:
1. OpfeTe 40 AMPEKTOPUYMOT Kafe LITO ce Haora nankaTa 3a aHanusa.

2. OTBOpeTe ja NankaTa 3a aHanu13a 3a Aa ce NpuKaxaT U3NesHNTe AaTOTEKN.
HasuBOT Ha NankaTa 3a aHanunsa e GopmaThpaH Kako Analysis # Kaje WTo 3ajafeHaTa BpegHoCT
Ha # e 11 ce 3ronemMyBa 3a efleH 3a Cekoe NOBTOPHO CTaBatbe Ha aHanunsaTa BO pej Ha Yekarbe. Bo
nankaTa 3a aHanu3a ce Kpevpa noTnanka YYYYMMDD HHMMSS, BO KOja Ce HaBe[leHU JaTyMOT U
BPEMeTO Ha aHanu3aTa (Ha npumep, 20210101 145958).

laToTeku

Bo 0BOj fien ce onuiLaHn 36MPHNTE U3NEe3HM 4AaTOTEKN WTO Ce reHepupaaT Nnpu aHanusara.

MU3BelwTan 3a pe3yntTatute

MseewTante TSO Comprehensive (EU) Bo dpopmaTt PDF n JSON ce narotsyBaaT 3a CEKOj NPMMEPOK 04
naLMeHT KOj YCMELHO ja NTOMUHan aHanusaTta. PesyntaTuTte ce npukaXaHu Bo KapTuykaTa Samples and
Results (Mpumepouu n pesyntatu) Bo genotT Results Reports (M3BewTan 3a pesyntatute).
MNpuMepoLnTe WTO He ja NOMUHare yCnewHo aHanmsaTa ce HaBeleHu CO nopaka 3a rpeLuka. Nsbepete
Export Report (/13Be3un n3eewwTaj) 3a fa npesemete egeH nssewTtaj TSO Comprehensive (EU) Bo
dopmat PDF. N3BewTante TSO Comprehensive (EU) 3a cute koMmnneTupaHn NpuMepoLLy MOXeTe aa rv
HajoeTe BO M3nesHaTa namnka 3a aHanumsu.

UsBsewTaj TruSight Oncology Comprehensive (EU)

Bo cnegHuse Tabenu ce onuwaHn enoBUTE WTO MM COYMHYBaaT useewTanTe 3a TSO Comprehensive
(EU) koun ce naroTByBaaT 3a CEKOj NpUMepPOK oA, naumeHToT Bo dopmaTt PDF n JSON. M3BelwwTajoT BO
PDF e Bo dopMaT KOj € UNTNIMB 3a NyreTo, foAeKa nak nseewTtajoT Bo JSON e M3roTBeH oA NoaaTouyHu
CTPYKTYPU HaMeHeTu fa buaaTt aHanuanpaHu o MawmnHu. MHoopmaummTe WTO MOXe Aa rv HajaeTte
camo BO ussewwTajoT Bo popmaT JSON, a He 1 Bo PDF, ce obenexaHn co N/A (HI1) 3a nssewTtajot BO
PDF. BapujaHTuTe 3a KOU He e fafeH n3BeLlTaj Bo PesynTtaTu o npuapyxHaTa gujarHoctumka (Hmeo 1)
WNK, Nak, He rm UCNOJIHyBaaT KpUTepMyMnTe 3a ga buaat BkyyeHn Bo [eHOMCKM Hao4m Co [0Kas of,
NOTEHLUMjaNHO KNNHNYKO 3HaYeHe UK, nak, FeHOMCKN Haoau CO NOTEHLUMNjaNHO KINMHNYKO 3HaYeHe
(HMBOa 2 unun 3), He ce BKJTy4YeHM BO N3BeLLTANUTE.
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Manager

MornepgHeTe BO [MpuioxeHo ynatcTeo 3a TruSight Oncology Comprehensive (EU) (6poj Ha LOKYMEHT
200007789) 3a ToNKyBaHe Ha pesyntaTtuTte.

JononHUTeNHN nHGopMaLnmM 3a CTPYKTypaTa, NoNvHaTa 1 NoTEHUWjaHNTE BPEAHOCTU BO
n3sewTajoT JSON Moxe ga HajgeTe Bo wemaTta JSON Ha cTpaHuumuTe 3a nogaplika 3a TSO
Comprehensive (EU) Ha Beb6-nokauwjaTa 3a nogapLuka Ha lllumina.

*  WHopmauum 3a NpMMepoKoT, obpaboTKaTa u aHanusaTta — Cogp>xum onwTtn nHbopmaumm 3a

NPUMEepPOKOT o4, NaLNeHTOoT 1 3a N3BEeLUTajoT.

Tabena1 VHbopMaunm 3a NpUMepPOKOT, 0bpaboTkaTa 1 aHanmsaTta

MNMone BO
M3BELUTAjoT BO
PDF

JaTyM Ha
M3BeLWTajoT

N/A (HIT)

NaoeHTuoukaymja
Ha NPMMepoK
Tun Tymop

N/A (HIT)

N/A (HIT)

N/A (HIT)

Mon

HaTtym Ha
aHanusa

N/A (HIT)

NaoeHTuoukaymja
Ha obpaboTKa

N/A (HIT)

lNMone Bo
M3BeLUTajoT BO
JSON

reportDate

reportTime

samplelnformation
/ sampleld

samplelnformation
/ tumor Type

samplelnformation
/ tumor TypeCode

samplelnformation
/ tumor TypePath

samplelnformation
/ tumor
TypeCodePath

samplelnformation
| sex

samplelnformation
/ analysisDate

samplelnformation
[ analysisTime

samplelnformation
/ analysisRunld

samplelnformation
/ analysisRunName

[JokymeHT 6p. 200008661 v04

Onuc

[laTyM Kora e reHepupaH 13BelLLTajoT.

BpeMe Kora e reHepupaH U3BELTajoT.

NaoeHTuounkaTop Ha npuMepok. He ce BKNyyeHu
AemMorpadckum nogaToum 3a NnauneHTorT.

Tun TyMop Koj ce ogHecyBa Ha NPUMEpPOKOT of,
nauneHToT.

Kof 3a TUNOT Ha TYMOp KOj Ce OfHeCYBa Ha MPUMEPOKOT
o[, NayMeHToT.

MaTeka 3a TUMOT Ha TYMOop (BO OQHOC Ha OHTOJIOrMjaTa Ha
6onecTa) Koja ce ogHecyBa Ha NPUMEPOKOT 0f
nauueHToT.

MaTeka Ha KoAoT 3a TUMNOT Ha TYMop (BO OAHOC Ha
OHTONOrMjaTa Ha 6onecTa) Koja ce ogHecyBa Ha
NPMMeEPOKOT o, NaLNeHTOT.

Mon Ha NaUMEeHTOT (MaLLKK, XXEHCKN UM HEMO3HaT).
[aTyM Kora e 3aBplUeHa cekyHOapHaTa aHanusa.
Bpeme kora e 3aBplUeHa ceKyHaapHaTa aHanmsa.

NaoeHTudunkaumja Ha obpaboTkaTa CO CEKBEHLMOHNPaHLE.

Hasune Ha obpaboTkaTa CO CEKBEHLMOHNPaHE.
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Manager

* KoHTpona Ha kBanuTeT - CoapXun MHpopMaL M1 3a KOHTpONa Ha KBanuTeToT. [oBeke nHopmaLum
3a TOa KaKo ce OLLeHyBa KOHTpo1aTa Ha KBaIMTETOT MOXe fda rnpouuntaTe Bo Jogatok A ujarpam
3a MEPHUTE 110Kas3aTesin 3a KOHTPOJ1a Ha KBa/IMTET Ha CTpaHuua 74.

Tabena 2 KoHTpona Ha kBanuteT

Mone Bo
M3BeLUTajoT
Bo PDF

KoHTpona Ha
KBanuTeT 3a
obpaboTkaTa

Mone Bo
M3BELUTAjOT BO
JSON

qualityControl /
status / (cTaBka
Of, HU3a co
O3Haka

= ,KOHTpoOna Ha
KBanuTeT 3a
obpaboTka”)

[JokymeHT 6p. 200008661 v04

Onuc

KoHTponaTa Ha KBannTeToT Ha obpaboTkaTa (PASS
(YCMELLUHO), FAIL (HEYCMNELUHO) nnu N/A (HM)) ce ogHecyBa
Ha cuMTe NpumepoLm Bo egHa obpaboTka Co CeKBEHLMOHUpPaH-e.
o PASS (YCIMELUIHO) - O6paboTkaTa e Baxxeuka.

o FAIL (HEYCIELUHO) unu N/A (HI) — O6paboTkaTa e
HeBaXkeyka. CuTe cTaTycu Ha KOHTpOIaTa Ha KBanMTETOT KOU
Ce KOHKpeTHU 3a npumMepounte og PHK n JHK ce N/A (HIM)
(KoHTpona Ha kBanuTeT Ha bubnuotedyeH Mmatepujan Ha OHK,
KoHTpona Ha kBanuTeT Ha MSI Ha [JHK, KoHTpona Ha
KBanuTeT Ha Mana BapujaHTa Ha [JHK, KoHTpona Ha kBanuTteT
Ha TMB, KoHTpona Ha kBanuTeT Ha 6pojoT Ha KONuu Ha
BapujaHTu Ha [HK, KoHTpona Ha KBannTeT Ha BubnnoTeyeH
MaTepujan Ha PHK) 1 Bo n3sewwTajoT He ce JafeHN BapujaHTn
nnn 6nomapkepu.

MornegHeTe BO NMpnnoXkeHo ynaTtcTeo 3a TruSight Oncology

Comprehensive (EU) (6poj Ha okymeHT 200007789) 3a

ynaTCTBO 3a BaIMAHOCTa Ha UCNUTYBarkeTO U BanMgHOCTa Ha

NPMMEPOKOT Ha MauneHToT BP3 OCHOBA Ha pesynTaTuTe 3a

KOHTponuTE.
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Manager

Mone Bo
M3BeLlTajoT
Bo PDF

KoHTpona Ha
KBaNUTET Ha

onbnnoTeyeH
MaTepujan Ha
PHK

BubnnorteyeH
MaTepwujan Ha
OHK

Mone BO
M3BELUTAajoT BO
JSON

qualityControl /

status / (cTaBka

Of HU3a co
O3HaKa =
.KOHTpOna Ha
KBaNnTET Ha
PHK-
onbnnoTteyeH
MaTepujan”)

QC qualityControl
/ status / (cTaBka

Of, HM3a COo 03Haka
= ,KoHTpona Ha
kBanuteT Ha HK-
onbnuoTteyveH
MaTepujan”“)

[JokymeHT 6p. 200008661 v04

Onuc

KoHTponaTa Ha KBannMTeTOT Ha BUBIMOTEYHNOT MaTepujan Ha
PHK (PASS (YCIELUHO), FAIL (HEYCNELUIHO) nnn N/A (HI)) ce
OofHecyBa Ha BMbNMoTeYHNOT MaTepujan Ha PHK koj 6un
CEeKBEHLMOHNPaH.

o PASS (YCMELWHO) - bnbnnoTteyHnoT Mmatepujan Ha PHK ru
NOMWHas CUTe MepHM NoKasaTenn 3a KOHTpoa Ha
KBanuTeToT Kou ce oaHecyBaaT Ha PHK.

» FAIL (HEYCIIELUHO) — Bnbnuote4yHnot matepujan Ha PHK He
NMoMuHan efeH Unn noBeke MepHU NokKasaTe v 3a KOHTpona
Ha KBanUTETOT Kou ce ogHecyBaaT Ha PHK.

o N/A (HIM) - bubnunotedHnot maTepujan Ha PHK 3a
NPMMEPOKOT He € CEKBEHLIMOHMPAH UK, NakK, BpegHOoCTa Ha
KOHTpoOaTa Ha KBaIMTETOT Ha BUOMOTEYHNOT MaTepujan Ha
PHK e FAIL (HEYCIELIHO).

Ako BpegHocTa e FAIL (HEYCMELWIHO) nnu N/A (HM),

M3BELLTAjOT He COQPXN TUNOBW BapujaHTu Ha PHK (BapujaHTu

Ha Gy3nm nnm crojyBarbe).

KoHTponaTa Ha KBannTeToT Ha BUBNNOTEYHMOT MaTepujan Ha
OHK (PASS (YCMELLUHO), FAIL (HEYCTIELLHO) nnn N/A (HIT)) ce
OfiHecyBa Ha bubnuoTevyHnoT maTepujan Ha OHK koj 6un
CEeKBEHLMOHMpPaH.

o PASS (YCMNELWHO) - bubnmnoteyHmnoT maTepujan Ha OHK ru
NoMMHaN MepHUTE NoKasaTenn 3a KOHTPONa Ha KBanMTeT 3a
KOHTaMWHauWja.

o FAIL (HEYCTNELLUHO) - bubnuoteyHnoTt maTtepujan Ha OAHK He
M NOMWHaN MEPHUTE NoKasaTe M 3a KOHTPOosia Ha KBanuTeT
3a KOHTaMuHaLuja.

o N/A (HIM) - bubnnoteuHnot maTtepujan Ha JHK 3a
NPUMEPOKOT HE € CEKBEHLMOHMPAH UNK, nak, BpegHocTa Ha
KOHTpOsiaTa Ha KBannTeToT Ha BUBNNOTEYHNOT MaTepujan Ha
PHK e FAIL (HEYCIMELLHO).

Ako BpegHocTa e FAIL (HEYCTELWHO) nnun N/A (HM), Bo

N3BELUTajoT He Ce faBaaT TUNoBu BapunjaHTy Ha AHK (manu

BapWjaHTW, BapujaHTX Ha Opoj Ha KOMKK) Uin nak buomapkepwn

Ha AHK (TMB, MSI).

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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Mone Bo [Mone BO

M3BeLlTajoT M3BELUTAajoT BO

Bo PDF JSON

KoHTpona Ha qualityControl /

KBannUTeT Ha status / (cTaBka

MSI Ha OHK o/, HM3a co
O3Haka =

.KOHTpOna Ha
KBanuTeT Ha MSI
Ha JHK")

[JokymeHT 6p. 200008661 v04

Onuc

KoHTponaTa Ha kBanuTeToT Ha MSI Ha IHK (PASS (YCMELUHO),
FAIL (HEYCNELUIHO) nnn N/A (HI)) ce ogHecyBa Ha
6ubnuoTeyHnoT MaTepujan Solid-FFPE Ha [JHK koj 6un
CEKBEHLMOHMpPaH.

PASS (YCMELUHO) - bubnuoteyHmnoT maTepujan Ha OHK ru
NOMWHaI MEPHUTE NOoKasaTeNn 3a KOHTPOJia Ha KBanTeT Kou
ce ogHecyBaaT Ha MSI 1 NpeTxogHUTE MEPHUM NoKasaTenu 3a
KOHTpOJ1a Ha KBanMTeT Ha BubmoTe4yHnoT MaTepujan Ha
OHK.

FAIL (HEYCMNELUHO) — BubnmnoteyHmoT matepujan Ha AHK He
M MOMUHaN MepHNTE NokasaTesnn 3a KOHTPOa Ha KBanuTeT
Kou ce ogHecyBaaT Ha MSI.

N/A (HIM) - BubnuoteyHunoTt maTepujan Ha [HK 3a
NPMMEPOKOT He € CEKBEHLMOHNPAH, KOHTpOJ1aTa Ha KBanuTeT
Ha 6ubnuoTedyHnoT MaTepujan Ha HK 3a npumMmepokoT e co
BpegHocT FAIL (HEYCIMELUHO) nnn, nak, KOHTponaTa Ha
KBanuTeT Ha obpaboTkaTa e co BpegHocT FAIL
(HEYCMELLUHO).

Ako BpegHocTa e FAIL (HEYCMELWIHO) nnu N/A (HM),
brnomapkepoT MSI He e fafeH BO N3BELLTAjOT.
1 e HaBefeH kako Not evaluable (He moxe ga ce npoueHn).

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

27



Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

Mone Bo
M3BeLlTajoT
Bo PDF

KoHTpona Ha
KBanuTeT 3a
Mana
BapujaHTa Ha
OHK n 3a TMB

Mone BO
M3BELUTAajoT BO
JSON

qualityControl /
status / (cTaBka
Of, HM3a co
O3HaKa =
.KOHTpOna Ha
KBanuTeT 3a
Mafa BapujaHTa
OHK n 3a TMB")

[JokymeHT 6p. 200008661 v04

Onuc

KoHTponaTa Ha KBanuTeToT 3a ManaTa BapuvjaHTa Ha IHK 1 3a
TMB (PASS (YCIELLUHO), FAIL (HEYCMELUIHO) nnun N/A (HM)) ce
npuMeHyBa 3a

omnbnnoteyHnoT MaTepujan Ha [HK Koja 6un cekBeHLUMOHNpaH.

o PASS (YCMELWHO) - bnbnnoteyHnoT matepujan Ha OHK rn
NoMWHaN MepHUTE NoKasaTenNu 3a KOHTPOa Ha KBanuTeT Kou
ce ogHecyBaaT Ha ManuTe BapujaHTU U Ha TMB n
NPeTXo4HUTE MEPHU NOKa3aTeNn 3a KOHTPONa Ha KBanmTeT
Ha 6ubnuoTedyHnoT MaTepujan Ha OHK.

o FAIL (HEYCTIELLUHO) - bubnuoteyHnoTt maTepujan Ha OHK He
NMoMuHan efeH unmn noBeke MepHU NokKasaTesnn 3a KOHTpona
Ha KBanuTeT KOW ce ofHecyBaaT Ha ManuTe BapujaHTu N Ha
TMB.

o N/A (HIN) - bubnunoteyHmot maTepujan Ha AHK 3a
NPUMEPOKOT HE € CEKBEHLMOHMPaAH, KOHTponaTa Ha KBanuTeT
Ha BubnmnoTevyHnoT MaTepujan Ha OHK 3a npuMepokoT e co
BpegHocT FAIL (HEYCMELUHO) nnun, nak, KOHTposaTa Ha
KBanuTeT Ha obpaboTkaTa e co BpeaHocT FAIL
(HEYCNELUHO).

Ako BpegHocTa e FAIL (HEYCMNELHO) nnn N/A (HIM), Toa 3Haun

[JeKa BO M3BELUTajOT HEMa Manu BapujaHTuW, a bBuomapkepoT

TMB e HaBefeH kako Not evaluable (He Moxe ga ce npoueHn).
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Mone Bo
M3BeLlTajoT
Bo PDF

KoHTpona Ha
KBanuTeT Ha

6pojoT Konuu
Ha BapujaHTK
Ha AHK

Mone BO
M3BELUTAajoT BO
JSON

qualityControl /
status / (cTaBka
Of HU3a co
O3HaKa =
.KOHTpOna Ha
KBaNnTET Ha
6p0ojoT Ha Konuu
Ha OHK-
BapujaHTK")

Onuc

KoHTponaTa Ha KBannTeTOT Ha 6pojoT KON Ha BapujaHTUTE Ha
OHK (CNV) (PASS (YCMNELLIHO), FAIL (HEYCMELUHO) nnn N/A
(HM)) ce ogHecyBa Ha 6ubnnoTeyHmMoT MaTepujan Solid-FFPE Ha
[OHK Koj 61N cekBEHLMOHMpPaH.

PASS (YCMELUHO) - bubnuoteyHmnoT maTepujan Ha OHK ru
NOMWHaN CUTe MepHM NokKasaTesiv 3a KOHTpOosia Ha KBanuTeT
KOu ce ogHecyBaaT Ha Op0joT Ha KONUM Ha BapujaHTUTE Ha
OHK n npeTxogHnTe MepHM NnokasaTesnim 3a KOHTposa Ha
KBanuTeT Ha 6MbnnoTeyHNoT MaTepujan Ha OHK.

FAIL (HEYCMNELUHO) — BubnmnoteyHmoT matepujan Ha AHK He
NMoMuHan efeH Unn noBeke MepHM NokKasaTe v 3a KOHTpona
Ha KBaNMTeT KOU ce ogHecyBaaT Ha 6pojoT Ha Konum Ha
BapujaHTuTe.

N/A (HI) - BubnuoteyHnoTt MaTepujan Ha [JHK 3a
NPUMEPOKOT HE € CEKBEHLMOHMPaH, KOHTponaTa Ha KBanuTeT
Ha 6ubnmMoTevyHnoT MaTepujan Ha OHK 3a npuMepoKoT e co
BpegHocT FAIL (HEYCMELUHO) nnun, nak, KOHTposaTa Ha
KBanuTeT Ha obpaboTkaTa e co BpeaHocT FAIL
(HEYCNELUHO).

Ako BpegHocTa e FAIL (HEYCMELHO) nnn N/A (HM),
M3BELLTajoT He COapPXN aMnNnduxkaLmm Ha
reHun.

* KoHpurypauuja Ha mopynoT 3a aHanusa TruSight Oncology Comprehensive (EU) n Ha 6a3aTa Ha

3Haera - Cogpxu nHdopmMaummn 3a copTBEPOT 1 BEP3UNTE Ha KB Kon ce Kopuctene npu
reHepupame Ha N3BEeLTajoT.

Tabena 3 KoHdurypaumja Ha MogynoT 3a aHanmsa TruSight Oncology Comprehensive (EU) n Ha KB

MNone Bo
M3BeLUTajoT BO
PDF

Bepsuja Ha 6azaTa

Ha 3Haewe

JaTtym Ha
objaByBatbe Ha

MNMone Bo nsBewrTajor Bo JSSON  Onuc

softwareConfiguration / Bepsuja Ha 6a3aTa Ha 3HaeHe MHCTanmpaHa

knowledgeBaseVersion co Mogyn 3a aHanmnsa TSO Comprehensive
(EU).

softwareConfiguration / JaTyMoT Koj ce ofHecyBa Ha 6asaTta Ha

knowledgeBasePublishedDate  3Haere Kkoja ce KopucTena 3a fa ce

6asaTa Ha 3Haeme

[JokymeHT 6p. 200008661 v04

reHepupa M3BeLwTajoT.
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Manager
Mone BO
M3BELUTAajoT BO Mone Bo usBewTajot Bo JSON
PDF
Bepsuja Ha softwareConfiguration /
MoaynoT moduleSoftwareVersion
Bep3auja Ha softwareConfiguration /
nakeToT CO claimsPackageVersion
nobapyBarba

Onuc

Bepsuja Ha Mogyn 3a aHanunsa TSO
Comprehensive (EU) wTo ce kopucTen 3a
reHepuparbe Ha N3BeLTajoT.

Bep3uja Ha nakeToT co nobapysarba
MHCTanunpaHa co Moayn 3a aHanusa TSO
Comprehensive (EU).

* PesynTtaTtu og npuapy>kHa gujarHocTuka (HMBO 1) — PesyntaTuTe 3a npegsuaeHaTa NnprMMeHa Ha
npuapy>XHaTa agnjarHoctmka (CDx) kage WTO ce feTekTupaHu cpogHa BapujaHTa unu 6nuomapkep
ce HaBefeHu Bo usBewwTtante Bo PDF nnn JSON. [JononHuTenHata npegsuaeHa npuMeHa Ha
npuapy>XHaTa gujarHoCTMKa Kafe WTOo He ce AeTeKTupaHu BapujaHTa unm buomMapkep e HaBefeHa
camo Bo nsBewwTajoT Bo JSON. MNMornegHeTte Bo aenot lornegHeTe Bo EBanyvpaHa rpeasugeHa
MpUMeHa Ha npuapyXxHaTta AnjarHocThKa Ha cTpaHuua 39.

Tabena 4 PesyntaTu o4 Npuapy>XHaTa gujarHoCTmKa

Mone Bo n3BewTajor B0 [lone BO n3BewwTajoT BO
PDF JSON

[Mone 3a nopakal reportFindings /

Onuc

He ce peTekTUpaHu NpuapYy>XHU

companionDiagnosticResults  aujarHocTUYKKM GMOMapKepw 3a TUNOT

[ pesyntaTtu /[ noEntryText

[JokymeHT 6p. 200008661 v04

TYMOp of, HaBe,eHNOT NPUMepPOK.
MornepHeTte Bo TabenaTta EBanyupaHa
npepBuaeHa NpMMeHa Ha Npuapy>XHaTa
OujarHocTuka.

OBaa nopaka e BKJly4yeHa Kora eHo of,

CNefHoOBO € TOYHO 3a CUTe NpeaBuaeHN

npumeHn Ha CDx:

o [1pUMepOKOT ja NOMWHaN KOHTponaTa
Ha KBanuTET, HO He Ce e TEKTUPaHU
CpOfHa BapujaHTa unm buomapkep
nnu, nak, Toj TN TymMop e
HeNpPUMEHMB.

o [1pUMepOKOT He ' NOMWUHanN
noTpebHNTE MepHM NoKasaTenu 3a
KOHTPO/a Ha KBaNUTET U TOj TUN
TYMOP € HEMPUMEHIIUB.
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Mone Bo u3BewWTajoT BO
PDF

[Mone 3a nopaka]

N/A (HIT)

JeTtekTupaHu
BapujaHTM/6nomapkepu

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Mone Bo U3BewWTajoT BO
JSON

reportFindings /
companionDiagnosticResults
/ pesyntaTu / nopaka

reportFindings /
companionDiagnosticResults
[ pesyntaTtun/
genomicFindings / (cTaBka oz
HW3a 3a NpeABMaeHaTa
npumeHa Ha CDx) /
companionDiagnosticName

reportFindings /
companionDiagnosticResults
[ pesyntatun /
genomicFindings / (cTaBka oz
HW3a 3a NpeABMAeHaTa
npuMeHa Ha CDx) / BapujaHTn

Oonuc

EfeH nnu noBeke 6uomMapkepm unum
TUNOBM Ha BapujaHTU He ja NOMUHaa
KOHTpoOJlaTa Ha KBanuTeT, v
coofBeTHaTa HYK/IEeMHCKa KUCesnNHa He
6ewe obpaboTeHa.

OBaa nopaka e BK/ly4YeHa Kora HajManky
efHa npegeugeHa ynoTpeba Ha CDx
npMMeHnBa 3a TUMOT TYMOP 04
NPUMEPOKOT HEe MOXera fa ce OLeHN
nopaguv HeycnelHa KOHTpoa Ha
KBasIMTETOT WM Nopagmn HeMmame
CeKBEHUMOHUpaH bubnmoTeyeH
maTepwujan Ha OHK nnn PHK. Cute
neTekTupaHm buomapkepm og CDx ce
JapeHu Bo Tabena nof oBaa nopaka. Bo
nenot lNornegHete Bo EBanynpaHa
npeasvigeHa npuMeHa Ha rnpuagpyxHarta
AunjarHocTtvKka Ha cTpaHuua 39 ce
OafeHn NPUYNHUTE 30WWTO He e
eBanyupaHa npeasungeHaTta npuMeHa Ha
CDx.

Hasue Ha NpegBuaeHaTa NpMMeHa Ha
npuapyXHaTa gujarHocTuKa. Bkiydysa
onnc Ha BroMapKepoT, Tepanuja u TUN
Ha TYMOpOT.

JlncTa Ha feTekTUpaHu BapujaHTn nnu
GrnomMapKepu Kou ce ogHecyBaaT Ha
npeasuaeHaTa npumeHa Ha CDx 3a
NPMMEpPOKOT.

Bo usBewwTajoT Bo popmaT JSON, oBa
nose 3a npeasuaeHaTta npuMeHa Ha CDx
€ NPasHo aKo PesyNTaToT He € eHaKoB
Ha AeTeKTupaH.
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Mone Bo u3BewWTajoT BO
PDF

Tepanuja

YnoTpeba

DeTtanu

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Mone Bo U3BewWTajoT BO
JSON

reportFindings /
companionDiagnosticResults
[ pesyntaTtun/
genomicFindings / (cTaBka op,
HW3a 3a NpeaBugeHaTa
npumMeHa Ha CDx) / Tepanuja

reportFindings /
companionDiagnosticResults
[ pesyntaTtun/
genomicFindings / (cTaBka of,
HW3a 3a NpeaBMaeHaTa
npumeHa Ha CDx) / ynoTpeba

reportFindings /
companionDiagnosticResults
[ pesyntaTtun/
genomicFindings / (cTaBka op,
HW3a 3a NpeaBMaeHaTa
npumeHa Ha CDx) / 6enelka

reportFindings /
companionDiagnosticResults
[ pesyntaTtun/
genomicFindings / (cTaBka op,
HW3a 3a NpeaBugeHaTa
npumeHa Ha CDx) / BapujaHTu
/ (cTaBKa of, HM3a 3a
BapujaHTa BO FEHOMCKMNOT
Haopn)

Oonuc

TepanujaTa WTO Ce ogHecyBa Ha
npensugeHaTa npumeHa Ha CDx.

YnoTpeba Ha TepannjaTa 3a CDx
(MHpMumnpaHo nnn Bngete 6enewka). Bo
n3eewTajoT BOo popmaT JSON, oBa none
3a npegsugeHaTa npumeHa Ha CDx e
NPUCYTHO aKo pesynTaToT He e eHaKoB
Ha OeTeKTUpaH.

Indicated (MHanumnpaHo) —NoBpsaHaTa
Tepanuvja e nHguumpaHa 3a ynotpeba.
See Note (Bupete 6enewika) — beneluka
BO KOja € OMNuLLAaHO Kako ce NpuMeHyBa
TepanujaTa.

Copp>xun nsdopHa benewwka n nucTa Ha
heTanu 3a BapujaHTuTe. Bo nssewTajoT
Bo PDF, pegocnenotT Ha fetanuTe 3a
BapujaHTUTe COOABETCTBYBaA CO
pefocnefoT Ha BapujaHTUTE Kon ce
HaBefeHU 3a noneTo [JeTekTmupaHu
BapujaHTu/buomapkepu. MornegHeTte BO
Tabena 11, Tabena 12, Tabena 13 un
Tabena 14 3a CNNCOKOT Ha NMoJinkba CO
heTanu 3a BapujaHTuTe.

Bo nsBewTajoT Bo popmaT JSON, oBue
nonuka 3a NnpeaBunaeHaTa NpuMeHa Ha
CDx ce npasHu ako pe3ynTaToT He e
€/[1HaKOB Ha AeTeKTupaH.
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Mone Bo u3BewTajoT BO  [lone BO M3BELITAjOT BO

PDF JSON Onme

N/A (HIM) reportFindings / LLndprpaHa BpeaHOCT 3a pe3ynTaToT of,

companionDiagnosticResults  npegsuaeHaTa npuMeHa Ha CDXx.

[ pesyntatun/ Mo>KHMUTe BPe4HOCTHU M BK1yYyBaaT

genomicFindings / (cTaBka og  cnepgHuTe:

HW3a 3a npegBuaeHaTa detected (gpeTekTnpaH) — MNpegBraeHaTa

npumeHa Ha CDx) / nprvMeHa Ha CDx e npyMeHnBa 3a

detailedResult / pesynTaTt TUNOT TYMOP Of NPUMEPOKOT, a BO
NPMMEPOKOT Ce AeTEeKTUPaHW egHa nnu
noBeKe BapuWjaHTX nam 6uomapkepu Kom
ce ogHecyBaaT Ha npegBuaeHaTa
npumeHa Ha CDx.
notDetected (He e geTekTnpaH) -
MpepBuaeHaTta npumeHa Ha CDx e
NPMMeHNBA 3a TUNOT TYMOP Of,
NPMUMePOKOT, HO BO NPMMEPOKOT He ce
AeTeKTUpaHW BapujaHTU nam
BrMomMapKepn Kon ce ogHecyBaaT Ha
npegBuaeHaTa npumMmeHa Ha CDx.
tumorTypeNonMatch (HecoBnarare Ha
TMNoT TymMop) — NpepBuaeHaTa NnpuMeHa
Ha CDx He e npuMeHnunBa 3a TUnoT
TYMOP 04, NPUMEPOKOT.
nucleicAcidNA (HyknenHcka KucenmHa
H/M) - MpMepoKoT HeMa
CeKBEHUMOHUpaH bubnmoTeyeH
MaTepujan Ha OHK unn PHK, koj e
3a0/HKUTENEH 3a NpeaBnaeHaTta
npumeHa Ha CDx.
qcFail (HeycnelHa KOHTpoNa Ha
KBanuTeT) — He e oueHeTa
npeasugeHata npumeHa Ha CDx nopaau
rpeLlKka BO KOHTpOMaTa Ha KBaIMTETOT.
didNotCompleteAnalysis (HesaBpLueHa
aHanusa) — AHanusaTa 3a NPUMEpPOKOT
He 3aBpLUM YCMELLIHO.
negative (HeratnsHa) — BpegHocTa Ha
pe3epBMPaHOTO MECTO 32 KOPUCTEHE BO
WOHVHA.
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Opyru uaeHTUGUKyBaH1 antepauumn n buomapkepu — Bo oBoj fien ce gageHn uHoopmaummte of
npodunMpareTo Ha TYMOPOT 3a AeTeKTUpaHUTe BapujaHTU KaTeropmsmpaHn BO reHOMCKN Haoaun
CO [,0Ka3 3a KIIMHNYKO 3Hayene (H1BO 2) nnu, nak, TMB, MSI un geTekTupaHun BapujaHTu
KaTeropusmpaHu BO reHOMCKW Hao[mM Co NOTeHLMjanHO KIMHNYKO 3Havene (H1Bo 3). eTanuTe 3a
TOa Kako ce ofipeyBa HUBOTO 3a AeTeKTUPaHUTE BapujaHTN MoXeTe [ia M npoynTaTte BO
lpogunupare BapujaHTn Ha TYMop Ha cTpaHuua 20.

FeHOMCKM Haoau co f0Ka3 3a KIIMHUYKO 3Hauyeke (HMBo 2) — CeKoj BHEC BO 0BOj &Nl € FEHOMCKMU
Haopg, KOj e NN eAnHeYHa BapmjaHTa Co LOKa3 33 KJIMHWUYKO 3HaYeHe UK, Nak, rpynmpame
BapujaHTM KO, KOra Ke ce AeTeKTupaaT 3aefHO, UMaaT 40Kas 3a KIIMHNYKO 3HayeHe. AKO He ce

LeTeKTupaHu BapujaHTu, BO n3BeLLTajoT cTou nopakaTa No Detected Variants (Hema getekTupaHm
BapujaHTK).
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Tabena5 NeHOMCKM HaoAM CO A0Ka3 3a KIIMHNYKO 3HaYeHe

Mone BoO
n3BeLwTajoT Mone Bo usBewTajot Bo JSON Onuc
Bo PDF

[eTekTupaHu  reportFindings / otherFindings / JlncTa Ha eTeKTUpaHu BapujaHTn Kon
BapujaHTM genomicFindingsWit.hEyidgnceOfCIinicalSignificance/ ce [ien Of reHOMCKMOT Haog.
pesyntar/ genomicFindings / . 3a ManuTe BapujaHTn, AafeHn ce
(CTaBKa O/, HN3a 3a reHOMCKU HaO.U.) / BapunjaHTn

CUMBONOT 3a reHoT U NPpOMeHaTa Ha
NPOTENHOT, NPOMEHaTa Ha
TpaHcKpunuunjaTa MM reHomckaTta
npomMeHa Bo dopmMaToT Ha
30pY>XEeHNEeTO 3a Bapujaumn Ha
XYMaHMoT reHomM (HGVS), Ha npumep,
NRAS p.(GIn61Arg).
3a amnnunouvkKaymjata Ha reHmTe,
hafeH e cMMBOoNOT Ha reHoT,
npocnegeH co Gain, Ha np., ERBB2
Gain.
3a dpy3umnTe, ganeHn ce cumbonute
WY Ha3MBUTE Ha obaTa NapTHEPCKHU
rexun (oa 19-to n3gaHue Ha GENCODE),
oapeneHn co - unm co /. Kora ce
OALENEHN CO -, PeoCnefoT Ha reHnTe
AafeH BO U3BELLTAjOT oaroBapa Ha
TpaHcKpubunpaHaTa opueHTaymja (5’ go
3'). Kora ce ogaeneHn co /, He MoXe ga
ce oapenmn opueHTaumjata. AKo NoBeke
reHW ce nNpeknornyBaaT Ha ToyKaTa Ha
NPEeKWH, Ce HaBegyBaaT CUTe U ce
pasrpaHnyyBaaT CO TOYKa-3anumpka.
3a BapuwjaHTUTe Ha CMNojyBakbe, faAeHN
ce cMMBOoNOoT 3a reHOT U 3acerHaTtuTe
€ra3oHu (0OKOJIKY € MPUMEHSINBO), Ha
npumep, npeckokHat MET Exon 14.
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Mone BO
M3BeLlTajoT Mone Bo usBewTajot Bo JSON
Bo PDF
JdeTtanu reportFindings / otherFindings /

genomicFindingsWithEvidenceOfClinicalSignificance /
pesyntatu / genomicFindings /

(cTaBKa of, HM3a 3a reHOMCKM Haogd) / BapuyjaHTn /
(cTaBKa of, HM3a 3a BapujaHTa BO FEHOMCKM HaoA)

Onuc

CoppXxu nucTa Ha geTanu 3a
BapujaHTuTe. Bo nseewTajot Bo PDF,
pegocnefoT Ha geTanuTe 3a
BapwjaHTUTe COOOBETCTBYBA CO
penocnefoT Ha BapujaHTUTE Kou ce
HaBefeHW 3a noneto [leTekTupaHu
BapujaHTu/Bromapkepu. MornegHete
Bo JeTanu 3a mannte BapujaHTu BO
M3BeLITajoT Ha cTpaHuLa 43 3a
CMUCOKOT Ha MNoJInKea Co AeTanu 3a
BapujaHTuTe.

* TleHOMCKM Haoau co NOTeHUMjanHO KIMHUYKO 3Hayere (HMBo 3) — AKO 3a MPUMEPOKOT NMa
CeKkBeHUMoHMpaH bubnmoteveH Mmatepujan Ha OHK, Toraw n TMB n MSI ce paBaat Bo nsBewTajoT
BO 0BOj fen. Cekoj BTOp BHEC BO OBOj e/l € FeHOMCKW Haof, KOj € Unun eguHeyYHa BapujaHTa co
NOTEHLMjanHO KIIMHWUYKO 3HaUYEHE UMK, NaK, FPynMpare BapujaHTU KoM, KOra Ke ce feTeKkTupaaT
3aefHO, MaaT NOTeHLMjanHO KIIMHUYKO 3HaYeHe. AKO He ce fleTeKTUPaHu BapujaHTu, BO
n3BewwTajoT cTom nopakaTta No Detected Variants (Hema geTekTupaHu BapujaHTw).

Tabena 6 [€eHOMCKM Hao4u CO MOTEHLMjaIHO KITMHUYKO 3HaYeHe

lMone Bo

M3BeLUTajoT Mone Bo usBewTajot Bo JSON Onuc

Bo PDF

TMB reportFindings / otherFindings / biomarkers / TMB e Meperse Ha 6pojoT NpoLeHeTH

tumorMutationalBurden

COMAaTCKU MyTaLuun KOU rn HocaT
TYMOPCKUTE KIeTkn no merabasa Bo
perujaTta Ha kogupare. TMB ce
npuKa>kyBa BO M3BeLWTajoT Kako Not
evaluable (He moxe ga ce npoueHun) ako
He MOXe [Ja ce NPOoLeHu uiv nopagu
HeycrelHa KOHTpOa Ha KBanuTeT unu
nopaam Toa WTO He e CEKBEHLMOHUpPaH
6ubnmnoTeyHnoT Matepujan Ha OHK 3a
NPUMEpPOKOT.

TMB e cekoralu BKNy4YeH BO [eHOMCKM
Hao4M CO NOTEHLUMjaNHO KINHNYKO
3Hayeme (HnBo 3).

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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lNMone BO
M3BeLlTajoT Mone Bo usBewTajot Bo JSON
Bo PDF
MSI reportFindings / otherFindings / biomarkers /

microsatellitelnstability

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Onunc

CTtaTyc Ha MSI. MoXxHuUTe BpegHOCTU TN
BKJlyJYyBaaT cegHuTe:

MSI-Stable (MSI-cTabunHo) -
MuKpocaTenmToT e cTabunex.

MSI-High (MSI-Bucoko)-HecTtabunHocT
Ha MUKPOCATENNTOT — BUCOKa.

Not evaluable (He moxe ga ce npoueHn)
- CraTtycoT Ha MSI He MOXe fia ce
NPOLLeHM Nopaan HeyCrelHa KOHTpona
Ha KBaMTETOT UAN NOpagn Toa LWTO He e
CEKBEHLMOHMpPaH BUBINOTEYHNOT
MaTepwujan Ha JHK 3a npumepokoT.

MSI e cekorall BKfy4YeH BO [[@eHOMCKU
Hao4M CO NOTEHUMjaNHO KINHNYKO
3Hayeme (HnBo 3).
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[Mone BoO
M3BeLlTajoT
Bo PDF

JeTtekTupaHu
BapujaHTun

DeTtanu

Mone Bo usBewTajot Bo JSON

reportFindings / otherFindings /
genomicFindingsWithPotentialClinicalSignificance /
pesyntatu / genomicFindings /

(cTaBKa of, HM3a 3a reHOMCKM Haogd) / BapuyjaHTn /
(cute cTaBkm of HM3aTa) / detectedVariantLabel

reportFindings / otherFindings /
genomicFindingsWithPotentialClinicalSignificance /
pesyntatu / genomicFindings /

(cTaBKa ofi, H/3a 3a FeHOMCKW Haoga) / BapujaHTu

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Onunc

JlncTa Ha geTekTupaHu BapujaHTu Kon ce
0en of, reHOMCKMOT Haog,

3a ManuTe BapujaHTU, SafeHn ce
CMMBO0/I10T 3a reHOT N MpoOMeHaTa Ha
NPOTEUHOT, MPOMEHaTa Ha
TpaHCcKpununjaTa nam reHomckaTa
npomeHa Bo $opMaToT Ha 34PY>KEHNETO
3a Bapujauum Ha XyMaHNoT reHoM
(HGVS), Ha npumep, NRAS p.(GIn61Arg).
3a amnnuomrkaumjaTa Ha reHnTe, AageH e
CMMBOSOT Ha reHoT, npocnegeH co Gain,
Ha np., ERBB2 Gain.

3a dy3uuTe, gageHn ce CMMOONTE UK
Ha3nBUTe Ha obaTa NapTHePCKN reHn (og,
19-10 nspaHne Ha GENCODE), ognenenmn
co-unmco /. Kora ce oggeneHu co -,
pegocnenoT Ha reHuTe gageH Bo
N3BeLWTajoT o4roBapa Ha
TpaHCKpubunpaHaTa opueHTaumja (5’ go
3’). Kora ce ogaeneHu co /, He MoXe Aa
ce oapeamn opueHTaunjaTa. AKo noeeke
reHn ce NpeknonysaaT Ha ToYKaTa Ha
NPEeKWH, ce HaBeayBaaT CUTe U ce
pasrpaHMyyBaaT CO TOUYKa-3anmpka.

3a BapujaHTUTE Ha cnojyBame, fageHun
ce cMMBoNOoT 3a reHOT W 3acerHaTuTe
€r3oHu (00KOJIKY € MPUMEHNNBO), Ha
npumep, npeckokHat MET Exon 14.

Copap>xu nucTa Ha geTanu 3a
BapujaHTuTe. Bo ussewTajoT Bo PDF,
pefocnenoT Ha geTanuTe 3a
BapujaHTUTe COOABETCTBYBA CO
penocnefoT Ha BapujaHTUTE Kou ce
HaBefeHW 3a noneTo [leTekTupaHu
BapujaHTu/buomapkepwu. lNMornegHeTte BO
Letanu 3a mannTe BapujaHT BO
M3BeLITajoT Ha cTpaHuLa 43 3a CINCOKOT
Ha NonuHba Co AeTanun 3a BapujaHTuUTe.
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* KoHTpona Ha KBanuTeT 3a NpuapyxHa II:l,lr‘ljaFHOCTIAKa -Bo OBOj nen ce HaBegeHn reHoMCcKuTe

Nno3nLKnmM NOBp3aHn Co npeaBuaeHaTa npumeHa Ha CDx kon He 6une foBonHo gnaboku 3a ga MoxXxe

[la Ce HanpaBu CUrypHo pedpepeHTHO oapeayBate. HaBeeHn ce camMo OHUe NpeaBuaeHU NPUMEHN
Ha CDx Kow BK/lydyBaaT Mau BapujaHTV 1 KOW Ce eBanyMpaHu 3a efeH NpUMepok.

Tabena7 KoHTpona Ha KBanMUTET 3a NpUOpYy>XHa AnjarHoCTUKa

[Mone BO
M3BeLlTajoT
Bo PDF

[Jlucta Ha
nosuumjal

* EBanyupaHa npegsugeHa npuMeHa Ha npugpyxHaTa ,U,I/IjarHOCTVIKa - Bo oBoj gen ce HaBegeHu

Mone Bo usBewTajot Bo JSON

reportFindings / companionDiagnosticResults /
qualityControl / insufficientQuality / BHecyBarba/ noBp3aHaTa npeaBuaeHa
(cTaBka of HM3a 3a NpefBuaeHaTa NpMMeHa Ha
CDx) / nosnuunmn

Onuc

0OBOJIHA MNOKPUEHOCT.

Jlucta Ha reHoMCKM no3unumn 3a

npumMeHa Ha CDx kou HemaaT

CUTe MHCTanMpaHu npeasuaeHn npumerHn Ha CDX, co nose BO Koe e 03HayYeHo Aanv npeasuaeHata
npuMeHa Ha CDx e eBanyupaHa 3a NpMMepoKoT. AKO NpeaBuaeHaTa npuMeHa Ha CDx He e
eBanyupaHa, HaBeJeHa e NnpuynHaTa 3a Toa.

Tabena 8 [lornegHeTe Bo EBanyuvpaHa npeasuaeHa npMMeHa Ha npugpy>xxHaTta gujarHocTuka

Mone BoO
M3BeLTajoT BO
PDF

Tvn TymMmop

Bnomapkepu

Mone Bo n3BewTajot Bo JSON

reportFindings /
companionDiagnosticResults /
qualityControl /
intendedUsesEvaluated /
companionDiagnosticTable /
BHecyBaHba / (CTaBKka oA HM3a 3a
npeasuaeHaTa NpMMeHa Ha
CDx) / tumor Type

reportFindings /
companionDiagnosticResults /
qualityControl /
intendedUsesEvaluated /
companionDiagnosticTable /
BHecyBarba / (CTaBka of, H/3a 3a
npeasuaeHaTa NpMMeHa Ha
CDx) / Briomapkepwu

[JokymeHT 6p. 200008661 v04

Onuc

Bo cornacHocCT co u3jaBaTa 3a npefBuaeHa
npuMeHa.

Bo cornacHocT co VI3jaBaTa 3a rnpegsngeHa
npuMeHa.

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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Mone BO
umsBewTajotr Bo [lone Bo nssewTajot Bo JSON Onuc
PDF
Tepanuja reportFindings / Bo cornacHocT co usjaBaTa 3a npegBuaeHa
companionDiagnosticResults / npumMeHa.
qualityControl /
intendedUsesEvaluated /
companionDiagnosticTable /
BHecyBatba / (CTaBKa 0 HM3a 3a
npegBuaeHaTa NnpuMeHa Ha
CDx) / Tepanuja
[JokymeHT 6p. 200008661 v04 40

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.



Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

Mone BO
M3BELUTAajoT BO
PDF

EBanyupana e
npeasuaeHata
npvMeHa Ha
CDx

Mone Bo usBewTajot Bo JSSON

reportFindings /
companionDiagnosticResults /
qualityControl /
intendedUsesEvaluated /
companionDiagnosticTable /
3anucu /

(cTaBKa of, HM3a 3a
npepBuaeHaTa NnpuMeHa Ha
CDx) / intendedUseEvaluated

[JokymeHT 6p. 200008661 v04

Onuc

YKaxyBa fanu e eBanynpaHa npegenaeHaTa

npuMeHa Ha CDx 3a npumepokoT (Oa/He).

3a eBanyauujaTa Ha npeaBuaeHaTa NpuMeHa

Ha CDx noTpebHo e HyKMenHckaTa KUcesnmHa

nnw, Nak, BapujaHTaTa/TMNOT 6MoOMapKep Kon

ce ofHecyBaaT Ha npeaBuAaeHaTa NpMMeHa Ha

CDx pa noMuHaT ogpefeHun Kateropumm 3a

KOHTpOJSia Ha KBannTeT.

3a npeasugeHnTe npumMeHn Ha CDx kou ce

OfiHecyBaaT Ha feTeKTUpareTo Manu

BapujaHTh (SNV, MNV, nngen), tpeba ga ce

cekBeHuMoHupa JHK n ga ce nomuHaTt

CnefiHMBe KaTeropum 3a KOHTposa Ha

KBanuTeT:

o KoHTpona Ha KBanuTeT 3a obpaboTkaTa

o KOHTpona Ha KBanuTeT Ha BMbNnoTeyeH
MaTepwujan Ha OHK

o KOHTpona Ha KBanuTeT 3a Masa BapujaHTa Ha
OHK n TMB

3a npegsugeHaTta npumMeHa Ha CDx Koja ce

OfiHecyBa Ha feTekTupameTo Pysumn, Tpeba ga

ce cekBeHUMoHnpa PHK 1 ga ce nomuHaTt

cnepHMBeE KaTeropumn 3a KOHTposia Ha

KBanuTeT:

o KOHTpona Ha KBanuTeT 3a obpaboTkaTa

o KoHTpona Ha KBanuTeT Ha BubnnoteyeH
MaTepujan Ha PHK

3a f4a Moxe fa ce eBanympa, NpUMepoKoT 04

TUNOT TYMOP MOpa Aa € KN egHakoB Ha, Un

Aa buge NnoTTUN Ha TUNOT TYMOpP AafeH BO

TabenaTa EBanyunpaHa npegsungeHa npumeHa

Ha NpPUAPY>XHaTa AnjarHocTuka. MpoynTajTe ro

[enoT M3buparse Ty TYMop Ha cTpaHuua 6.

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager
lNMone BO
umsBewTajotr Bo [lone Bo nssewTajot Bo JSON
PDF
KomeHTap reportFindings /

companionDiagnosticResults /

qualityControl /
intendedUsesEvaluated /
companionDiagnosticTable /

BHecyBatba / (CTaBKa 0 HM3a 3a

npegBuaeHaTa NnpuMeHa Ha
CDx) / komeHTap

Onuc

AKO BO nofeTo 3a EBanynpaHa npegsuaeHa
npuMeHa Ha CDx ctou Yes ([a) n ako He ce
NOTPEOHM [OMNONMHUTENHN KOMEHTapK, Toratu
BO OBa MNOJIE e NMpuKaxkaHa upTunyka.

AKO BO noneTo 3a EBanynpaHa npegsuaeHa

npuMeHa Ha CDx ctou Yes ([a) n nva

LOMNOMHUTENHN KOMeHTapu WwTo Tpeba fga ce

HaBepaT, Toraw Moxe ga buge npmkaxaH

BaKoOB KOMeHTap. Mpumep:

o Hekoun reHoMCKM NosnLmm Kou ce
OfiHecyBaaT Ha TBpAeHeTo Ha CDx HeMane
[0BOJIHa NoKpueHocT. [oBeKe getanu
MoXKeTe fa npoyunTtaTe Bo AenoT MNpuapy>KHa
OunjarHOCTMKa 3a FEHOMCKM NO3MLMK KOW
HemMaaT 4OBOJIHa NOKPUEHOCT 3a f,a MoXe fa
ce AeTeKTupaaT ManuTe BapujaHTu.

AKo BO nosneTo 3a EBanynpaHa npegBuaeHa

npuMeHa Ha CDx ctou No (He), Toraw moxe ga

onae NpuKaxaH BakoB KOMeHTap. MNpumepu:

e TUMNOT TYMOP O NPUMEPOKOT HE
COOABETCTBYBaA CO TUMOT TYMOP LITO
OAroBapa Ha npeasugeHaTa npuMeHa Ha
CDx.

e lMopatoumuTte 3a AHK nnn PHK noBp3aHu co
brnomapkepoT Ha CDx He ce gocTanHu

o [NoTpebHaTa KaTeropuja Ha KOHTponaTa Ha
KBanMTeT He NOMWHana.

* 3aTecToT, UHHOPMaATUUKN AeTanu, orpaHudyBarba — Coap KM onwTh MHGOPMaLUM 32 TECTOT Kako

N INCTa Ha orpaHnyyBama.

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run
Manager

Tabena 9 3aTecToT, IHbOpMaTNukKM geTann, OrpaHndyBama

Mone BO ]
. Mone BO U3BeLWTAjOT BO
M3BeLTajoT BO JSON Onuc
PDF
3aTecToT 3a/onuc Onuc Ha TecToT.
NHpopMaTnuKK petanu [/ (egHo JSON- KpaTok onuc Ha genosuTe of, U3BeLTajoT U
petanu CBOjCTBO Mo nNogoanen) ApYyrn MHpopMaTUYKK geTanu.
OrpaHunyyBarba orpaHuJdyBaHba / onuc JlucTta Ha orpaHu4dyBama BO nornep Ha

aHanusaTta 1 U3BeLTajoT.

* TruSight Oncology Comprehensive (EU) NeHcka Tabna — Coap>u HGopMaLmm 3a reHckaTta
Tabna.

Tabena 10 TruSight Oncology Comprehensive (EU) 'eHcka Tabna

Mone Bo

M3BeLUTajoT Mone Bo usBewTajor Bo JSON Onuc

Bo PDF

leHcka Tabna  genePanel / genelist/ JluctaTta Ha reHu Kou ce gen of TabnaTta BknydyBa
genesgenePanel / genelList / n dycHOTa BO KOja € HaBeL,eHO KOU TUMOBHU
reHun / BapunjaHTu BapwnjaHTX Ce eBanympaaTt 3a Koun reHn. Manute

BapWjaHTK ce oapeayBaaT Kaj CUTe FreHu.

* [eTanu Bo nsBeLwwTajoT — CoapXu MHGOPMaL MK 3a ManuTe BapujaHTK, FreHCKUTE aMnaMeukaLum,
BapujaHTUTE Ha Gy3MUTe M BapujaHTUTE Ha CnojyBatbe.

Tabena 11 [eTanu 3a ManuTe BapujaHTU BO N3BELUTAjOT

Mone BO M3BeWTAjOT BO
JSON (penaTtuBHa naTteka
BO BapujaHTaTa Ha
o6jekToT JSON)

Mone BoO
M3BELUTAjOT BO
PDF

Onuc

Tun Tun / BpegHocT [leTaneH TN Ha BapujaHTa. MOXHUTE BpeQHOCTH 3a
ManuTe BapuWjaHTX BKyYyBaaT:
SNV - BapwujaHTa Cco eieH HyKNeoTua.
MHcepumja - [logaBarbe HykneotTnamn ao 25 bp.
Deneunja— OTCcTpaHyBame HykneoTuan 4o 25 bp.
MNV - BapujaHTa co noBeKe HyKNeoTuam, Kako
3aMeHa 3a fBa Unu Tpu HyKNeoTULM CO UCT 6pOj
HyKeoTuauw.
MHaen — EqeH nnv noBeke HyKNeoTUaAM 3aMeHeTH co
efeH Unn noBeke HykneotTnam kon He ce SNV nnm
MNV. OBa 06MYHO Ce HapeKyBa enuH.

[JokymeHT 6p. 200008661 v04 43
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

MNMone BO
M3BELUTAjOT BO
PDF

VAF

Mocnepnua

NpomMeHa Ha
HyKeoTng

[(eHOMCKa
nosuumja

PedepeHTeH
anen

AnTepHaTuBEH
anen

N/A (HI)

N/A (HIT)

Mone BO M3BeLWTAjOT BO
JSON (penaTtuBHa naTteka
BO BapujaHTaTa Ha
o6jekToT JSON)

additionallnfo / (cTaBka of,
HW3a CO CBOjCTBO Ha
o3Haka = “VAF") /
BpenHoCT

additionallnfo / (cTaBka of,
HW3a CO CBOjCTBO Ha
O3Haka = ,nocneguya”) /
BpenHoOCT

additionallnfo / (cTaBka of,
HW3a CO CBOjCTBO Ha
O3Haka = ,IPOMeHa Ha
HykneoTng”’) / BpegHoCT

additionallnfo / (cTaBka opg,
HM3a CO CBOjCTBO Ha
O3Haka = ,FeHOMCKa
nosuyuja”) / BpegHocT

additionallnfo / (cTaBka of,
HW3a CO CBOjCTBO Ha
0O3Haka = ,pedepeHTeH
anen”) | BpegHoCT

additionallnfo / (cTaBka of,
HM13a CO CBOjCTBO Ha
O3Haka = ,anTepHaTuBeH
anen”) / BpegHocCT

cosmiclds

detailedSmallVariantData
[/ vefChromosome

[JokymeHT 6p. 200008661 v04

Onuc

®pekBeHLUWja Ha BapujaHTa Ha anen (Bo NpoLeHTH).

MNMocnegunua Ha BapujaHTa o4 OHTOMOrMja Ha
CEKBEHLM.

lNpoMeHa BO KogupareTo Ha pedepeHTHaTa
cekBeHua Ha HK (TpaHckpunuuja RefSeq) Bo
HoMeHKnaTypaTa HGVS. AKo BapujaHTaTa He BNnjae
Bp3 TpaHCKpunumjaTa, Toraw e BKiy4yeHa npoMeHaTa
BO reHoMckaTa pedepeHTHa CeKBeHLLa BO
HOMeHKnaTypaTa HGVS.

r'eHomMcka nosumumja (hg19) Bo dopmart
Xpomosom:nosuymja. Ce ogHecyBa Ha nosuvuunjata Ha
npsaTa 6a3a BO pepepeHTHMOT anen.

PedepeHTeH anen.

AnTepHaTuBEH anen.

Jlncta Ha ngeHTUPUKaLMn Ha reHOMCKU My TaLun Kon
ce oflHecyBaaT Ha BapujaHTaTa of 6a3aTa Ha
nogaTouu 3a KaTanoroT co coMaTCKN MyTaLumy Kaj
pakoT (COSMIC), OKOMKY € NPUMEH/NBO.

Xpomosom.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

MNMone BO
M3BELUTAjOT BO
PDF

N/A (HIT)

N/A (HIT)

N/A (HIT)

N/A (HIT)

N/A (HIT)

N/A (HIT)

N/A (HI)

N/A (HIT)

N/A (HIT)

Mone BO M3BeLWTAjOT BO
JSON (penaTtuBHa naTteka
BO BapujaHTaTa Ha
o6jekToT JSON)

detailedSmallVariantData
/ vcfPosition

detailedSmallVariantData
[ vcfRefAllele

detailedSmallVariantData
/ vcfVariantFrequency

detailedSmallVariantData
[ aHoTauwmja /
TPaHCKPUNTU

detailedSmallVariantData
[ aHoTaumm [ TpaHcKpunT /
(npBa cTaBka og HM3a) /
TpaHcKpunumja

detailedSmallVariantData
[ aHOTau MK [ TpaHCKPUNTK
/ (npBa cTaBKa og Hu3a) /
n3Bop

detailedSmallVariantData
/ aHoTauwum / TpaHCKpUNTU
/ (npBa cTaBKa o HM3a) /
bioType

detailedSmallVariantData
/ aHoTauwnm / TpaHCKpUNTU
/ (npBa cTaBKa o HM3a) /
aminoAcids

detailedSmallVariantData
/ aHOTauumM / TpaHCKpMNTK
/ (NpBa cTaBKa o Hu3a) /
cdnaPos

[JokymeHT 6p. 200008661 v04

Onuc

eHomcka nosuumja (hg19). Ce ogHecyBa Ha
nosuvumjata Ha npBaTa 6a3a BO pepepeHTHNOT anen
(none detailedSmallVariantData / referenceAllele).

PedepeHTeH anen.

3a4yecTeHOCT Ha BapujaHTW Ha anen.

[eTanHu aHoTaLMM Ha HABO Ha TPAHCKPUNT 3a
TPaHCKPUNTOT (aKo e NpUMEHNNBO). Bkny4yeHa e
CaMo efHa TpaHCKpUMuKja Koja e NoxesHa.

MoeHTndukaunja Ha TpaHCKPUNT.

M3Bop Ha TpaHckpunT (Ha npumep, RefSeq).

Knacudukaumnja Ha 6notmnoT Bo Ensembl 3a
TpaHCKpUNTOT.

MNpoMeHaTa Kaj aMUHOKMUCENUHUTE, OOKOJIKY €
npuMeHanBo (Ha npumep, G/D).

Mosuumja Ha cDNA.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

MNMone BO
M3BELUTAjOT BO
PDF

N/A (HIT)

N/A (HIT)

N/A (HI)

N/A (HIT)

N/A (HI)

N/A (HIT)

N/A (HIT)

N/A (HIT)

Mone BO M3BeLWTAjOT BO
JSON (penaTtuBHa naTteka
BO BapujaHTaTa Ha
o6jekToT JSON)

detailedSmallVariantData
/ aHoTauumM / TpaHCKpMNTK
/ (NnpBa cTaBKa o Hu3a) /
KOA,0HN

detailedSmallVariantData
[ aHOTau MK [ TpaHCKPUNTK
/ (NnpBa cTaBKa og Hu3a) /
cdsPos

detailedSmallVariantData
/ aHoTauwum / TpaHCKpUNTU
/ (npBa cTaBKa o HM3a) /
€r3oHu

detailedSmallVariantData
[ aHOTau MK [ TpaHCKPUNTK
/ (npBa cTaBKa og Hu3a) /
WHTPOHN

detailedSmallVariantData
/ aHoTauwum / TpaHCKpUNTU
/ (npBa cTaBKa o HM3a) /
geneld

detailedSmallVariantData
/ aHoTauwnm / TpaHCKpUNTU
/ (npBa cTaBKa o HM3a) /
hgnc

detailedSmallVariantData
/ aHOTauum / TpaHCKpMNTK
/ (NnpBa cTaBKa o Hu3a) /
nocneguua

detailedSmallVariantData
[ aHOTau MK [ TpaHCKPUNTK
/ (npBa cTaBKa og Hu3a) /
hgvsc

[JokymeHT 6p. 200008661 v04

Onuc

MNpomeHa Ha cekBeHLaTa Ha KOAOHOT (Ha nNpuMep,
gGt/gAt), LOKONKY € NPUMEHNNBO.

Mosuumja Ha ceKBeHLLaTa Ha KOAOHOT, AOKOJKY €
NPUMEHNUNBO.

ErsoHu Kou ce 3acerHaTu of, BapujaHTaTa v BKYNHNOT
Op0oj ersoHun, LOKOMKY € NpuMeHnuBo. Ha npumep, 4-
6/7 ykaxkyBa Ha Toa jeKa Cce 3acerHaTtu eraoHuTte 4, 5
M 6 1 [eKa 0BOj TPAHCKPUNT COAPXMU BKYMHO 7
€r30oHu.

NHTPOHM KOW Ce 3acerHaTu of BapujaHTaTa, LOKOMKY
€ NPUMEH/IMBO.

NoeHTudukauymja Ha reHoT cnopefd HaymoHanHMoT
LeHTap 3a 6noTexHonowWwkKn nHpopmauunm (NCBI).

Cnmbon 3areHoT cnopeg HUGO npu KomuTteToT 3a
reHcka HoMmeHknatypa (HGNC).

Hunsa nocneguum Ha BapujaHTU O OHTOJOMNjaTa Ha
CEeKBEHLM.

MpomeHa BO KogmnpareTo Ha pedpepeHTHaTa
cekBeHua Ha [HK (TpaHckpunT RefSeq) Bo
HOMeHKnaTypaTa HGVS, fOKONKY € NPUMEHNNBO.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

MNMone BO
M3BELUTAjOT BO
PDF

N/A (HIT)

N/A (HIT)

N/A (HIT)

N/A (HIT)

Mone BO M3BeLWTAjOT BO
JSON (penaTtuBHa naTteka
BO BapujaHTaTa Ha
o6jekToT JSON)

detailedSmallVariantData
/ aHoTauumM / TpaHCKpMNTK
/ (NnpBa cTaBKa o Hu3a) /
hgvsp

detailedSmallVariantData
[ aHOTau MK [ TpaHCKPUNTK
/ (NnpBa cTaBKa og Hu3a) /
isCanonical

detailedSmallVariantData
[ aHoTauum / TpaHCKpMnTH
/ (npBa cTaBKa o HM3a) /
proteinld

detailedSmallVariantData
/ aHOTauumM / TpaHCKpMNTH
/ (NnpBa cTaBKa o4 Hu3a) /
proteinPos

[JokymeHT 6p. 200008661 v04

Onuc

lNpoMeHa Ha cekBeHUaTa Ha NPOTENHOT BO
HoMeHknaTypata HGVS, oKonKy e npuMeHINBO.

AKO ce cMeTa fieKa OBOj TPaHCKPUNT € KaHOHCKM
TPaHCKPUNT Ha FEHOT, Ce NPUKaXKyBa Kako TOYHO, BO
CNPOTMBHO Ce NpuKaxKyBa Kako norpewHo. KaHOHCKU
TPaHCKPUNT 3a FeH ce oapeayBa Ha CreAHNOB HauNH:
Bkny4yeHu ce camo TpaHckpuntute NM n NR.
TpaHCKpUNTUTE 3a efeH reH ce copTupaaT Ha
CNefHNOB HauYMH:

* BHecyBanbaTa 3a pedepeHTHUTE FEHOMCKU NTIOKYCU
(LRG) ce npepn BHecyBarbaTa 3a non-LRG.

o [lomxunHaTa Ha CDS e Bo onarayku pegocnes.

o [lomKunHaTa Ha TPaHCKPUNTUTE € BO onarayku
pepocneg.

« bpoj 3a npucTan.

Mpn BaKBOTO COpTUPaHbe, MPBUOT TPAHCKPUNT ce
CMeTa 3a KAHOHCKN TPaHCKPUNT.

MoeHTndukaunja Ha NpoTEUH.

Mo3ununja Ha NPOTENH.

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

Tabena 12 [eTanu 3a amnandukalmjata Ha reHUTe BO N3BELITAjOT

Mone BoO
M3BeLTajoT BO
PDF

Twun

NpomeHa BO
npeksionysaHeTo

N/A (HI)

N/A (HIT)

N/A (HIT)

N/A (HIT)

N/A (HI)

Mone Bo usBewTajot Bo JSON
(penaTuBHa NaTeka BO
BapujaHTaTa Ha 06jekToT JSON)

Tnn / BpegHocCT

detailedCopyNumberVariantData
|/ foldChange

detailedCopyNumberVariantData
/ copyNumberType

detailedCopyNumberVariantData
[ reH

detailedCopyNumberVariantData
/ XpoMo30oM

detailedCopyNumberVariantData
| startPosition

detailedCopyNumberVariantData
/ endPosition

Onuc

[eTaneH TN Ha BapujaHTa. MoXHuUTEe
BpegHOCTM 3a amnmdumKaLmmTe Ha
reHuTe BKJlyJyyBaarT:

CNV - bpoj konuu Ha BapuyjaHTa
(amnnudukaunnTe Ha reHnTe ce
€OMHCTBEHNOT 6P0Oj KONUKN Ha BapujaHTH
KOW ce HaBeAEeHU BO U3BELUTA]OT).

MpomeHa BO NpeKnonyBakeTo npu
HOpManusupaHa g/aboymHa Ha
OTYMTYBaH-E Kaj NPUMEPOKOT, BO O4HOC Ha
HopManusnpaHaTa graboymHa Ha
OTYNTYBaH-€ Kaj QUNIOUAHNTE FEHOMMN.

3a cuTe aMmnanduKaLnum Ha reHu,
BpegHocTa e <DUP>.

Cumbon 3a reH.

XpOMO30M Ha FeHoT.

MoueTHa nosnuymja (hg19) Ha reHoT.

KpajHa nosuymja (hg19) Ha reHor.

AHoTauunTe (MHGOPMaLMKL 3a NO3ULMK, NOCNEANLN UTH.) AafeHV BO JeTasnu 3a ¢py3unTe Bo N3BELLTajOT
Ha cTpaHuLa 49 ce Bp3 OCHOBA Ha BapWjaHTUTE KoM Ce MopaMHEeTU HaneBo CO FeHOMOT criopeq,
HOPMWTE 33 CeKBEHLIMOHNPaHse O/, ClefHaTa reHepauuja. EAMHCTBEHNOT UCKIYYOK 0o 0Ba NpaBuo e
Toa WTOo 03HakaTa HGVS e nopaMHeTa HafleCHO CO COOABeTHaTa pedepeHTHa CeKBeHLa cropep,
cTaHgapnoT HGVS. Kora Ke ce nojasaTt MHCEPLUKU U AeNeLnn BO FeHOMCKM Pernn co HUCKa CIIOXEHOCT,
npuKasnTe NnopamMHeTV HaNeBo U HaAeCHO MOXe [la Ce OgHecyBaaT Ha PasNyHM JIoKauum.

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

Tabena 13 [etanu 3a ¢y3mmTe BO M3BELUTAjOT

Mone Bo
nsBewTajoT
Bo PDF

Twun

Touka Ha
NPEeKuH 1

Touka Ha
NPEKWH 2

Mpuapy>xHu
OTunTyBaHa
3a pysuja

N/A (HI)

N/A (HIT)

Mone Bo n3BewTajotr Bo JSON (penaTtuBHa naTteka BO
BapujaHTaTa Ha 06jekToT JSON)

Tin / BpegHocT

additionalinfo / (cTaBka of, HU3a Co CBOjCTBO Ha 03HakKa
=, TOYKa Ha NpekunH 1”)

additionallnfo / (cTaBka of, HM3a CO CBOjCTBO Ha 03HakKa
=, TOYKa Ha NpeKunH 2")

additionallnfo / (cTaBka of, HM3a CO CBOJCTBO Ha O3Haka
= ,IPUAPYXXHN OTUMTYBakrba 3a Ppysnja‘“)

detailedGeneFusionData /
fusionDirectionalityKnownAndIndiciatedByGeneOrder

detailedGeneFusionData / fusionSupportingReads

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Onuc

[leTaneH TUN Ha BapuWjaHTa.

MOXHWUTe BpegHOCTH 3a
dysnunTe BKIy4dyBaaT:
dysuja

3anaseHa Touka Ha NpekuH
1 3a ¢y3uja Bo PHK.
dopmat
XpPOMO30M:Mo3uLnja
(hg19).

3anaseHa ToYKa Ha NPEeKnH
2 3a ¢y3uja Bo PHK.
dopmat
XpOMO30M:Mo3uLKja
(hg19).

Bpoj Ha npugpy>XHn
oTuYMTyBaHba 3a pysuja.

Ce npukaxyBa Kako TOYHO
aKo pefocnefoT Ha
reHoT/To4YKaTa Ha NPeKnH
CoOofBETCTBYBa CO
TpaHcKpubupaHaTta
opueHTauuja (5" go 3’). Ce
npuKa)xyBa Kako
MOrpeLLHO Kora He MoXe
fa ce ogpeau
OpueHTaumjaTa.

Bpoj Ha npugpy>XHM
oTuYMTyBaHba 3a pysuja.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run
Manager

Mone BO .
. Mone Bo nsBewTajotT Bo JSON (penaTtuBHa nateka BO
u3BewTajoT ] ] Onuc
BapujaHTaTa Ha 06jeKkToT JSON)

Bo PDF
N/A (HM) detailedGeneFusionData / partner1/ ren CnmbonnTe Wnm HasneoT
(on M3paHme 19 Ha
GENCODE) Ha reHuTe Kou
ce npeknonysaaT co
ToukaTa Ha npekuH 1. Kora
noBeKe reHu ce
npeksaonyBaaT Ha uctaTta
TOYKa Ha NMPEKWUH, O4BOEHMU
ce COo ToYKa-3anupka.
N/A (HI) detailedGeneFusionData / partner1/ xpomo3som XpoOMO30M Ha TOYKa Ha
npekuvH 1.
N/A (HM) detailedGeneFusionData / partner1/ nosnuuja Mosuuwnja (hg19) Ha Touka
Ha NpeKuH 1.
N/A (HI) detailedGeneFusionData / partner2 / reH CuMbonuTe nnm HasmBoT
(oo N3paHne 19 Ha
GENCODE) Ha reHuTe Kou
ce npeknonysaaT co
TOYKaTa Ha NpekuH 2. Kora
noBeKe reHn ce
npekaonyeaaT Ha uctaTta
TOYKa Ha NPeKUH, 0ABOEHMU
ce COo ToYKa-3anupka.
N/A (HM) detailedGeneFusionData / partner1/ xpomosom XpOMO30M Ha To4YKa Ha
NPeKuH 1.
N/A (HI) detailedGeneFusionData / partner1/ nosnuuja Mosuuwnja (hg19) Ha Touka
Ha NpekuH 1.
Tabena 14 [eTtanu 3a BapujaHTUTE Ha CMNojyBakse BO N3BELITAjOT.
Mone BoO M3BELWITAjOT BO
MNMone BO
. JSON (penaTtuBHa naTteka BO
nsBewwTajoT . . Onuc
BapujaHTaTa Ha 06jeKToT
Bo PDF
JSON)
Tun TN / BpegHoCT [eTaneH Tun Ha BapujaHTa. MoXHUTE BPEAHOCTH
3a ¢y3mnTe BKIIyYyBaar:
BapujaHTa Ha cnojyBame
[JokymeHT 6p. 200008661 v04 50
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MNMone BO
M3BeLUTajoT
Bo PDF

3acerHaTu
€er3oHun

TpaHckpunT

[MoyeToK Ha
TOYKa Ha
NPEeKuH

Kpaj Ha
TOYKa Ha
NPeKuH

Mpnapy>XHu
OTuYMTYyBakba
3a cnojyBame

N/A (HIT)

N/A (HI)

N/A (HIT)

N/A (HIT)

N/A (HIT)

N/A (HI)

N/A (HIT)

Mone Bo U3BewWTajOT BO
JSON (penaTtuBHa naTteka Bo
BapujaHTaTa Ha 06jeKToT
JSON)

additionallnfo / (cTaBka of,
HM3a CO CBOjCTBO Ha O3HaKa =
,aorofeH ersoH (-n)“)

additionallnfo / (cTaBka of,
HW3a CO CBOjCTBO Ha O3HaKa =
LTpaHcKpunt”)

additionallnfo / (cTaBka of,
HM3a CO CBOjCTBO Ha O3HaKa =
,MOYETOK Ha ToUKa Ha
npeknH”)

additionallnfo / (cTaBka of,
HW3a CO CBOjCTBO Ha O3HaKa =
»Kpaj Ha ToYKa Ha NpeKnH”)

additionallnfo / (cTaBka of,
HM3a CO CBOjCTBO Ha O3HaKa =
LPUOPYXHM OTUMTYBaHA 3a
cnojyeatrbe”)

detailedSpliceVariantData /
breakPointStartChromosome

detailedSpliceVariantData /
breakPointStartPosition

detailedSpliceVariantData /
breakPointEndChromosome

detailedSpliceVariantData /
breakPointEndPosition

detailedSpliceVariantData /
spliceSupportingReads

detailedSpliceVariantData /
aHoTauwuja / u3Bop

detailedSpliceVariantData /
aHoTaumja [ reH

[JokymeHT 6p. 200008661 v04

Onuc

ErsoHnTe KOW ce 3acerHaTu o BapujaHTaTa Ha
CnojyBakbe, LOKOSKY € NPUMeHNnBo. Ha npumep 4-
6 61 yka)XkyBano Ha Toa fieka ce 3acerHatu
ersoHnTe 4,5n6.

MoeHTuomkauymja Ha TpaHckpunT (RefSeq).

3anaseH NoYeToK Ha TOYKa Ha NPekKuH 3a
BapujaHTaTa Ha crojyBarse Kaj PHK. ®dopmart
Xpomosom:nosmunja (hg19).

3anaseH Kpaj Ha TOYKa Ha NpeKVH 3a BapunjaHTaTa
Ha cnojyBarbe Kaj PHK. dopmaTt
XpomMosom:nosumunja (hg19).

Bpoj Ha NpUApPYXHN OTYNTYBaHa 3a CrojyBarbe.

XPOMO30M Ha NOYETOK Ha TOYKA Ha MPEKUH.

Mosunuwnja (hg19) Ha NOYETOK Ha TOYKA Ha MPEKUH.

XPOMO30M Ha Kpaj Ha ToYKa Ha NPeKMH.

Mosuuwnja (hg19) Ha Kpaj Ha TOYKa Ha MPEKMH.

Bpoj Ha NpuAapy>XHN OTUYMTYBakr>a 3a CojyBamse.

M3Bop Ha TpaHcKpunT (Ha Nnpumep, RefSeq).

Cumbon 3areH.

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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Mone BoO N3BeLITAjOT BO

MNMone BO
. JSON (penaTtuBHa naTteka Bo

M3BeLTajoT . .

BapujaHTaTa Ha 06jeKToT
Bo PDF

JSON)
N/A (HM) detailedSpliceVariantData /

aHoTauuja / affectedExons
N/A (HM) detailedSpliceVariantData /

aHoTauMja [ TpaHCcKpunT

[JokymeHT 6p. 200008661 v04

Onuc

ErsoHun Kou ce 3acerHaTu of, BapujaHTaTa Ha
CnojyBakbe 1 BKYMHMOT 6POj ersoHn, AOKONKY €
npMMeHnnBo. Ha npumep, 4-6/7 ykaxkyBa Ha Toa
JeKa ce 3acerHatu eraoHnte 4, 5 1 6 n feka oBoj
TPAHCKPUNT COAPXWN BKYMHO 7 €r30HN.

NaoeHTubMKaLja Ha TpaHCKpUNT.

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.
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JIncT 3a npumMepok

HasuB Ha gaTtoTekaTa: SampleSheet.csv

Mpwn cekoja aHanunsa, Mogyn 3a aHanmsa TSO Comprehensive (EU) kpenpa nucT 3a NnpMepoK oaneneH

CO 3anupKa (SampleSheet.csv). Bo 0Baa gaToTeKa ce cogpxat MHpopMaLumTe 3a NPUMEPOKOT KOU i

[o6vBa copTBEPOT NpM NOCTaByBareTO Ha obpaboTkaTa. OBMe NMNCTOBM 3a NPUMepPOLM cogpXaT
3arnasue BO Koe ce HaBefeHu nHpopmalmm 3a obpaboTkaTa N LeCKPUNTOPU 3a BUBANOTEYHNOT
MaTepwujan og NPUMEPOKOT KOj e 06paboTeH BO AafeHa NpPoToYHa Kenuja (eaeH ped nogaTtoLum 3a
61MONMOoTEeYEH MaTepujan 3a NPUMePOK).

A BHVIMAHUE

MeHyBar-€TO Ha JaTtoTeKkaTa 3a IMCTOT 3a NPMMEPOKOT [0BeAyBa 40 CEPUO3HMU
nocnepoBaTenHu epekTy, Mer'y OPYyroTo n o HETOYHU pe3ynTaTh Unn, nak, 4o HeycnewHn
aHaJIn3n.

Bo cnegHasa Tabena ce gageHu AeTanu 3a NogaToLuMTe KOW MM COAPXN NMCTOT 3a MPUMEPOK:

HasuB Ha KolOHa Onuc

Sample_ID NoeHTuTeT Ha npuMepok co ,-OHK” nopgageHa 3a bubnmoTeyeH
maTepujan Ha OHK wnn ,-PHK” nogaaeHa 3a 6ubnmnoteyeH matepujan
Ha PHK.

I7_Index_ID HasuB Ha nHgekcoT i7. [leTanuTe 3a Toa Kako ngeHtudmkaumnjata Ha

WHOEKCOT Ha INCTOT 3a NPUMePOKOT ja Manupa ngeHTudunkaymjata Ha
WHAEKCOT BHECEHA NPpM NOCTaByBareTO Ha obpaboTkaTaTa MOXe Aa
rnm npouynTtaTe Bo CekBeHUM Ha aganTtep Ha lllumina (6poj Ha AOKYMEHT

71000000002694).
MHOEeKC CekBeHL,a Ha MHAEKCOoT i7.
IS_Index_ID Hasue Ha nHOeKcoT i5. [leTannTe 3a Toa Kako ngeHtudmnkaymjata Ha

WHAEKCOT Ha NUCTOT 3a NPUMEPOKOT ja Manupa ngeHtudmkaymnjata Ha
WHOEKCOT BHECEHA NPU NOCTaByBakbeTo Ha obpaboTkaTaTa MoXe ga
rvm npouymnTaTe Bo CekBeHUM Ha aganTtep Ha lllumina (6poj Ha JOKYMEHT

71000000002694).
MHOEKC?2 CekBeHLa Ha MUHOEKCOT i5.
Sample_Type OHK nnn PHK
Pair_ID NoeHTuourkaumja Ha npMMepok (McTaTa naeHTuduKaumja Koja ce

KOpUCTK 3a 6UbnnoTeveH MaTtepujan Ha OHK nnn énbnmnoteyeH
MaTepujan Ha PHK ofg uctnoT npnmepok).

Sample_Description Onunc Ha NpUMepoK.

[JokymeHT 6p. 200008661 v04
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Ha3wue Ha KonoHa Onuc

Tumor_Type Twun Tymop 3a npumepoLunTe of NaLmneHToT.

Mon Mon (MaLWKwn, XXEHCKM NN HEMO3HAaT).
[JokymeHT 6p. 200008661 v04 54
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KoHTponeH n3BewTaj 3a n3nesHu nogatoum

HasuB Ha gaToTekaTa: ControlOutput.csv

KOHTpONHMOT I/IBBeLIJTaj 3a U3ne3Hn nogatoun e patoTeKa pasrpaHnyeHa co KapTnika Bo KOja ce

AafeHn nojaToumM 3a KOHTpOoaTa Ha KBafMTeTOT 3a CUTE KOHTPON WTO 61e BKyYEHN BO
obpaboTkaTa. Moayn 3a aHannsa TSO Comprehensive (EU) He r'm nOHMLWLTYBa aBTOMATCKM
NpYMepoLNTE Of NaLNEHTOT cropes pesyntaTtute o4 KOHTPOAHUTE NPUMEpPOLA.

MornepHeTe BO [TpunoxeHo ynatcTeo 3a TruSight Oncology Comprehensive (EU) (6poj Ha 4JOKYMEHT

200007789) 3a ynaTCTBO 3a Ba/IMgHOCTa Ha UICMNTYBaHETO 1 BaNMAHOCTA Ha MPUMEPOKOT Ha
naLMeHTOT BP3 OCHOBA Ha pe3ynTaTuTe 3a KOHTPOUTe.

KOHTPOMHWOT M3BeLLUTaj 33 U3NEe3HW NOAATOLM M COAPXKM CNneaHUBe AeNoBU U NONMHaTa Kou ce
ofHecyBaaT Ha HMB (MAEHTUTETOT Ha obpaboTKaTa e JAafeH npes NpsuoT aen):

*  Tunosu KOHTponu — Coap>xn MHGOPMaLMM 3a CeKoja KOHTPOIa KOj e BKy4YeHa Bo o6paboTkaTa.

Mone

Tvn KOHTpONa

Sample_ID

AnalysisComplete

CeBKyneH
pesyntaTt

BpeaHocT Ha
CEH3NTUBHOCT

Mpar Ha
CEH3UTUBHOCT

Onuc

TUNOT KOHTPONa 3a KoHTponaTa. MoXHUTe Bpe4HOCTU BKIy4YyBaaT:
o HapsopeluHa koHTpona Ha OHK

o KoHTpona Ha [JHK 6e3 wabnoH

e HapBopellHa KoHTpona Ha PHK

o KoHTpona Ha PHK 6e3 wabnoH

MoeHTUTeT Ha MPUMeEPOKOT Ha KOHTponaTa. BpegHocTa e (Not Run) (He e
06paboTeHO) ako 0OBOj TUM KOHTPOJAa He 61N BKIyYeH BO obpaboTkaTa.

MokaxyBa fganu 3aBplunia aHanusaTa 3a oBaa KOHTpona. MoxHuTe
BpeaHocTu BknydvyeaaT TRUE (TOYHO), HETOYHO (FALSE), not
applicable (He e npMMeHIMBO).

PesynTtaToT o KOHTpoNaTa Ha KBaIMTETOT 3a KOHTponaTa. MoXHute
BpegHocTu BknydyBaaT PASS (YCMELUEH), FAIL (HEYCMELUEH), NA (HM).

[MpecMmeTaHaTa BpeHOCT Ha CEH3UTUBHOCT 3a KOHTponaTa. o
npeTcTaByBa COOAHOCOT Ha AeTEKTUPaHWN KOHTPOSTHU BapujaHTuU
HacnpPOTW BKYMHNOT O6pOj KOHTPOSTHM BapujaHTM KOW Ce 04YeKyBaaT BO
KOHTpoNHaTa. Baxu camMo 3a crieiHMBE TUMOBU KOHTPOJIU:

» HapsopeluHa KoHTpona Ha OHK

o HapBopelluHa KoHTpona Ha PHK

MWHUManHaTa BPe4HOCT Ha CEH3UTMBHOCT WTO Tpeba fa ja uma
KOHTpoONaTa 3a Aa MOXe pe3ynTaToT 04 KOHTponaTa Ha KBafMTeToT Aa
o6uae PASS (YCMELLEH). Baxxn camo 3a cnegHnBe TUMOBM KOHTPONK:

e HapsopeluHa kKoHTpona Ha OHK

o HapBopelluHa KoHTpona Ha PHK

[JokymeHT 6p. 200008661 v04
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* [eTanu 3a aHanusaTta - Cogp>xu nHbopmaLmm 3a aHanmsaTa.

Mone Onuc

[aTyM Ha nsBewTajoT [aTyMOT Kora e reHepupaH KOHTPOJIHNOT U3BELUTA;.
Bpeme Ha nssewTajoT BpemeTo Kora e reHepupaH KOHTPOJTHUOT U3BELUTA].
Bepawuja Ha mogynoTt Bep3auja Ha Mogyn 3a aHanmsa TSO Comprehensive (EU).
Bepsuja Ha kaHanoT Bepsuja Ha npouecoT/KaHanoT 3a aHanusa.

* JeTtanu 3a o6paboTKaTa co ceKBeHUoHNpamwe — Coapxxu nHpopmaumm 3a obpaboTkaTa co

CEKBEHLMOHMpPamse.
Mone Onuc

Hasus Ha o6paboTkaTta Ha3nBoT Ha o6paboTKaTa CO CEKBEHLMOHUPaH-E.

[aTyMm Ha obpaboTkaTa [JaTyMoT Ha o6paboTKaTa CO CEKBEHLMOHMpPaH-E.
NoeHTnoukauymja Ha EonHcTBEHaTa ngeHTMdumKaumja Koja ce ogHecyBa Ha
WHCTPYMEHTOT WHCTPYMEHTOT 3a CEKBEHLMOHMpPaHbE.

Bep3auja Ha KOHTPOSHNOT Bepsuja Ha koHTponHnoT codpTBep NextSeq (NCS) wTo ce
copTBEP HA UHCTPYMEHTOT KopucTK 3a obpaboTkaTa.

TUN NHCTPYMEHT

Bep3uja Ha RTA

TUNOT Ha UHCTPYMEHTOT 3a CEKBEHLMOHNpPaH-e.

Bepsuja Ha copTBepoT 3a Real-Time Analysis (RTA) wTo ce
KOpPMCTW 3a 06paboTKaTa Co CEKBEHLMOHMpPaHse.

Bpoj Ha cepuja Ha KepTpULIOT  BpojoT Ha cepuja Ha KEPTPULIOT CO peareHCcH WTO ce KOPUCTU

CO peareHcu

* CrTaTyc Ha aHanusaTa - Coap>xxu nHpopmMaummn 3a Toa fanu e 3aBpLleHa aHanMsaTa 3a ceKoja

3a obpaboTkaTa.

KOHTpONa 1 fganu nopaan copTeepcka rpeLlka MMa HeycreLwHn npuMepoLLmn.

Mone

Sample_ID

COMPLETED_
ALL_STEPS

Onuc

NoeHTUTeT Ha NPUMEPOKOT Ha KoOHTponaTta. BpegHocTa e (Not Run) (He e
06paboTeHO) 3a KOHTPONHUTE TUMOBM LITO He Bune BKNYYEHN BO
obpaboTkaTa.

Os3HauyBa fanu KoHTponaTa rv noMuHana CUTe YeKopu of, aHanmsaTa.
Mo>xHUTe BpegHocTu BknydyBaaT TRUE (TOYHO), FALSE (HETOYHO), N/A
(HI). Ako BpegHocTa e FALSE (HETOYHO), KOHTaKTUpajTe CO TEXHMYKATA
nogapLuka Ha lllumina 3a noeeke MHpopmMaLuu.

[JokymeHT 6p. 200008661 v04
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Mone Onuc

FAILED_STEPS JlucTta co cuTe HeycneLwHn YeKopu o, aHanusaTa nopagm copTeepcka
rpewka. AKo KOj B1no 4yekop e HaBefEeH TyKa, KOHTaKTUpajTe Co TeXHUYKaTa
nogapLuka Ha lllumina 3a noseke nHpopmMaLuu.

STEPS_NOT_ JlncTta co cnTe yekopu o aHannsaTa Ko He Bune UsBpLIeHU nopaamn
EXECUTED codpTBepcKa rpeLuka. AKo Koj bro Yekop e HaBefeH TyKa, KOHTaKTupajTe co
TexHuYKaTa nogapLuka Ha lllumina 3a noseke nHpopmaLun.

* PesynrtaTtu og Tabenata co TOYHM Manu BapujaHTu — Coap>Xun MHGOpPMaLMM 38 KOHTPONTHUTE Manu
BapujaHTK Ha HK Kon 61une nnn He bune getTekTupaHu (No eaeH pef Ha KOHTPOJIHa BapujaHTa) BO
HagBopellHaTa KoHTpora Ha [AHK (no3nTtueHa koHTpona Ha HK). BpegHocTtute N/A (HI) ce
HaBefEeHM aKo HafBopellHaTa KoHTpona Ha [JHK He 6una BknyyeHa BO obpaboTkaTa co

CEeKBEHLMOHMpPakbe.
Mone Onuc
[eTekTnpaHu OsHauvyBa fanu Bo KOHTpoNnaTa buna geTtekTupaHa Mana BapujaHTa Ha

KoHTponHaTa AHK. MoxHun BpegHocTn ce TRUE (TOYHO), FALSE
(MOTrPELLUHO), N/A (HI).

Hasue HareHoT Cumbon 3a reHoT cnopeg HUGO npu KoMUTETOT 3a reHCKa HOMeHKNaTypa

HGNC (HGNC) koj ce ogHecyBa Ha ManaTa BapujaHTa Ha KoHTponHaTa AHK.
XpomMo3om XpOMO30MOT Of, ManaTa BapWujaHTa Ha KOHTponHaTa 4HK.

Moswnyuja Mosuuwnja (hg19) Ha ManaTa BapujaHTa Ha KOHTponHaTa AHK.
PedepeHTeH PedepeHTeH anen og ManaTa BapujaHTa Ha KoHTponHaTa OHK.

anen

AnTepHaTuMBeH  ANTepHaTMBHMOT afnien og ManaTta BapujaHTa Ha KoHTposniHaTta OHK.
anen

* PesyntaTtm og TabenaTta co TOUHU BapujaHTX Ha cnojyBare — Coapxxu nHbopmaLmm 3a Toa Kou
KOHTPOJIHM BapujaHTLX Ha crnojyBatbe Ha PHK 6une nnm He bune getekTupaHu (No egeH pen Ha
KOHTPOJIHa BapwujaHTa) BO HaaBopeLLHaTa KoHTpona Ha PHK. BpegHocTuTe N/A (HIM) ce HaBepeHu
aKo HagBopellHaTa KoHTpona Ha PHK He 6una Bkny4yeHa BO o6paboTkaTa CO CEKBEHLMOHUpPaHE.

Mone Onuc

HDetekTnpann  O3HaudyBa fanv Bo KOHTponaTa buna geTekTupaHa BapujaHTa Ha CrojyBame
Ha PHK. MoxHu BpegHocTu ce TRUE (TOYHO), FALSE (MOIMPELLHO), N/A
(HI).

Hasus Ha Cumbon 3areHoT HGNC Koj ce ogHecyBa Ha KOHTpO/IHaTa BapujaHTa Ha
reHot HGNC cnojyBarbe Ha PHK.
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Mone

Touka Ha
NPEeKnH 1

Touka Ha
NPeKnH 2

Onunc

Xpomo3zom 1 nosnumja (hg19) Ha npBaTa ToUYKa Ha NPEKKH 0, KOHTPOJIHaTa
BapuvjaHTa Ha crojyBarbe Ha PHK.

Xpomo3som u nosuumja (hg19) Ha BTopaTa ToYKa Ha MPEKUH 04 KOHTPOIHaTa
BapujaHTa Ha crnojyBamse Ha PHK.

* PesynrtaTtu og Tabenata co TOYHM BapujaHTU Ha ¢y3upamrbe — Coapxun nHbopmanmm 3a Toa Kou
KOHTPOJTHM BapujaHTu Ha ¢y3unparbe Ha PHK 6une nnun He 6une getektnpanu (No eaeH peg Ha
KOHTpPOJIHa BapujaHTa) BO HagBopellHaTa KoHTpona Ha PHK. BpegHocTtuTe N/A (HI1) ce HaBeaeHu
aKo HafBopellHaTa KoHTpona Ha PHK He 6una Bkny4deHa BO 06paboTkaTa CO CEKBEHLMOHNPaH-E.

Mone

LeTekTnpaHun

Hasue 1Ha
reHot HGNC

HasunB 2 Ha
reHot HGNC

Onuc

OsHauyBa [anu Bo KOHTponaTa 6una AeTekTupaHa BapujaHTa Ha dy3uparse Ha
PHK. MoxHu BpegHocTn ce TRUE (TOYHO), FALSE (MOIPELLUHO), N/A (HI).

Cumbon 3a reHoT HGNC koj ce ogHecyBa Ha npBaTa TO4YKa Ha MPEeKWH Of,
KOHTpONHaTa BapujaHTa Ha ¢ysupame Ha PHK.

Cunmbon 3a reHoT HGNC koj ce ogHecyBa Ha BTopaTa TOYKa Ha NPEeKUH of,
KOHTPOJIHaTa BapujaHTa Ha ¢py3smparbe Ha PHK.

MepHu nokasaTenu 3a KOHTpOa Ha KBanuTeT 3a 6MbnmotTeyHnoT Mmatepujan Ha JHK NTC -

Coapxu nidopmaLmm 3a MepHUTE nokasaTenn 3a KOHTPOa Ha KBanuUTETOT Kou bune esanympaHu
3a KoHTpona Ha [AHK 6e3 wabnoH. CtatycoT PASS (YCINELIHO) o3HauyBa fieka BpeHOCTa Ha
MepHMOT NoKasaTesi e BO paMKUTE Ha AoNHaTa HaBefgeHa rpaHuua (LSL) n Ha ropHaTa HaBefeHa
rpaHuua (USL). CtatycoT FAIL (HEYCIMELIHO) o3HavyBa Aeka BpeAHOCTa Ha MeEPHUOT NnokasaTten e
HagBop o onceroT Ha LSL nnm USL. BpegHocTuTe N/A (HIM) Ke 6uaaT HaBeOeHW ako KOHTpo1aTa Ha
OHK 6e3 wabnoH He 6una Bkly4YyeHa Bo o6paboTkaTa cO CEKBEHLMOHMpPaHbE.

Mpar Ha
MepeH nokasarten Onuc EpuHuun P

KBanuTteTt
MEDIAN_EXON_COVERAGE MegmnjanHa NOKPUEHOCT Ha Bpoj <8

dparmMeHT Ha ersoH Bo cuTe
0a3un Ha ers3oH.

MepHu nokasaTenu 3a KOHTPOsa Ha KBanuTeT 3a 6ubnnoteyHnoT matepujan Ha PHK NTC -

Coapxu MHpopMaLmn 3a MEPHUTE NOKasaTeN 3a KOHTPOa Ha KBaNNTETOT Kou 6use eBanymnpaHu
3a KOHTpona Ha PHK 6e3 wabnoH. CtatycoT PASS (YCIELWHO) o3HauyBa feka BpegHOCTa Ha
MepPHMOT NoKasaTesi e BO paMKUTE Ha AloNHaTa HaBegeHa rpaHuua (LSL) n Ha ropHaTa HaBefeHa
rpaHuua (USL). CtatycoT FAIL (HEYCIMELUIHO) o3Ha4vyBa Aeka BpeAHOCTa Ha MEPHUNOT NnokKasaTen e
HagBop of onceroT Ha LSL nnm USL. BpegHocTuTe N/A (HIM) Ke 6uaaT HaBedeHW ako KOHTpoaTa Ha
PHK 6e3 wabnoH He buna Bky4YyeHa Bo 06paboTKaTa CO CEKBEHLIMOHMpPaH-E.
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run
Manager

Mpar Ha
MepeH nokasaTten Onuc EpnHnum

KBanuTeT
GENE_ABOVE_MEDIAN_CUTOFF BpojOoT Ha reHn 3a KOULWTO Bbpoj =<1

cpefHaTa gegynnuumpaHa
AnaboynHa Ha OTYNTYyBaks€e BO
CUTe NIOKYCU LITO ce NpoTeraart
3a cekojreHe > 20.

N3ne3Hn MepHU NoKasaTenum

Hasue Ha gaToTeKkaTa: MetricsOutput.tsv

N3ne3HnTe MepHU NOKasaTenmn ce faToTeka pasrpaHnyeHa co KapTUYKM BO KOja ce fafeHu
MHPOPMaLMM 33 KOHTPOA Ha KBaIMTETOT 3a MPUMEPOLMTE Of, NaLMEHTN KOW 6une BKIyYEHM BO
obpaboTkaTa.

[laToTekaTa CO U3Ne3HN MEPHM MoKasaTeNn rm cogpXXun cnegHnee 0enosn U HUBHUTE CPOLAHU NONNHbA:

* 3arnasue - Cogp>xwu onwTy MHPopMaLnKn 3a jaToTekaTa 1 3a obpaboTkaTa.

Tabena 15 3arnaBuve Ha M3ne3Ha JaToTeKa 3a MEPHUTE NoKasaTenu
Mone Onuc

Output Date (Jatym [JaTyM Kora e KpevpaHa oBaa fatoTeka.
Ha n3nesHa

nHdopmaumja)

Output Time (Bpeme Bpeme Kora e KpenpaHa oBaa gatoTeka.
Ha n3nesHa

nHdopmavmja)

Workflow Version Bep3uja Ha npouecoT/KkaHanoT 3a aHanmsa.

(Bep3auja Ha paboTeH

Tek)

Module Version Bepauja Ha Mogyn 3a aHannsa TSO Comprehensive (EU).

(Bepsnja Ha moaynorT)

Run ID NoeHTndukaunjaTa Ha obpaboTkaTa CO CEKBEHLUOHNPaH-E.
(MpeHTndukaymja Ha

obpaboTka)

Run Name (HasuB Ha HasnBoT Ha o6paboTKaTa CO CEKBEHLMOHMpPaHsE.
obpaboTkaTa)

* MepHM NoKasaTeNu 3a KOHTPOa Ha KBanuTeT 3a 06paboTka — Coapku MHGopMaLMM 3a KOHTpoONa

Ha KBanuTeT 3a obpaboTkaTa co cekBeHUMoHNpare. OBOj Aen cooaBeTCTBYBa CO CTAaTyCOT Ha
KOHTpoOaTa Ha KBanuTeT 3a obpaboTkaTa Bo nseeLwwTajotr TSO Comprehensive (EU) n cogp>xw no
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

e[leH pef, 3a MepeH nokasaTes 3a KOHTPOa Ha KBanNnTET KOj MpnaoHecyBa KOH CTaTyCcoT 3a
KOHTpOJa Ha KBaUTET 3a 06paboTkaTa. Cnute MepHM NokasaTenn 3a KOHTPO/a Ha KBaNIMTET Kou ce
BO OBOj e/l Mopa [a ce yCrneLlHK, 3a ga bmae ycnewHa 1 KOHTponaTa Ha KBanuTeT 3a obpaboTkaTa.
[eTannTte of aHanMsaTa MoOXe fa r'v npoynTaTe BO [enoT KOHTposia Ha KBanTETOT Ha
obpaboTkaTa Ha cTpaHuLa 9. lNparoBuTe U ONUCUTE HA MEPHUTE NOKasaTenm MoXe ga rv
npoymnTaTte BO AeNOT MepHu nokasaTesin 3a KOHTPO/1a Ha KBasIMTET Ha CTpaHuua 76.

Tabena 16 MepHM NokasaTenn 3a KOHTPOsa Ha KBanMTeToT Ha o6paboTkaTa

KonoHa Onuc

MepeH nokasaTten (UOM) HasnBOT Ha MEPHMOT NoKasaTen 3a KOHTPOJ1a Ha KBaNnUTeT U
MepHa eguHuLa.

LSL [lonHa HaBepgeHa rpaHuLa (MHKy3uBHa).

USL opHa HaBefeHa rpaHnua (MHKNy3MBHa).

BpegHocT BpegHoCT Ha MepHMOT NokasaTesi 3a KOHTPOJia Ha KBaluTerT.

PASS/FAIL OsHauyBa ganu NpUMEepPoKoT NOMUHAS UK HE 3a MEPHUOT

(YCNELWHO/HEYCMNELLUHO). nokasaTen 3a KOHTpoNa Ha kBanuteT. MOXHUTE BPeaHOCTHU

* CraTyc Ha aHanusaTa — Coap>u uHpopMaLmMm 3a Toa fanu e 3aBpLUeHa aHanmsaTta 3a cekoja

BknydyBaaT PASS (YCIMELWIHO), FAIL (HEYCMNELLUHO), NA (HIT).

NPUMEPOK 0f, MaLMeHTOT U fanu nopagmn copTBepCKa rpeLlka nMa HeycnewHn npumepoum. Cekoja
KOJIOHa BO OBOj e/l COOABETCTBYBA CO MPUMEPOK 0 MaLMeHT (3a HAa3MBOT Ha KOJIOHaTa Ce KOPUCTK
naeHTndunKaumjaTa Ha NPMMEpPOKOT).

Tabena17 CTtaTtyc Ha aHanmsa

Mone

COMPLETED_ALL_
STEPS

FAILED_STEPS

STEPS_NOT_
EXECUTED

Onuc

OsHauyBa ganu NpUMepoKoT ' NOMUHaN CUTe YeKopu 0 aHanusaTa.
Mo>xHK BpegHocTu ce TRUE (TOYHO) n FALSE (MOIPELWLHO). Ako
BpeaHocTa e FALSE (MOIMPELWHO), koHTaKTUpajTe co TeXHUYKaTa
nopapLuka Ha lllumina 3a noBeke nHPopmMaLuu.

JlncTa co cuMTe HeycneLwHn YeKopu o, aHannsaTta nopaan copTeepcka
rpewka. AKO Koj 1o 4Yekop e HaBefEeH TyKa, KOHTaKTUpajTe co
TexHnyKaTa nogapLuka Ha lllumina 3a noseke nHpopmaLnn.

Jlncta co cuTe Yekopu of, aHanmMsaTa Kou He bune n3BpLLEHN Nopaan
codTBepcKa rpellka. AKo Koj buno 4yekop e HaBefgeH TykKa,
KOHTaKTUpajTe co TeEXHNYKaTa noagpLika Ha lllumina 3a noeseke
nHbopmaumm.
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Manager

* [enoBu co MepHU NoKasaTesin 3a KOHTPOJ1a Ha KBa/IUTeT 3a NpUMepoLM of, NauneHTn — [lageH e
[en 3a CeKoj TUMN KOHTPOJ1a Ha KBaNUTET KOj Ce KOPUCTK 3a NpuMepoLm o, nauneHTun. Bo cnegHaBa
Tabena e HaBef,EHO CO KOj el COOABETCTBYBA CTATYyCOT 3a KOHTPO/a Ha KBaIMTET BO M3BELLTAjOT
TSO Comprehensive (EU).

Tabena 18 [lenoBu 3a MepHW NokasaTesnn 3a KOHTPOJ1a Ha KBaNMUTETOT 3a NPUMEPOLLM Of,

nauueHTu

Oen

MepHU nokasaTenu
3a KOHTpoONa Ha
KBanuTeT 3a
onbnuoTeyeH
MaTepujan Ha OHK

MepHM nokasaTtenu
3a KOHTpOJa Ha
KBanuTeT 3a
onbnmnoTeyeH
MaTepujan Ha OHK
3a ogpenyBame
Manun BapujaHTn 1 3a
TMB

Onuc

MepHU NoKasaTenun 3a KOHTpoNa Ha KBasimTeT KOU
Cce KopucTaT Kako KpUTepuyMm 3a BannmgHoCT 3a
6nbnnoTteyHnTe MaTepujann Ha OHK.

[eTannTe of aHanuMsaTa MOXe Aa rm npoynmtaTte BO
nenoT KoHTposa Ha KBaiMTeT 3a MNPUMeEPOK Of
bnbnmotedyeH matepujan Ha [HK Ha cTpaHuua 14.
[MparoBuTe N ONUCUTE HA MEPHUTE NMOKasaTenn
MOXe fAa rv npoynTtaTe BO 4enoT MepHu
riokasaTtesiv 3a KOHTPO/1a Ha KBaJIMTEeT Ha CTpaHuL,a
76.

MepHU NoKasaTenu 3a KOHTPoNa Ha KBasmTeT KOou
ce KopucTaT Kako KpUTepmnyMm 3a BanuaHoOCT 3a
Manu BapujaHTu 1 3a TMB Bo 6ubnnoTeyeH
MaTepujan Ha OHK.

JeTanuTe of aHanusaTa MOXe fa rm npoumMtaTte BO
nenoT KoHTposia Ha KBasiMTeT 3a NPUMepPOK 0f
bnbnmoteyeH matepujan Ha [HK Ha cTpaHuua 14.
MparosnTe N ONUCUTE Ha MEPHUTE NOKasaTenu
MOXe [a rm npoumTtaTte BO A4enoT MepHu
riokasatesiv 3a KOHTPOJia Ha KBa/MTET Ha CTpaHuLa
76.
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CoopBeTHa
KaTeropuja Ha
KOHTponaTa Ha
KBaNMTETOT BO
usBewTajot TSO
Comprehensive
(EV)

KoHTpona Ha
KBaNNTET Ha

6mbnmoTeyeH
MaTepujan Ha
OHK

KoHTpona Ha
KBanuTeT 3a
Mana BapujaHTa
Ha JHK n TMB
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Manager

Oen

MepH1 nokasaTtenu
3a KOHTpOJa Ha
KBanuTeT 3a
onbnmnoTeyeH
MaTepujan Ha OHK
3a MSI

MepHU nokasaTenu
3a KOHTpONa Ha
KBanuTeT 3a
onbnnoTteyeH
MaTepujan Ha JHK
3a CNV

MpoLlwmpeHn MepHH
nokasaTtenu 3a AHK

Onuc

MepHU NoKasaTenu 3a KOHTPoNa Ha KBasmTeT KOou
Ce KopucTaT KakKo KpuTepuyMm 3a BanngHocT 3a MSI
BO 6ubnmoTedeH matepujan Solid-FFPE Ha OHK.
[eTanuTte o aHanusaTa MOXe fa rvm npoumtarte BO
benoT KoHTposia Ha KBa/IMTeT 3a NPUMepPOK 0f
bunbnnotedeH matepujan Ha [JHK Ha cTpaHuua 14.
MparoBuTe N ONUCUTE Ha MEPHUTE NOKasaTenu
MOXe [a rv npounTtarte BO A4enoT MepHu
rokasartesiv 3a KOHTPOJia Ha KBa/MTeT Ha CTpaHuLa
76.

MepHW NoKa3aTenun 3a KOHTPoONa Ha KBasiMTeT KOu
Ce KOpUCTaT Kako KpUTepuyMm 3a BaJnMgHoOCT 3a
amnnnourkauwnja Ha reHm Bo bmbnmoTedeH
maTepujan Solid-FFPE Ha JHK.

[eTanuTe of aHanMsaTa MOXe Aa rm npoymTtaTte BO
nenoT KoHTposia Ha KBaJIMTET 3a MPUMEPOK Of
bnbnmotedyeH matepujan Ha [JHK Ha cTpaHuua 14.
[MparoBuTE N ONUCUTE Ha MEPHUTE MOKasaTenn
MOXe fAa rm npoynTaTe BO 4enoT MepHu
riokasaTtesiv 3a KOHTPO/1a Ha KBaJIMTET Ha CTpaHuL,a
76.

[MpowurpeHnTe MepHU nokasaTtenu 3a [1HK ce camo
MHPOPMATUBHU U He Ce ANPEKTEH NokasaTen 3a
KBanMTETOT Ha BUBNNOTEYHUTE MaTepujann Ha
OHK.

[eTanuTe of aHanuMsaTa MOXe Aa rm npoymtaTte BO
nenoT KoHTposa Ha KBaiMTeT 3a MNPUMeEPOK Of
bnbnmotedyeH matepujan Ha [HK Ha cTpaHuua 14.
OnucuTe 3a MepHMUTE NoKasaTesnm MoXe armu
npoyunTaTte BO AeNOT [IpoLumpeH MepHU
rnokasartesm 3a [JHK Ha cTpaHuua 82.
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CoopaBeTHa
KaTeropuja Ha
KOHTponaTa Ha
KBanuTeToT BO
ussewTajotr TSO
Comprehensive
(EV)

KoHTpona Ha
KBanuTeT Ha MSI
Ha OHK

KoHTpona Ha
KBanuTeT Ha
O6pojoT KoNnKn Ha
BapujaHTu Ha
OHK

N/A (HIT)
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Oen

MepH1 nokasaTtenu
3a KOHTpOJa Ha
KBanuTeT 3a
onbnmnoTeyeH
mMaTtepujan Ha PHK

MpownpeHn MepHH
nokasaTtenu 3a PHK

Onuc

MepHUM nokasaTenn 3a KOHTPOsa Ha KBannTeT Kou
Cce KopucTaT Kako KpUTepuyMm 3a BanmgHoCT 3a
61MbnnoTeyHnTe MaTepujanm Ha PHK.

JeTtanuTe of aHanusaTa MOXe Ja rv npoynTtarte BO
nenoT KoHTposia Ha KBaJIMTeT 3a MPUMEPOK Of
bnbnmoteyeH matepujan Ha PHK Ha cTpaHuua 18.
[MparosuTe U ONNCUTE HA MEPHUTE NOKasaTenu
MOXKe fia rv npoynTtaTe BO fenot MepHu
riokasartesiv 3a KOHTPO/1a Ha KBaJIMTET Ha CTpaHuL,a
76.

[MpowmnpeHnTe MepHM nokasaTtenu 3a PHK ce camo
MHGOPMaTUBHUN N He Ce ANPEKTEH NoKasaTen 3a

KBanMTETOT Ha BMbNMoTeuYHnUTe MaTepujanm Ha PHK.

HeTtanuTte of aHanusaTa MOXe fa rv npoymTtaTte BO
benoT KoHTposa Ha KBaJIMTeT 3a MPUMEPOK Of
bubnnotedyeH matepujan Ha PHK Ha cTpaHuua 18.
[MparoBuTe N ONUCUTE Ha MEPHUTE MoKasaTenu
MOXe fia rv npoynTaTe BO AenoT [IpoLumnpeHu
MepHU riokasatesin 3a PHK Ha cTpaHuua 83.

Bo cekoj fen ce fAafeHn creHNBe KOMOHM:

CoopaBeTHa
KaTeropuja Ha
KOHTponaTa Ha
KBanuTeToT BO
ussewTajotr TSO
Comprehensive
(EV)

KoHTpona Ha
KBaNMTET Ha

onbnnoTeyeH
MaTepwujan Ha
PHK

N/A (HIT)

— MepeH nokasaTen (UOM) — Ha3nBOT Ha MEPHMOT nokKasaTes 3a KOHTPOsa Ha KBaMTET U MepHa

enHunua.

— LSL - [onHa HaBegeHa rpaHnua (MHKNysmnBHa).

— USL -TopHa HaBefeHa rpaHnu,a (MHKy3nBHa).

— [lo egHa KO/IOHa 3a NPMMEPOK (MMeHyBaHa cnope MAEHTUTETOT Ha MPUMEPOKOT).

Bo cekoj aen ce JageHvn cnefHvse pefoBu:

— [loepeH pepn 3a ceKoja MepHa egnHnLa 3a KOHTPOJ1a Ha KBaJIUTET.

— PASS/FAIL (YCMNELWHO/HEYCIMELIHO) — O3HauyBa ganu NpMMepoKOoT YCMELHO ja MToOMUHan nim
He Taa KOHTpona Ha kBanuteT. CtatycoT PASS (YCIELIHO) o3HauyBa feka BpegHOCTUTE Ha
NPUMEpPOKOT 3a MEPHNOT NoKasaTes ce Bo paMkuTe Ha LSL n USL. CtaTycoT FAIL
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(HEYCNELLUHO) o3HauyBa feka BpeAHOCTa Ha MPUMEPOKOT 3a e,eH U NMOBEKE MEPHN

nokasaTenu e HagBop of onceroT Ha LSL unm USL. OBoj pef He e aen of NPOoLWNpPeHnTe MepHu

nokasatenu 3a JHK nnu, nak, 3a npownpeHnTe MepHn nokasaTtenu 3a PHK.

* bBenewku - Cogp>XXun NucTa co 6eneLkn BoO KOU € onuliaHa cogp>XunHaTta Ha gaTtoTekaTa.

UsBewwTaj 3a Mana anaboymHa

HasuB Ha paToTekaTa: { SAMPLE ID} LowDepthReport.tsv

N3BewTajoT 3a Mana AnaboynHa e gaTtoTeka pasrpaHMyeHa Co KapTUUKM KperpaHa 3a Cekoj MpuMepok

o4 naumeHT. [laTOoTEeKaTa BK/ly4yBa CMUCOK Ha ONCe3n Ha reHOMCKM Mo3uLLMn CO BKYMHa AnaboymHa Ha

cekBeHUMoHUpame < 100 1 3a Kou He e OTKpUEHa MUHNMBa BapujaHTa. OBMe No3nL MM HeMaaT A40BOJIHA

AnaboyrHa Ha CeKBEHLMOHUPatbe 3a fa MOXe fa ce UCKITYYM MOXKHOCTa 3a MPUCYCTBO Ha Mana
BapujaHTa. [1o3nummTe WTO Ce Ha CMUCOKOT Ha B10KNPaHM NO3ULLMK Ce U33EMEHN O, N3BELLTAjOT.

M3BelwTajoT 3a Mana gnabo4vnHa He ce 06HOBYBa Npun 06HOBYBar-€ Ha N3BELUTajoT.

|/|3BeLUTajOT 3a Mana gnabo4ynHa ru cogpXum cnenoHmee AesioBn U HUBHUTE NMNOBP3aHU NOJiHba:

Mone

Sample ID (MgeHTudumkaumja Ha
NPMMepPOoK)

Tumor Type (Tvn Tymop)

Report Date (JaTym Ha
N3BEeLTajoT)

Run ID (MaeHTndukauymja Ha
06paboTKa)

Run Date (JaTym Ha o6paboTkaTa)

Knowledge base version (Bep3auja
Ha 6as3aTa Ha 3Haere)

Knowledge base published date
(OaTtym Ha objaByBarbe Ha 6a3aTa
Ha 3Haere)

Local Run Manager Module version
(Bepauja Ha mogynoT Ha Local Run
Manager)

CocefiHUTe reHOMCKM MnosuLmm co Mana OnaboynHa Kou ce npeknonyeBaaTt Co UICTUTE FreHn ce

KOMOBUHUpPaHW BO efeH pef.

[JokymeHT 6p. 200008661 v04

3arnaesue — Cogp>xu onwTn nHPopmMaLmn 3a gatoTekaTta 1 3a obpaboTkaTa.

Onunc

NpeHTudmrKaumja Ha NPUMEpPOK Ha NaLMeHT.

Tvn TyMOp oA MPUMEPOKOT Ha NaLUeHToT.

[aTyMOT Kora e reHepupaH N3BeLWTajoT 3a Mana
nnaboymnHa.

MpoeHTnduMkaunjaTa Ha obpaboTkaTa co
CeKBEHLMOHNpaHsE.

[JaTyMoT Ha o6paboTKkaTa CO CEKBEHLMOHMpaH-e.

BepsujaTta Ha KB WTO 6bmna nHcTanupaHa kora oumn
reHepupaH M3BELTajoT 3a Mana gnaboynHa.

[JaTyMoT Koj ce ogHecyBa Ha KB wTto 6una nHctanmpaHa
Kora 6un reHepmpaH U3BeLLTajoT 3a Mana anaboynHa.

Bep3auja Ha Mogyn 3a aHanunsa TSO Comprehensive (EU).

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

JIncta Ha reHOMCKwu oncer - CO,D,p)KVI NNCTa COo Orcesn Ha reHOMCKM No3nL M1 Co Mana anaboudnHa.

64



Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

KonoHa
Xpom
Ctapt
Kpaj

eH

Onuc

Xpomosom.

MNMoyeTHa nosuymja (hg19).
KpajHa nosuumja (hg19).

EneH unmn noBeke CMMB0MM 3a FreHM LUTO Ce NpeKsionyBaaT Co FreHOMCKUOT OMcer Ha
6asaTa Ha nogaTtouun RefSeq koja e Bkny4deHa Bo KB.

CTpyKTypa Ha nsnesHa nanka

Bo 0BOj fen e onvilaHa coap>XnuHaTa Ha CeKoja U3iesHa nanka WTo Ce reHepupa 3a BpemMe Ha

aHanmsarTa.

* IVD

— |VD_Reports

{SampleID} TSOCompEUModule KB{version} Report.pdf-TSO Comprehensive (EU)
n3sewTaj (popmaTt PDF) Nno npumepok of, naumneHT

{SampleID} TSOCompEUModule KB{version} Report.json—TSO Comprehensive (EU)
n3sewTaj (popmaTt JSON) No npumMepok of naumeHT

{SampleID} LowDepthReport.tsv—W3BewTaj3a Mana AnaboynHa rno npuMepok of,
nauuneHT

MetricsOutput.tsv—WM3nesHn MepHn nokasaTenu

ControlQutput.tsv —KOHTpPONEH N3BELLTaj 3a U31e3HMN MHPOpMaL UK

* Logs_Intermediates — 3anucu n MerygatoTeku reHepupaHu Npu npoLecoT/KaHanoT 3a aHanmsa.
MerygaToTeknTe ce HaMeHeTu Ja NOMOorHaT camMo Npu pellaBatbeTo npobnemu. MHpopmaymmnte
KOM ce coppyKaT BO MelryaaTOTEKUTE He Ce HAMEHEeTM 3a KIIMHNYKO U3BECTYBaH-Ee U/N 3a BOLEHE
naumeHTn. He ce gokaxaHu nepdopMaHCUTE Ha KOu BMUI0 BapujaHTN MAEHTUPUKYBaHM BO OBUE
[AaTOTEKN, OCBEH 3a MOTBPAEHUTE BapujaHTW. [10OTBpLEHM BapUjaHTX ce BapujaHTU 3a KOU ce
LOKaXaHW KapakKTepuUCTUKNTE Ha nepdopmMaHcuTe. Cekoja nanka npeTcTaByBa eeH YeKop of
npouecoT/KaHanoT 3a aHanun3a. 3a BpeMe Ha obpaboTkaTta, Mogyn 3a aHanmsa TSO Comprehensive
(EU) popasa PHK nnun JHK KoH HasnBuTe Ha nankuTe 3a ugeHTndumnkalmnjata Ha NpMMEpPoOKoT.
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Manager

[puKas Ha pe3ynTaTuTe of aHanm3aTta

1. Op koHTponHaTa Tabna Local Run Manager, nséepete ro HasmoT Ha obpaboTkaTa.

2. OpkapTtuukaTa Run Overview (MNperneg Ha o6paboTka), npernegajte rm MepH1MTe NokKasaTenu 3a
obpaboTKaTa CO CEKBEHLMOHMpPaH-E.

3. AKO cakaTe faja CMeHUTe nokaunjata Ha gjaToTekaTa co nogaToumnTe of, aHanuMsaTa 3a nsbpaHaTta
06paboTka 3a NOBTOPHOTO CTaBaH:-€ BO pef, Ha Yekarbe BO MAHWHA, n3bepeTe ja nkoHaTa Edit
(Ypempu), a noToa ypepeTe ja naTekaTta fo AaTOTeKaTa Kafe WTO ce Haora nsnesHaTa nanka 3a
obpaboTkaTa.

MNaTekaTa Ha faToTekaTa WTOo BOAM A0 U3ne3HaTa nanka 3a obpaboTkaTa MOXe fia ce ypeaysa.
HasnBOT Ha n3nesHaTa Nanka 3a obpaboTkaTa HE MOXe Aa Ce CMEHM.

4. [L36opHo] N3bepeTe ja nkoHaTa Copy to Clipboard (Konupaj Bo knunbopa) 3a ga ja konvpaTte
natekaTa 0o JaToTekaTa BO KOja Ce Haora nsnesHaTa nanka 3a obpaboTkara.

5. WN3bepeTe ja kapTuukaTa Sequencing Information (MHGopMaL MK 3a ceKBeHLMOHUPaHsE) 3a Aa rv
peBuavpaTe napameTpuTe 3a o6paboTKaTa U MHGopMaLMMTE 33 MOTPOLIHUTE MaTepujanu.

6. WsbepeTe ja kapTunukaTa Samples & Results (Mpumepouu n pesyntatu) 3a ga ro BUANTE U3BELUTAjOT
3a aHanusarTa.

* Ako aHanusaTa 6una NOBTOPHO CTaBeHa BO pefi Ha YeKare, n3bepeTe ja coofgBeTHaTa aHanmsa
op naraykaTa nucta Select Analysis (M36op Ha aHanu3a).

7. [Ws3bopHo] UsbepeTe ja ukoHaTa Copy to Clipboard (Konupaj Bo knunbopf) 3a ga ja konupate
naTekaTa [0 JaToTekaTa BO Koja ce Haora nankaTa Analysis (AHanusa).

Mpumepoun u pesyntaTtu

Ha ekpaHoT Samples & Results (Mpnmepoun n pesynTtaTi) ce NpukaxxaHu pesyntaTh 04 aHanmsaTta Kou
ce oflHecyBaaT Ha nsbpaHaTa obpaboTka 1 HygaT MOXHOCT NMOBTOPHO a ce aHanusupa obpaboTkaTta
CO pasnnyHu NnapameTpu. Bo TabenaTta BO rOpHUOT AEN Of, EKPaAHOT Ce fafeHn [aTyMOoT Kora
3anoyHana TeKoBHO U3bpaHaTa aHanm3a Ha obpaboTkaTa Kako 1 TUNoT obpaboTka (MoveTHa aHanmsa,
NOBTOPHO CTaBakbe Ha aHanMsaTa BO pef Ha Yekarbe Unu obHoBYyBar-e U3BELLTA)).

MepHu nokasaTenu 3a HUBO Ha 06paboTka

HenoTt MepHu nokasatesin 3a HUBO Ha 06paboTka Ha ekpaHOT Samples & Results (Mpumepoum n
pe3ynTaTu) ro npukaxyea CTaTyCTOT 3a MEPHMOT NOKa3aTeN 3a KOHTPONa Ha KBanmMTeT 3a
obpaboTkaTa kako PASS (YCIELWHO) nnu FAIL (HEYCIMELUIHO) 3a cekoj MepeH nokasaTes 3a KOHTpona
Ha KBanuTeT 3a obpaboTkaTa. CTaTycuTe Ha MEPHUTE NOKasaTenn 3a KOHTPOaTa Ha KBanTET 3a
obpaboTkaTa ce fobMeHN o AaToTeKkaTa MetricsReport.tsv (MpoYnTajTe ro AenoT M31e3Hu MepHu
rokasartesiv Ha cTpaHuua 59). MparoBUTe 1 ONUCUTE Ha MEPHUTE NoKasaTeM MOXe Aa rm npoynTtaTte
BO AeNnoT MepHu nokasaTtesiv 3a KOHTPOJ1a Ha KBaJIMTET Ha CTpaHuua 76.
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KoHTponu

KoHTponuTe ce HasHayeHu Ha ekpaHOT Run Setup (MocTaByBare Ha o6paboTkaTa) Ha Mogyn 3a
aHanumsa TSO Comprehensive (EU). PeayntatuTte 3a KOHTPONUTE Ce NpuKaxaHu Bo genot Controls
(KoHTposm) Ha ekpaHoT Samples & Results (Mpumepoumn 1 pesyntaTu). Bo genot Controls (KoHTponu)
Ce NMpuKaxxaHu cnegHuBe KOMOHW 3a CEKOj NPUMEPOK KOj € HasHa4YeH Kako KOHTPOJIEH:

Sample ID (MpeHTndMKaLmja Ha NPUMEPOK)

Type (Tun) — Tun Ha KOHTpoNa. MoXHUTE BpegHOCTU ce HagBopellHa koHTpona Ha [JHK, KoHTpona
Ha [HK 6e3 wabnoH, HagsopelwHa koHTpona Ha PHK n KoHTpona Ha PHK 6e3 wabnioH.
MHcTanupaHaTta KB He BNKjae BpP3 [OCTaNHUTE TUMOBM Ha KOHTPOSIN.

Analysis Complete? (3aBpweHa aHanmsa?) — MoxHuTe BpegHocTn ce TRUE (TOYHO) n FALSE
(MOrPELLHO). Ako KOHTpoNMTe BO KonoHaTa Analysis Complete? (3aBplieHa aHannsa?) ce
o3HayeHn co TRUE (TOYHO), Toa 3Haum feka yCcneLHo ja NToM1Hane aHanmsaTa Ha KOHTponaTa. AKo
KOHTpO/iaTa BO OBaa KOJsioHa e o3Ha4veHa co FALSE (MOMPELWHO), Toa 3Hauun geka 4owno go
HekakBa codpTBepCcKa rpeLlka. 3a noBeke NMHPopMaLnKn, KOHTaKTUpPajTe Co TeXHUYKaTa noaapLika
Ha lllumina.

Outcome (Mcxop) — MoxHu BpegHocTu ce PASS (YCTELWHO) n FAIL (HEYCIELUHO). KoHTponuTe
Ha JHK n PHK ce oueHyBaaT He3aBUCHO. TONKYyBakbeTO Ha BPeQHOCTUTE Ha UCXOA0T € AafeHO BO
cnepHaBa Tabena:

Tun
Ucxopg, Tonkyeawe
KOHTpona
OHK PASS He e HaBeaeHa BKpCTeHaTa KOHTaMUHauMja noMery
6es3-wabnoH (YCMNELWHO) OMBNNoOTEYHUTE MaTepujanu.
FAIL HaBefeHa e BKpCcTeHaTa KOHTaMWHaLUnja nomery
(HEYCMELUHO)  6ubnmnoteyHnTe Mmatepujanu. NMpumepounte Ha OHK npu
NoAroTOBKaTa Ha BMBNNOTEYHNOT MaTepujan n cute
06paboTKM CO CEKBEHLMOHUpPar-e LITO ce ogHecyBaaT Ha
HUB Ce HEBaXKEYKMW.
PHK PASS He e HaBeaeHa BKpCTeHaTa KOHTaMUHaumja noMery
6es3-wabnoH (YCMNELWHO) OMbNNoOTEYHUTE MaTepujanu.
FAIL HaBefeHa e BKpCcTeHaTa KOHTaMWHaLUnja nomery
(HEYCMELUHO)  6ubnunoTteyHnTe Mmatepujanu. NMpumepounte Ha PHK npn
NoAroTOBKaTa Ha BMBNNOTEYHNOT MaTepujan n cute
06paboTKM CO CEKBEHLMOHUpPar-e LWWTO ce ogHecyBaaT Ha
HUB Ce HEBaXKEYKMW.
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Tun
Ucxopg, Tonkyeawe
KOHTpona
HapBopellHa PASS [leTeKTupaHu ce oYeKyBaHUTE BapujaHTH.
OHK (YCMNELWHO)
FAIL He ce ucnonHeTun cneundukaynmTe 3a ogpeaysame
(HEYCMELUHO) BapujaHTu 1 npumepoumnte Ha IHK Bo ob6paboTkaTa co
CEeKBEHUMOHUPaHe Ce HEBAXEUKN.
HapgBopewHa  PASS [leTeKTupaHu ce oYeKyBaHUTE BapujaHTHU.
PHK (YCMNELWHO)

FAIL He ce ucnonHeTu cneundukaymunTe 3a ogpeayBame
(HEYCMELUHO)  BapwujaHTu n npumepounte Ha PHK Bo o6paboTkaTta co
CEeKBEHLMOHMpPaHe Ce HEBaXEeUKM.

MepHI/I nokKasaTtesin 3a HUBO Ha NpuUMepokK

Bo nenot MepHM nokasaTenu 3a HUBO Ha NPUMEPOK Ha ekpaHoT Samples & Results (Mpumepoum n
pesyntaTun) ce gageHn nHbopmMaLlmm 3a KOHTPOJa Ha KBAaNMTETOT 3a NPUMEPOLUTE O NaLNeHTn Koun
bune Bky4YeHn BO obpaboTkaTa. PesyntaTuTe of, KOHTponaTa Ha KBannMTeToT Ha NPUMEPOK Of,
naumneHT ce fobreHn of fatoTekaTa MetricsReport.tsv (NPOYNTAjTE BO M3/1€3HU MEpHU roKasaTtesiv
Ha cTpaHuua 59). Bo genot MepHu nokasaTenun 3a HUBO Ha NPMMEPOK Ce fafeHn CriegHMUBE KOSIOHN 3a
CEeKoj NPMMEPOK Of, NMaLNEeHT:

Sample (Mpumepok) — geHTudmKaumja Ha NPUMEpPOK.

Analysis Complete? (3aBpLueHa aHanmnsa?) — MoxHute BpegHocTu ce TRUE (TOYHO) n FALSE
(MOTPELUHO). Ako npumMmepoumTe BO KonoHaTa Analysis Complete? (3aBplleHa aHanmsa?) ce
o3HayeHn co TRUE (TOYHO), Toa 3Haum geka yCcrnewHo ja noMnHane aHanmsaTa. AKO NPUMEpPOKOT
BO OBaa KOJIOHa e o3HayeH co FALSE (MOIPELUHO), Toa 3Haum geka goLwno 00 HekakBa codTBepcKa
rpewka. 3a noBeke MHGOpPMaLMKN, KOHTAKTUPajTe CO TEXHUYKaTa noagpLka Ha lllumina.

DNA Library QC (KoHTpona Ha kBanuTeT 3a 6MbnmotedeH matepujan Ha [HK) — MoxHuTe
BpegHocTu ce PASS (YCMELUHO) n FAIL (HEYCIELUIHO). NokaxyBa gaam npuMepoKoT ja MOMMHan
WY He KOHTpOaTa Ha KBanuTeT 3a bubnmotevyHmnoT MmaTepujan Ha JHK, Koja ce ogHecyBa Ha
onbnunotedyHnoT MaTepujan Ha [HK koj 6un cekBeHumoHupaH. Ogroeapa Ha KoHTpona Ha KBanuTeT
3a 6nbnmnoTedyeH maTepujan Ha AHK Bo nssewTajot TSO Comprehensive (EU). Co ypTta (-) ce
0O3HayvyBa ako 6MbnmoTeyHnoT MaTepujan Ha HK He e cekBeHLMOHUPaH UK, NakK, ako KOHTpoaTa
Ha KBanuTeT 3a obpaboTkaTa e co BpegHocT FAIL (HEYCMELUHO).

DNA Variants and Biomarkers (BapujaHTn n buomapkepu Ha JHK)

— Manu BapujaHTn n TMB - MoxxHuTe BpegHocTn ce PASS (YCMELLIHO) n FAIL (HEYCMELLHO).
O3HadyBa fany NpUMepoKOoT ja NOMWHAN UK He KOHTPOslaTa Ha KBaMTET 3a Mann BapujaHTu 1
TMB Bo 61bnmoTedHnoT MaTepujan Solid-FFPE Ha [JHK. Ogrosapa Ha KoHTpona Ha KBanuTeT 3a
Manu BapujaHT Ha JHK n 3a TMB Bo nsBewwTajotr TSO Comprehensive (EU). Co ypTa (-) ce
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O3HayyBa akKo bubmoTeyHmnoT MaTepujan Ha AHK He e ceKBEHLIMOHMPaH, ako KOHTpoJ1aTa Ha
KBanuTeT 3a obpaboTkaTa e co BpegHocT FAIL (HEYCIELLUHO) unun ako KoHTponaTa Ha
KBanuTeT 3a bubnmnoteyHnoT maTtepujan Ha JHK e co BpegHocT FAIL (HEYCIELWHO).

— MSI-MoxHute BpegHocTn ce PASS (YCIELLUHO) n FAIL (HEYCMELUHO). O3HauyBa fanu
NPUMEPOKOT ja MOMUHAN UK He KOHTPonaTa Ha kBanuteT 3a MSI Bo 61MbnMoTeYyHNOT MaTepujan
Ha [JHK. Ogroeapa Ha KoHTpona Ha kBanuteT 3a MSI Ha [JHK Bo nseewTajoT TSO
Comprehensive (EU). Co upTa (-) ce o3HauyyBa ako 6ubnnoteyHmoT matepujan Solid-FFPE Ha
[OHK He e ceKBeHLMOHNpPaH, ako KOHTpoiaTa Ha KBannTeT 3a obpaboTkaTa e co BpegHocT FAIL
(HEYCMELLUHO) unu ako KoHTponaTa Ha KBanuTeT 3a 6ubnnoTeyHnoT Matepujan Ha OHK e co
BpeaHocT FAIL (HEYCIMELIHO).

— CNV -MoxHute BpegHocTu ce PASS (YCMNELWHO) n FAIL (HEYCMNELHO). OsHauyBa ganu
NPUMEPOKOT ja MOMUHAN UM He KOHTPOaTa Ha KBanuTeT 3a amnavbukaLmjata Ha reHuTe BO
onbnunotedyHnoT maTepujan Solid-FFPE Ha IHK. Ogroeapa Ha KoHTpona Ha KBanuTeT Ha 6pojoT
Ha Konuu Ha BapujaHTuTe Ha [HK Bo nseewTajot TSO Comprehensive (EU). Co upTa (=) ce
O3HayyBa ako bubnmoTeyHmnoT maTepujan Solid-FFPE Ha [JHK He e cekBeHLNMOHMpPaH, ako
KOHTpoOnaTa Ha KBanuTeT 3a obpaboTkaTa e co BpeaHocT FAIL (HEYCMELUHO) unu ako
KOHTpoOaTa Ha KBannTeT 3a 6ubnnotedyHnoT maTtepujan Ha JHK e co BpegHocT FAIL
(HEYCNELUHO).

* KoHTpona Ha KBanuTeT 3a 6ubnmoteyeH matepujan Ha PHK — MoxHuTe BpegHocTu ce PASS
(YCMELLUHO) n FAIL (HEYCIMELHO). Nokaxyea ganvn NnpuMepoKoT ja MOMUHAN Un He KOHTposaTa
Ha KBanuTeT 3a 6MBNNMoTeYHNOT MaTepujan Ha PHK, Koja ce ogHecyBa Ha 6UBANOTEYHNOT
MaTepwujan Solid-FFPE Ha PHK koj 6un cekBeHuUMOHMpaH. OgroBapa Ha KOHTpoa Ha KBanuTeT 3a
6mbnmnotedeH matepujan Ha PHK Bo nsBewTajot TSO Comprehensive (EU). Co upTa (-) ce o3HauyBa
aKo 6ubnnoTevyHNoT MaTepujan Ha PHK He e cekBeHLMOHUpPaH UK, nak, ako KoHTponaTa Ha
KBanuTeT 3a obpaboTkaTa e co BpeaHocT FAIL (HEYCMNELUHO).
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O6HOBYBaH-€ U3BELLTA]

Co obHoBYBaHE€TO VISBeLLITaj MOXeTe Ja 0OHOBUTE efeH NN NoBeKe n3pellTan 6es garu noBTopyBaTe
CUTEe YeKopun of CeKyHOapHaTa aHann3a.

O6HOBYBaHETO M3BELLTAj € MHOIY NO6P30 OTKOJKY MOBTOPHO fa ja CTaBMTe LienaTta aHanunsa Bo pej Ha
yekaHbe, HO MMa Pa3INYHK KapaKTEePUCTUKN:

Oncer - Npn 06HOBYBak-€ Ha N3BELITAjOT ce 06HOBYBA n3BeLwTajoT Ha TSO Comprehensive (EU), HO
Ce NpecKOoKHYBaaT HEKOM YeKopu of, aHanmsaTa. MoxeTe ga rv CMeHuTe NofoT Uam TUNnoT TyMop
3a efleH UK NoBeKe NPUMepPOLLN NN Aa MHCTannpaTte HoBa KB 3a fja 3roTBMTe HOB N3BELLTAj BO KOj
Ke 6upaT HaBefeHM OBUE NMPOMEHUN. 3a 06HOBYBaH-€ Ha U3BELLTAjOT, CEKOj MPUMEPOK Mopa payvyHo
fa ce nsbepe, fogeka nak npv noBTOPHOTO CTaBake Ha aHanmsaTa BO pef, Ha Yekare,
npumepoLmTe, No NpaBuao, ce nbupaaT aBToMaTCKW. [ToeanHEYHN NPMMEPOLLM MOXE fa ce
OTCTpaHaT o4, NOBTOPHOTO CTaBame Ha aHann3aTa BO pef, Ha YeKame.

HeycnewHo usspliysawe Ha aHanusata — O6HOBYBaHeTO Ha M3BeLLTajoT 6apa Kako Bie3eH
noaToK Aa MMaMme YCreLHo U3BpLUIeHa aHanmaa, Jojeka MOBTOPHOTO CTaBake Ha aHannsaTa Bo
pefn Ha Yekarbe MOXe a ce KOPUCTU BO Crlyvam Kora aHanusaTa He 6una ycnewHa.

Monura Kou MoXe fa ce ypeaysaaT — [pn 06HOBYBaHeTO M3BELUTAj MOXETE fa NPaBUTe NSMEHN
BO nonumtbata Sex (Mon) n Tumor Type (Tun Tymop) Aofeka, nak, Nnpy NOBTOPHOTO CTaBame Ha
aHanusaTta BO pef Ha YeKarbe, MoXeTe fa NpaBuTe U3MEHM BO CUTe NoNnHba 3bpaHn npu
nocTaByBaHETO Ha obpaboTkaTa.

Bepswuja Ha Moayn 3a aHanusa TSO Comprehensive (EU) — PereHepauujaTta Ha nsBewTaj 6bapa
ycnelwHa aHanmsa og Moayn 3a aHanusa TruSight Oncology Comprehensive (EU) v2.3 nnm noHosa
Bep3auja. [IoBTOPHOTO CTaBar-€ Ha aHann3aTa BO pef, Ha YeKare MOXe [a ce cTapTyBa CO NOMOLL
Ha aHanu3a of Koja buno npeTxogHa Bep3uvja Ha Moayn 3a aHannsa TSO Comprehensive (EU).

MocTaBKM 3a BNe3Hu nogaToum 3a o6paboTkaTa — BnesHmute nogatoum 3a obpaboTkaTa 3a
0OHOBYBaHETO M3BELLTAj C€ MOCTaBEHM aBTOMATCKM Ha BpeAHOCTUTE o NocnefHaTa ycnewHa
CeKyHpapHa aHanusa. BnesHnte nogaToum 3a o6paboTkaTa 3a NOBTOPHOTO CTaBakEe Ha aHanmsaTa
BO pef Ha YeKatbe Ce NoCTaBeHM aBTOMATCKU Ha BPeAHOCTUTE of, NOC/Ie4HNOT 06w, 3a aHanmnsa
(BKNY4YYBajKM I M HeyCMeLWwHMTe 0bnan 3a aHanusa).

MpucTan 4o oBaa KapakTepucTuka MMaaT caMO afMUHUCTPATOPCKUTE KOPUCHULM Ha JToKanHUoT
ynpaBHWK 3a 06paboTKa NN KOPUCHULM KON He ce aAMUHUCTPaTOPK, @ Ha KO UM e AofeneHa A03BoNa
3a NMOBTOPHO CTaBak-€ Ha aHanu3aTa BO pef, Ha Yekame. 3a NoBeKe MHPopMaLLMK 3a yNpaByBaHeTO CO
KOPUCHULM Ha JToKanHWOT ynpaBHUK 3a 0bpaboTka, nornegHeTe Bo PegepeHTeH Bognd 3a NextSeq
550Dx instrument (6poj Ha gokymeHT 1000000009513).
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O6HoBYyBaH€ U3BeLlTaj Ui NOBTOPHO CTaBake
aHanu3a BO pep, Ha YeKake

1.

Opa kKoHTponHaTa Tabna 3a obpaboTkaTa, HajaeTe obpaboTka umj cTatyc e Analysis Completed
(3aBplleHa aHanmsa). sbepeTe ja KOHaTa Co BepTMKanHa enunnca n nddepete Requeue
(MoBTOPHO CTaBM BO pep Ha YeKarse).

3a 4a MoXe NMOBTOPHO fa ja CTaBMUTe aHanusaTa BO pef Ha Yekame, Tpeba NoBTOPHO fa ru
noBp3eTe 06paboTKNTE Kou Gune n3bpuLlanHn of, NoKasnHaTa NpUBPeMeHa nanka. 3a noeeke
MHPOpMaLMM 3a yNpaByBareTO CO KOPUCHMLM Ha JIoKanHMOT ynpaBHKK 3a obpaboTka, nornegHeTe
BO PegepeHTeH Boamny 3a NextSeq 550Dx instrument (6poj Ha AokymeHT 1000000009513).

N36epeTe Edit Setup (Ypean ro noctaByBareT0) BO CKOK-Mpo3opeL,oT Requeue Analysis
(MoBTOpPHO CTaBW ja aHanM3aTa BO pef Ha YeKkarse).
MpeKy naraykoTo MeHU BO FOPHMOT Aen Ha ekpaHoT Requeue Analysis (MoBTopHO cTaBu ja

aHanmsaTa BO pef Ha yekame), |/|36epeTe O6HOBYBaI-be I/I3BeLUTaj NN NOBTOPHO CTaBar:€ Lena
aHa/ln3a BO pe[ Ha YeKarse.

3ABEJIELLUKA Mpep oa ja 3auyBaTe ob6paboTkaTa, CeKorall peBmanpajTe rm BAesHNTe nogaToum

3a obpaboTKaTa 3a cekoj NpuMepok. BnesHnTe nogartoum 3a obpaboTkaTa 3a
06HOBYBaHeTO M3BELUTAj CE€ MOCTAaBEHN aBTOMATCKN Ha BPEAHOCTUTE Of,
nocfiegHaTa ycnelHa CeKyHOapHa aHanmsa.

MpumMmepounTe of NpeTxogHaTa 3aBplueHa obpaboTka ce npuka)xkaHu Bo Tabena. Co NnoMoLl Ha
KonuyuHbaTa + Ha fiecHaTa cTpaHa Ha TabenaTa, 03HayeTe rv NnpMMepoLmMTe Kou cakaTte ga bugat
BKJIyYeHM Npu 06HOBYBareTO U3BeLWTaj. Mo npaBmnno, cMTe NnpuMepoLm Bo efHa obpaboTka ce
n33eMeHun of, 06HOBYBaHETO M3BELLTAj U K& Mopa fa r'v gogageTte noeguHeyHo. O6HOBYBarEeTO
N3BeLITaj He € A0CTanHo 3a NPUMEPOLLM KOM NPBUYHO BUne aHann3snpaHu Kako KOHTPOIHN, 3a WTO
Tpeba NOBTOPHO fa ja CTaBWTE LieNaTa aHanmsa BO pPef, Ha YeKarbe.

OTKaKo Ke r'vi 03HaunTe cuTe NPMMEpPOLIM Kou cakaTe aa 6uaaT BKyUYeHU Npu 06HOBYBaHETO
nsBeLwTaj, usbepeTte Requeue Analysis (MoBTOpHO CTaBM ja aHanM3aTa BO pef Ha Yekatse).

Mpukas Ha pe3ynTaTuTe of, 0OHOBYBaHE€TO U3BELLTA]

O6HOBEHNTE N3BEeLITau 3a NPUMEPOLLN KOU Ce 03HaYeHN 3a 0OHOBYBaH-€ U3BELUTaj MOXe fa ce BugaT
3ae[HO CO OCTaHaTUTe 3aBpLUEHM aHaNn3m Ha ekpaHoT Samples and Runs (Mpumepoum 1 06paboTkn)
BO Mogayn 3a aHanmsa TruSight Oncology Comprehensive (EU). M3BeluTanTe Kou ce M3roTBEHW CO
nomoLl Ha 0bHOBYBaH-ETO M3BELLTAj Ce 03HayYeHn Kako Report Regeneration (O6HOBYBaH-€ N3BELITA))
Bo noneto Analysis Type (Tun aHannsa) n Bo FOPHUOT Aen Ha ekpaHoT Samples and Runs (Mpumepoum
1 obpaboTKu).
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PelwaBare npobnemu

Bo cnepgHaTa Tabena e pageHa nucTa Ha copTBeEpCKN NpobnemMm Ha Kou 61 MoXene Aa HangeTe Kora

KopucTtute codpTBep 3a aHanusa TSO Comprehensive (EU). Ja Bkny4YyBa MOXHaTa Npu4YmHa 3a
npo6aemMoT 1 NpenopavYaHoTo AejCTBO WTO Tpeba fa ce npeseme.

3abenexaH npobnem unu
HeychneLleH YeKop

MNMopaka 3a rpeluka 3a Bpeme
Ha ¢asaTa Ha Konupare Ha
aHannsaTa:

Local output file path

exceeds the 260-
character limit ([MaTekaTa
3a NlokasiHaTa nsnesHa
faToTeKa ja HagMUHYyBa
rpaHuuaTa og 260 3Haum).

Mpo6nem co ucTeyeHo Bpeme
ro cnpevyBa 3anoyHyBareTO
Ha aHanu3aTa.

Mopaka 3a UCKNYYOK 32
HeoBNacTeH npucTan

lMopaka 3a rpeLwuka:
Analysis Unsuccessful

(AHaIMBaTa € HeycCIllellHa)

Mopaka 3a rpeLuKa:
Analysis Crashed

(AHasIMBaTa namgHa)

[JokymeHT 6p. 200008661 v04

Mo>kHa npu4ynHa

MaTekaTa Ha N3Ne3HNoT
OVPEKTOPMYM
KOHpUrypmpaHa 3a
WHCTPYMEHTOT HagMUHYyBa
40 3Hauw.

OTBOpPEHM Cce NoBeKe
npo3opLu Ha
npenuctysavyot Chromium
3a npuctan 4o Mogyn 3a
aHanusa TSO
Comprehensive (EU).

OTBOpEHM Cce MoBeKe
npo3opLK Ha
npenuctysadyotT Chromium
3a npucTtan go Mogyn 3a
aHanusa TSO
Comprehensive (EU).

[MaTekaTa Ha U3nesHnoT
OVPEKTOPUYM
KoHOUrypupaHa sa
WHCTPYMEHTOT HagMUHYyBa
40 3Hauw.

NcTekyBarba Ha BpeMeTo
Ha BpcKaTa

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

lNMpenopayaHo peleHne

VIsMeHeTe ja naTekaTa Ha
N3Ne3HNOT ANPEKTOPUYM Ha 40
3Hauu nnu nomMarsnky. NoBTopHO
CTaBeTe ja aHanuMsaTa BO pef Ha
yekare

3aTBopeTe ja caMOCTOjHaTa
CcecWja Ha NpennucTyBayoT.
KopucteTe ro uHtepdejcot
NOS 3a npuctan go Mogyn 3a
aHanunsa TSO Comprehensive
(EV).

3aTBopeTe ja caMoCTojHaTa
CecWja Ha NpennucTyBayor.
KopucteTe ro uHtepodejcoT
NOS 3a npucTtan go Moayn 3a
aHannsa TSO Comprehensive
(EU).

IsaMeHeTe ja naTekaTa Ha
N3Ne3HNOT AUPEKTOPUYM Ha 40
3HaLM nnu nomMarky. MoBTOpHO
CTaBeTe ja aHanM3aTa BO pef Ha
yekarbe

[MoBTOpPHO CTaBeTe ja
aHanuMsaTa BO pef Ha Yekare
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Manager

AKO BO 13BeLUTajOT 3a NPMMEPOKOT CTOU fieKa aHanmsaTa 3a NpMMEPOKOT He e yCrellHa nopaau
codTBepcKa rpeLuka, peweTe ro npob1eMoT Bp3 OCHOBA Ha KOHKPETHUOT YeKop KOj 61T HeycnelleH. Bo

nankata IVD_Reports, MetricsOutput.tsv ro 03Ha4YyBa KOHKPETHMOT YEKOp 0 aHanmsaTa Koj He
3aBpLIKA LenocHo, nog ctaekaTta FAILED_STEPS. KopucTeTe ja cnepHaBa Tabena 3a fa rv pewnTe

npo6eMnTe KoM Ke ce jaBaT BO TEKOT Ha paboTaTa.

3abenexaH
npob6nem nnn Mo>xHa npuyunHa
HeycneLleH YeKop

FastgValidation HeToueH nnn HenoCToeYKN NHOEKC
nnu LUTO pesynTmpa Co HUKaKBM
FastgDownsample  oTuMTyBara 3a NPUMEPOKOT.

FusionCalling MOXHUTE NPUYNHUK BKITyYYyBaaT:

o [lpnMepok co cnab keanuTeT
(HepoBonHa HeowTeTeHa PHK)

e HepoBonHo BnesHu nHpopmaumn 3a
PHK

o [pelka BO ynoTpebaTa 3a BpeMe Ha
paboTHUOT Tek Ha TSO
Comprehensive (EU)

e HeTo4yeH nHaekc aoaenex Ha
NPUMEpPOKOT

MpenopayaHo pelieHue

AKO NMOCTOM COMHE 3a HETOYEH
WMHOEKC, Torall NnoBTopeTe ja
aHanmsaTa u nsbepeTero
TOYHMOT NAEHTUOMKATOP Ha
NHOEKCMW.

Bo cnpoTunBHO, NoOBTOpeTE ro
paboTHMOT Tek Ha TSO
Comprehensive (EU) co
N3BJiEKYBarbe HOB NPMMEPOK Ha
HYKNEeNHCKa KncenmHa Bo
COrnacHoOCT co [MpuaoXxeHo
ynartcTBo 3a TruSight Oncology
Comprehensive (EU) (6poj Ha
AOKyMeHT 200007789).

MoBTopeTe ro paboTHMOT TeK Ha
TSO Comprehensive (EU) Bo
COrnacHocT co puioxeHo
ynatcTtso 3a TruSight Oncology
Comprehensive (EU) (6poj Ha
HAOoKymeHT 200007789).

3a Kou 61no apyru HeycnewHn Yekopu, KOHTaKTMpajTe Co TEXHMYKaTa nogapLuika Ha lllumina.

[JokymeHT 6p. 200008661 v04
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[lopaTtok A [lnjarpam 3a MepHUTEe
nokasaTesiM 3a KOHTPpO/1a Ha KBannuTeT

Ha cnegHvoB gujarpam ce onuwaHn MEPHUTE NokasaTesn 3a KOHTPOoa Ha KBanuMTeT KO Cce HaBefeHU
BO nsBewwTajoT TSO Comprehensive (EU). AKO KOHTpoiaTa Ha KBanuTeT 3a 06paboTKaTa e HeycneLlHa,
Toralw HemMa Ja ce U3BPLUM NPOLLEHKA Ha OCTaHaTUTEe YeKopW 04, KOHTponaTa Ha KBa/iMTeT M CUTe Ke
ougat o3HauyeHu co N/A (HIM). Ako OHK nnun PHK He ce ceKBeHLMOHUPaHu Uiun, nak, He ja noMunHaT
KOHTpoNaTa Ha KBanuTeT 3a 6MbNnoTeyeH MaTepujan, Torawl CUTe COOL4BETHU TUMOBW BapujaHTN HEMa
4a bnpgaT BK/IyYEeHW BO pe3ynTaTuTe of Npuapy>XHaTa AnjarHocTuka nam og npodunmpareto TyMop.
KoHTponaTa Ha KBanuTeT 3a 6MbnnoTedyHnoT MaTepujan Ha HK e Mepka 3a KOHTaMWHaumja. AKO He
NOMWHe, Torawl NOAOLHEXHNTE MepHM NoKasaTenn 3a KOHTpoNa Ha keanuTteT 3a [JHK (KoHTpona Ha
kBanuteT 3a MSI Ha [JHK, KoHTpona Ha KBanuTeT 3a Mana BapujaHTa Ha [JHK 1 3a TMB, 1 KoHTpona Ha
kBanuteT 3a CNV Ha IHK) ce o3HauyBaaT kako N/A (HIM). MoBeKke HpopMaLMm MOXe fa HajaeTe BO
cnefHuBe AenoBu 1 Tabenu:

* MeTtoagun Ha aHanm3a Ha cTpaHuua 9

*  UsBewrTaj TruSight Oncology Comprehensive (EU) Ha cTpaHuua 23

*  MepHu nokasatesin 3a KOHTPOIa Ha KBa/IMTETOT Ha 0bpaboTkaTa Ha CTpaHuua 60

* KOHTpoJia Ha KBa/INTET 3a MNpUMepPoK o4 bubanotedyeH matepujan Ha [HK Ha cTpaHuya 14
*  MepHu rnokasatesv 3a HUBO Ha MNPUMEPOK Ha CTpaHuL,a 68

* [flogatok b MepHu nokasates 3a KOHTPOoJ1a Ha KBasinTeT Ha CTpaHuLa 76

Ha anjarpamMoT He ce ManupaHu KoHTponuTe. PesynTtaTuTe O4 KOHTPONUTE He BivjaaT BP3 MepHUTE
rnokasaTenu 3a KOHTpOMa Ha KBanuTeT Bo M3BewTajoT TSO Comprehensive (EU) Bo dopmaT PDF nnum
JSON. HeycrnexoT Ha KOHTPONUTE MM MOHULLTYBA pesynTaTuTe of NPUMepPoKOT O44eHO Of,
pe3ynTaTuTe o4 KOHTPOJ1aTa Ha KBAaNMTETOT KakKo LWTO € ONULWAHo BO V3BewwTaj TruSight Oncology
Comprehensive (EU) Ha cTpaHuua 23. YnoTpebaTa Ha KOHTPONUTe e onuiwaHa Bo KOHTpPo i1 Ha
cTpaHuLa 6. 3a 4ONONHUTENHM NHOOPMALLIMK 3a KOHTPONUTE, NornegHeTe Bo [1puaoXeHo ynaTcTBo 3a
TruSight Oncology Comprehensive (EU) (6poj Ha sokymeHT 200007789).

Ha anjarpamMoT He ce ManupaHun pesynTaTuTe o4 KOHTposaTa Ha KBannMTeTOT Ha HMBO Ha Nnosuuuja.
OBwue pesynTaTu ce Aen of pesyntaTuTe 3a KOHTPOa Ha KBannTEeT 3a NpuUAapy>XHaTa gnjarHocTuKa, Kou
ce onuvwaHu Bo KOHTposia Ha KBaiUTET 3a NPUAPYKHa AnjarHOCTHKa Ha cTpaHuua 39. Pesyntatute o4
KOHTpoONaTa Ha KBaNMTETOT Ha HUBO Ha Nosuumja 3a genoT MNpodunmpame TyMop ce fafeHun Bo
n3BeLTajoT 3a Mana gnaboynHa (nornegHete Bo [aBar-€ n3BeLlTaj 3a Masa gaboymHa 3a npumMepoK
oA bubnnotedyeH matepujan Ha [JHK. Ha cTpaHuua 15.
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He

Kontponara
tia kanuTeT 3a 00
pagokara e ycne
KoHTponaTa Ha kBanuTeT 3a [a fa
MSI Ha HK, KoHTponaTa Ha
KBanMTET 3a Manu BapujaHT1

Ha [JHK 1 3a TMB, kako 1 Ko
HTpOnaTa Ha KBanuTeT 3a
CNV Ha [1HK ce N/A (HI)
He ce nagexn manu Bapu

jaHTW unu amnnudukaumm 3a

CDx vnu npocunmpatse Tym

op

TMB 1 MSI ce gageHn kako

,Not evaluable” (He moxe ga

ce eBanympa)

CekseHuvonmpana
AHK?

KonTponara Ha keanutet 3a MSI Ha [IHK, K

OHTpONaTa Ha KBanuTeT 3a Manu BapujaHTI

Ha [IHK 1 3a TMB, kako n KoHTponaTta Ha k8
anuret 3a CNV Ha [IHK ce N/A (HI)

He ce nagexn manu BapujaHTi unn amnnn
chukaymm 3a CDx nnu npocbunupakse Tymop
TMB u MSI ce gagehm kako ,Not evaluable

(He moxe pa ce esanyvpa)

KoHTpona
Ha KkBanuTeT
3a 6ubnuoTeyHnoT
matepujan Ha JHK
(koHTamuHaumja

Heycnewna

Yenewna

Kontponara Ha ksanutet Ha Gubn
wnoTeyHnoT matepujan Ha HK e
Pass (YcnewHo)
MpoueneTn ce KonTponara Ha kea
nutet 3a MSI na HK, Kontponara
Ha KBanuTeT 3a mana sapujaHta H
a HK n 3a TMB, u KonTponara Ha
ksanutet 3a CNV Ha [JHK.

He

KoHTponata Ha ksanuTeT 3a 61
BnvoTe4HnoT matepujan Ha PH
K, KoHTponata Ha ksanutet sa
BUBNNOTEYHNOT MaTepujan Ha
[HK, KoHTponara Ha ksanuteT
3a MSI Ha [1HK, KoHTponata Ha
KBanWTeT 3a Mana BapujaHTa Ha
[HK v 3a TMB n KoHTponata H
a keanuteT 3a CNV Ha [HK ce
N/A (HIT)

He ce nageHu manu BapujaHTy,
amnnudukaunm, ysuu, sBapu
jaHTu Ha cnojyBatbe 3a CDx nnun
npocunmupare Tymop
TMB u MSI ce gagexu kako
,Not evaluable”

(He moxe na ce eBanyupa)

KoHTponata Ha kBanuteT Ha 616
nuoTeyHuoT matepujan Ha PHK e
N/A (HIM)

He ce j chy3um 1 Bapn

jaHTa Ha criojyBatbe Bo peaynrat
ute 3a CDx unu, nak, 3a npocoun
NpareTo TyMop

Heycnewna

KowTpona Ha
KeanuTer Ha
BubnuoTeueH
wmatepujan
Ha PHK

Yenewna

KonTponara Ha kBanuTeTt Ha 6ubn
noTeyHnoT marepujan Ha PHK e
Pass (YcnewHo)
Dysuute 1 BapujaHTUTE Ha Cno
jyBatbe ce BKNyyeHu BO pesynTar
ute 3a CDx unu, nak, 3a npochun
MpakbeTo TyMop, AOKONKy € pene
BaHTHO.

KoHTpona\ Heycnewna

KoHTponara Ha kBanuTeT Ha 616
nmoTteyHnoT matepujan Ha PHK e
Fail (Heycnewwu+o)

He ce npujasenn ysnm n Bapn
jaHTa Ha cnojyBarbe BO pesyntat
ute 3a CDx unu, nak, 3a npocun
VMpaeTo TyMop

Bo pesynrature 3a CDx unm, nak, 3a

Ha
3a Mana sapu

Bo pesynratute
3a CDx unu, nak,
3a npodunupa
HeTO TYMOp He C
€ BKNy4eHu amn
nuukauumuTe

Heycnewna

Yenewna

Awmnnudukauymmte moxe na
Ce BKy4ar BO pesynratute
3a CDx unu, nak, 3a npocm
NMPAKETO TYMOP, AOKONKY
€ penesaHTHO

MSI e gapeH kako
.Not evaluable*
(He moxe pa ce es
anywpa)

Heycnewna

Yenewna

MSI e napeH kako
MS-Stable
(MS-crabunen) unu
MSI-High (MSI-Bucok)

[JokymeHT 6p. 200008661 v04

janTa Ha IHK
nsaTMB

Manure BapujaHTu ce Bky4e
HY BO peaynTaTute 3a CDx un
u, nak, 3a NpothnUpareTo Ty
MOp, ZI0KOTIKy € PeneBaHTHO

Napena e BpeaHocTa 3a TMB

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

1 Manu sapujaHTi

TMB e papeH kako ,Not evaluable®
(He moxe pa ce epanyvpa)

HETO TYMOP He ce AafeH
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[Jooatok b MepHKM nokasaTenin 3a KOHTpOJ1a Ha
KBanuTeT

MepHI/I NOoKa3aTeJiIn 3a KOHTPOJ1a Ha KBaJIUTeT

Tabena 19 MepHu NokasaTeNn 3a KOHTPOa Ha KBaNuUTeT 3a pe3yntaTtuTe of n3eewTajoT TSO Comprehensive

BnujaHue Ha
Twun nsnesHa

. MepeH nokasaten Cneuudukaunja Onuc HeychneLllHa
uHbopmauumja )
cneuudukauymja*
ObpaboTka co PCT_PF_READS (%) =80,0 MpoueHT Ha ObpaboTkaTa co
CeKBEeHLMOHNpaHe OTYNTYBaHba Kou CeKBEHLMOHNpaHe
ro noMuHyBaaT € HeBaXKeuka, He ce
¢onntepot (PF). npvjaBeHn
PCT_Q30_R1(%) =800 MpoceueH pesynTaTih 3a HuTy
MPOLEHT Ha efleH NpUMepoK BO
oapeayBarbe 6asn obpaboTkaTa.
Ynja oLeHKa 3a
kBanuteT e Q30
WM NOBMCOKA 3a
OTumntyBameTO 1.
PCT_Q30_R2 (%) = 80,0 MpoceyeH
NPOLLEHT Ha
ofpenyBarbe 6asu
Yuja OLleHKa 3a
kBanuteT e Q30
WM NOBMCOKa 3a
OTuuTyBameTO 2.
[JokymeHT 6p. 200008661 v04 76
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Manager

Twun nsnesHa

] MepeH nokasaTten
MHbopmauumja

BubnnorteyeH

MaTepujan Ha JHK  SCORE

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

CONTAMINATION_

Cneuudukaumja

< 3106 OR
> 3106 1 P_
VALUE
< 0,049

BnujaHue Ha
HeycnellHa
cneyundukaumja*

Onuc

MepeH nokasaTen
CO Koj ce
npoueHyBa
BepojaTHOCTa 3a
KOHTaMMWHaLkja co
nomowl Ha VAF Ha
BoOOMYaeHnTe
BapujaHTW.
OueHkaTa 3a
KOHTaMuHaLmja ce
3aCHoOBa Ha
ancTpmnbyunjaTa
Ha VAF 3a SNP.
BpegHocTa P 3a
KOHTaMuHauuja
LITO Ce KOPUCTM 3a
npoLueHKa Ha
BMCOKO
npeypenexu
reHomu ce
npMMeHyBa caMo
aKo olLeHKaTa 3a
KOHTaMuHaluja e
Hag ropHaTa
HaBefeHa
rpaHuua.

He ce npunjaBenun

pesyntaTtu 3a HK.

77



Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run

Manager

Twun nsnesHa

. MepeH nokasaTten Cneuudukauyuja
MHbopmauumja

MEDIAN_INSERT_ =70
SIZE (bp)

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Onuc

MegujanHa
AOJKMHa Ha
dparMeHT BO
NPMMepPOKOT

BnujaHue Ha
HeycnellHa
cneyundukaumja*

He ce npunjaBenun
pesyntaTtu 3a TMB
Wnv 3a Manu
BapujaHTn OHK.
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Tun usnesHa
mHpopmMauumja

MepeH nokasaTten

MEDIAN_EXON_
COVERAGE (6poj)

PCT_EXON_50X
(%)

USABLE_MSI_
SITES (6poj)

COVERAGE_MAD
(6poj)

MEDIAN_BIN_
COUNT_CNV_
TARGET (6poj)

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Cneuudukaumja

=150

2 90,0

= 0,210

Onuc

MegujanHa
NOKPUEHOCT Ha
dparMeHT Ha
€r30H BO cUTe
6a3un Ha ersoH.

MpoueHT Ha 6asu
Ha ersoH co
NOKPMEHOCT Ha
bparmeHT o 50X.

BpojoT Ha nokauuu
Ha MSI kon MoXxe
[a ce KopucTart 3a
oApepyBare Ha
MSI (6pojoT Ha
nokaumm Ha
MUKpPOCaTenmTu co
[OBOJIEH oncer Ha
oTuYMTyBaHba 3a fa
MOXe fa ce
MAeHTUPUKyBa
HecTabunHocTa Ha
MUKPOCaTenmToT).

MegunjaHa Ha
anconyTHN
oTCTanyBama 0f
MefujaHaTa Ha
HOpMannsnpaHnoT
Opoj 3a cekoja
uenHa permja CNV
CpefHa BpegHoCT
Ha cypoB bin-6poj
rno uen 3a CNV.

BnujaHue Ha
HeycnellHa
cneyundukaumja*

He ce npunjaBeHun
pesyntaTtu 3a MSI.

He ce npunjaBeHun
pesynTtaTtu 3a
amnnndmkaunja Ha
reHu.
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Twun nsnesHa

. MepeH nokasaTten Cneuudukauyuja
MHbopmauumja

BubnuoTteyeH MEDIAN_INSERT_ = 80
maTepujan Ha PHK  SIZE (bp)

[JokymeHT 6p. 200008661 v04

3A VH BUTPO ANJATHOCTUYKA YINOTPEBA. CAMO 3A N3BO3.

Onuc

MegujanHa
AOJKMHa Ha
dparMeHT BO
NPMMepPOKOT

BnujaHne Ha
HeycnellHa
cneyundukaumja*
He ce npujaBeHu
pesyntaTtu 3a ¢ysnn
WNn BapujaHTa Ha
cnojyBatbe.
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BnujaHue Ha
Tun nsnesHa

] MepeH nokasaTten Cneuudukauuja Onuc HeycneLliHa
mHpopmMauumja .
cneuudukaumja*
MEDIAN_CV_GENE_ =0,93 MEDIAN_CV_
500X (koeduumeHT) GENE_500X e
MepKa 3a

nogeAHaKBoOCT BO
nokpueHocTa. 3a
CEKOj FeH co
NOKPUEHOCT 0Of
Hajmanky 500x, ce
npecMeTyBa
KOedULMEHTOT Ha
BapwujaumjaTa BO
NoKpmeHocTa
JOK TeNoTo Ha
reHoT. OBoj MepeH
nokasaTene
MefujaHa Ha oBue
BPEeOHOCTMU.
Bucoka BpegHoCT
yKaXkyBa Ha
BMCOKO HMBO Ha
Bapwujaumja 1 Ha
npobnem Bo
nogrotoBkaTa Ha
onbnuoTeyeH
MaTtepujan, Kako
Ha NPMMepP HN30K
BHeC Ha NpuUMepoK
n/vnm npobnemu
CO MoBeKyBame
Ha npobuTte. OBOj
MepeH nokasarten
ce npecMeTyBa co
NOMOLL Ha cuTe
oTYNTYyBaHba
(BKNYyYyBajKU rn 1
oTYMTyBarbaTa Kou
Ce 03Ha4yeHU Kako
OynnvKaTun)
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Manager

Tun usnesHa
mHpopmMauumja

BnujaHue Ha

MepeH nokasaTten Cneuudukauuja Onuc HeycneLliHa
cneyundukaumja*

TOTAL_ON_ = 9.000.000 BKyneH 6poj

TARGET_READS OTYMTYBarba KoM

(6poj) M Manupaat

LenHnTe peruu.
OBoOj MepeH
nokasaTten ce
npecMeTyBa co
NMOMOLL Ha cuTe
OTUMTYyBaHba
(BKNYUyBajKU 1 1
OTUMTyBaHbaTa Kou
Ce 03HaYeHU KaKo
AynnnkaTm)

*AKO pesynTaTuTe ce ycrnewHu, ce npukaxysa PASS (YCIELLHO).

NMpowmnpeHn mepHu nokasatenu 3a HK

MpowunpeHnTe MepHN NnokaszaTtenu 3a AHK ce camo o MHpopMaTmMBEH KapakTep. MoxaT ga bugat
MHGOPMaTUBHM 3a pellaBaHeTOo NPOBIEMU, HO ce fafeHun 6e3 n3peyHn orpaHndyBarba Ha
cneymdmrKaLmjaTa n He ce KOpUCTaT AUPEKTHO 3a KOHTPOIa Ha KBanUTETOT Ha NPUMEPOKOT. 3a
LOMOMHUTENHN HAaCOKW, KOHTaKTUpajTe Co TEXHMYKaTa nogapLika Ha lllumina.

MepeH nokasaten
TOTAL_PF_READS

MEAN_FAMILY_
SIZE

MEDIAN_TARGET
COVERAGE

PCT_CHIMERIC_
READS

PCT_EXON_100X

PCT_READ_
ENRICHMENT

Onunc
BKynHO oTYnTyBaHa KOV NMOMUHYBaaT HU3 QUNTEpPOT

36UpOT OTUNTYBaHa BO CEKOE CEMEJCTBO, MOAENEHO CO
OpojoT cemMejcTBa MO KopekunjaTa, cobmpareTo n
GUNTPUPaHETO Ha NPUAPYXHUTE OTYNTYBaHA

MepujanHa NOKPUEHOCT Ha 6asute

[MpoLEHT Ha XMMEPUYKM OTUNTYBaHA

MpoueHT Ha 6a3un Ha ersoH Yuja NoKpPMeHOCT e Hag 100X

MPOLLEHT Ha OTYMTYBarba KOV NPeMuHyBaaT Npeky Koj 6uno
[en o uenHaTta perunja HacnpoTu BKYMHUOT 6poj
oTUMTyBaHba

[JokymeHT 6p. 200008661 v04
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EouHuun

Bpoj

Bpoj

Bpoj

%

%
%
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MepeH nokasaTten

PCT_USABLE_UMI_
READS

MEAN_TARGET_
COVERAGE

PCT_ALIGNED_
READS

PCT_
CONTAMINATION_
EST

PCT_PF_UQ_READS

PCT_TARGET_0.4X_
MEAN

PCT_TARGET_100X
PCT_TARGET_250X

Onuc

MpoueHT Ha oTuMTyBama co UMI koj MoXe fa ce
NCKOPUCTWN.

CpefHa NOKPUEHOCT Ha 6a3nTte

MPOLEHT Ha OTUYNTYBarba NOPaMHETU CO pedpepeHTHNOT
FeHOM.

MPOLEHT Ha KOHTaMKHaLMja Ha NPUMEPOKOT

MpoueHT Ha egMHCTBEHN OTUNTYBara KO MOMUHYBaaT HU3
ounTepoT

MpoueHT Ha LenHu 6asn Yynja LenHa NoOKPUeHOCT e
noronema og 0,4 natm of cpefHaTa BpeaHOCT

MpoueHT Ha LenHn 6asn Ynja NoKpmneHocT e Hag 100X

MpoueHT Ha LenHu 6asn Ynja NOKPUeHocCT e Hag, 250X

NMpowunpeHn MepHu nokasaTtenu 3a PHK

EanHnun
%

Bpoj

%

%

%

%

%
%

MpolwmnpeHnTe MepHU NokasaTtenu 3a PHK ce camo oa nHdopmMaTmBeH KapakTep. MoxaT ga éugat
MHbOpPMaTUBHM 3a pellaBaHeTo NpobreMu, HO ce fageHun 6e3 nspeyHn orpaHndyBarba Ha
cneundukaumjaTa n He ce KopucTaT ANPEKTHO 3a KOHTPOSa Ha KBaNUTETOT Ha NPUMEPOKOT. 3a
LOMONMHNTETHM HAaCOKM, KOHTaKTMUPajTe CO TEXHMYKaTa nogapLuka Ha lllumina.

MepeH
nokasarten

PCT_

CHIMERIC_
READS

PCT_ON_
TARGET_
READS

Onuc

[MpoLEeHT Ha OTUMTYBaH-a KOW Ce NopaMHETU KaKo Ba CErMeHTH
KO ManunpaaT gBe HenocsiegoBaTesiIHN permn Bo reHoMoT.

MpoLEeHT Ha OTYMTYBaHba KOW NpeMUHYBaaT Npeky Koj buno gen og
LenHaTa pervja HacnpoTu BKYMHMOT 6poj 0TYMTyBamsa.
OTunTyBaHE KOE AelYMHO ja Manupa uenHaTa pernja ce cMeTa

KaKo LUeJiHO.

SCALED_
MEDIAN_
GENE_
COVERAGE

MegawnjaHa Ha MegujanHaTa 6a3Ha NOKPUEHOCT Ha FreHn, BpasMepeHHU
no AoMKWHa. YKaxyBa Ha MeanjanHaTa AnaboymHa Ha NoKpneHocTa
Ha reHnTe BO NaHesnoT.
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llumina' | Trusight™ onc

Sample ID.

Sample A
y thyroid

Companion Diagnostic Results * B

For detail3 &Bout the Companion Diagnostics claims

FOR IN VITRO DIAGNOSTIC USE  Report Date 2022-04-06

#PASS  RuniD 190426 NDX550142_0014_AH3VGWBDXX

PASS A

. pAss
PASS.

c  spAss

aC PASS.

A

Details

VITRAKVI® Indicated Type: Fusion
(larotrectinib)

Breakpoint 1: chr1:156100562 | Breakpoint 2
chr1:156844696 | Fusion Supporting Reads: 64

that were evaluated for this sample, see the Companion Diagnostics Intended Uses Evaluated table.

Other Alterations and Biomarkers Identified D

ic findings reporte
ccords

The genomic
profiling information in a

Genomic Findings with

No Datected Varlants

dl bolow, for variants or biomarkors identified in this samplo, are intendod to provide tumor
lance with professional guidelines.

of Clinical Signi *(E

Genomic Findings with Potential Clinical Significance * F

THE: 3.1 Mut/Mb

APC p.(Arg1450Ter)

BRAF p.(Val600GIu)

H

Details

Type: SNV
VAF: 11.39%

/AF:
Position: chr5:112175639 | Refer

Type: SNV
VAF: 5.17% |
enor

equence: Missense Variant |
mic Position: chr7:140453136 | Referent

MSI: MS-Stable

G

| Consequence: Stop Galned | Nucleotide Change: NM_000038.5:c.4348C>T | Genomic
rence Allele: C | Alternate Allele: T

Cons: t | Nucleotide Change: NM_004333.4:.1799T>A |
c T

e Allele: A | Alternate Allele:

MNMoBeKe geTann Moxe aa npouyntaTe Bo Jogatok A [Qujarpam 3a
MepHUTE MoKa3aTe v 3a KOHTPOJ1a Ha KBaJIMTET Ha CTpaHuua 74.
PesynTaToT o CDX yKa)yBa Ha Toa feka NpUMepPOKOT O,
NaLneHToT MMa TUMN TyMop 1 BUOMapKep KoW ce TapreTupaHu co
NHANLMpaHaTa Tepanuja. lNoBeKe geTann MoXxe ga npodnTaTe BO
OapeayBar-€ Npuapy>XHa anjarHoCTMKa Ha cTpaHuua 19. AKo HeMa
pesynTtaTth og CDX, BO M3BELLTAjOT Ke bMae HaBeAeHO AeKa He bune
JeTekTupaHm broMapkepu of npugpy>xHaTta gujarHocTvKa 3a
HaBegEeHMOT TN TYMOP O, NPUMEPOKOT.

BuomapkepoT og CDx e 3abenexaH BO MPUMEPOKOT O MNalUNeHTOoT.
YnoTtpebaTa MoXe fia buae NuanumpaHa nnu Bugete ja benelkarTa.
AKoO e NpuMeHnnBo, benellkaTa Bo KoJsioHaTa [leTann Ke CogpXu
OOMONHUTENHN NHHOPMaLLMKM 3a BapujaHTaTa, Kako WTo ce
NHPOPMaLIUKN 33 MOXHaTa PE3NCTEHTHOCT Ha JIEKOBM.

OenoT Opyrn aeHTUduKyBaHun antepaumm n 6uoMapKepmn CoapXu
NHbopMaLMKM 3a Npodranparse Ha TYMOPOT. AcounjaummTe Moxe fa
6uaaT nopaan TepaneBTCKU, ANjarHOCTUYKM UN MPOrHOCTUYKN
[oKas. AKO e NPUMEHSINBO, BO OBOj AeN Ke buaaT HaBegeHu
PE3NCTEHTHUTE MyTaLUKM CO COOABETHa beneLlka.

Cnopeg KB, nocTojaT AoKasun of, KMMHNUYKO 3HayeH-e 3a 0BOj
6rMoMapKep BO 0BOj TUMN TYMOpP, BP3 OCHOBa Ha MHGopMaLmnTe of
TepanujaTa, KNIMHUYKUTE HACOKM UK, NakK, U e4HOTO N APYroTo.
MNMoBeKe MHPOPMaLMK MOXKe Aa NpoYnTaTe BO [[€HOMCKU Haoam co
[10Ka3 3a KJIMHUYKO 3Ha4yeH-e Ha cTpaHuLia 20 Ha cTpaHuua 11 Bo
Tabenata TeHOMCKM Hao4u CO [40OKa3 3a K/IMHNYKO 3Ha4YeH-€ Ha
CTpaHuua 35.

Cnopef KB, KNUHWYKUTE A0Ka3Wn 3@ FTEHOMCKM HaoL, BO paMKUTe Ha
TUNOT TYMOP WU/X Ce OrpaHNYeHn UK rn Hema. Moxxebu nma
NPETKINHUYKM NoJaToum UM nogaToum 3a Apyru TUNnoBm TymMop,
Kage WTo 6MoMapKepoT ro npefBmayBsa O4roBopoT Ha og06peHa
U Ha UCTPaXKyBayka Tepanuja. 3a noseke nHGopmauunu,
nornegHeTe Bo [ €HOMCKM HAO4M CO MOTEHLUMjasTHO KIIMHUYKO
3Hayer-e Ha cTpaHuua 21 un Tabena 6.

TMB 1 MSI ce cekorall BKiy4YeHn BO [€HOMCKKM Haoan co
NOTEHUMjaNHO KIIMHNYKO 3Haveme. [poynTajTe rm AenosuTe
MyTauuncko ontToBapyBaHe Ha TYMOop Ha cTpaHunua 13 n CtaTtyc Ha
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or Comprehensh sample 10
Mluminar | TruSigre~Oncokogy Comprehensie(. SimpleA  Medullary thyroid carcinoma  2.3.0.1131

Companion Diagnostics QC A
Companion Diagnostics Genomic Positions with Insufficient Coverage for Small Variant
Detection

The positions listed below did not have sufficient coverage for detecting small variants for the listed Companion Diagnostic
uses. Only Companion Diagnostic intended uses that were evaluated will be listed

RET SNVs, MNVs, and Indels - RETEVMO® (selpercatinib) - Medullary Thyroid Cancer (chr:pos)

C ion Di i Uses B

The table below includes a column that indicates whether that Companion Diagnostic intended as evaluated for
an intended use was not evaluated, a reason Is listed. The columns shaded In gray below Indicate the information that Is sar
specific.

nor Type Bomarkers Therapy (Oxintended Use  Commen

Solla Tumor NTRKL, NTRKZ & NTRK3 Gene viTRAKVI® s C)-
(larotrectinib)

Non-small cell lung cancer ~ RET Gene Fusions RETEVMO® Yes -
or Thyroid cancer (selpercatinib)

Medullary Thyroid Cancer  RET SNVs, MNVs, and Indels RETEVMO® Yes =
(selpercatinib)

Tumor Type Vedue Ve Kooviedge Base Version  ReportOute

;;;;;;;;;;

intended

this sample. If

mple-

A. Bo [enoT 3a KOHTpOa Ha KBaNMTET Ha NpUAPYXHaTa AnjarHoCTrKa,

JafeHun ce nHGopMaLmm 3a KOHTPOSa Ha KBanNuUTeT Ha HUBO Ha
nosuumja 3a buomapkepu o CDX. AKO HeEMa HaBeeHO HUTY efHa
nosuymja, Toa 3Ha4M geka uMarsno gOBOJSHA MOKPUEHOCT BO LeNHUTe
BapwujaHTK 1 BO perujaTta. [oBeke NHPopMaLMm MOXe fa npoymTtaTe
BO KOHTpO/1a Ha KBa/UTET 3a NPUAPYKHa AnjarHOCTMKa Ha CTpaHuua
39.

Bo genot EBanympaHu npeaBuMaeHn NpMMEHN Ha NpugpyxHaTta
AnjarHoCTUKa ce HaBefeHU cUTe NpeaBuaeHn npuMmeHmn Ha CDx n e
HaBegeHOo ganu bune eBanyupaHn 3a 0BOj NPMMepPOK. BugeTte Bo
MpunoxeHo ynatcTeo 3a TruSight Oncology Comprehensive (EU)
(6poj Ha pokyMeHT 200007789) 3a noBeke MHGopMaLmnn 3a
npegsuaeHaTta npumMmeHa Ha TSO Comprehensive. TUnoT TymMop,
H6rMoMapKepoT 1 TepannjaTa ce o n3jaBaTta 3a NpeasngeHa
npuMeHa.

[lo eBanyaumnja Ke fojae ako TMNoT TyMop e coofBeTeH 3a CDx, a
NPUMEPOKOT MM NOMMUHaN 3aJ0IKUTENHNTE KaTeropmm 3a KOHTpona
Ha KBanuTeT. [ToBeKe MHPOPMaLMK 3a KPUTEPUYMUTE KOU Ce
3a[0/IKUTENHM 3a la MOXe [ia ce eBanyupaaT npumMepoumTte 3a CDx
MOXe fia npoynTaTe BO [lorsiegHete Bo EBanyuvpaHa npensugeHa
MpUMeHa Ha rnpuapy>xHaTta gnjarHoCcTyka Ha cTpaHuua 39.

* [a-TlpuMepoKOT e eBanyupaH 3a npegeuaeHaTa npMmeHa.
CneunoundHNTE pesynTaTn Ke buaaTt naeHTUOUKYBaHU BO AeNoT
Hwueo 1 Ha FDA ofg nsBeLwwTajorT.

* He-TlpumepoKoT He e eBanymnpaH 3a npegsugeHaTa npumMeHa u
BO KOMeHTap e o6jacHeTo 30LWTO.

Jebeuepy
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[Jopatok D MNV, nipenn n peneunn Bo EGFR n RET, kKou

MOXe [la ce JeTeKTupaaT co daseH ogpeaysayd Ha BapujaHTu

XpomMmosom

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

Mo3sunuyuja

(hg19)

55242462

55242463

55242464

55242464

55242465

55242465

55242465

55242465

55242465

55242465

PedepeHTeH anen

CAAGGAATTAAGAGAA

AAGGAATTAAGAGAAG

AGGAATTAAGAGA

AGGAATTAAGAGAAGC

GGAATTAAGA

GGAATTAAGAGAAG

GGAATTAAGAGAAGCAA

GGAATTAAGAGAAGCAAC

GGAATTAAGAGAAGCAACA

GGAATTAAGAGAAGCAACATC

AnTepHaTuBEH
anen

C

AATTC

AATTC

AAT

AAT

leH

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

lNMpomMeHa Ha
aMUHOKMCeNnnHa
NP_005219.2:p.(Lys745_
Glu749del)

NP_005219.2:p.(Lys745_
Ala750delinsThr)

NP_005219.2:p.(Glu746_
Glu749del)

NP_005219.2:p.(Glu746_
Ala750del)

NP_005219.2:p.(Leu747_
Glu749del)

NP_005219.2:p.(Glu746_
Ala750delinsllePro)

NP_005219.2:p.(Glu746_
Thr751delinsllePro)

NP_005219.2:p.(Glu746_
Thr751delinslle)

NP_005219.2:p.(Glu746_
Thr751del)

NP_005219.2:p.(Glu746_
Ser752delinslle)

Jebeuepy
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XpomMmo3om

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

Mosuymja

(hg19)

55242465

55242466

55242466

55242467

55242467

55242467

55242467

55242467

55242467

55242468

55242468

55242468

PedepeHTeH anen

GGAATTAAGAGAAGCA

GAATTAAGAGAAGCAACAT

GAATTAAGAGAAGCAA

AATTAAGAGAAGCAAC

AATTAAGAGAAGCAACATC

AATTAAGAGAAGCAACATC

AATTAAGAGAAGCAACATCTC

AATTAAGAGAAGCAACA

AATTAAGAGAAGCAAC

ATTAAGAGAAGCAACATCT

ATTAAGAGAAGCAAC

ATTAAGAGAAG

AnTepHaTuUBEH
anen

G

TCT

TTGCT

GCA

GC

leH

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

lMpomMeHa Ha
aMUHOKUCenuHa

NP_005219.2:p.(Glu746_
Ala750del)

NP_005219.2:p.(Glu746_
Ser752delinsAla)

NP_005219.2:p.(Glu746_
Thr751delinsAla)

NP_005219.2:p.(Leu747_
Thr751del)

NP_005219.2:p.(Glu746_
Ser752delinsAsp)

NP_005219.2:p.(Glu746_
Ser752delinsVal)

NP_005219.2:p.(Glu746_
Pro753delinsValSer)

NP_005219.2:p.(Glu746_
Thr751delinsValAla)

NP_005219.2:p.(Glu746_
Thr751delinsVal)

NP_005219.2:p.(Leu747_
Ser752del)

NP_005219.2:p.(Leu747_
Thr751delinsGIn)

NP_005219.2:p.(Leu747_
Ala750delinsPro)

Jebeuepy
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XpomMmo3om

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

55242469

55242469

55242469

55242469

55242469

55242469

55242482

552490M

43604549

43609928

43609928

43609928

PedepeHTeH anen

TTAAGAGAAG

TTAAGAGAAGCAA

TTAAGAGAAGCAACATCT

TTAAGAGAAGCAACATCTCC

TTAAGAGAAGCAACATCTC

TTAAGAGAAGCAA

CATCTCCGAAAGCCAACAAGGAAAT

AC

CTCAGACTTCCAGGGCCCAGGA

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

AnTepHaTuUBEH
anen

C

CAA

CA

CCAGCGTGGAT

CACAC

CACAT

CCCAC

leH

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_005219.2:p.(Leu747_
Ala750delinsPro)

NP_005219.2:p.(Leu747_
Thr751delinsPro)

NP_005219.2:p.(Leu747_
Ser752delinsGIn)

NP_005219.2:p.(Leu747_
Pro753delinsGIn)

NP_005219.2:p.(Leu747_
Pro753delinsSer)

NP_005219.2:p.(Leu747_
Thr751delinsSer)

NP_005219.2:p.(Ser752_
lle759del)

NP_005219.2:p.(Ala767_
Val769dup)

NP_066124.1:p.(Asp378_
Gly385delinsGlu)

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

Jebeuepy
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XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609928

43609928

43609928

43609928

43609928

43609933

43609933

43609933

43609933

43609936

43609940

43609940

PedepeHTeH anen

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

CTGTGCGACGAGCTGTGCCGCACGGTGATC

CTGTGCGACGAGCTGTGCCGCACGGTGATC

CTGTGCGACGAGCTGTGCCGCACGGTGAT

CTGTGCGACGAGCTGTGCCGCACGGTGAT

TGC

ACGAGCTG

ACGAGCTG

AnTepHaTuUBEH

anen

CCCAT

CGCAC

CGCAT

CTCAC

CTCAT

TGCGAT

TGTGAT

TGCGA

TGTGA

GCT

TA

TC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

NP_066124.1:p.(Asp627_
Leu633delinsAlaHis)

NP_066124.1:p.(Leu629_
lle638delinsCysAsp)

NP_066124.1:p.(Leu629_
lle638delinsCysAsp)

NP_066124.1:p.(Leu629_
lle638delinsCysAsp)

NP_066124.1:p.(Leu629_
lle638delinsCysAsp)

NP_066124.1:p.
(Cys630Ala)

NP_066124.1:p.(Asp631_
Leu633delinsVal)

NP_066124.1:p.(Asp631_
Leu633delinsVal)

Jobeuep
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XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609940

43609940

43609940

43609940

43609940

43609941

43609942

43609942

43609942

43609942

43609942

43609942

PedepeHTeH anen

ACGAGCTGTGCCGCACGGTGAT

ACGAGCTGTGCCGCACGGTGATC

ACGAGCTGTGCCGCACGGTGATC

ACGAGCTGTGCCGCACGGTGATC

ACGAGCTG

CGAGCTG

GAGCTGTGCCGCA

GAGCTGTGCCGCA

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

AnTepHaTuUBEH
anen

C

CA

CG

CT

TT

AGCT

AGTT

AGCAGC

AGCAGT

AGCTCA

AGCTCC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Asp631_
Ile638delinsAla)

NP_066124.1:p.(Asp631_
Ile638delinsAla)

NP_066124.1:p.(Asp631_
|le638delinsAla)

NP_066124.1:p.(Asp631_
Ile638delinsAla)

NP_066124.1:p.(Asp631_
Leu633delinsVal)

NP_066124.1:p.(Asp631_
Leu633delinsGlu)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thre36delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

Jebeuepy
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€6

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

PedepeHTeH anen

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

AnTepHaTuUBEH

anen

AGCTCT

AGTAGC

AGTAGT

AGTTCA

AGTTCC

AGTTCT

CACAGG

CACCGC

CACCGG

CACCGT

CATAGG

CATCGC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thre36delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thre36delinsSerSer)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)
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V6

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

PedepeHTeH anen

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

AnTepHaTuUBEH

anen

CATCGG

CATCGT

CACAG

CACCG

CATAG

CATCG

TCAAGC

TCAAGT

TCATCA

TCATCC

TCATCT

TCCAGC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Ala639delinsHisArg)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thre36delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

NP_066124.1:p.(Glu632_
Thr636delinsSerSer)

Jebeuepy
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G6

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

43609942

PedepeHTeH anen

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

AnTepHaTuUBEH

anen

TCCAGT

TCCTCA

TCCTCC

TCCTCT

TCGAGC

TCGAGT

TCGTCA

TCGTCC

TCGTCT

TCTAGC

TCTAGT

TCTTCA

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thre36delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thre36delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thre36delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

Jebeuepy
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96

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609942

43609942

43609942

43609942

43609942

43609942

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCA

GAGCTGTGCCGCA

GAGCTGTGCCGCA

GAGCTGTGCCGCA

AGCTG

AGCTG

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AnTepHaTuUBEH

anen

TCTTCC

TCTTCT

TCAT

TCCT

TCGT

TCTT

TA

TC

CAGC

CCGC

CGGC

CTGC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thre36delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thr636delinsSerSer)

NP_066124.1:p.(Glu632_

Thre36delinsSerSer)

NP_066124.1:p.(Glu632_

Leu633delinsVal)

NP_066124.1:p.(Glu632_

Leu633delinsVal)

NP_066124.1:p.(Glu632_

Val637delinsAlaAla)

NP_066124.1:p.(Glu632_

Val637delinsAlaAla)

NP_066124.1:p.(Glu632_

Val637delinsAlaAla)

NP_066124.1:p.(Glu632_

Val637delinsAlaAla)

Jebeuepy
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L6

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnTepHaTuUBEH

anen

TAAGACCA

TAAGACCG

TAAGACCT

TAAGGCCA

TAAGGCCT

TACGACCA

TACGACCG

TACGACCT

TACGCCCA

TACGCCCG

TACGCCCT

TACGGCCA

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

Jebeuepy
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86

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnTepHaTuUBEH

anen

TACGGCCG

TACGGCCT

TACGTCCA

TACGTCCG

TACGTCCT

TCAGACCA

TCAGACCG

TCAGACCT

TCAGGCCA

TCAGGCCG

TCAGGCCT

TCCGACCA

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

Jebeuepy
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66

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnTepHaTuUBEH

anen

TCCGACCG

TCCGACCT

TCCGCCCA

TCCGCCCG

TCCGCCCT

TCCGGCCA

TCCGGCCG

TCCGGCCT

TCCGTCCA

TCCGTCCG

TCCGTCCT

TGAGACCA

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

Jebeuepy
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ool

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnTepHaTuUBEH

anen

TGAGACCG

TGAGACCT

TGAGGCCA

TGAGGCCG

TGAGGCCT

TGCGACCA

TGCGACCG

TGCGACCT

TGCGCCCA

TGCGCCCG

TGCGCCCT

TGCGGCCA

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)
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LOL

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnTepHaTuUBEH

anen

TGCGGCCT

TGCGTCCA

TGCGTCCG

TGCGTCCT

TTAGACCA

TTAGACCG

TTAGACCT

TTAGGCCA

TTAGGCCG

TTAGGCCT

TTCGACCA

TTCGACCG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)
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col

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AnTepHaTuUBEH

anen

TTCGACCT

TTCGCCCA

TTCGCCCG

TTCGCCCT

TTCGGCCA

TTCGGCCG

TTCGGCCT

TTCGTCCA

TTCGTCCG

TTCGTCCT

TAAGAC

TAAGGC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)
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€0l

XpomMmo3om

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AnTepHaTuUBEH

anen

TACGAC

TACGCC

TACGGC

TACGTC

TCAGAC

TCAGGC

TCCGAC

TCCGCC

TCCGGC

TCCGTC

TGAGAC

TGAGGC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)
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chr10
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chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mosuymja

(hg19)

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

PedepeHTeH anen

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AnTepHaTuUBEH

anen

TGCGAC

TGCGCC

TGCGGC

TGCGTC

TTAGAC

TTAGGC

TTCGAC

TTCGCC

TTCGGC

TTCGTC

CAGCA

CAGCC

leH
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RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)
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chr10

chr10

chr10
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chr10

Mosuymja
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43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609943

43609944

PedepeHTeH anen

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTG

GCTGT

AnTepHaTuUBEH

anen

CAGCT

CCGCA

CCGCC

CCGCT

CGGCA

CGGCC

CGGCT

CTGCA

CTGCC

CTGCT

1T

CGTAC

leH
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RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Leu633delinsVal)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
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43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

PedepeHTeH anen

GCTGT

GCTGT

GCTGT

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

AnTepHaTuUBEH

anen

CGTCC

CGTGC

CGTTC

CGTAAGA

CGTAAGG

CGTACGA

CGTACGG

CGTACGT

CGTCAGA

CGTCAGG

CGTCCGA

CGTCCGG

leH
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RET

RET

RET

RET

RET

RET

RET

RET

RET
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lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
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43609944
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43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

PedepeHTeH anen

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

AnTepHaTuUBEH

anen

CGTCCGT

CGTGAGA

CGTGAGG

CGTGCGA

CGTGCGG

CGTGCGT

CGTTAGA

CGTTAGG

CGTTCGA

CGTTCGG

CGTTCGT

TGTAAGA

leH
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RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
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43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

PedepeHTeH anen

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

AnTepHaTuUBEH

anen

TGTAAGG

TGTACGA

TGTACGG

TGTACGT

TGTCAGA

TGTCCGA

TGTCCGG

TGTCCGT

TGTGAGA

TGTGAGG

TGTGCGA

TGTGCGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
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43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609944

43609945

43609945

PedepeHTeH anen

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGT

GCTGT

GCTGT

GCTGT

CTGTGC

CTGTGC

AnTepHaTuUBEH

anen

TGTGCGT

TGTTAGA

TGTTAGG

TGTTCGA

TGTTCGG

TGTTCGT

TGTAC

TGTCC

TGTGC

TGTTC

GTATGG

GTCTGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

NP_066124.1:p.(Leu633_
Cys634delinsValTrp)
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(hg19)

43609945

43609945

43609948

43609948

43609950

43609950

43609950

43609950

43609950

43609950

43609950

43609950

PedepeHTeH anen

CTGTGC

CTGTGC

TGC

TGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

AnTepHaTuUBEH

anen

GTGTGG

GTTTGG

CCA

CCG

GGGA

GGGG

GGGT

TCCAAAAAGA

TCCAAAAAGG

TCCAAAACGA

TCCAAAACGG

TCCAAAACGT

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

NP_066124.1:p.
(Cys634Pro)

NP_066124.1:p.
(Cys634Pro)

NP_066124.1:p.(Cys634_
Arg635delinsTrpGly)

NP_066124.1:p.(Cys634_
Arg635delinsTrpGly)

NP_066124.1:p.(Cys634_
Arg635delinsTrpGly)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)
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43609950
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43609950

43609950

43609950

43609950

43609950

43609950

43609950

PedepeHTeH anen

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

AnTepHaTuUBEH

anen

TCCAAAGAGA

TCCAAAGAGG

TCCAAAGCGA

TCCAAAGCGG

TCCAAAGCGT

TCCCAAAAGA

TCCCAAAAGG

TCCCAAACGA

TCCCAAACGG

TCCCAAACGT

TCCCAAGAGA

TCCCAAGAGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)
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PedepeHTeH anen

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

AnTepHaTuUBEH

anen

TCCCAAGCGA

TCCCAAGCGG

TCCCAAGCGT

TCCGAAAAGA

TCCGAAAAGG

TCCGAAACGA

TCCGAAACGG

TCCGAAACGT

TCCGAAGAGA

TCCGAAGAGG

TCCGAAGCGA

TCCGAAGCGG

leH

RET
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RET

RET

RET

RET

RET
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RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
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43609950

43609950

43609950

43609950

43609950

43609950

43609950

PedepeHTeH anen

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

AnTepHaTuUBEH

anen

TCCGAAGCGT

TCCTAAAAGA

TCCTAAAAGG

TCCTAAACGA

TCCTAAACGG

TCCTAAACGT

TCCTAAGAGA

TCCTAAGAGG

TCCTAAGCGA

TCCTAAGCGG

TCCTAAGCGT

TCCAAAA

leH

RET
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RET

RET

RET

RET

RET
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RET

RET

RET

RET

lMpomMeHa Ha
aMUHOKUCenuHa

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run
Manager

[lopaTtok E IHCcTanunpajte 6a3a Ha 3Haewe

Mogyn 3a aHanmsa TSO Comprehensive (EU) 6apa nHctanupaHa 6a3a Ha 3Haense (KB) 3a ga ce n3BpLumn
aHanusa. basnTe Ha 3Haere ce zip-faTtoTekn focTanHu 3a npesemMame Ha nopTanoT lllumina
Lighthouse. lllumina nepnogunyHo nsgasa HoBM 6asu Ha 3Haeme. 3a fa ja axypupate KB wto e
WMHCTannpaHa Ha MHCTPYMEHTOT, Npe3eMeTe ja HajHoBaTa Bep3nja Ha KB WTo e KoMnaTnbuiHa co
BawmnoT Moayn 3a aHanmsa TSO Comprehensive (EU). MNpu axypuparbeTo Ha KB, NpeTXxoaHo
WMHCTannpaHaTa Bep3uja Ha KB ke buae oTcTpaHeTa Npy NpoLEecoT Ha MHCTanaumja. He MHCTanmpajte
KB ako e BO Tek 06paboTKa Co CeKBEHLMOHNPaHe, aHanmsa unu, nak, 4pyr npoLec Ha MHCTanauuja.

A BHVIMAHME

3a fa He aojae Ao ryberbe nogaTouu, Npes Aa noyHeTe Co MHCTanauujaTa, npoeepeTe Aanm
BO MOMEHTOT VMa BO TEK HeKOW ApYrv NpoLechu.

1. TpesemeTe ja KB WwTO ja cakaTe (BO zip-popmaT) BO NOKaneH GUPEKTOPUYM Ha BalUMOT UHCTPYMEHT
unun BMpexeH komnjytep. Ce npenopayyBa fa ja uHcTanupaTte Ha guckoT D:.
2. HanpaeTe npoBepkKa Ha KOHTPOSHUOT 6poj Ha KB Ha cnegHNOoB HauuMH:

a. WsepuweTe npebapyBare BO Windows 3a PowerShell. KnMkHeTe Ha nporpamaTa Co AecCeH K/nK
n nsdepete Run as Administrator (CTapTyBaj Kako agMMHUCTpaTop).

b. Bo nposopeuoT PowerShell BHeceTe Get-FileHash <KB file path>\<kbfilename.zip> -
Algorithm MD5 3a ja ro reHepupaTe KOHTPoNHMOT 6poj Ha MD5 3a KB.

c. CnopepgeTe ro nsnesHNoT KOHTposieH 6poj Ha MDS co KOHTPOTHNOT 6poj Ha KB Ha nopTanoT
lllumina Lighthouse. AKo KOHTPONHMTE OPOEBM He ce coBnaraaT, usbpuLleTe ja gatotekaTa KB u
NOBTOPHO NpesemMeTe ja of nopTanorT.

3. OTBopeTe ro Moagyn 3a aHanusa TSO Comprehensive (EU) Ha BalWMOT MHCTPYMEHT UM Ha

MPEXHMOT KoMMjyTep (nokanHa Mpexa). 3a nosBeke MHGOPMaLLUK 3a yNpaByBarbeTO CO KOPUCHULM

Ha Mopyn 3a aHanusa TSO Comprehensive (EU), nornegHeTte Bo PepepeHTeH Boany 3a NextSeq

550Dx instrument (6poj Ha gokymeHT 1000000009513).

4. HajaBeTe ce Kako KOPUCHUK agMUHUCTPATOpP UK, NakK, KaKO KOPUCHUK KOj HE e agMUHUCTpaTop, a

KOj UMa [,03BONa fa rv ypegysa NocTaBKUTE 3a MOAYIOT.

5. [peky meHuTo Tools (AnaTkun) ogeTte Ao ekpaHoT Modules & Manifests (Moaynu n manupecTn).
6. WNs3bepete TSO Comp (EU) (TSO Comp (EY)).

Bo penot og ekpaHoT Knowledge Base Version (Bepawja Ha 6a3aTa Ha 3Haeme) n3bepeTe Install
New (MHcTanupaj HoBa).

8. BonwebHMKOT 3a MHCTanauuja ke nobapa of, Bac Aa ja nobapaTte nokauunjata Ha gatoTekaTta KB zip.
MpoBepeTe ganu ja nHcTanmpaTte KB WTo ja npe3enoBTe BO NPBUOT YEKOP.
BonwebHNKOT NCTO TaKa Ke Npukaxe nHpopmauum 3a KB, kako LITO ce HAasnBOT, Bep3unjaTta,
Bep3njaTa Ha 6asaTa Ha nogaTtoum RefSeq, kako 1 4aTyMOT Ha Nyl Tame Bo ynotpeba.

9. Bo BOMLWEBHUKOT 3a UHCTanaumja, nsdbepete Continue (Mpogonxu).
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Bogawny 3a paboTHMOT Tek 3a MOAYNOT 3a aHanmsa TruSight Oncology Comprehensive (EU) 3a copTBepoT Local Run
Manager

MporpamaTa 3a MHCTanaymja ke notepan ganv KB e komnatmnbunHa co Mogyn 3a aHanusa TSO
Comprehensive (EU) n ganun KB He e owiTeTeHa. He e MOXHO Aa ce cTapTyBa HOBa aHanusa TSO
Comprehensive (EU) gogeka ce nHctanmpa KB.

A BHVIMAHME

AKoO nsneseTe of cTpaHuuata Modules & Manifests (Mogynu n maHndecTun) nnm ro satsopuTe
npenucTyBavoT AofeKa ce nHctanmpa KB, ke ce npekuHe NpouecoT Ha MHCTanauwja.

Kora Ke 3aBpLuM MHCTanaunjaTta, Ha ekpaHoT Modules & Manifests (Mogynu n maHndecTtn) ke buge
HaBegeHa HoBaTa KB. HasnBoT v Bep3ujaTa Ha KB ncTo Taka Ke ce npukaxaT Ha ekpaHuTe Create
Run (Kpeuparse obpaboTka), Requeue Analysis ([ToBTOpHO CTaBake aHannaa BO pef Ha YeKarbe) U
Edit Run (YpenyBarbe 06paboTka).
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Manager

[lopaTtok F Cajbep-6e3begHOCT

CodTBep 3a 3aluTUTa 04 BUPYCU UNKN Of, 3JTOHAMEPHU
nporpamm

CnepgHunoT codTBep 3a 3awwTmTa of Bupycu (AV) nnm og snoHamepHu nporpamu (AM) e noTBpAEH 04,
lllumina geka e KoMNaTUBUIEH CO MPEXHMOT onepaTuBeH cuctem n Mogyn sa aHanusa TSO
Comprehensive (EU) kora ce koHduUrypupa crnopepg Boamy 3a noarotToBka Ha nokauujata:

* Windows Defender/Windows Security
* BitDefender
* CrowdStrike

3a [oMONTHUTENHN NogaToLM BO BpCKa Co KOHUrypaumjaTa Ha MpexaTa, 3allTUTHUOT SUA U CKNagoT,
KOHTaKTMpajTe CO TeXHMYKaTa NnoggpLuka Ha lllumina Ha techsupport@illumina.com.

CepTtuoukar 3a aHanmsata TSO Comprehensive

Mogyn 3a aHanmnsa TSO Comprehensive (EU) kopuctn HTTPS 3a wudpnparse Ha NogaToOYHNUTE BPCKU
3a fa 3arapaHTupa feka nogatouuTe of obpaboTkaTa ce npuBaTHU U 6e36eaHn. HTTPS e noTpebeH 3a
LaneuynHCKN NpucTan Ha UICTPYMEHTOT CO KOpUCTene Beb-NpenncTyBay og Apyra MalliHa Bo uctaTta
Mpexa. Moayn 3a aHanusa TSO Comprehensive (EU) 6apa nHcTanupare Ha 6e36eHOCEH cepTuduxkaT
TSO Comprehensive (EU) kako gogatok Ha 6e3b6egHocHMOT cepTmudumkaTt NextSeq 550Dx instrument
Mopyn 3a aHanusa TSO Comprehensive (EU).

3ABEJIELWLUKA Ako 6esbefiHOCHaTa KprneHuua Local Run Manager e nHcTanmpaHa Ha NextSeq
550Dx instrument, Toraw e OHEBO3MOXEH JaNe4YMHCKNOT NpUCTan o4 KoMnjytepoT
0OCTaBeH 0 KITMEHTOT Npeky Beb-npennctysad co nomow Ha HTTPS go Be6-
noptanot NextSeq 550Dx Local Run Manager.

MocTankaTa 3a MHCTanaunja Ha 6esbegHocHNOT cepTudukaT 3a TSO Comprehensive (EU) e cnegHaTa.
OTBOpeTe ro Moayn 3a aHanusa TruSight Oncology Comprehensive (EU) Ha BalWMOT MHCTPYMEHT.
Mpeky meHnTOo Tools (AnaTkun) ogeTe 0o ekpaHoT Modules & Manifests (Mogynu n MmaHndecTn).
N36epeTe ro mogynoT TSO Comp (EU) (TSO Comp (EY)).

MpesemeTe ro ceptudpukatoT TSO Comprehensive HTTPS.

M3BneyeTe ja cogp>XunHaTa of, zip-AaToTekaTa.

S N

KnukHeTe Bp3 gatoTekaTa BAT co geceH knuk 1 nsdepete Run as Administrator (CtapTyBaj Kako
agMUHUCTpPaTOP).
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7. CnepeTeruvynaTcTBaTa 3a fa ja 3aBplMTe MHCTanaymjata, a notToa NOBTOPHO CTapTyBajTe ro
BaLUMOT NpenucTysauy.

O6HoBYBatbe 6e36egHOCEH cepTudmuKaTt

AKO MMano HeoaMHeLlHa MPOMeHa Ha UMETO Ha MHCTPYMEHTOT UV UHCTPYMEHTOT e NMpeMecTeH BO
HOB JOMeH, Mopa fa ro obHoBuTe 6e36eHOCHNOT cepTUdMKaT 3a fa ro BpaTuTe NnpucTanoT Ao
NextSeq 550Dx instrument u Mogyn 3a aHanmsa TSO Comprehensive (EU). 3a ynaTcTBa 3a HaYMHOT Ha
obHoBYyBaH-e Ha 6e36egHOCHNOT cepTudmkat NextSeq 550Dx instrument Mogyn 3a aHanusa TruSight
Oncology Comprehensive (EU), nornegHeTe Bo Boguy 3a nogroToBKa Ha iokayumjaTta.

MNMocTankaTa 3a 06HOBYBaH-e Ha 6e36egHOCHNOT cepTudmkat 3a TSO Comprehensive (EU) e cnegHara.
1. Ha WHCTPYMEHTOT, HajaBeTe ce Ha onepaTUBHNOT cuctem Windows.

2. TNMpeky Windows File Explorer, ogeTe 8,0 AMPEKTOPUYMOT Kafe LWTO e MHCTanupaHa ycnyraTta KB (Ha
np., C:\Illumina\Local Run Manager\Modules\TSOCompEU\
[VersionNumber] \KBApiService\bin\Scripts).

3. KnukHeTe Bp3 gaToTekaTa BAT co geceH knuk n nsbepete Run as Administrator (CtapTyBaj kako
agMUHUCTpaTop).

4. CnepeTe rvynaTcTBaTa 3a [la ja 3aBpLUMTEe MHCTanauujaTa.

3a pgaronoBp3ete Moayn 3a aHanuisa TSO Comprehensive (EU) og apyr ypea, npesemMeTe ro u
WMHCTanunpajTe ro 0OHOBEHNOT cepTUdMKAT Ha YpedoT Ha JaneumHa.
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TexHn4yka nomMoLl

3a TexHMYKa NomoLl, KOHTaKTUpajTe Co TeXHUYKaTa nogapLuka Ha lllumina.

Be6-nokauuja: www.illumina.com
E-nowrTa: techsupport@illumina.com

Be36epgHocHM nuctoBm (SDS) — [locTanHu Ha Beb6-nokauumjaTa Ha lllumina Ha
support.illumina.com/sds.html.

JokymeHTaumja 3a nponsBoaoT — Moxe fa ce npeseMe og support.illumina.com.
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2022
rogunHa
deBpyapu
2022
roguHa

HoeMBpMU
2021
roguHa

Onuc Ha n3ameHaTa

OTcTpaHeTa e cogp>XuHa cneymndpmyHa 3a v2.3.6.
OTcTpaHeTn ce pedepeHun 3a cnelndunyHmn Bep3um Ha
copTBepoT TSO Comprehensive (EU).

HanpaseHu ce Manu axxypuparba Ha jasnkoT 1 rpaMaTukaTa
3a CTaHAapav 3a KOH3UCTEHTHOCT/KBaNUTET.

[JonapeHn ce nHpopmaLnm 3a 6e3begHOCHNOT cepTUdMKaT 3a
TSO Comp v2.3.5.

HasuneoT Ha ekpaHoT Module Settings (MocTaBku 3a Moayn) e
akxypupaH u rnacu Modules & Manifests (Mogynu n
MaHudecTn).

[JonaneHa e cogp>XuHa 3a npugpy>XXHaTta gujarHocTuKa.
[opaneHa e coapXunHa 3a KNiMHM4YKaTa ctyanja NTRK.

E,O,D,a,ﬂ,eHl/l ce aenoBuTe 3a npOLIJI/IpeHI/I MEPHW NMoKasaTesin 3a
[HK 1 PHK.

MpBUYHO N3gaHue.
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