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ornsapg

Mopgynb KomnnekcHoro aHanisy (EC) lllumina® Local Run Manager TruSight Oncology Comprehensive
(Moaynb koMmnnekcHoro aHanidy TSO (EC)) aHanisye pesynbTaTh cekBeHyBaHHA 6ibniotek OHK i PHK,
NPUroToOBaHUX 3 BUKOPUCTaHHAM aHanisy TruSight Oncology Comprehensive (EU) (TSO Comprehensive
(€C)). Aus. Jinctok-Bknaauw go TruSight Oncology Comprehensive (EC) (gokymeHT N2 200007789)
AN 03HaMoMIeHHA 3 aHanisaoM TSO Comprehensive (EC).

Moaynb KoMmnnekcHoro aHanisy TSO (EC) nigTpuMye HanawTyBaHHA NPOrOHY, CEKBEHYBaHHS, aHani3 i
3BiTYBaHHSA ANna nigrotosaHux 6ibniotek AHK i PHK. s 3pa3skis nauieHTiB Moay /b KOMMEKCHOro
aHanizy TSO (EC) cTBoptoE:

* 3BiT TSO Comprehensive (EC) ans KOXXHOro 3pa3ka NauieHTa, BKIFOYarouM CynyTHIO fiarHOCTUKY,
npodintoBaHHA NYXANHN Ta pe3yNbTaTu KOHTPOSH AKOCTI (BocTynHmMn y dopmaTax PDF Ta JSON).

*  Qaln 3BiTY NPO HN3bKY rNMBKHY y dopMaTi, po3aineHoMy BKagkamm (*.tsv), 4N KOXXHOro 3paska
nauieHTa. ®ain MiCTUTb CMMCOK FTEHOMHMX MOJIOXeEHb (aHOTOBaHMX CUMBOIaMMU FeHiB), AKi MatoTb
HeAOCTaTHIO MMUBUHY CEKBEHYBaHHS, LWOO BUKIKOUYMTU HAaABHICTb Manoro BapiaHTy B 6ibnioTeui
OHK.

*  ®daln NoKasHMKIB KOHTPOSKO AKOCTI (*.tsv), Lo BKOYAE CTATYC aHanisy Ta NoKasHUKM KOHTPOMO
AKOCTI ANA BCiX 3pasKiB NaLieHTIB Nif Yyac NPOroHy CEKBEHYBaHHS.

[nsa koHTponiBs Moaynb KoMnnekcHoro aHanisy TSO (EC) reHepye 3BiT BUXIAHWUX aHUX KOHTPOIO
(*.tsv), BKNOYaoUM pesynbTaTu KOHTPOSMO AKOCTI ANA 6yAb-AKUX KOHTPONIB Mif Yac NporoHy
CeKBEHYBaHHA.

MporpamHuin komnnekc TSO Comprehensive (EC) BUKOPUCTOBYETbCH, W06 ycTaHOBUTM Mogynb
KomMnnekcHoro aHanisy TSO (EC) Ta cynyTHi KOMNOHEHTW NPorpaMHoro 3abeanedyeHHs. basa 3HaHb Ta
nakeT 3asaBfeHnX xapakTepncTnk TSO Comprehensive (EC) BcTaHOBNEHO B Mofgynb KOMMIEKCHOrO
aHanisy TSO (€C). LLlogo HoMepa YaCcTUHW MOAYNA aHanisy aus. Jinctok-sknaaunw go TruSight
Oncology Comprehensive (EC) (gokymeHT N2 200007789).

Mpo yen NoCioHUK

Ller NoCiBHUK MICTUTb IHCTPYKLT 3 HanawWwTyBaHHA NapaMeTpiB NPOroHy A1 CEeKBEHYBaHHA 1 aHanisy
yepes3 Moaynb KoMmnnekcHoro aHanisy TSO (EC). BUKopMUCTaHHSA NporpamMHoro 3abe3aneyeHHs BUMarae
6a30BMX 3HaHb NPO NOTOYHY onepaLiiHy cuctemy Windows Ta iHTepdeinc kopmuctyBaya Bebbpaysepa.
o6 oTpuMaTu iHpopMaL,ito Npo naHesnb iIHCTpYMeHTIB Local Run Manager Mogaynb aHanisy TruSight
Oncology Comprehensive (EU) Ta HanawTyBaHHA cuctemMun, guB. [JoBigKoBMI NocibHUK 40 npunany
NextSeq 550Dx (aokymeHT N2 1000000009513).
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YBefeHHs iHpopMaLii Npo NporiH

BukopucToBynTe nporpamMHe 3abesneyeHHs Local Run Manager i Mogy b KOoMAneKcHoro aHanisy TSO
(EC) pna HanawTyBaHHA NporoHiB Yepes KomnnekcHun TSO.

Mepepn NoYaTKOM NPOroHy NepeKoHanTecs, Lo BCTaHOBNEHa CyMicHa 6a3a 3HaHb (KB). AKwo cymicHa
6asa 3HaHb He BCTaHOBNeHa, auB. [JogaTok E. YcTaHoBeHHS ba3un 3HaHb Ha cTop. 104.

BeepfiTb iHpopMaL,ito Npo NPOriH i HanawTyBaHHA 3paska 6esnocepeHbo B Moy b KOMMAEKCHOro
aHanisy TSO (€C).

IHpopmauisa npo moaynb aHanizy TSO Comprehensive
(€C)

Moaynb koMmnnekcHoro aHanisy TSO (EC) Bktoyae moaynb aHanisy, KB Ta iHpopMaLito npo Bepcito
nakeTy 3asB Ha ekpaHi Modules & Manifests (Moayni Ta MmaHipecTn).

1. BigkpunTte Moaynb KoMnnekcHoro aHanisy TSO (EC) Ha npunagi.

2. BukopucToBynTE MeHo Tools (IHCTpyMeHTH), Wwob nepenTun Ao ekpaHy Modules & Manifests
(Mogyni Ta maHipecTn).

3. Bubepitb TSO Comp (Komninsuis TSO) (EC).

Ha ekpaHi Modules & Manifests (Moayni Ta MaHibecTn) BigobpaxaeTbca Taka iHpopmMaLis npo

BCTaHOB/EHHA:

* Device Identifier (lgeHTUdikaTOp NPUCTPORD) — YHIKaNbHWUIA ineHTUdIKaTOpP NPUCTPOMO Ha
BCTaHoOBNeHM Mogynb KomMnnekcHoro aHanisy TSO (€C) Ta NoB’A3aHNN 3 HUM NaKeT 3asaBEeHUX
XapakTepucTuk. BctaHoBneHa Bepcis KB He BnnnBae Ha uen igeHTudikaTop.

*  Product Identifier (lzeHTndikaTop NPpoAyKTY) — BepcCis BCTaHOBNEHOro NpoaykTy (Moaynb
KommnnekcHoro aHanisy TSO (€C)).

* Modified On (3MiHeHO) — gaTa Ta Yac OCTaHHbOrO BCTAaHOBJIEHHSA ab0 OHOBJIEHHS NPOAYKTY
(Moaynb koMnnekcHoro aHanisy TSO (€C)).

* Sequencing Run Settings (HanalwwTyBaHHS NpOroHy cekBeHyBaHHSA) — Bifobpaxkae TUM 34NTyBaHHA
(mapHMiA KiHeLb) Ta HanawTyBaHHA OOBXUHU 34MTYBaHHS, HanawToBaHi Yepe3 Mogynb
KoMmnnekcHoro aHanisy TSO (EC).

* Claims Installed (BcTaHOBMEHI 3asBNEHi XxapaKTepUCTUKK) — Bigobparkae BepCito BCTAHOBIEHOIO
nakeTy 3asB/IEHNX XapaKTEePUCTUK Ta NOB’A3aHi 3 HAM 3aABMIEHI XapaKTePUCTUKN CYNYTHLOI
AiarHOCTUKW. MNakeT BUMOTr MICTUTb 3aABJEHI XapaKTEPUCTUKM LiNTbOBOro BUKOPUCTAHHA CYyNyTHBOI
AiarHoCTUKK, AKi ouiHoe Moaynb KoMnnekcHoro aHanisy TSO (€EC).
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* KomnnekcHui TSO Security Certificate (Ceptudikat 6esnekn) — ceptudikat HTTPS, wo
CTOCYeTbCA Lboro npunagy. HeobxigHo Ans BigAaneHoro 4ocTyny 3a gonomorowo Beb6bpaysepa
LbOro Npunagy 3 iHWoro anapaTy B Till caMin Mepexi. IHCTPYKLiT o4O BCTaHOBNEHHA AUB. Y
posgini Joaatok F. Kibepbesneka Ha cTop. 106.

* Knowledge Base Version (Bepcis 6asu 3HaHb) — auB. [JogaTok E. YcTaHoBIeHHSA 6a3u 3HaHb Ha
cTop. 104 gNnsa oTPUMaHHSA iIHCTPYKLiN WOLO0 BCTaHOB/IEHHA ab0 OHOBMEHHS 6a3u 3HaHb. Lleln po3gin
MIiCTUTb iHGOPMaLLitO NPO BCTAaHOBMEHHSA 6a3n 3HaHb ANA Takux Nosi.:

Mone Onuc
HasBa HasBa 6a3u 3HaHb
Bepcis Bepcis 6a3u 3HaHb

Bepcisi RefSeq Bepcito RefSeq BkntouyeHo ao 6a3un 3HaHb. [Ansa aHoTau,ii CDx
TpaHckpunTn RefSeq noxoanaTe Big Ensembl Variant Effect Predictor
(VEP)", i BifobparkaeTbes Bepcia VEP. [1na aHoTauii npo npodintoBaHHS
NyXJVHN NoKasaHa Bepcia RefSeq Bka3sye, 3 sikoi Bepcii NCBI Homo
sapiens Annotation Release? BoHa NOXOANTb.

Onyb6nikoBaHo [aTa nybnikauii 6a3n 3HaHb
BcTtaHoBneHo [aTa BCcTaHOBMNEeHHA 6a3n 3HaHb

CraTtyc CraTtyc ycTaHOBKM 6a3un 3HaHb. BinobpaxaeTbes sk Ready (FToToBuit)
nicns saBepLleHHA BCTAHOBMEHHS.

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.

HanawTtyBaHHA napamMeTpiB NPOroHy

1. YBingitb y cuctemy Local Run Manager Ha npunagi abo 3 Komm'toTepa, NigKIo4YeHoro 4o Mepexi.

2. BubepiTb Create Run (CTBOpMTU NporiH), a noTiMm BubepiTe TSO Comp (Komninauis TSO) (EU)
((€C)).

3. BBegiTb iM’'AA NpOrony, sike ianeHTUIKye NPoriH Big, ceKBeHYBaHHA 0,0 aHanisy 3 TakKMMU KpUTepiaMu.
* 1-40 cumBonis.
*  BukopuctoByiTe nuwe nitepu Ta undpun, gedic abo nigkpecnroBaHHs.
* Jlitepn Ta ymdpm MaroTb CTOATU Nepeq TMpe abo CMMBOIaMK NigKPECNEHHS i MICAS HUX.
* YHikanbHe AN BCiX MPOroHiB B Npuniaai.

4. [OopaTkoBo] BBefiTb onnc NporoHy, KU 4onoMoXXe Noro igeHTUPIKyBaTK, 3 TaKUMU KPUTEPISMN.
* 1-150 cumBonis.
* BukopuctoByiTe nuwe nitepu Ta undpm abo npobinu.

*  JliTepn Ta undpn MaoTb CTOATU Nepes NpobifioM i nicnsa Heoro.
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3a3HaueHHs 3pas3kKiB 419 MPOroHy

3afjaTv 3pasku 45 NPOroHy MoXKHa 3a 40ONOMOr oK ONMCaHNX fari BapiaHTiB.

Enter samples manually (YBegeHHs 3pa3skiB ypy4Hy) — CKOPUCTaNTeCs NOPOXHbOK Tabnuuero
BHM3Y ekpaHa Create Run (CTBOPEHHSI NPOroHy).

Import samples sheet (IMnopT NpoOTOKONIB 3pa3kKiB) — NepengiTe 40 30BHILWHbOro ganny y popmari
po3aineHnX KOMaMm 3HaueHb (*.csv).

A 3ACTEPE)KEHHS

HeBignoBigHICTb MiX 3paskoM Ta iHAEKCHUMM NpaMepamMmn 3aBaguTb BUSABIIEHHIO
NO3NTMBHOIO 3pasKa Ta NpuaBene 40 OTPMMaHHA XMOHOro pesynbTaTty. Beegitb
ineHTudikaTOpM 3paskKiB i NpMsHayTe iHAEKCU B JIOKANbHOMY AMUcneTyepi NporoHy nepes
noYyaTKOM NigroToBKKM 6ibnioTekn. 3anuwiTe igeHTUdiIKaTopn NPo6, iIHAEKCU Ta OpieHTaL, 0
NYHKW NNaHwWeTa ANsa AoBiAKM nig Yac nigroToBKKM 6idnioTekn.

A 3ACTEPE)KEHHS

LLlo6 YHUKHYTK BTPaTU JaHUX, nepep, 36epexXeHHsaM NPoroHy nepekoHamTecs, Wo
BCTaHoBEHHA KB He BUKOHYETbLCS.

YBefeHHs 3pa3KiB ypyuHy

1.

BBefiTb yHikanbHWi ineHTUdikaTop 3paska B none Sample ID (IgeHTrdikaTop 3paska) 3 HaCTYNHUMU
KpuTepiamu. loganTe BCi KOHTpONi Nepep NpMsHayYeHUM BUKOPUCTaHHAM 3paskiB. LLlo6 oTpumaTy
binbLwe iHpopmauii, omB. KoHTpos1i Ha cTop. 6.

* 1-25 cumBonis.
*  BukopuctoByiTe nuwe nitepu Ta undpu, gedic abo nigkpecnroBaHHS.
* BykBeHO-LNOPOBUI CUMBON Ma€E CTOATU Nepeq, i nicna Tupe abo CMMBONIB NiAKPECNeHHS.

[JopnaTkoeo] BeeaiTb onuc 3paska B none Sample Description (Onuc 3pa3ska) 3 HaCTyMHUMN
KpuTepiamu.

* 1-50 cumBonis

* BukopucToBymnTe nvLle niTepu Ta undpu, npobin, nigkpecnoBaHHA abo geodic.

* BykBeHO-LUNbPOBUIA CUMBON MOBMHEH CTOATU Nepes i nicna Tupe, npobinis abo cumeonis
nigKpecneHHs.

BnbepiTb iHaekc ana 6ibniotekn AHK Ta/abo PHK, nigrotosneHoi 3i 3paska.

* [lepekoHanTecs, wo 3paskm PHK i OHK 3HaxoosaTbCs B OKPEMUX CTOBMNLAX.

* [lone «MocnigoBHIcTb i7+i5 AHK» aBTOMaTUYHO 3aNOBHIOETLCA NiCASA BUOOPY iAeHTUdikaTopa
iHoekcy OHK. Mone «MocnigoBHicTb i7+i5 PHK» aBTOMaTNYHO 3aMOBHIOETECA MicNsA BMOOPY
ineHTnoikaTopa iHgekcy PHK.
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8.

Kpim yboro, ame. po3ain «KinbkicTb 6ibniotek» Ta «Bubip iHgekcis», JIncTok-eknagmw go TruSight

Oncology Comprehensive (EC) (nokymeHT N2 200007789), fie MOXHa BUGpaTu igeHTudikaTtop

iHOeKcy.

* [na 6ibnioTekn 3paskie [JHK BubepiTb YHikanbHUI ineHTUdikaTop iHOeKcy (iHaekcn UPxx abo
CPxx) y po3KpuBHOMY cnimcky laeHTudikatopa iHgekcy OHK.

* [1nsa 6i6bnioTekn 3paskis PHK BubepiTb yHikanbHUn ineHTndikaTop iHgekcy (nuwe UPXxXx)
Y PO3KPMBHOMY CMUCKY igeHTuoikaTopa iHgekcy PHK.

* {KuWo B NPOroHi 3aranom e Tpu 6ibnioTekun, AOTPUMYNTECH BKasiBOK LLOA0 BUGOPY iHOEKCY B
[OKYMeHTI Jinctok-Bknaaunw o TruSight Oncology Comprehensive (EC) (GokyMeHT N2
200007789).

BukopucTtoyinTe none Tumor Type (Tun nyxnamHu), wob npnsHaunT TUN NyXJANHK A8 KOXKHOro

3paska, BUbpaBLUM Hanbinbll KOHKPETHUIA AOCTYMHUA TUMN NYXTNUHW.

*  3HangiTb CNNCOK AOCTYMHUX TUNIB NYXJINMH. BubepiTb 3i cnafiHOro MeHto, CKopuUcTanTecs
NOLUYKOM 3a KJIFOYOBMMM CNloBaMm abo HAaTUCHITb KHoMNKy Search (Mowyk). AnB. po3gin
BubepiTb TUM NyXJINHW Ha CTOp. 6.

MNpusHauTe cTaTb. N5 KOHTPONIB CTaTb HEBigOMa.

[OdopaTkoBo] Bubepith Export to CSV (EkcnopT go CSV), wo6 ekcnopTyBaTu iHpopmMaLito Npo

3pasku 0o danny.

MepernsaHbTe iHGOpMaLito Ha ekpaHi « CTBOPUTK NporiH». HenpaBunbHa iHbopMaLis Moxe

BM/IMHYTU Ha pesynbTaTu.

Bnb6epiTb Save Run (36epertu nporiH).

IMnopT 3paskiB

1.

Bnbepitb Import CSV (ImnopTt CSV) i nepenaite A0 po3TawyBaHHs iHhbopMaLlinHoro ganny spaska.

Bu MoXeTe iMnopTyBaTu ABa Tunu ¢annis.

* Bunbepitb Download CSV (3aBaHTaxunTtn CSV) Ha ekpaHi Create Run (CTBOpUTW NPOTiH), w06
3aBaHTaXWTW HOBUIA WabNoH iHdopMau,il Npo 3pasok. CSV-dann MicTUTb HeOBXigHI 3aronoBKu
cToBMUiB i dopmaT ansa iMnopTy. BeeqiTh iHGOpMaLLitO NPO 3pa3oK y KOXHWIA CTOBMELb ANA
3paskiB y nporoHi. Y ctosnui Tumor Type (Tvn NyxAnHW) BBEAITb TEPMIH TUMNY NYyX/IMHK abo
BiAMOBIAHWI KO, (ANB. pO34in 3aBaHTaXxuTy TUMM MyxJamH Ha cTop. 8). NMone Tumor Type (Tun
NYyXMHW) TaKOX BUKOPUCTOBYETLCS 419 MO3HAUYEHHS 3pa3kiB AK KOHTPONIB (AnB. po3gin
KoHTponi Ha cTop. 6).

* BukopucTanTe pann i3 gaHnMun 3paskis, kMM 6yno ekcnoptosaHo 3 Local Run Manager 3a
ponomororo ¢yHKuil Export to CSV (EkcnopT go CSV).

Ha ekpaHi Create Run (CTBOpUTK NpOriH) NepernaHbTe iMnopToBaHy iHbopMmauito.

HenpaBunbHa iHbopMaLisi MOXe BNNHYTU Ha pesyfbTaTu.

[OdopaTkoBo] Bubepith Export to CSV (EkcnopT o CSV), wob ekcnopTyBaTu iHpopmMaLito npo
3pasKu 40 30BHIWHbOro danny.
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4. BunbepiTb Save Run (36epertu NporiH).

KoHTponi

TSO Comprehensive (EC) BMMarae BUKOpUCTaHHA Habopy KOHTPOnbHMX 3paskiB TruSight Oncology
Controls. Mo3HayeHHA 3paska AK KOHTPOIA aBTOMAaTUYHO BCTAHOBSIOE CTaTb 3paska Ha Unknown
(HeBigomui). LLLo6 NprsHaunT KOHTPOSbHUIM 3pa3okK, BUOEPITb OAWH i3 YHOTUPLOX TUMIB KOHTPOSO B
noni Tumor Type (Tun nyxnuHn):

*  30BHiWHI KoHTPoAb OHK (no3nTueHUM kKoHTponb AHK)
*  30BHIiWHIN KOHTPOAb PHK (no3nTtusHmMin KoHTponb PHK)
* KoHTponb AHK 6e3 gogasaHHa maTpuui (No Template Control)
* KoHTponb PHK 6e3 gopasaHHA maTpuui (No Template Control)

[na oTpuMaHHA fogaTkoBol iHbopMaLii Npo HanawTyBaHHA TUNIB NYXJIMH A5 BCIX TUNIB 3paskKiB nig, yac
NPOroHy AMB. po34in Bubepitb UM nyxamHy Ha cTop. 6.

B MeXxax nporoHy MoXe 6yTu BKasaHWU TiNbKW OOWH 3 KOXHOIO TUMY KOHTPOHO. [4/15 30BHILLHBbOMO
KoHTponto AHK abo koHTposto OHK 6e3 gogaBaHHA MaTpuULi MOXHa BKasaTu nuwe 6ibnioteky AHK.
[ns 30BHIWHbOro KoHTposto PHK abo koHTponto PHK 6e3 gogaBaHHA MaTpuLi MoXe 6yTn BKasaHa
nvwe 6i6nioteka PHK. KoHTponi AHK abo PHK 6e3 pogasaHHA MaTpuL,i He BPaxoBYOTbCA B
MaKCUManbHY KifbKiCTb 6i61i0TeK y NPOroHi.

[na oTpuMaHHA goaaTKoBol iHGopMaLil LWoAo BUKOPUCTAHHSA 3paskiB KOHTPOMO AMB. JINCTOK-BKAaANLL
o TruSight Oncology Comprehensive (€C) (qokymeHT N2 200007789).

Bu6epiTb TN NyXINHN

[1Ns KOXHOTrO 3pa3ka HeoBXiAHO BKa3aTu TUMN NyXJIMHWU. 3a BUHATKOM TUMIB KOHTPOJIO, AOCTYMHI TUMK
MYXJVH OTPUMYHOTbCS 3i BCTaHOBMEHOI KB Ta MOXYTb 3MiHIOBAaTMCSA 3 OHOBMIeHMM BepcigMu KB.

/N 3ACTEPEXEHHSA

HenpaBunbHWMin BUGIP TUMY NYXJUHU MOXE NPU3BECTMN 40 OTPUMaHHS HENPaBUIbHUX
pesynbTaTiB. YCYHbTe 6yab-AKi nonepenXXeHHs, aKi 3'ABNATbCA NPW BU3HAYEHHi TUNIB
NYyXAWH, W06 YHUKHYTU HEBL,AMOr0 aHanisy.

TepMiHM TUNy NYXJAMHN € YaCTUHOK iEpapXivYHOI OHTONOr I 3aXBOPrOBaHHA B KB, fika byayeTbca K
CYKYMHICTb 6aTbKIiBCbKUX i AOYIPHIX eNeMeHTiB. Hanpuknag, TepMiH «HegpibHOKNITUHHUIA paK NereHis»
€ OOYipHIM efleMeHTOM pakKy fereHis, OCKifIbKN HeLPIOHOKNITUHHUIA paK NereHiB € TUNMOM paKy NnereHis.
MantoHok 1 306paXkae npyknag nigMHOXWHW OHTONOr il 3aXBOPIOBaHHS, ika LEMOHCTPYE CONigHY
NYXJMHY B AKOCTi KOPEHEBOr0 TEPMIHY Ta TEPMIHU, MOB'A3aHI 3 pakOM flereHiB i pakoMm WuTonomioHoT
3an03MK (iHWi TMNY paky He NnokasaHi). TepMiH, NoB'A3aHNn Yepe3 6aTbKiBCbKO-A0YipHi 3B'A3KN 3
TepMiHaMM HMXXYOro piBHSA, HasMBaeETbCA NpeaKoM. MMiAKYEHI TEPMIHM HUXHBOMO PIBHSA € HallagKamu
6aTbKiBCbKOro TepMiHy. Hanpuknag, pak nereHis € npegkomM ageHoKapLUUHOMN fiereHis i
OPIBHOKNITUMHHOIO paKy NereHis, a MeayNAPHUA pak LWNTOBUAHOI 3211031 € HaLLaAKOM SIK paKy
LWMTOBUAHOI 3aN103K, TaK i CONIgHOT NYXINHWN.
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MantoHok 1 Tpuknag, nigMHOXMHN OHTOOTiT 3aXBOPHOBaHHSA

ConigHa nyxnunHa

KapynHoma
wmronoaibHoi 3anosun

Pak nereHiB

MepnynspHa kapuuHoma
LW MTOBUAHOI 3a51031

HeapiGHOKNMITUHHMIA
pak nereHis

OpiOHOKNITUHHMIA pak
nereHis

ManinspHa kapunHoma
L MTOBUAHOI 3a5103K1

donikynsapHa kapumHoma
LW MTOBUAHOT 3211031

HennockoKNiTUHHUI
HeapPiOHOKMITUHHWIA pak
nereHiB

M10CKOKNMITUHHUIA
HeapiOHOKMITUHHUI pak
nereHis

KapunHoma wutoBmgHoi
3anosu i3 kniTok MNoptna

ApneHokapumHoma
nerexHb

AHannacTuyHa KapyuHoma

AOEHONNMOCKOKMITUHHA

LMTOBMAHOI 3251031 KapLuHOMa nereHo

BenukoknitnHHa
KapuMHOMa nereHb

CapkomaTtoigHa
KapunHoma rnereHb

BubpaHuin TMN NyXavMHU s 3paska nalieHTa BnavBae:

* dKe CynyTHE LiNboBe NpU3HaYeHHsA 4iarHOCTUKM OLIHIOETbCA ANA 3paska. TiNbKM 3pasku NauieHTIB i3
TUNOM NYXJINHK, AKUIA € TOYHUM 36iromMm abo HalLaaKoM TUNY paky A8 CynyTHbOro AiarHOCTUYHOrO
NPW3HaYeHHS, OLIHKOOTbCSA A5 L€l 3asBEHOI XapaKTePUCTUKMN.

* dki BapiaHTK Npo¢inoBaHHA NyXMHM BKtoYeHi go 3BiTy TSO Comprehensive (EC). mB.
[pointoBaHHA BapiaHTIB MyX/MHW Ha cTop. 18.

BnbepiTb TUN NyxanHM 3a gonomMoroto ekpaHa Create Run (CTBOpUTY NPOriH). TUN NyXAVHU TakoX
MO>Ha HanawTyBaTu WASXoM iMnopTy CSV-dainy, Wo MiCTUTb TUMN NYXANHW (ANB. IMIOPT 3paskiB Ha
cTop. 5).
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1. [Bidi KNauHiTb KNITUHKY TUNY NYXJWHW, WO NepernaHyTn 4OCTYMNHI TUNW NyXanH. LoCTynHi Tunu
NyXnuH BigobpaxkatoTbCa B andasBiTHOMY iepapxiyHoMy cnucky. Mone Tumor Type (Tvn NnyXmMHu)
TaKOX BUKOPUCTOBYETHCA AJ/1A MO3HAYEHHS TUMY KOHTPOJO AN KOHTPObHMX 3pa3kiB (amB..
KoHTponiHa cTop. 6).

2. BuKopucToByiTe cNMCoK abo pAAOK MOLYKY Y BEPXHiA YaCcTUHI BikHa Tumor Type (Tun nyxnuHm),
Wo6 BnbpaTn NOTPIOHMIA TUN NYXSIMHN.

3aBaHTaXXuUTm TUNU MNYyXJNH

MOBHWUIM CNUCOK JOCTYNHUX TUAIB NYXAKH y dopmaTi TSV MOXHa 3aBaHTaXUTW 3 ekpaHa Create Run
(CtBOPUTK NpOTiH) 3a gonomoroto kKHomnkn Download Tumor Types TSV (3aBaHTaXXuUTu TUNK MYy XJIWH
TSV). Cnncok MiCTUTb Taky iHbopMaLito.

*  TepMiH TUNY NYXJMHM BUGHO B iHTepdelci kopucTysaya.
*  [IOBHMWIA WAAX TUNY NYXJIMHN B MEXax iepapXxii TUNy NyXJnHN (OHTONOr i 3aXBOPHOBAHHSA).

* Kogp, skun BukopucToByeTbcs Local Run Manager ans igeHTudikalii Tuny nyxanHu.

PeparysaTu nporiH Ta iHiLitoBaTU ceKBeHyBaHHS

[HCTPYKUIiT WoAo pegaryBaHHs iHGopMaLiii Npo NPOriH Ta NoYaTKy NPOroHy CeKBEeHYBaHHA AMB. Y
LOKYyMeHTI [oBigkoBuii nocibHuk o npunagy NextSeq 550Dx (gokymeHT N2 1000000009513). AHanis i
3BiTyBaHHA NOYMHAOTLCA MiCNA 3aBEPLUEHHS MPOrOHY CEKBEHYBAHHS.

3 MipKyBaHb 36epiraHHs NPoriH cekBeHyBaHHA MOXe 3abe3nedvyBaTu BUXigHI gaHi 40-100 I'b.
BTOpUHHUI aHani3 NporoHy ceKkBeHyBaHHA MoXe 3abesnedyBaTn BUXigHi gari 100-200 I'b.

MeToawn aHanisy

Micns 36opy faHnx cekBeHyBaHHA Mogy b KOMMEKCHoro aHanisy TSO (EC) obpobnse ix, wob:
*  BWKOHATW KOHTPOJIb AKOCTI;
*  BUSBWUTW BapiaHTy;

*  BM3HAYUTU CTATYC MyTaLiAHOro HaBaHTaXeHHs NyxanMHu (TMB) Ta MikpocaTeniTHOI HeCTabiNbHOCTI
(MSI);

®  BUW3HAYUTM CYNYTHi pe3ynbTaTu 4iarHOCTUKNY;
®  OUIHMTW KNiHIYHY 3HAYYLWLICTb | NOTEHLINHY KNiHIYHY 3HaYYLWiCTb BUABNEHNX BapiaHTIB;
*  MOBIAOMWUTM NPO pesynbTaTu.

Y HacTYyMHUX po3ginax onucaHi MeTogu aHanisy.
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KOHTPOJIb SIKOCTi NPOroHy

MNMOKa3HMKKN SKOCTi NPOroHy CEKBEHYBaHHSA OLLiHKOOTbCS, W06 BU3HAUNTU, UM 3HAXOOATbCA BOHN B
MeXaX NMPURHATHOrO AianasoHy. 3arasbHUI BiACOTOK 3UMTaHMX BENIMYNH, LLLO NPOXOAATb QinbTp,
NOPIBHIOKTb 3 MiHIMaNbHUM MOPOroBUM 3HaYeHHAM. 19 NOKa3HUKIB 3unTyBaHHA 1 Ta 3UMTyBaHHSA 2
cepepfHin BigCOTOK oCHOB = Q30, W0 fae NPorHo3s Wono0 NMOBIPHOCTI HenpaBuibHOro 6a3oBOro Bi3UTY
(Q-6an), TakoX NOPIBHIOKTb 3 MiHIMaNbHUM MOPOrOBUM 3HaYEHHAM. AKLLO 3HAUYEHHS ANA KOXXHOro 3
LMX TPbOX NOKA3HWUKIB BignoBigatoTb crieumndikaLism, ToAI NPO KOHTPONb AKOCTI MPOroHy
noeigomnaeTbca AK Npo PASS (MpongeHo) i aHania NpoaoBXyeTbCA. AKLL,O0 3HaYeHHSA A8 6ygb-AKoro 3
NoKasHKKiB He Bignosigae cneuudikaLil, TOAi Npo pe3ynbTaT KOHTPOMKO AKOCTi NPOroHy
nosigomnaeTbca AK FAIL (He npongeHo), i aHanis He BUKOHYETbCA. [JOKNagHiwe anB. y po3gini
[Toka3HMKM KOHTPOJIHO IKOCTIi Ha CTop. 68.

FeHepyBaHHA ¢painis FASTQ

[aHi cekBeHyBaHHA, W0 36epiraroTbes y popmaTi BCL, BUJanaroTbCA 3 BAKOPUCTaHHAM iHOEKCHUX
NOCnigOBHOCTEN, YHIKaNbHMX 419 KOXHOro 3pa3ka, 404aHOoro nig vyac etany nigrotoeku 6i6niotekun, ons
NpW3HaYeHHs KnacTepis fo0 6i6ioTekn, 3 IKOi BOHM NoxoaAaTb. KoxeH knactep MiCTUTb ABa iHgekcu (no
OHI NOCMiQOBHOCTI i5 117, HAa KOXXHOMY KiHUi dparmeHTa 6i6niotekn). KombiHauis LMX iHOEKCHUX
NOCNigoOBHOCTEN BUKOPUCTOBYETLCA ANA AEMYbTUNMEKCYBaHHA 06'eAHaHNX 6ibnioTek.

Micna gpemMynbTUNNEKCyBaHHA CTBOPOOTLCA dannu FASTQ. Lli dannm MicTATb 3UMTyBaHHA
CEeKBEHYBaHHSA AN KOXHOT OKpeMol 6ibnioTeku 3paskis i NoB’A3aHi 3 HUMK OLIHKM AKOCTI A18 KOXXHOIo
po3ni3sHaBaHHA OCHOBW, 3a BUHATKOM 34NTYBaHb i3 6yab-aKNX KnacTepis, AKi He nponwnn ¢GinbTp.

BupisHioBaHHA [JHK Ta BUnpaBfieHHA NTOMUIIOK

BupisHtoBaHHA [HK Ta BunpaBneHHA NOMUNOK BKIIKOYAE BMPIBHIOBaHHSA pe3y/ibTaTiB CEKBEHYBaHHSA,
OTpUMaHKX i3 BibnioTek 3paskis [JHK, 40 eTanoHHOro reHoOMy Ta BUMNPaB/IEHHA MOMUIOK Y pesyfibTaTax
CeKBEHYBaHHA Nepef, po3nisHaBaHHAM BapiaHTy.

ETan BupiBHIOBaHHA BUKopuUcToBYE enanHep Burrows-Wheeler Aligner (BWA-MEM) 3 yTuniToro
SAMtools gna sBupisHoBaHHA nocnigosHocTen OHK y pannax FASTQ 3 eTanoHHUM reHoMoM hg19,
cTBoptotoun pamnu BAM (*.bam) i dannu ingekcy BAM (*.bam.bai).

MouaTtkoBi ¢pannm BAM gonaTkoBo 00pobnar0TbCa 418 YCYHEHHSA MOMUIIOK (BKIFOYHO 3 MOMUIIKAMW, LW,O
BUHWKIK Nig Yac MJIP-amnnidikauii abo cekBeHyBaHHS). 34NTyBaHHA, OTPUMaHI 3 Tiel caMoi yYHiKanbHOT
Monekynun IHK, sropTaoTbCA B €AUHY penpeseHTaTUBHY NOCAILOBHICTb 3 BUKOPUCTAHHAM IXHbOTO
YHiKanbHOro MonekynsapHoro igeHTuoikatopa (UMI), BkntoueHoro B pparmeHTun 6ibniotekmn nig vac
nigroToBKM 6ibnioTEKN.

Opyrun payHpg BupiBHIOBaHHSA 3 BUKOpUCTaHHAM BWA-MEM i SAMtools BUKOHYETbCA Ha 34YNTYBaHHI
AaHuX, CTUCHYTUX UMI, Wwo npmnssognTb 40 gpyroro Habopy dannis BAM 3 BignosigHUMKU dannamm
iHoekcy BAM. Ui pannn BAM BUKOPUCTOBYOTBLCA AK BXigHI faHi A8 po3nisHaBaHHA aMnidikauii reHis.
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IHcepuii Ta geneuii kKaHanpaTiB ineHTUIKYHOTbCA 3i 3rOPHYTMX BUPiBHIOBaHb BAM, a napun 3UunTyBaHHS
nepepiBHIOOTHCA BIHOCHO LINX IHCEpLiN Ta genewin kaHguaaTiB [0 CUrHaniB pesepBHUX iHCepLin Ta
aeneuin, ki, MOXXnNMBo, 6y NponyLLeHi Yepes Hey3rogXxeHicTb. OQHOYACHO 3 LM Mapu 34nTyBauis,
LLLO NepeKpuBaroTbCs, 3WmnBaroTbea (6ioiHGOPMaTHO KOMBIHYHOTLCS) B OANH E0MHNIA KOHCEHCYCHUIA
pesynbTaT 3UnTyBaHHA. [icns Lboro BCi 3UNTYBaHHA BMBOAATLCA AK TPETil Habip ¢dannis BAM 3
BignoBiAHUMU pannamu iHgekcy BAM. Lii ¢annn BAM BUKOPUCTOBYHOTBLCA K BXiAHI faHi ans
pO3ni3HaBaHHA ManMx BapiaHTiB, BU3SHAaYEHHS CTaTyCy MiKpocaTeniTHoI HecTabinbHocTi (MSI) Ta
KOHTpPONO AKOCTI 6ibnioTekn OHK.

laeHTudikalis Mmanoro BapiaHTa

Po3snizHaBaHHA Manux BapiaHTIB BUKOHYBanu ons 6ibniotek 3paskis JHK (3a BUHATKOM KOHTpoONiB 6e3
MaTpuui OHK) ons BusBneHHS Manux BapiaHTiB, y TOMY YMC/Ti OAHOHYKNEeoTUAHNX BapiaHTiB (SNV),
6araTtoHykneoTngHux sapianTis (MNV) goBXxunHowo o 3 nap ocHoB (bp), a TakoX iHcepuin | geneuin
LOBXWMHOK A0 25 n. 0. [ina BuaBneHHsa nesHuUx MNV, iHgeniB (ogunH abo gekinbka HyKNeoTUais,
3aMiHEHUX 04HMM abo KiflbkoMa HykneoTuaamu, siki He € SNV abo MNV) Ta geneuin MoXxe 3Hagobutucs
daszoBui nigxia. Ana redie EGFR i RET BusiBeHo nonepefHbo BU3Ha4vyeHuin Habip MNV, iHgenb i geneuii
(nuB. flopaTtok D. baraToHykneoTuaHi Bapiadii, iHaeni Ta geneuii B reHax EGFR i RET, siki BUSBISFOTbCS
3a 40MNoMOror nporpamm A5 ¢aszoBoro aHanizy BapiaHTiB. Ha cTop. 79) 3a gonomoror ¢GasoBoro
nigxoay. ®asoBaHUn Nigxia 00 po3nisHaBaHHA Manux BapiaHTiB 06MeXY€ETbCA nuLe LMY BapiaHTaMu.
ANropuTMuM po3nisHaBaHHSA BapiaHTIB He PO3Pi3HAOTb BapiaHTM COMaTUYHOIO abo 3apoaKOBOro
NOXOAXEHHS.

BuasneHHA Manux BapiaHTiB

®annv BAM 3 nonpaBKo Ha MOMUIIKY (3ropHYTi Ta BUNpaBeHi iHcepLii Ta AeneLii) BUKOPUCTOBYIHOTHCSH
AK BXifHi AaHi 32 NOYaTKOBUM afirOPUTMOM PO3Mi3HaBaHHSA BapiaHTIB 419 BUABNEHHA Manux BapiaHTiB.
MNoyaTKoBMI eTan po3nisHaBaHHA BapiaHTIB NPU3BOANTbL A0 HediNbTpoBaHWX dannis popmaty
po3nisHaBaHHSA BapiaHTy reHoMy (gVCF). ®annun gvVCF MiCTATb KOHTPONbHI po3nidHaBaHHA abo
po3ni3HaBaHHA BapiaHTIB AN1A KOXHOMO JIOKYCY, Ha KA cnpsamMoBaHuii aHania TSO Comprehensive (EC).

®dinbTpyBaHHA Manux BapiaHTiB

MoTimM BapiaHTU-KaHANAATU QiNbTPYOTHCS 3a peuuagnBytouMMm (cneymndivyHMMm ons aHanisy)
apTedakTaMu Ta apTedakTaMm BHACHiLOK 06pobKmM 3paskiB (Hanpuknag, geamiHaLis abo OKMCAEHHS).
[ns ycyHeHHs cneyndidyHMX Ansa aHaniay aptedakTiB CKOpUroBaHuin 6an ssKocTi po3paxoBYyeETbCA
LUSIAXOM MOPIBHAHHA CMOCTEPEXYBaHOI YacTOTW BapiaHTIB i3 BUXiAHUM PO3MOAINOM LWyMY ANS TOro
caMoro LeHTpy. [laHe po3nofineHHs 6yno ogepyxaHe 3 NpodintoBaHHA HAbopy HOpManbHUX 3PaskKiB, Lo
BiAMNOBIAa0Tb BUBIpL 3a NpnsHadyeHHAM (Solid-FFPE) pisHMX sKoCcTel 3a 4,onomMororo aHanisy TSO
Comprehensive (EC). [Ina ycyHeHHA cneydiyHMX ans 3paska apTedakTiB MOKasHMKMY, WO NigTPUMYOTb
Len BapiaHT, cTpaTUdiKOBaHi 32 YaCTOTO NOMUIIOK. 3YMTYBaHHS, WO NOXO4ATh 3
AYNNEeKCHOro/3WNTOro 3UNTYBaHHSA, Ma€e HallHMXYMIA PiBEHb MOMMWIIOK, @ 34MTYBaHHS, LLLO NOXO4ATb 3
CUMMJIEKCHOrO (HeAYMNNEKCHOrO/HE3WMNTOro) 34NTYBaHHSA, Ma€ HaNBULLMIA piBEHb NOMUIOK. Lli yacToTun
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NMOMWJIOK OL,iHFOFOTBECSA LWIAXOM OLLIHKM BCiX JTOKYCIB i3 MOBI4OMIEHUMW YaCcTOTaMmM BapiaHTHUX anenis
HUX4Ye 5 %. HeBigNoBIAHICTb eTaNoHHUX AaHNX 3BITY LUX AiNAHKAX 3HAYHOKO Mipoto 06YMOBNEHO
nomunkamMn. CnpaByXHi COMaTUYHI NOAIT Yepes iIXHH BiGHOCHY PigKIiCTb HEe MalOTb CYTTEBOIO BMN/IMBY Ha
Li OLiIHKM YacTOTM NOMUNOK. OCKINbKW Lii Kacu 34MTYBaHHSA, BYMNNIEKCHe/3WNTE Ta CUMMJIEKCHE, MakoTb
pi3Hi, cneumdiyHi 4nsa BMBipKn, NOKasHMKM NOMUIIOK, BNEBHEHE BUABNEHHA BapiaHTa-KaHgMaaTa Moxe
BUMaraTtu 6inbLiol abo MEHLLOT KiflbKOCTi 3UMTYBaHb 3aNeXHO Bif, LbOro NoKasHMKka NoMUIoK.
Hanpwuknag, Ha ranburHi oxonaeHHs, wo cTaHoBMTb 200 34MTyBaHb, BapiaHT MOXHa CMIIMBO BM3HaYaTh
3a 4OMNOMOIOK TPbOX BUCOKOSIKICHUX NiATBEPLKYBANbHUX 34NTYBaHb abo M'ATU BUCOKOAKICHMX
34nTyBaHb.

BapiaHTn-kaHangaTtu, SKi He MatoTb AOCTATHBLOI NIATPUMKN AN 34NTYBaHHA Ha OCHOBI L€l Moaeni 3
NOBIAOMIEHHAM NPO NOMUNKY abo AKi MatoTb HU3bKiI CKOPUroBaHi MOKasHUKM AKOCTI, MO3HaYyaroTbeCA
npanopuem ¢inbTpa LowSupport i BBaXaroTbCA KOHTPOSIbHUMN PO3Mi3HaBaHHAMM. AKLLO LEHTP TaKoX
Ma€ Hef0CTaTHE NOKPUTTS A5 po3nisHaBaHHA BapiaHTy (MeHwe 100 pasiB), BapiaHT NoO3HaYaETbCA
npanopuem ¢inbTpa LowDP i BBaXaeTbCs TakuM, WO He NoTpebye posnisHaBaHHA. BapiaHTu 3 BUCOKOO
nowmpeHicTio B COSMIC3 MaroTb HMX Ui NOPOroBi 3HAaYEHHSA A8 KOXKHOMo 3 LiMX NOKa3HUKIB AKOCTI
NMOPIBHSAHO 3 BapiaHTaMu, He noB’asaHnmm 3 COSMIC. e eTan ¢inbTpyBaHHA NpU3BOANTDL 40
oinbTpyBaHHA dannis gvVCF.

da3yBaHHA Manux BapiaHTiB

dasoBaHuin po3nisHaBay BapiaHTIB ineHTUdikye nesHi MNV, iHgeni Ta geneuii B reHax EGFR i RET.
ANropuT™M BU3Havae BapiaHTu B reHax EGFR i RET, fAki € kaHangatamu ansa ¢asyBaHHA y
BigdinbTpoBaHmnx pannax gvVCF 3 nonepenHboro eTany, i po3TawoBye BapiaHTX 3a IOKabHUMN
cycigHimu rpynamu. MoTiM Bunpasnse ¢ann BAM 3 nonpaBkKor Ha NOMUIKY Ha Byab-SKi [0Ka3un Toro,
LLLO Li Mani BapiaHTK BigOyBarOTbCSA B OGHIN KNOHaNbHIi cybnonynsauii ogHa 3 ogHoto (y ¢asi ogHa 3
OAHO0). MNMOoKa3HKMKW, L0 NepeKpmnBatoTbCs, PO30MBatOTLCA B Fpynax Ha MiHiManbHUIM Habip KnacTepis,
AIKi MICTATb OQHaKOBI BapiaHTW. BapiaHTu BUABAAIOTLCA LWNAXOM AOCHIOXKEHH:A pAaKiB 3BiTy Concise
Idiosyncratic Gapped Alignment Report (CIGAR) y ¢anni BAM Ta NOPiBHAHHA 34MTaHMX NOCNIAOBHOCTEN
3 NOCNIQOBHICTHO pepepeHTHOr0 reHoOMY.

3nUTTA Manux BapiaHTiB

HapewTi, MNV, iHgeni Ta geneduii, BuasneHi ¢asoBaHMM posnisHaBayeM BapiaHTy, 06'eAHYHOTbCA Y
BindinbTpoBaHi dannum gVCF. Tinbkn Ti MNV, iHgeni Ta geneuwii 3 nonepegHbO BUSHAYEHOr O CINCKY
BapiaHTiB reHiB EGFR i RET BignoBigatoTb Kputepiam gnsa ob’egHanHA B gVCF. Aue. JogaTok D.
BbaraTtoHykneoTugHi Bapiadii, ingesni Ta genewii B reHax EGFR i RET, aKi BusiB/stOTbCA 3@ 4OMNOMOI OO
nporpamu A5 paszoBoro aHasnidy BapiaHTiB. Ha cTop. 79. MNV, iHgeni Ta aeneu,ii Big pasoBaHoro
po3nisHaBaya BapiaHTiB MatOTb nepesary Hag, TUMU, AKi MOXYTb icHyBaTK B gVCF nig yac no4yaTKoBOro
eTany posnisHaBaHHA BapiaHTy. Llen eTan npnssoanTb 0o o6'egHaHHa dpannis gVCF.
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MpuMiTKN gNa Manoro sapiaHTy

BusBneHi Mani BapiaHTV aHOTaLinOBaHO 3a LONOMOIor CUCTeMM aHoTauin Nirvana 3 iHpopmMalieto 3
6a3un gaHnx RefSeq Ta pisHux 6a3 gaHmx nonynauii (COSMIC, ClinVar, dbSNP, 1000 Genomes Ta
gnomAD). AHOTaL,is Manux BapiaHTIB BUKOHYETLCA KifibKa pasiB He3anexHo, K ONMcaHo B HaCTYMHUX
po3sginax.

CTtaTuuHi 6a3n gaHux aHoTauin gna pospaxyHky TMB

Cuctema Nirvana aHoTye Big®inbTpoBaHi po3mni3HaHHA ManMx BapiaHTiB i3 CTaTUYHUMU (He
OHOBNIOBaHNMM) 6azaMu AaHUX aHOTaLi 4718 BUKOPUCTaHHSA LWASXOM po3paxyHKy TMB Huxye 3a
NOTOKOM (gMB. MyTayiiHe HaBaHTa>keHHA nyxanHu Ha cTop. 13). gVCF Ha eTani pasyBaHHA Manoro
BapiaHTy BMKOPUCTOBYETLCA AK BXiAHWA NapaMeTp (AnB. pO3ain lgeHTudikalis maaoro BapiaHta Ha
cTop. 10). BapiaHTu, BUsiBNeHi pasoBnM po3nisHaBa4YeM BapiaHTIB, HE BUKOPUCTOBYHOTbCS OJ1A
po3paxyHky TMB.

Ba3u paHux cTaTUMYHUX aHOTaLi ANa CyNnyTHbOro AiarHOCTUYHOr O
po3ni3HaBaHHS

Cuctema Nirvana aHoTye BigdinbTpoBaHi po3nizHaHHA Manux BapiaHTIB 3a ONOMOIror CTaTUYHUX
(HeoHoBMOBaHMX) 6a3 JaHUX aHOTaL i 418 NOSANbLIOro BUKOPUCTAHHSA Nig Yac CynyTHbOro
LAiarHOCTUYHOro po3snisdHaBaHHA (gMB. posain CynyTHe giarHOCTMYHE po3ri3HaBaHHS Ha cTop. 17). gVCF
Ha eTani pasyBaHHA Masioro BapiaHTy BUKOPUCTOBYETLCS AK BXigHWIA napamMeTp (gMB. po3gin
lneHTugikayis manoro BapiaHTa Ha cTtop. 10).

OHoBnoBaHa 6a3a gaHux RefSeq ana npodintoBaHHA NYXJINHU

Cuctema Nirvana aHoTye BigdinbTpoBaHi po3nisHaHHA Manux BapiaHTIB 3a ONOMOrok OHOBMEHOT 6a3u
AaHux RefSeq B pamkax npouecy NpodintoBaHHA BapiaHTIB NyxnuHu (ouB. [1poginoBaHHSA BapiaHTIB
nyxavHu Ha cTop. 18). OHoBNtOBaHa 6a3a gaHunx RefSeq BkntoyeHa B 6asy 3HaHb Ta MOXe NepioaAnydHo
OHOBJ/OBATUCA OJ15 CYMICHOCTI 3 iHWWM BMIiCTOM 6a3u 3HaHb.

Po3nisHaBaHHs aMnnidikauii reHis

PosnisHaBaHHA amnidikau,ii reHiB BUKOHYeTbCA Ansa 6ibnioTek 3paskiB [JHK (3a BUHATKOM KOHTpOiB
6e3 maTpuui AHK). AnropyTm BUKOPUCTOBYETLCA AN11 iAeHTUdiKawil amnnipikoBaHMUX reHiB i
064UYMCIEHHA 3HAUYEHHSA KpaTHOCTI 3MiHM ANA rexis amnnidikail, Ha ski Bnaneae TSO Comprehensive
(EC). KpaTHicTb 3MiHM ANA f@HOro reHa 0AepXXyrTb i3 HOpManisoBaHOI FMMOBMHM 3UNTYBaHHA reHa B
3pasKy BigHOCHO HOpMasi3oBaHOl rMMOUHM 3UNTYBaAHHA ANNAOIgHMX o6nacTen 3 TOro camMoro 3paska.
KpaTHICTb 3MiHW, L0 nepeBuLLye cneundiyHnin 418 reHa rpaHUYHNn fianasoH, BBaXKaeTbCA
amnnigikayieto reHa. Ha ubomy eTani aHanisy otpumano ¢ann VCF, wo nigcymMmoBye cTaH amnnidikau,il
reHa Ta nigpaxoBaHy KPaTHICTb 3MiHM 419 KOXHOTO LiIbOBOro reHa amnidikau,ii.
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MyTauiiiHe HaBaHTaXXEeHHA NYXJINHU

MyTauiiHe HaBaHTa)XeHHA nyxnuHu (TMB) pospaxoByeTbcs ans 6ibniotek spaskis [JHK (3a BUHATKOM
KoHTponis 6e3 MaTpuui AHK). OuiHka TMB reHepyeTbes 3 danny gVCF, sreHepoBaHoro etanom
¢inbTpa Manoro BapiaHTy (AvB. l[geHTudikalis Maaoro BapiaHTa Ha cTtop. 10) Ta aHOTau,il, 3reHepoBaHi
nig Yyac aHoTauin manoro BapiaHTy. BapiaHTu SNV, iHcepLii Ta geneuil BKNHOYatoTbCA A0 PO3PaXYHKY
ouiHkM TMB, KM BU3HaYaeTbCA Ha OCHOBI KiNNbKOCTi HegpanBepHMX COMaTUYHMX BapiaHTIiB Ha
Merabasy (ouiHoBaHy AinsaHKky). MyTauii opansepiB ineHTUOIKYIOTbCA Ta GiNbTPYOTLCA HA OCHOBI
nigpaxyHky COSMIC. TSO Comprehensive (EC) He po3pi3Hsi€e BapiaHTVU cOMaTU4HOro abo 3apoaKoBOro
NOXOAXXEHHA 3 METOHO PO3Ni3HaBaHHA Manoro BapiaHTy. BapiaHTu BigMiYatoTbCs K MMOBIPHI 3apOAKOBI
AN po3paxyHKy oLuiHkn TMB, i3 3acTocyBaHHAM KOMOiHaL,il 6a3n gaHux nonynauii Ta ctpaTerin
oinbTpyBaHHA Nicna 6asun gaHnx. BapiaHTuy, Aki yacTo cnocTepiratoTbes B 6asi gaHnx nonynauii,
MMOBIPHO, MatoTb 3apOAKOBE NoxXoaXeHHs. [icnsa ¢inbTpyBaHHA 6a3u gaHux GinbTp 6n3bKOCTI
nosHayae BapiaHTU AK 3apO4KOBI, KLLO BOHW OTOYEHI BapiaHTaMu, No3HaYeHMM B 6asi AaHUX AK
3aponKoBi. BapiaHTn, BU3HayYeHi K MIMOBIpHi 3ap0O4KOBI, BUKJIHOUYAKOTbCA 3 PO3PaxyHKY ouiHkn TMB.
JinaHka, Wwo nignarae ouiHLi, AMHaMIYHO KOPUTYETBLCSA Ha 3pas3oK Ha OCHOBI MMBUHN CEKBEHYBaHHS.
"eHOMHI LiNAHKN 3 BUCOKMM piBHEM GOHOBOIO LYMY BMK/HOYaOTbCA 3 064ncneHHa TMB. TMB
pO3paxoBYETbLCA AK KiNbKICTb COMaTUUYHNX BapiaHTIB, LLLO He HaneXaTb A0 rapsaynx TOYOK MyTareHesa, 3
VAF = 5 %, NoAineHo Ha po3Mip LiNAHKN, WO Nigasarae ouiHLi.

CTtaTyc MiKpocaTeniTHOI HecTabiNIbHOCTI

[ns BU3HaueHHs cTaTycy MSI 3paska ouiHroeTbCsA 3aranom 130 nonepeaHbo BM3HavyeHnx MSI ginsHok.
[N KOXHOI AiNAHKW pO3NoAiNeHHss NOBTOPHMX 3PasKiB MOPIBHIOETLCA 3 NAHENSIO HOPManbHNX 3pasKiB,
W06 BU3HAUYNTHK, Y/ 3HAYHO 3MILL,EHO PO3MOAiIN MOBTOPHUX 3paskiB. OcTaTouyHui 6an MSI o6uncnroeTbes
AK KiNbKIiCTb HECTaBINbHUX AiNAHOK, NOAINEHNX Ha 3aranbHY KiflbKiCTb AiNAHOK, AKi MOXHa
BUKOPUCTOBYBATM (ZiNAHKM 3 AOCTaTHIM NOKPUTTAM). 3pa3ok BBaxkaeTbca MSI-High, skww,o noro
nokasHuk MSI ctaHoBuTb = 20,00%, a nokasHuk MS-Stable — < 20,00%.

KoHTposnb AKocTi ana 6iéniotek 3paskis JHK

bibnioteku 3paskis [HK (Tinbku 3pasku nayieHTIB) OLiHIOKOTLCA Ha NpegMeT NOTEHLiINHOro
3abpyaHeHHa [HK 3 iHwux 3paskie (YyxxopigHa [HK) 3a gonomoror KoMbiHau,ii oLiHKM 3abpygHEHHS Ta
p-3HaYeHHA 3abpyAHEHHA. Y KOHTaMIHOBaHMX 3pasKax iCHYHOTb 3apOAKOBI BapiaHTU (O4HOHYKNEOTUAHI
nonimop®iamn abo SNP), siki MatoTb 3cyB VAF 3 ouikyBaHux 3HaveHb 0 %, 50 % a6o 100 %. Anropmutm
obumncnoe norapudMiyHy NpPaBAoNOAIGHICTb Y BCiX NOWMPeHnX nonoxeHHax SNP, e nosigoMnsaTbeA
posnisHaBaHHA SNV. YM GinblnM NoKasHNK 3abpyaHEHHS, TUM binblua AMOBIPHICTb 3abpyaHEHHS
yyxopigHol AHK. P-3HaueHHsa neperpynyBaHHsa nigcymMmoBye 6an gncbanaHcy XpoMoCoM, KU
npencTaBnse 3arafbHy MMOBIPHICTb CNOCTEpeXXyBaHUX po3nisHaBaHb BapiaHTIB A0 KOXHOI XPOMOCOMMU.
AKLLO AK iHAEeKC 3abpyAHEHHSA, TaK i p-3HAUYeHHS NeperpynyBaHHA NepeBuLLYOTb NonepegHbo
BM3HaYeHi NOPOroBi 3HaYEHHA AKOCTI, 3pa30oK BBaXaeTbCA 3abpyAHEHMM. AKLLO BUSABNEHO
3abpyaHEHHS, TOAi NPO KOHTPOSb AKOCTI 6ibnioTekn AHK nosigoMmnseTbca Ak npo FAIL (He npongeHo), i
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ANA HEBEMKMX BapiaHTiB, amnidikauin reHis, MSIi TMB pe3synbTaTn He4OCTYNHi. KpiM Toro, CynyTHIN
pesynbTaT AiarHOCTUKM abo NpodintoBaHHA Ny XJNHU HEAOCTYMHUI, AKLLO BiH 3aNeXnTb Bifg,
NPOXOAXXEHHA KOHTPOSIHO AKOCTI 6ibnioTekn QHK.

MNMoKasHMKN KOHTPOJSIO AKOCTi BUKOPUCTOBYHOTHCA A1 OLIHKM JOCTOBIPHOCTI pO3nisHaBaHHA Manunx
BapiaHTIB, amnnidikauii reHis, MSI Ta TMB gns 6i6niotek 3paskis AHK, Aki npoxogaTe KOHTPONb AKOCTI
3abpyaHeHHsA. kLo 6ibnioTeka 3paskiB He BiANOBIAaE 04HOMY ab0 KiNlbKOM NOKasHMKaM AKOCTI,
BiAMOBIAHUIM TUN BapiaHTa abo 6ioMapkep He nNoBigoMNAeTbCA. [ToB'A3aHa kaTeropia KA 'y 3aronosky
3BiTYy BigobpaxaeTbcsa sk FAIL (He npoigeHo). Kpim Toro, cynyTHilA pe3ynbTaT 4iarHOCTUKM abo
Npo®iNtoBaHHA NyXJINHN MOXe By TN HEAOCTYMHMM, AKLL,O BiH MOKNaga€TbCA HA MPOXOAXKEHHS
KOHTPOJIO AKOCTI 419 OAHiel abo AeKibKOX 3 HaBeAEHUX HMXYe KaTeropin KOHTPOIHO SKOCTI.

PesynbTaTn KOHTPOMHO AKOCTi 6ibnioTekn AHK gocTynHi y ¢anni MetricsOutput. tsv. [uB. po3ain
BuxigHi nokasHuky Ha cTop. 53.

3BiTYyBaHHA NPO HU3bKY rMUONHY ansa 6i6nioTek 3paskKis
AHK

[nA KOXHOro 3paska naujieHTa 3 6ibniotekoro [JHK cTBOPHOETLCA 3BIT MPO HU3bKY MNOUHY. 3BIT MICTUTb
nepenik reHOMHMX MNONOXEHbD i3 3aranbHOK MMNBMHOK cekBeHYBaHHA < 100, ona AKX He 6yno
BUSABJIEHO NPOXiAHUIA Manuin BapiaHT. Lli NON0XeHHS MatoTb HeL0CTaTHHO MMOUHY CEKBEHYBaHHSA, LW,006
BUKJIIOYMTU HAsABHICTb Manoro BapiaHTy. 3a HaABHOCTI AOCTaTHbLOI FNGMHM CEKBEHYBAHHA BapiaHTHOMoO
anens, Bce LWe MOXHa BUABUTU BapiaHTHU i3 3arasibHOK rNmMbuHo cekBeHyBaHHsA < 100.

CyYMIiXHI MONOXEHHA HNU3bKOT FMNBUHN, O NepeKpUBarOTb Ti caMi FeHK, 06'e AHYOTbLCA B FTeHOMHI
AianasoHn y 3BiTi NP0 HNU3bKY MN6UHY. KOXeH reHOMHWI Aianas3oH Yy 3BiTi aHOTOBaHO OAHUM abo
AekinbkomMma cumeonamm reHa RefSeq. AHoTauis RefSeq 6a3yeTbcs Ha 6asi aaHux RefSeq, wo BxoanTtb
o cknagy KB, i Moxe 3MiHOBaTMCA Nicnsa oHoBIeHHA KB.

[oknagHy iHpopMaL,ito Npo BMICT AMB. Y 3BIT Mpo HMU3bKY rnbuHy Ha cTop. 57.

BupisHioBaHHA PHK

BupisHtoBaHHA PHK BukoHyeTbcs ans 6ibnioTek 3paskis PHK. BupisHioBaHHA PHK Bktouyae nonepegHio
006p06KY HECKOPUIrOBaHUX 3UNTYyBaHb CEKBEHYBAHHSA, CYMILLLEHHS 3UNTYBaHb CEKBEHYBaHHSA 3
€TaNoHHMM FreHOMOM i MOCTOBPO6KY BUPIBHAHMX 3UNTYBaHb CEKBEHYBaHHS.

1. Mo-nepuwe, nocnigosHocTi PHK y dainax FASTQ 3HMXYyrOTbCA 4,0 Npnbnn3sHo 30 MinbnoHis
3UnTyBaHb Ha 6ibnioTeky 3paskie PHK. 3HMXeHHS BUBIPKN 3[INCHIOETLCA LLNAXOM BUNagKOBOro
BMBOpY 3unTyBaHb 3 BXigHWX dannis FASTQ nicna posnoginy NMoBipHOCTI. [MOTIM KiHLi
nocnigosHocTen PHK 06pisytoTb 4,0 MaKkCUManbHOT JOBXWHY, WO CTAHOBUTL 76 Nap OCHOB.

2. TlonepegHbo 06pobNeHi 3UMTYBaHHA NOTIM BUPIBHIOKOTb 3 €TaNOHHUM reHoMoM hg19 i
iAeHTUOIKYIOTb MOXKIINBI 3'€QHAHHA cnnaicuHry. Ha ubomy etani cTBoptotoTbeA dannm BAM Ta
dannm iHgekcy BAM ansa BUPIBHAHMX 34MTaHb, @ TaKoX TEKCTOBUM dain i3 posaineHnMmn Bknagkamm
Ansa 3'egHaHb cniancis.
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3. HapewrTi, gybnikaTn 3unTyBaHb NO3HaYaroTbCA y pannax BAM TaknMM YMHOM, W06 iX MOXKHa 6yo

BUKMHOUMTK 3 NofanbLlunx etanis. Ha ubomy eTani reHepyroTbes pannm BAM Ta pannu iHgekcy BAM,

AKi BAKOPUCTOBYHOTbCSA AK BXifHi AaHi 415 po3snisHaBaHHA 3nnTTa PHK Ta posnisHaBaHHA BapiaHTiB

cnnancuHry PHK.

Po3nisHaBaHHA 3nuTTa PHK

PosnisHaBaHHsA 3nMTTA PHK BUKOHYt0TbCA Ansa 6ibnioTek 3paskis PHK (3a BUHATKOM KOHTpoOniB 6e3
popasaHHa MaTpuui PHK). KaHgnaaTu Ha 3niMTTA igeHTUIKYOTbCA 3 aHOManbHUX Nap 34NTyBaHb

(34nTyBaHb, L0 BMPIBHIOKOTHCA 3 PISHUMK XPOMOCOMaMM abo B HEOUiKYBaHUWX OpieHTaLiAX) y dannax

BAM (3reHepoBaHux nig Yac BmpiBHIOBaHHA PHK) ons rexiB 3anuTTs, Ha AKi cnpsamMoBaHa TSO

Comprehensive (EC).

3'-IVITyBaHHF|, o I'Ii,D,TpI/IMyI'OTb 3INTTA, 36I/IpaI-OTbCFI B KOHTUTN-KaHOWOATH

3MTTA. [TOTIM KOHTUMM-KaHANLATU 3INTTA BUPIBHIOKOTbCA Hasag, 00 pedepeHCHOro reHomy. Lli
KOHTUIM-KaHAMOATWN 3ANTTA MNOTIM OLIHIOKO T 3a PisHUMUK GiNbTpamMm, NepLl HiXkK NOBIAOMAATH MPo iX
BUsABNEHHS. Lli dinbTpwn y3aranbHeHi B Tabanui H1xXuYe.

®inbTp

Imprecise

RepeatOverlap

WeakBreakend

DuplicateContig

Contigintragenic

LowQ

Onuc

KaHanaaT HM3bKOI po3A4inbHOI 34aTHOCTI, @ He pO3ni3HaHe KOMMJIeKCHe
3NUTTS.

3nUTTA NO3HayYeHe AK Take, LWo nepekpusae obnacTtb gynnikawii.
BukopucTtoByeTbcs nuwe K GinbTp AN HEYHIKanbHOro 3icTaBeHHsA
KaHOouaaTiB Ha 3NNTTA.

[aHi Npo 3UMTyBaHHS/BUPIBHIOBaAHHA 3 O4HOr0 6OKY 3NUTTA cnabki. Lien
®inbTp B OCHOBHOMY BKasye Ha Te, W0 3UMTYBaHHA NepPeKpPMBatOTh 3NUTTA
NMLWe Ha fekinbka nap ocHoB. ABO X L,e MOXe CBIAYNTW Npo 3aHaATo
BesIMKY roMOJOrito.

[1Ba HaNiBKOHTUIN 3NIUTTA CKNadaroTbCA 3 OAHIET NOCNIAOBHOCTI.

lMoBTOpHE BUPIBHIOBAHHA HaMiBKOHTUIB 3abe3neyye BUPiIBHOBAHHA, AKi
BiAMNOBIAaOTb OAHOMY reHy 3 060X CTOPIH (abo B MexXax 1 TUc. n. 0., AKLW,0
He BKasaHo).

YHiKanbHi 3UNTyBaHHSA, WO NiGTPMMYKOTb 3IMTTA, MEHLLi 3a nonepegHbo
BM3Ha4eHWN Nopir (nopir ctaHoBUTL S Ana 9-16 MiNbNOHIB 3UNTYyBaHb; 6 AnA
16—26 MiNbAOHIB 34NTyBaHb; 7 AN 26—30 MiNbAOHIB 3UNTYBaHb).

[oaaTkoBi 3NUTTA MOXYTb By TN BUAB/EHI 32 AONOMOIOKO NpoLLecy po3nisHaBaHHsA BapiaHTiB PHK 3i
CNaNCKHIom (auB. po3ain PosnisHaBaHHA BapiaHTa crninavicuHry PHK Ha cTop. 16 Ta O6'egHaHHA

31mTTiB PHK Ha cTOp.

16).
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Po3nisHaBaHHA BapiaHTa cnnancuHry PHK

PosnisHaBaHHA BapiaHTiB cnancmHry PHK BUKoHyeTbca ans 6ibniotek spaskie PHK (3a BUHATKOM
KOHTpONbHMX 3paskiB PHK 6e3 pofasaHHa MaTpuu,i). BapiaHTu cnnaicunHry (cnonyyveHHs) 3 PHK-
BUPIBHIOBAHHSA MOPIBHIOKOTbCSA 3 6a30t0 JaHMX BiGOMMX TPaHCKPMNTIB Ta 6a30BOO JliHIEND BapiaHTIB
CMNNANCKHIY HENYXJIMHHUX CNONYyYeHb, OTPUMaHNX 3 Habopy HOpManbHMX 3paskiB FFPE 3 pisHux Tunis
TKaHVH. Byab-5Ki BapiaHTX CNNaNCUHry, Wo BignosigatoTe 6asi gaHnx abo BUXiGHOMY PiBHIO,
BiAdINbTPOBYIOTLCA, AKLLO BOHM HE 3HAXOAATLCA B Fpyni 3'€AHaHb 3 Bif,OMOKO OHKOMOTYHOK QYHKLEO.
AKLL,0 € AOCTaTHSA NigTPMMKa 34MTYBaHHSA, BapiaHT CNNaiCMHry KaHangaTta 36epiraeTbcs. Llen npouec
TaKoX ifneHTUdikye Mmoxnuei 3anntTa PHK (auns. O6'cgHaHHA 3imTTiB PHK Ha cTop. 16).

O6’epHaHHA 3nuTTIB PHK

3nnTTA, ineHTndiKoBaHi nig Yyac posnisHaBaHHa 3NUTTA PHK, 06’egHyBanu 3i 31MTTAM NPOKCUMaNbHUX
reHiB, ineHTMdiKoBaHMX Nig Yac po3nidHaBaHHA BapiaHTa cnnancuHry PHK. MoTim 06’egHaHi 3nuTTA
aHOTYyBaIM CUMBOJIaMM FeHiB abo HasBaMW, LLLO BiAMNOBIfaAOTL CTaTUYHIN 6asi TpaHckpunTie (GENCODE
Release 19). Pe3ynbTaToM LbOro NpoLuecy € Habip po3nisHaHUX 3/IMTTIB, MPO SKi MOXKHa NOBIAOMATN.

AHoTauifa BapiaHTa cnnancuHry PHK

BunsHayeHi BapiaHTu cnnancuHry PHK aHOTyHOTbCA 3a ONOMOIor0 MexaHiaMy aHoTauin Nirvana 3
BMKOPUCTaHHAM iHpopmaLii 3 6a3un gaHux RefSeq. AHoTaLia BapiaHTIB CNNalCUHIY BUKOHYETLCA Kinbka
pasiB He3anexHo, K ONMCcaHo B HaCTYMHUX po3Ainax.

CtaTuyHa 6a3a paHux RefSeq gna cynyTHbOro AiarHOCTUYHOro
po3ni3HaBaHHS

CucTteMma Nirvana aHOTYe BMSIB/EHI po3nidHaBaHHA BapiaHTiB cnnancuHry PHK 3a gonomoroto ctaTuyHol
(He oHoBNEHOI) 6a3un gaHnx RefSeq ona BUKOPUCTAHHSA LWIAXOM No4anblUNX CYNyTHIX AiarHOCTUYHNX
po3nisHaBaHb (auB. po3ain CynyTHE giarHOCTUMYHE pO3ridHaBaHHS Ha cTop. 17). BapiaHTu cnnancuHry
aHOTyBaNu 3i 3MiHaMU PiBHA TPAHCKPUNTIB (YparkeHi eEK30HaMM B TPaHCKPUNTI reHa) BigHocHO RefSeq.
Lis 6a3a gaHux RefSeq e Takow X, ik i cTaTu4yHa 6a3a gaHnx RefSeq, Aska BUKOPUCTOBYETLCA B NPOLLECI
aHoTaLil Manoro BapiaHTy.

OHoBnoBaHa 6a3a gaHux RefSeq ana npodintoBaHHA NYyXJINHU

Nirvana aHOTye BUsABMeHi BapiaHTu cnnancuHry PHK 3 oHoBneHoro 6a3oro gaHux RefSeq B pamkax
npouecy NpodiftoBaHHA BapiaHTIB MYyXJIMHW HUXYe 32 MOTOKOM (AWB. [TpogiitoBaHHS BapiaHTIB My XAnHN
Ha cTop. 18). BapiaHTn cnnancuHry aHoTyBanu 3i 3MiHaMu PiBHS TPAHCKPUNTIB (YpaXkeHi eKk3oHaMu B
TpaHcKpunTi reHa) BigHocHo RefSeq. OHoBMtoBaHa 6a3a gaHux RefSeq BknoyeHa B 6a3y 3HaHb Ta MOXe
nepiognyHO OHOBNKOBATUCA 419 CYMICHOCTI 3 iHLUMM BMiCTOM 6a3u 3HaHb.
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KoHTponb skocTi gnsa 6i6niotek 3paskis PHK

MNMOKa3HMKN KOHTPOJIO AKOCTi BUKOPUCTOBYHOTLCA ANA OLiHKM BanigHoOCTi 6ibnioTek 3paskis PHK Solid-
FFPE. AKw,0 nokasHUK KA BUXOANTb 3a MeXi NPUAHATHOro gianasoHny, Togi KA 6i6niotekn PHK
nosigomnaeTbcA AK FAIL (He npongeHo), i onsa BapiaHTiB 3nMTTS abo cnaancuMHry Hemae pesynbTaTiB.
KpiMm TOro, cynyTHi pesynbTaT AiarHOCTUKM abo NpodintoBaHHA Ny XJMHU HEAOCTYMHUN, AKLLO BiH
NOKNafaeTbCA Ha MPOXOAXEHHS KOHTPOSIO AKOCTI 6ibnioTekn PHK.

PesynbTaTu KOHTpOO fAKocTi 6ibnioTekn PHK gocTynHi y ¢anni MetricsOutput . tsv. AnB. BuxigHi
MOKa3HWKKM Ha CTop. 53.

TpaHCcKpUnTU

TpaHckpunT ABnse coboro naHutor PHK, akuii TpaHckpnbyeTbes 3 AHK. MoTiM yto PHK MoxHa
TpaHCMOBaTK 418 YTBOPEHHS Binka. FeH MoXe MaTu AeKinbka TpaHCKpUNTIB (Hanpuknag, aKw,o
3aCTOCOBYHOTb Pi3Hi MPOMOTOPK abo iCHYHOTb Pi3Hi CTPYKTYPU CNNANCUHIY eK30HIB). KOXeH TpaHCKpunT
Mag€ yHiKanbHUM HoMep. Y HoMeHKNaTypi HGVS HykneoTuaHy 3MiHy, AKka BNMBaE Ha KogyBanbHYy
NOCNIAOBHICTb, MOXHa NepeniuMTi 3 NOCUNaHHAM Ha TpaHCKpUNT. NeplLla nitepa BKasye Ha anernb
OVKOro Tuny, a apyra nitepa Bkasye Ha BapiaHTHWUN anenb. Hanpuknag, NM_004333.4:¢c.1799T>A
O3Hayae, Wo Yy nonoxXeHHi 1799 TpaHckpunty NM_004333.4 kogyBanbHa PHK kogye T B eTanoHHOMY
reHoMi, ane N4 uboro BapiaHTa 3MiHeHa Ha A.

3BIiT KOHTPOJIO

[na KOXHOro aHanisy CTBOPHOETLCA BMXIiAHUI 3BIiT KOHTPOJKO, AKWIA BKIKOYAE OL,iHKY KOXHOro
KOHTPOJKO, BK/IKOUYEHOr 0 B NPOriH. Mogy b KoMnnekcHoro aHanidy TSO (EC) He pobuTb 3pasku
nauieHTiB aBTOMaTUYHO HELINCHMMN Ha OCHOBI pe3ynbTaTiB KOHTPOJIbHUX 3pa3KiB.

OwuB. Jinctok-Bknagunw go TruSight Oncology Comprehensive (E€C) (aokymeHT N2 200007789), w06
OTPMMaTW BKasiBKN LW,040 BanigHOCTIi BAKOHAHHA aHanidy Ta BanigHOCTI 3pasKka navieHTa Ha OCHOBI
pesynbTaTiB KOHTPONIB.

BuxigHuin 3BiT KOHTPOMO [OCTYNHUI Y danni ControlOutput. tsv. AUB. 3BIT rMpo BuxigHi gaHi
KOHTpPOJIKO Ha cTop. 48.

CynyTHeE AiarHOCTUYHe Po3ni3HaBaHHA

[nA KOXXHOro BCTaHOBMIEHOMO CYNyTHBLOIO AiarHOCTUYHOrO o6cTexeHHs (CDx) 3a Npu3HayYeHHAM
Mopynb KomnnekcHoro aHanisy TSO (EC) Bu3Ha4yae 3aCTOCOBHICTb LiNboBOro npnaHavyeHHsa CDx ans
KOXHOI0 3paska nauieHTa Ha OCHOBI TUMY NYXJIMHK 3paska navieHTa. AKLWO TUM NyxXavHW nawieHTa e
TOYHOO BiANOBIAHICTIO abo HalLaAKOM TUMNY NYXJNUHW 5 LiNboBOro BUKOpUCTaHHA CDX, BBaXKaeTbCH,
LLLO BiH 3aCTOCOBYETbLCA A0 LbOro npmsHayeHHa CDx. [na oTpMMaHHA 4oAaTKOoBOI iHpopMmaL,il npo
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NaToNOrik0 3aXBOPHOBAHHSA ANB. PO3AiN BubepiTh TUM NyXnHY Ha CTOpP. 6. AKLWLO TUM NYXJNHW NalieHTa
He 3aCTOCOBYETbCSA [0 LiNbOBOro BMKopucTaHHA CDX, To LinboBe BUKOpUcTaHHA CDx Ans Lboro 3paska
He OLLIHIETbCS.

Akw,o0 HeobxigHa 6ibnioTeka cekBeHyBaHHSA (JHK abo PHK) gns yinboBoro BukopmncTtaHHa CDx He
CEeKBEHYETbCA abo He MPOXOANTb KOHTPOJIb AKOCTI, TOAI 3pa3oK NaLieHTa He OLHIOETbCA ANA LbOro
LinboBoro BukopucTtaHHsa CDx. AKwW,o Tvn BapiaHTa (Hanpuknag, Mani BapiaHTn) abo 6iomapkep,
HeoOXigHWI 4N LinboBOro BUKOpUCTaHHA CDX, He Nig4aeTbCa KOHTPOKO AKOCTI, TOAi 3pasoK nauieHTa
He OLiHIETBCA A1 LbOro LifIbOBOro BUKopucTaHHA CDx.

Konu BM3HayeHo, Wo uinboBe BUKopncTaHHA CDX 3aCTOCOBYETbLCA A0 3paska nauieHTa, HeobXigHi
BibNioTEKN CEKBEHYIOTLCA Ta NPOXOAATb HEOOXiAHI 3aX0AN KOHTPOJSIO AKOCTI, A4 3pa3ka naujieHTa
OLIHIOETbCA CYMNYTHE AiarHOCTUYHE LiiSIbOBE BUKOPUCTaHHSA. BuaHaueHi BapiaHTu Ta/abo 6ioMmapkepn y
3paskKy NauieHTa OLiHIKTLCA 419 BUBHAUYEHHA pesdynbTaTy ANA LinboBoro BukopuctaHHsa CDx. OuiHka
NPoOBOANTBLCA 3@ LOMNOMOr o anropuTMy, cneundiyHoOro Ana LinboBoro BUKopmucTaHHA CDX, AKnin
OLLiHIOE HasABHICTb Ta/abo BiACYTHICTb BapiaHTiB/6ioMapkepiB, AKi BigNoBigatoThb LiNnbOBOMY
BUMKOpUCTaHHIO CDX.

PesynbTaTu CynyTHbOI AiarHOCTUKMU

PesynbTaTu 3giicHeHHs CDx-po3nisHaBaHb AoCTynHi y 3BiTi TSO Comprehensive (EC) (aue. 3BiT
TruSight Oncology Comprehensive (EU) Ha cTop. 21). No3nTusHi pesynbTatn CDX, NpnsHayeHi ana
BUKOPUCTaHHSA, HaBefeHi B po3gini 3BiTy TSO Comprehensive (EC) «Pe3ynbTaTu CynyTHbOI
piarHocTukm» (pieeHb 1).

MpogintoBaHHA BapiaHTIB NYXJINHK

Micna BU3HaYeHHs pesybTaTiB CYNyTHLOI AiarHOCTUKM BCi BU3HAYEHi BapiaHTW Y 3pasKy nalieHTa, Wwo
NPOXOAATb, 3iCTaBMAAOTbLCA 3 BCTAHOBNEHOK KB AN BUSHAaYEHHSA TEHOMHUX AaHUX, AKi MaloTb KIiHIYHY
3HauyLWicTb abo MatoTb MOTEHLINHO KNiHIYHY 3HauyLWicTb. Llen npouec HasnBaeTbCA NPOdiNtoBaHHAM
BapiaHTIB NyXNMHW. Pe3ynbTaTu FreHOMHOro AOCNiAXKEeHHS — Lie OA4MH BapiaHT i3 AoKa3aMu KNiHiYHOT
3HauYyLWOCTi abo NOTEHLINHOT KMiHIYHOT 3HaYyLWOoCTi, abo rpyna BapiaHTiB, fKi Npu IX 0gHOYACHOMY
BUSABJIEHHI MatOTb O3HAKM KiHIYHOT 3HAYYLLLOCTi ab0 MNOTEHL,IMHOT KNiHIYHOT 3HaYyLLOCTI.

AKLL0 AeKinbka BapiaHTIB NepepaxoBaHi pa3oM AK FEHOMHUI BUCHOBOK, Lie O3Ha4ae, WO iCHYOTb A0Kasu
KMiHIYHOT 3HaYyLWLOCTi ab0o NOTEHLUINHOT KNiHIYHOT 3HaYYLLOCTi A8 LLUX BapiaHTIB pa3oM, NpUHanMHi B
OOHOMY 3 Axxepen, nepeniyeHnx y posgini «IHpopmauinHi gaHi» 3BiTY. Y pasi HasaBHOCTI AeKifIbKOX
reHOMHUX AaHWUX | BKTFOUYEHHSA BapiaHTa [0 6iNbLu HiXK 04HOr0 3 LLMX pesynbTaTiB, el BapiaHT MoXe
OyTUK BKasaHWM y 3BiTi 6inblle ogHOro pasy. EANHUIA BapiaHT 6yae BKaszaHUM NuLle Ha HanBULL,OMY PIiBHI,
AKLLO BiH BigNOBIgA€e KpUTepisM 3BITHOCTI. KOXXEH i3 HaBeAeHUX HMXYE NPUKNIALIB KNiHIYHOT 3HaYyLLOCTi
BKJIKOYaB KiflbKa BapiaHTiIB:

* NTRK1 p.(Gly595R) nokasaHuin onsa Toro, Wwo6 BUKIMKATUN PE3NCTEHTHICTb 4,0 04HOro abo AeKinbKox
iHribiTopie TRK y nauieHTiB i3 kBanidikauinHnm 3imTTaAM TRK (IHCTpyKLif i3 3aCTOCyBaHHS
napoTpekTuHiby 211710s000Ibl).

OokymeHT N2 200008661, Bep. 06 18

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.



MocibHuK 3 poboyoro npouecy moaynsa aHanisy Local Run Manager TruSight Oncology Comprehensive (EU)

Y nauieHTa kniHiyHoro gocnig)eHHsa LIBRETTO-001 cnocTepiranuca sk RET D898_EQ01del, Tak i
RET D903_S904delinsEP. Y nauieHTa cnocTepiranacs BignoBigb MyXJMHW Ha JliKyBaHHS iHriGiTopom
RET (PMID 32846061).

MowykoBuin aHanis gocnigxeHo BOLERO-1i -3 nokasas, W0 nawieHTn 3 pakoOM MOJIOYHOI 3a/1031 3
amnnigikayieto ERBB2 oTpMMYOTb KMiHIYHY KOPUCTD Bif, iHFi6yBaHHA mMTOR, AKLW,0 NyXANHU
AeMOHCTpyBanu akTuauito wnsaxy PI3K abo myTauii AKT1 E17K (PMID 27091708).

MyTauisa A BRAF p.(Val600E), w0 BMHMKae 0gHOYacHO 3 MyTauieto npomoTopy TERT, noe'sA3aHa 3
HecrnpuATANBMM NPOrHO30M NpPU NaninApHiIN KapLUHOMI LLMTOBUAHOI 321031 BiANOBIAHO 0
OCHOBHUMX pekoMeHgauin CLUA.

Pe3ynbTaTu reHOMHOro A0ChiAXXeHHSA 3 03HaKaMM K/iHIYHOI 3HAUYLLLOCTi

PesynbTaT FreHOMHOI0 4OC/IO)XKEHHA 3 03HaKaMM KNiHIYHOT 3HaYyLL,OCTi MOBIAOMNAOTHCSA B pO34iNi
3BiTY TSO Comprehensive (EC) «Pe3ynbTaT reHOMHOIo AOCIAXKEHHS 3 03HaKaMU KNiHIYHOI
3HayyLWocCTi» (piBeHb 2) (aus. 3BiT TruSight Oncology Comprehensive (EU) Ha cTop. 21). PesynbtaTtun
reHOMHOI 0 JOCIOXKEHHSA MOBILOMAATECA B FTEHOMHUX AaHUX i3 03HaKaMM KNiHIYHOT 3HaYYLLOCTI
(piBEHb 2), AKLL,0 BOHM BiAMNOBIAAOTb TaKUM KpUTEpPIiAM:

PesynbTaT reHOMHOro A0CNIOXEHHSA NOB’A3aHi 3 KOPUCTHO abo BiACYTHICTIO KOPUCTI Bifg Tepanil,
npo LWwo cBigunTb 3aTBepaXeHa EMA eTukeTka npenapaTty abo FDA eTukeTka npenapaty. Tun
NYXJUHWN 3paska NOBMHEH BY TN piBHUM abo HallafKoOM TUNy NyxnaunHW acouiauil KB B oHTonoril
3axBoptoBaHHA. 118 OTPMMaHHA AoAaTKoBOl iHpopMaL,il Npo NaTONOriK 3aXBOPHOBaHHA AMB. PO34in
BubepiTb TUM NyXJINHW Ha CTOp. 6.

PesynbTaTu FeHOMHOr0 AOCHiIgXEHHS MOB'A3aHi 3 KOPUCTIO abo BIACYTHICTIO KOPUCTI Big, Tepanil,
MaloTb AiarHOCTUYHE 3HaYeHH:A abo MatoTb MPOrHOCTUYHE 3HAUYEHHS, NPO Lo CBigYaTh
onybnikoaHi pekoMeHgaLii ESMO, pekomMmeHgaLii ASCO abo iHLWi OCHOBHI pekoMeHgaLii 3 KNiHiYHOT
npakTmkn CLUA. Tvn nyxnnHK 3paska NOBMHEH PiBHMM abo HallagKoM TNy NyX/anHKM acouialii KB B
OHTONOrIT 3aXBOprOBaHHA. 1151 OTPMMaHHSA [04aTKOBOI iHGOopMaLil Npo NaToNoriko 3aXBOpPrOBaHHSA
OVB. po3ain BubepiTb TUM NyX/IMHM Ha CTOP. 6.

PesynbTaTu reHOMHOro f0Cnig>XeHHs 3 NOTEHLINHOK KJiHIYHOK 3HAYYLLICTIO

PesynbTaT FeHOMHOIO AOCIOXKEHHA 3 NOTEHL,INHOK KiHIYHOK 3HAYYLLICTHO NOBIGOMMAOTLCA B
posgaini 3eiTy TSO Comprehensive (EC) «Pe3ynbTaT reHOMHOI 0 AOC/IOXXEHHS 3 MOTEHLUIAHOM
KMiHiYHOK 3HauyLWicTo» (piBeHb 3) (amB. 3BiT TruSight Oncology Comprehensive (EU) Ha cTop. 21).
PesynbTaT reHOMHOIro A0CAiIAXEHHSA NOBIAOMNATLCA B FTEHOMHUX AaHUX i3 NOTEHLINHOK KAiHIYHO
3HayuyLicTio (piBeHb 3), AKLLO BOHW BigNOBIgat0Th TAaKNUM KPUTEPIaM:

PesynbTaTu FEHOMHOrO AOCAI)KEHHSA BiANOBIAAOTb KPUTEPIAM FreHOMHUX pe3ynbTaTiB 3 03HaKamu
KNiHIYHOT 3HaYyLWOCTi (piBeHb 2) (Hanpuknag, 3aTBepaxeHa EMA eTukeTka npenapary,
3aTBepaxeHa FDA eTukeTka npenaparty, BkasiBkn ESMO, pekomeHgaLii ASCO abo iHLi OCHOBHi
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pekomMeHgaLii CLLUA), ane nuile AKLWO TUN NYyX/MHM 3pasKa He BigNoBigae TUNY NyXJNHMK,
acouiauinioBaHoMy 3 KB. Taknum YMHOM, TUMN NYXJIMHN 3pa3Ka He MOBUHEH AOPIBHIOBATY TUMY
NyXAnHK, acouinosaHomy 3 KB, i He By Ty NOro Halw,agKom.

* Y KRiHIYHIN niTepaTypi Len BapiaHT Mae TepaneBTUYHUIN, AiarHOCTUYHUIA ab0 NPOrHOCTUYHUI
3B'A30K, L0 ONUCYE KNiHiYHE AOCAIAXEHHSA. TUM NYXAUHKU 3paska Mae 6yTu piBHUM abo HalLaiKoM
TUNy NyxnuHu acouiauii KB.

* Llen BapiaHT BKIHOYEHUI 0,0 KPUTEPIiB BiANOBIGHOCTI ANS yyacTi B KNiHIYHOMY BUNPOBYBaHHI, fo
AKOro 34iNCHETbCA Habip yyacHukis (dasa I/ll, 11, 11, Il abo V), 3apeecTpoBaHOMY 3a agpecoto

clinicaltrials.gov abo B PeecTpi kniHiyHMX BUNpobyBaHb EC (EUCTR). Tun nyxnunHu 3paska Mae 6yTu
PiBHUM ab0 HalLagKoM TUMY Ny XAMHM KNiHIYHOro BUNPOOYBaHHSA.

TMB Ta MSI 3aBXau peecTpyoTbCA B FTEHOMHUX 3HaXigKax i3 MOTEHL,iIMHOK KNiHIYHOK 3HAYYLLICTIO
(piBEHDb 3), HE3aNEXHO Big, TUNY NYXIMHM 3pa3ka.

3MiHUN piBHA Yepe3 OHOBJIEHHA 6231 3HaHb

OcCKinbKM KNiHiYHI f0Ka3M HAKOMNYYOTLCA 415 BapiaHTIB NpeLusinHol OHKONOrii, OHOBNEHHA 6asn 3HaHb
CTaloTb SOCTYNHUMMK ANA BigobparkeHHs 3MiH. BapiaHTn, Npo siki cnovyaTky He 6yno NoBigoMNeHo Yepes
BiALCYTHICTb KJTiHIYHUX 00OKAa3iB, MOXYTb Mi3HilWe NOBIAOMIATUCA B FEHOMHUX pe3yfbTaTax i3 03HaKamMu
KMiHIYHOT 3HaYyLLOCTi (piBeHb 2) abo B reHOMHUX pe3yfbTaTax i3 MOTEHUINHOK KAiHIYHOK 3HAYYLLICTHO
(piBEHb 3) 32 AOMOMOrOHO OHOBMEHHS BMICTY 6a3u 3HaHb. Tak camMo BapiaHTU MOXYTb NepemiliaTucs 3
piBHA 2 00 piBHA 3 abo HaBNaKKW, KON OHOBMHOETHLCA BMICT 6a3n 3HaHb. BU3HaueHi BapiaHTH, siKi He
BiZAMOBIAAOTb KPUTEPIAM BYAb-AKOr0 PiBHA, HE NOBIAOMNATLCA. 3B’A3KM MiX Yy TAMBICTIO abo
PV3NKOM PO3BUTKY paKy BMKNKOYaAKOTbCA 3 6a3n 3HaHb | He BNIMBAOTb Ha BUPIBHIOBaHHA. TepaneBTUYHI
3B'AI3KMW, L0 BUKOPUCTOBYOTLCA ANA BUPIBHIOBAHHSA, 0OMEXYOTbCA LiNbOBUMY NPOTUPaAKOBUMM
npenapaTamMu Ta iMyHoTepanieto (He BKtOYarOum iMyHOTepanito Ha OCHOBI KITITWH).

Mo3nTusHi pesynbtatn CDX

CynyTHi giarHOCTMYHI BapiaHTW, 3a3HayeHi B po3aini «PesynbTaTu CynyTHLOI AiarHOCTUKM» (PiBeHb 1),
BUKMKOYAKOTbCA 3i CMUCKY FEHOMHUX AaHUX, WO MICTATb OANHUYHI BapiaHTK, y po3ainax «eHOMHi gaHi,
LLLO MakOTb KJIiHIYHY 3HauyLWicTb» (PiBeHb 2) Ta «[ €eHOMHI AaHi, WO MatoTb MOTEHLINHY KNiHIYHY
3HauyulicTb» (PiBeHb 3). OgHaK pe3ybTaT¥ FTEHOMHOI0O OOC/IIAXEHHS, W0 CTOCYHTbCH AEeKiNbKOX
BapiaHTiB, BCE OAHO MOXYTb MOBIOMNATUCA B pe3ynbTaTax reHOMHOro AOCNIAXEHHS 3 O3HaKaMu
KNiHiYHOT 3HauywuLocTi (PiBeHb 2) i pe3ynbTaTiB FTEeHOMHOI0 OOC/IOXXEHHSA 3 MOTEHLIAHO KTiHIYHOM
3HauyLwicTio (PiBeHb 3), HaBiTb AKLLO OAMH i3 BapiaHTIB 6Y10 NOBIAOMIEHO B pe3yfbTaTax CynyTHLOI
piarHocTuku (PiBeHb 1).

AHoTauii COSMIC

BapiaHTun, 3apeecTpoBaHi B reHOMHUX 3HaXigKax 3 03HaKaMm KNiHiYHOT 3Ha4yLLLOCTi abo reHOMHWNX
3HaxifoK 3 MOTEHL,INHOK KJTiIHIYHOK 3HaYYLLICTHO (piBeHb 2 abo 3), CyNpoBOOKYHOTbCA ieHTUdiKaTopoMm
COSMIC, aKL0 3aCTOCOBHO, 3 6a3n gaHnx Katanory comatndHux myTauin npu paky (COSMIC), aka
BXOAMTb [0 cknagy 6asu sHaHb.
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PesynbTaT aHanisy

Micns 3aBepLleHHs aHanisy Mogynb koMmnnekcHoro aHaniay TSO (EC) reHepye nanky Aaa aHaniay y
HanawToBaHI BUXigHI nanyi gna cucteMu. 4ns oTpuMaHHA fo04aTKOBOI iHGopMaLiii npo
HanawTyBaHHA Nankn BUXiGHUX AaHnx aunBe. [osigkosBui nocibHuk 4o npunagy NextSeq 550Dx
(gokymeHT N2 1000000009513).

LLlo6 nepernaHyTn pesynbTaTh aHanisy, BUKOHaMTe Taki 4il:
1. TMepengiTb A0 KaTanory, AKUA MiCTUTb Nanky A5 aHanisy.

2. BigkpuinTe nanky aHanisy, Wwob nepernsHy Ty Gannm BUXigHUX AaHUX.
Hassa nanku aHanisy popmaTyeTbCA K Analysis #, Ae # 3a 3aMoBYYBaHHAM fopiBHIOE 11
30iNbLlYETLCA MO OAHOMY 418 KOXKHOMO 3anuTy aHanisy. Y nanui aHanidy CTBOPHOETbLCS Nignanka
YYYYMMDD HHMMSS, iKa BKasye faTy Ta yac aHanisy (Hanpuknag, 20210101 145958).

dannun

Y LuboMy pPO34iNni oNUCYTbCA NiACYMKOBI Gannv BUXIAHUX gaHnX, CTBOPEHI Nifg Yyac aHanisy.

3BiTN Npo pe3ynbTaTn

TSO Comprehensive (EC) 3BiTM y popmaTax PDF Ta JSON cTBOpPHOOTLCA A/151 KOXXHOMO 3paska
nawieHTa, aHanis AKoro ycnilwHo 3aBepLlunsecs. PesynbTaTu BigobpakaroTbCa 4158 nonepenHboro
nepernagy Ha Bknagui Samples and Results (3pasku Ta pesynbTaTi) B po3gini Results Reports (3BiTu
npo pesynbTaTn). 3pasku, aHanis AKMX He MPONLIOB YCNILWHO, NepesiiyeHi 3 MOBiAOMIEHHAM NpPO
nomunky. Bubepitb Export Report (EkcnopTyBaTu 3BIiT), W06 3aBaHTaxuTn ogmH TSO Comprehensive
(EC) 3BiT y dopmaTi PDF. [Ans oTpumaHHs iHpopmauii npo 3BiTM TSO Comprehensive (EC) gns Bcix
3aBepLUIEeHNX 3paskKiB AMB. NanKy 3 BUXiAHUMU AaHUMK aHanisy.

3BiT TruSight Oncology Comprehensive (EU)

Y Tabnmuax HMUXYe onmcaHi po3ginm, Aki cknagatoTb 3BiT TSO Comprehensive (EC), cTBOpeHi ans
KOXXHOI0 3paska nauieHTa y dopmaTax PDF Ta JSON. 3BiT y popmaTi PDF unTaeTbCcs NIOANHOMK, TOAI K
3BiT JSON cknagaeTbcs 3i CTPYKTYP AaHUX, NPU3HaAYeHNX A8 MallMHHOMO aHanisy. IHpopmaLis, sika
MicTuTbcA nuwe y 3BiTi JSON i He BigobpaxkaeTbca y 3BiTi PDF, no3dHauyeHa sk H/3 ons 3siTy PDF.
BapiaHTK, He 3a3HaueHi B pesyfnbTaTax CynyTHbOI AiarHOCTUKM (piBeHb 1) abo He BignoBigaTb
KpUTepisiM BK/IFOYEHHS B FEHOMHI [aHi 3 03HaKaMU KJiHiYHOI 3HaYyLLOCTi a0 reHOMHI faHi 3
NOTEHLIMHOK KiHIYHOR 3HaYyLLiCTHO (piBeHb 2 abo 3), He BKIKOYaAOTbCA B 3BITH.

[HTepnpeTaLito pesynbTaTiB AUB. Y LOKYMeEHTI JIncTok-Bknaguw go TruSight Oncology Comprehensive
(EC) (gokymeHT N2 200007789).

[JopatkoBy iHOOpMaLLito NPO CTPYKTYpPY, NOMS Ta MOXMBI 3HavyeHHA y 3BiTI JSON guB. y cxemi JSON Ha
cTopiHKax nigTpumMkn TSO Comprehensive (EC) Ha calTi nigTpumMku lllumina.

OokymeHT N2 200008661, Bep. 06 21
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* Sample, Run, and Analysis Information (IHpopMmaLiisi Npo 3pasok, NporiH Ta aHanis) — MiCTUTb
3aranbHy iHpopMaL,iro NPo 3pasoK NauieHTa Ta 3BIT.

Tabnnua1 IHopmaLia Npo 3pasok, NPOriH Ta aHani3

Mone y 3BiTi
PDF

Report Date
(OaTa 3BiTY)

H/A

Sample ID
(lneHTndikaTop
3paska)

Tumor Type
(Trn NnyxanHn)

H/4,

H/A

H/A

Sex (CTtaTb)

Analysis Date
(OaTa aHanisy)

H/A

Run ID
(lneHTndikaTop
NPOroHy)

H/A

MNone y 3BiTi JSON

reportDate

reportTime

samplelnformation /
sampleld

samplelnformation /
tumorType

samplelnformation /
tumorTypeCode

samplelnformation /
tumorTypePath

samplelnformation /
tumorTypeCodePath

samplelnformation /
sex

samplelnformation /
analysisDate

samplelnformation /
analysisTime

samplelnformation /
analysisRunld

samplelnformation /
analysisRunName

OokymeHT N2 200008661, Bep. 06

Onuc

[aTa, Konu 6yno sreHepoBaHoO 3BIT.

Yac, Konv 6yno areHepoBaHo 3BiT.

loeHTndikaTop 3paska. emMorpadiyHi gaHi nauieHTa
He BKNHOYEHI.

Tun NyXAnHKW, NOB’A3aHNI 3i 3pa3KoM NaLieHTa.

Kopg, Tvny nyxanHKW, NOB’si3aHnin 3i 3pa3KoM MauieHTa.
LWLnsax Tmiy nyxanMHU (CTOCOBHO OHTONOT T

3aXBOPHOBAHHSA), NOB'A3aHNI 3i 3pa3KOM MNaljieHTa.

LWnsx go kogy Tvny NyXJanHU (CTOCOBHO OHTONOT T
3aXxBOPHOBaHHSA), MOB'A3aHNI 3i 3pa3KoM MaLieHTa.
CTaTb NauieHTa (4onoBik, XiHka abo HeBigoMO).
[laTa 3aBepLleHHs BTOPUHHOIO aHanisy.

Yac 3aBepLUeHHA BTOPUHHOMO aHanisy.

|AeHTUPIKaTOP NPOroHY CEKBEHYBAHHS

HasBa NporoHy cekBeHyBaHHS.

22
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MocibHuK 3 poboyoro npouecy moaynsa aHanisy Local Run Manager TruSight Oncology Comprehensive (EU)

* Quality Control (KoHTponb AKOCTI) — MIiCTUTb iHGOPMaLLO MPO KOHTPOb AKOCTI. nA oTpMMaHHSA
AopaTkoBol iHhopMau,ii Npo Te, AK OLHIETbCS KOHTPOb AKOCTI, AUB. [10Ka3HUK KOHTPOJIHO AKOCTI
Ha cTop. 68.

Tabnuua 2 KoHTposb AKOCTI

I'ICfn.e y Mone y 3BiTi Onmc
3BiTi PDF JSON
Run QC qualityControl/ KoHTponb sikocTi nporoHy (PASS (MpongeHo), FAIL (He
(KoHTponb  status/ (array npownpgeHo) abo N/A (H/[1)) 3acTocoByeTbCS A0 BCiX 3paskiB,
AKOCTI item having LLLO MICTATbLCA B OAHOMY MPOrOHi CEKBEHYBAHHS.
NMPOroHy) label * PASS ([MpongeHo) — NporiH € JiINCHUM.
= “Run QC”") o FAIL (He npoingeHo) abo N/A (H/[1) — nporiH HegincHui. Yci
CTaHM KOHTpOso AKocTi ana spaskis PHK i HK: H/L, (KA
6ioniotekn AHK, KA MSI AHK, KA manux BapiaHTiB AHK i
TMB, KA BapiaHTy konii AHK i KA 6i6nioTekn PHK), i y 3BiTi
HeMae BapiaHTiB abo biomapkepis.
[ws. Jluctok-Bknaguw go TruSight Oncology Comprehensive
(EC) (mokymeHT N2 200007789), w06 oTpuMaTn BKasiBKK
LLOAO AINCHOCTI NPOrOHY Ta AOCTOBIPHOCTI 3pa3kiB MNaLeHTIB
Ha OCHOBI pe3ybTaTiB 418 KOHTPOIbHNX 3pasKiB.
RNA qualityControl/ KA 6i6niotekn PHK (PASS (MpowngeHo), FAIL (He npongeHo)
Library QC status / (array abo N/A (H/L1)) 3acTtocoByeTbca fo 6ibniotekn PHK, sika 6yna
(KoHTponb  item having CeKBeHoBaHa.
AKOCTI label = “RNA * PASS (MpongeHo) — 6ibnioTeka PHK nponwna nepesipKy
6ibniotekn  Library QC”) KOHTPONKO AKOCTI, cneuundivyHy ana PHK.
PHK) » FAIL (He nponpgeHo) — 6ibnioteka PHK He npoiiwna ognH

OokymeHT N2 200008661, Bep. 06

abo gekifnbka TecTiB KOHTPOKO AKOCTI, cneyndiyHnx ans
PHK.

* N/A (H/0)— 6i6bnioteka PHK gns 3paska He byna
cekBeHoBaHa, abo KA nporoHy maB 3HadeHHs FAIL (He
npongeHo).

Akw,o 3HayeHHA FAIL (He nponpgeHo) abo N/A, y 3BiTi Hemae

BapiaHTiB PHK (BapiaHTn 3iMTTa abo cniancuHry).

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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MocibHuK 3 poboyoro npouecy moaynsa aHanisy Local Run Manager TruSight Oncology Comprehensive (EU)

Money Mone y 3BiTiI
3BiTi PDF JSON

DNA qualityControl /
Library QC  status/ (array
(KoHTponb item having label

AKOCTI = “DNA Library
oibnioteku QC”")
AHK)

DNA MSI qualityControl /
QC status / (array
(KoHTponb  item having
AakocTi JHK  label = “DNA
MSI) MSI QC”)

OokymeHT N2 200008661, Bep. 06

Onuc

KA 6icniotekn AHK (PASS (MpongeHo), FAIL (He nporageHo)

a6o N/A (H/[1)) sactocoByeTbca go 6ibniotekn AHK, ska 6yna

CeKBEHOBaHa.

» PASS (MNpongeHo) — 6ibnioTeka AHK npowwna nepesipky
KOHTPOJIO AKOCTi 3abpyAHEHHS.

e FAIL (He npongeHo) — 6ibnioteka [HK He nponiwna
nepeBipKYy KOHTPOJIO AKOCTi 3a0pyaHEHHS.

* N/A (H/O)— 6i6bnioteka AHK onsa 3paska He 6yna
cekBeHoBaHa, abo KA nporoHy MaB 3HaueHHsA FAIL.

Akw,o 3HayeHHs FAIL (He nponpgeHo) abo N/A, He

noBigoOMAAETHCA NPO TN BapiaHTiB LHK (HeBenuki BapiaHTy,

BapiaHTWX 3 Yncnom Konin) abo HK-6iomapkepun (TMB, MSI).

KoHTponb akocTi AHK MSI (PASS (MpoiigeHo), FAIL (He
nponpgeHo) abo N/A (H/L1)) 3acTocoByeTbCSA A0 CEKBEHOBAHO!
6ibniotekn AHK Solid-FFPE.

* PASS (MpongeHo) — 6ibnioTeka OHK nponwna nepesipky
KOHTPONIO AKOCTI, cneundiyHy gna MSI, i posTalwloBaHy
BULLLE 33 MOTOKOM METPUYHY MOAEb KOHTPOJSIO AKOCTI
6i6niotekn AHK.

» FAIL (He nponpgeHo) — 6ibnioTeka AHK He npoiwna
nepeBipKy KOHTPOHO AKOCTI, cneuundivyHy ana MSI.

o N/A (H/O)— 6i6bnioteka OHK gnsa 3paska He byna
CeKBeHOBaHa, KOHTPOIb AKOCTi 6ibnioTekn OHK ana spaska
MaB 3HauyeHHsA FAIL (He npongeHo) abo KOHTPOb AKOCTI
NporoHy MaB 3HauyeHHA FAIL (He npongeHo).

Akw,o 3HayeHHA FAIL (He npoingeHo) abo N/A, MSI 6iomapkep

He NOBIAOMNAETLCSA | 3a3HaYaETbCA AK «He nignsarae ouiHLi».

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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MocibHuK 3 poboyoro npouecy moaynsa aHanisy Local Run Manager TruSight Oncology Comprehensive (EU)

Money
3BiTi PDF

DNA Small
Variant and
TMB QC
(K49 manoro
BapiaHTa
OHK i TMB)

DNA Copy
Number
Variant QC
(KoHTponb
AKOCTI
BapiaHTa
HOoMepa
konii AHK)

* KoHoirypauisa Mogyns aHanisy TruSight Oncology Comprehensive (EU) i 6a3u 3HaHb — MiCTUTb

Mone y 3BiTiI
JSON

qualityControl /
status / (array
item having
label = “DNA
Small Variant &
TMB QC”)

qualityControl /
status / (array
item having
label = “DNA
Copy Number
Variant QC")

Onuc

KA manoro sapiaHTa HK i TMB (PASS (MpowngeHo), FAIL (He
nporaeHo) abo N/A (H/[J)) 3acTocoBytOTbCS O CEKBEHOBAHOI
6i6niotekn AHK.

» PASS (MNpongeHo) — 6ibnioTeka AHK npowwna nepesipky
KOHTPOJIO AKOCTI 418 Manux BapiaHTiB i TMB, a Takox
napamMeTpu KOHTPOSo AKocTi 6ibnioTekn AHK, posTalioBaHi
BULLLE 32 MOTOKOM.

e FAIL (He npongeHo) — 6ibnioteka OHK He npoiwna ognH
ab0 feKiflbka NOKa3HMKIB KOHTPOKO AKOCTI 4158 Masioro
BapiaHTa Ta cneundiyHoro ana TMB nokasHuka.

* N/A (H/) — 6ibnioTeka [HK onsa 3paska He byna
CeKBeHOBaHa, KOHTPOsb AKOCTI 6ibniotekn OHK onga 3paska
MaB 3HauyeHHA FAIL (He npongeHo) abo KOHTPOSb AKOCTI
nporoHy MaB 3HauyeHHA FAIL (He npoingeHo).

Akww,o 3HayeHHs FAIL (He npoinpgeHo) abo N/A, y 3BiTi Hemae

Manux BapiaHTiB, a TMB 6ioMapkep 3a3Ha4aeTbCA AK TaKuUM,

LLLO He MigAsrae ouiHL,i.

KoHTponb sKkocTi BapiaHTa HoMepa konii AHK (CNV) (PASS
(MpongeHo), FAIL (He npoigeHo) abo N/A (H/1))
3aCTOCOBYHOTbCA 40 cekBeHoBaHoI 6ibnioTekn OHK Solid-
FFPE.

* PASS (MpongeHo) — 6ibnioTeka OHK nponwna nepesipky
KOHTPOSIO AKOCTI, cneundivyHy ona BapiaHTy KONitOBaHHSA, Ta
napameTpun KOHTPOJSIO AKOCTI, OTPUMaHIi paHille 3a Xo40Mm
noToky B 6ibnioteui AHK.

» FAIL (He nponpgeHo) — 6ibnioteka AHK He npoiwwna oanH
abo gekKinbkKa NOKa3HUKIB KOHTPOJSI AKOCTI, cneyndiyHnx
ONA BapiaHTa KiNbKOCTI KOMi.

o N/A (H/0) — 6ibnioTteka [JHK ons 3paska He 6yna
cekBeHoBaHa, KOHTpob AKocTi 6ibnioTekn OHK ana spaska
MaB 3HaueHHA FAIL (He npongeHo) abo KOHTPOJb AKOCTI
nporoHy maB 3HauyeHHs FAIL (He npongeHo).

Akw,o sHayeHHs — FAIL (He npongeHo) abo N/A, y 3BiTi Hemae

amnnidikauii reHis.

iHpopMaL,ito Npo nNporpamMHe 3abesneyvyeHHs Ta Bepcil KB, ki BUKOPUCTOBYHOTLCSA Nif, Yac CTBOPEHHS

3BITY.

OokymeHT N2 200008661, Bep. 06

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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MocibHuK 3 poboyoro npouecy moaynsa aHanisy Local Run Manager TruSight Oncology Comprehensive (EU)

Tabnuua 3 KoHdirypauia Mogyns aHanisy TruSight Oncology Comprehensive (EU) i KB

Mone y 3BiTi PDF

Knowledge Base
Version (Bepcis
6a3un 3HaHb)

Knowledge Base
Published Date
(OaTa
onyonikyBaHHA
0asn 3HaHb)

Module Version
(Bepcis moayns)

Claims Package
Version (Bepcis
nakeTy
3asB/IEHMUX
XapaKTepUCTUK)

Mone y 3BiTi JSON

softwareConfiguration /
knowledgeBaseVersion

softwareConfiguration /
knowledgeBasePublishedDate

softwareConfiguration /
moduleSoftwareVersion

softwareConfiguration /
claimsPackageVersion

Onuc

Bepcia 6a3un 3HaHb, BCTaHOBMNEHA Ha
Mopgynb KomnaekcHoro aHanisy TSO
(€C).

[aTa, noB’a3aHa 3 6a30t0 3HaHb, AKa
BUKOPUCTOBYETbCS 4151 CTBOPEHHSA 3BITY.

Bepcis Mogynb KOMMIEKCHOro aHanisy
TSO (€C), Ww,0 BUKOPUCTOBYETbLCS A5
CTBOPEHHSA 3BITY.

Bepcis nakeTy 3anaBneHmnx
XapaKTepUCTUK, BCTaHOBMIEHOrO Ha
Moay b KomMnsiekcHoro aHanisy TSO
(eC).

* Companion Diagnostic Results (Level 1) (Pe3ynbTaT CynyTHbOI AiarHOCTUKM (piBeHb 1)) —

pesynbTaTu CynyTHbLOI AiarHoCcTUKK (CDX), NpM3HayeHi 418 BUKOPUCTaHHS, B AKUX 6Y0 BUABEHO
noB’sisaHni BapiaHT abo 6iomapkep, nepeniyeHi y 3eiTax PDF Ta JSON. [logaTKoBi cynyTHi

[iarHOCTUYHI LLiNbOBI 3aCTOCYBaHHSA, e NOB'A3aHUI BapiaHT abo 6iomapkep He 6yB BUSABNEHUI abo
ouiHeHui, nepenivyeHi nuwe y 3BiTi JSSON. [nB. po3ain OuiHKa Li/TbOBOro BUKOPUCTaHHSA CYnyTHbOI
AiarHoCTUKM Ha cTop. 34.

OokymeHT N2 200008661, Bep. 06

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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MocibHuK 3 poboyoro npouecy moaynsa aHanisy Local Run Manager TruSight Oncology Comprehensive (EU)

Tabnuusa 4 PesynbTaTul CynyTHBOI 4iarHOCTUKN
Mone y 3BiTi PDF Mone y 3BiTi JSON

[Mone MNoBinomMneHHA] reportFindings /
companionDiagnosticResults
/ results / noEntryText

[Mone MNoBipomMneHHsA] reportFindings /
companionDiagnosticResults
/ results / message

OokymeHT N2 200008661, Bep. 06

Onuc

He 6yno BMaBneHo fopaTKoOBUX
AiarHocTM4YHMUX Giomapkepis ans
3a3Ha4yeHoro TUNy NyXJnHU 3paska.
Ome. Tabnuuto «OuiHKa LinboBoro
BMKOPUCTaHHSA CYNYTHbOI
DiarHOCTUKN».

Lle NoBigOMAEHHSA MICTUTBCA B TOMY

BUNagKy, AKLW,O0 6yab-110 3

HaBe[EeHOro HMXYe € BipHUM AN

BCix uinen CDx:

e 3pa3oK NPONLIOB KOHTPOJSIb
AKOCTI, ane He Byno BUABNEHO
>KOOHOro NOB’A3aHOro BapiaHTa
abo 6iomapkepa abo TN NYXJNHK
€ HE3aCTOCOBHUM.

e 3pasok He BignoBigae HeobXigHUM
NOKa3HWUKaM KOHTPOJIO AKOCTI, i
TUN NOrO NYXJIUHU He
3aCTOCOBYETbCH.

OpauH a6o Kinbka 6iomapkepis abo
TUNIB BapiaHTiB He NPOMLLK
KOHTpPOJIb AKOCTI, abo BignoBigHa
HyKJfieiHOoBa KUCnoTa He
obpobnanacs.

Lle noBigOMNEHHA BKIFOYAETHLCS,
KON MPUHANMHI OHe LinboBe
BUKOpUCTaHHA CDX, Wo cTocyeTbCA
3pasKa TNy NyXJNHN, He MOoXe By TK
OLliHEHe Yepe3 HeBAaYy KOHTPOJSIO
AIKOCTi abo Yepes BiACYTHICTb
6ibnioTekn cekseHoBaHol [1HK abo
PHK. Yci BusiBneHi 6iomapkepu CDx
3'ABNAKOTLCA B TabNULI Nig LM
nosigomneHHaMm. [Ame. poagin OuiHka
LifIbOBOro BUKOPUCTAHHSA CynyTHbOI
AiarHocTukm Ha ctop. 34, wob
JisHaTuncA, YoMy npusHayeHHs CDx
He 6yn0 ouiHeHoO.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi PDF
H/A

Detected
Variants/Biomarkers
(BusBneH
BapiaHTu/6iomapkepwn)

Therapy (Tepanis)

Usage (BMKopuCTaHHSA)

Mone y 3BiTi JSON

reportFindings /
companionDiagnosticResults
[ results / genomicFindings /
(array item for CDx intended
use) /
companionDiagnosticName

reportFindings /
companionDiagnosticResults
/ results / genomicFindings /
(array item for CDx intended
use) / variants

reportFindings /
companionDiagnosticResults
/ results / genomicFindings /
(array item for CDx intended
use) / therapy

reportFindings /
companionDiagnosticResults
/ results / genomicFindings /
(array item for CDx intended
use) / usage

OokymeHT N2 200008661, Bep. 06

Onuc

HasBa LinboBOro BUKOPUCTaHHS
CYNYTHbOI AiarHOCTUKN. BKntoyae
onuc bioMmapkepis, Tepanito Ta TMn
Ny XJAUHWN.

Crnncok BUABMIEHUX BapiaHTiB abo
b6iomapkKepiB, NOB'A3aHUX 3
BUABNEHUM nepenbdavyBaHuUM
BUKopuUcTaHHAM CDx ans spaska.

Y 3BiT JSON, ue none nycte ans
LiNboBOro BUKOpUCTaHHA CDX, AKLWO0
pesynbTaT He AOPiBHIOE
BUABSIEHOMY.

Tepanis, noB'sisaHa 3
nepeabayyBaHM BUKOPUCTAHHAM
CDx.

BukopucTtaHHa CDx-Tepanii
(nokaszaHo abo AMB. NPUMITKY). Y
3BiTi JSON ue none NpuUcyTHe ans
LiNboBOro BUKopucTaHHa CDX, Konu
pesynbTaT BUABMIEHO.

Indicated ([MokasaHo) — cynyTHA
Tepanis nokasaHa A0 3aCTOCYBaHHA.
See Note ([uB. npumiTKy) — B
NPUMITL,i ONUCYETLCHA BUKOPUCTAHHSA
Tepanil.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi PDF MNone y 3BiTi JSON

Details (Mogpobwui) reportFindings /
companionDiagnosticResults
[ results / genomicFindings /
(array item for CDx intended
use) / note

reportFindings /
companionDiagnosticResults
/ results / genomicFindings /
(array item for CDx intended
use) / variants / (array item for
variant in genomic finding)

OokymeHT N2 200008661, Bep. 06

Onuc

MicTUTb HEOB0B'A3KOBY NPUMITKY Ta
CMUCOK feTanen BapiaHTa. Y 3BiTi
PDF nopapgok feTanen BapiaHTis
BiANoBigae nopsagKy BapiaHTIB,
nepenivyeHux y noni «BuasneHi
BapiaHTn/6iomapkepu». MNepenik
noniB i3 BiAOMOCTSIMM NPO BapiaHTK
HaBoaATb Tabnuusa 11, Tabnuusa 12,
Tabnunysa 13 i Tabnnusa 14.

Y 3BiTi JSON Ui nons nopoXHi gns
LiNboBOro BUKOpUCTaHHa CDX, AKLWO
pesynbTaT He AOPIBHIOE
BUSABSIEHOMY.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi PDF Mone y 3BiTi JSON Onwuc

H/LO reportFindings / KopoBaHe 3HaYeHHA ans

companionDiagnosticResults  pesynbTaTy nepegbayyBaHoro

/ results / genomicFindings / BUKOpUcTaHHA CDx. Mo nuBi

(array item for CDx intended 3HaYeHHS BKJIKOYaOTb HACTYMHe:

use) / detailedResult / result detected — nepepbavyBaHe
BUKopucTaHHA CDx 3acTOCOBYETbCA
00 TNy NYXJNHK 3paska, i y 3pasky
Oyno BUABNEHO OA4MH abo fekinbka
BapiaHTiB abo biomapkepis,
NnoB'A3aHuX i3 NepegbadyBaHM
BUKOpUCTaHHAM CDX.
notDetected — nepepbauvyBaHe
BUKOpUCTaHHA CDXx 3aCTOCOBYETLCHA
00 TUNYy NyXSMHKW 3paska, ane y
3paskKy He BUABMNEHO XXOOHUX
BapiaHTiB abo biomapkepis.,
NoB’'sA3aHNX i3 NepegbayyBaHNM
BUKOPUCTaHHAM CDxX.
tumorTypeNonMatch —
nepeabayvyBaHe BUKopucTaHHA CDx
He 3aCTOCOBYETbCS [0 3paska Tuny
Ny XJNHWN.
nucleicAcidNA — 3pa3ok He maB
cekBeHoBaHol 6ibniotekn AHK abo
PHK, wo HeobxigHo ans
nepeabayyBaHOro BUKOPUCTaHHSA
CDx.
qcFail — uinboBe BMKOPUCTaHHA
CDx He 6yno ouiHeHo Yyepes 36ii
KOHTPOJIO AKOCTI.
didNotCompleteAnalysis — aHanis
3paskKa He 3aBepLUMBCSA YCNILHO.
negative — 3aMiHHe 3Ha4YeHHs oA
noganbLIOro BUKOPUCTAHHS.

* Other Alterations and Biomarkers Identified (IHwwi BusiBNeHi aMiHn Ta 6iomapkepun) — Lieit po3ain
MICTUTb iHGOpMaLito Npo Npodinb NyXNHK 15 BUABIEHUX BapiaHTiB, KNacndikoBaHNX AK FEeHOMHI
3HaxigKy 3 [okasaMum KNiHiYHOI 3HauyLWw,ocTi (piBeHb 2) abo TMB, MSI, Ta BusiBneHi BapiaHTy,
KnacudikoBaHi K FeHOMHi 3HaXigKW1 3 MOTEHLIAHO KTiIHIYHO 3HauyLWicTio (piBeHb 3). [leTanbHy
iHbopMaL,ito NPO Te, AK BU3HAYaeTbCA pPiBeHb A1 BUABNEHUX BapiaHTIB, ANB. Y po3aini
[poginoBaHHSA BapiaHTIB My x/MHMW Ha cTop. 18.

OokymeHT N2 200008661, Bep. 06

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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* Genomic Findings with Evidence of Clinical Significance (Level 2) (Pe3ynbTaTi reHOMHOr0O
LOCNIOXEHHS 3 03HaKaMM KNiHIYHOT 3HAYYLWLOCTI (piBeHb 2)) — KOXEH 3annc y LiboMy po3gini e
reHOMHMM BUCHOBKOM, AIKUI € ab0 OHNM BapiaHTOM i3 03HaKaMu KNiHiYHOI 3HauyLWwocTi, abo
rPynoro BapiaHTiB, AKi Mpn 04HOYACHOMY BUSAB/IEHHI MatOTb O3HAKM KJiHIYHOT 3HAYYLLLOCTI. AKL,0 He
BUSABNEHO XOAHWX BapiaHTiB, Y 3BiTi BigobpaxkaeTbcs nosigomneHHsA No Detected Variants

(BapiaHTiB He BUSAIBNIEHO).

Tabnnua 5 PesynbTaTu FrEHOMHOIO AOCAIAXKEHHS 3 03HaKaMU KNiHIYHOT 3HaYyLLOCTi

Mone y 3BiTi

PDE v Mone y 3BiTi JSON

Detected reportFindings / otherFindings /
Variants genomicFindingsWith
(BusiBneHi EvidenceOfClinicalSignificance
BapiaHTK) / results / genomicFindings /

(array item for genomic finding)
/ variants

OokymeHT N2 200008661, Bep. 06

Onuc

Cnncok BUSAIBNIEHUX BapiaHTIB, AKi €
YacTMHOIO pesynbTaTiB FEHOMHOro
Jocnig>XeHHs.

[na HeBeNMKMX BapiaHTIB BK/IKOYAE CUMBOS
reHa Ta 3MiHy 6ifika, 3MiHY TpaHCKpUnTy abo
3MiHY reHoMy y popmaTi ToBapucTBa
Bapiauin reHomy nognHu (HGVS),
Hanpuknag, NRAS p.(GIn61Arg).

Ons amnnidikalii reHiB BKAKOYaE CUMBON
reHa, a NnoTiMm nocuneHHs (Gain), Hanpuknaga,
ERBB2 Gain.

[NA 3nMTTA BKAOYaAOTb CMMBOSIN abo HasBu
060x reHis-napTHepiB (3 Bunycky GENCODE
19), po3aineHi cumBonoM - abo /. Mpwu
BiLOKPEMIIEHHI 32 AOMOMOI OO - 3aABIEHNN
nopsALoOK reHa BignoBsigae TpaHCKpNGoBaHin
opieHTauii (5'-3’). Mpwn BigOKpeMNeHHI 3a
AOMOMOroko / OpieHTaL,ito He BAanocs
BM3HAUNTK. AKLLO AeKiNnbKa reHis
nepeKpmBaroTb TOYKY PO3PUBY, YCi BOHU
nepepaxoBaHi i po3gineHi Kpankor 3 KOMOH.
[nA BapiaHTiB cNNancuHry BKIKOYakOTb
CUMBOJ1 FreHa Ta ypaXkeHi eK30HM (SKLLO
3aCTOCOBHO), Hanpuknag, nponyweHo MET
Exon 14.

31
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n -
P;JF-Ie bt Mone y 3BiTi JSON

Details reportFindings / otherFindings /
(Mopgpobuui)  genomicFindingsWith

EvidenceOfClinicalSignificance
/ results / genomicFindings /
(array item for genomic finding)
[ variants / (array item for
variant in genomic finding)

Onuc

MicTUTb CNNUCOK feTanen BapiaHTa. Y 3BITi
PDF nopsapok geTtanen BapiaHTiB Bignosigae
NopAAKY BapiaHTiB, NepeniyeHnx y noni
«BusiBneHi BapiaHTu/6iomapkepu». [us.
posgin JeTtani Manux BapiaHTIB y 3BIiTi Ha
cTtop. 39, «eTtani amnnipikalil reHiB y 3BITi
Ha cTop. 43, «/JeTani 3/IMTTA y 3BIiTi Ha

cTop. 43 Ta «[eTani BapiaHTiB Cr1aiCUHTy y
3BITi Ha cTOp. 45, W06 NnepernaHy TN CANCOoK
nonis feTanemn BapiaHTIB.

* Genomic Findings with Potential Clinical Significance (Level 3) (Pe3ynbTaTi FreHOMHOro
AOCHNIO>KEHHS 3 MOTEHLIMHO KNiHIYHOK 3HAYYLWICTHO (piBeHb 3)) — y LbOMY po34ini

noeigomMnaeTbcA AK Npo TMB, Tak i npo MSI, sakw,o anda 3paska € 6idnioteka JHK i3 nocnigosBHicTto.
KOXHUI iHWWI 3anuc y LibOMY pOo3fini ABnsie COO0 reHOMHWN BUCHOBOK, KU € ab0 O4HUM
BapiaHTOM 3 MOTEHLIAHOO K/TiHIYHOK 3HaYYLWiCTH, abo rpynoro BapiaHTIB, AKi Npu iX 0O4HOYaCHOMY
BUAABNEHHI MatOTb NOTEHLIMHY KNiHIYHY 3HAaYYLWiICTb. AKLL0 He BUSABNEHO XOAHWX BapiaHTIB, Y 3BiTi

BiL06paXkaeTbCA NOBiAOMIIEHHA He BUABNEHO BapiaHTiIB.

Tabnnua 6 PesynbTaThl reHOMHOI0 AOCNIXKEHHSA 3 MOTEHLINHOK KiHIYHOK 3HAYYLICTO

n -
L Mone y 3BiTi JSON

PDF

TMB reportFindings /

otherFindings / biomarkers /
tumorMutationalBurden

OokymeHT N2 200008661, Bep. 06

Onuc

TMB — Lie NoKa3HMK po3paxyHKOBOI KiflbKOCTi
COMaTUYHUX MYTaLlil, WO NepeHOCATLCA
NYXJAVNHHUMW KNTITUHaMK Ha Merabasy B
Kogyroudin obnacTi. TMB noBigoMnseTbCa SK
«He ouiHETbCAY, AKLLO NOr0 HEMOXXI/TMBO
OLIHNTY Yepes HeBaany Npoueaypy KoOHTPOsHO
AKOCTi abo Akwo 6ibnioteky AHK ons 3paska He
Oyno ceKBEHOBAHO.

TMB 3aBXxau BKKOYEHa B FeHOMHI pesynbTaTu
3 NOTEHLINHOK KMiHIYHOK 3HAYYLLICTHO

(piBeHb 3).

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi
PDF

MSI

Detected
Variants
(BusiBneHi
BapiaHTK)

Mone y 3BiTi JSON

reportFindings /
otherFindings / biomarkers /
microsatellitelnstability

reportFindings /
otherFindings /
genomicFindingsWith
PotentialClinicalSignificance
/ results / genomicFindings /
(array item for genomic
finding) / variants / (all array
items) /
detectedVariantLabel

OokymeHT N2 200008661, Bep. 06

Onuc

CtaTyc MSI. MoXNnu1Bi 3HaYeHHSA BKKOYaOTb
HacTynHe:

MS-Stable (MS-cTabinbHuin) — cTabinbHU 0
MikpocaTeniTi..

MSI-High (MSI-Bucokuin) — Bucoka
HecTabinbHICTb A0 MiKpocaTeniTis.

Not evaluable (He ouiHtoeTbcs) — cTaTyc MSI
HEMOXJ/IMBO OLLIHUTW Yepes MOMUIIKY KOHTPOSHO
AKOCTi abo He Byno cekBeHoBaHO OibnioTeky
OHK ons 3paska.

MSI 3aBXan BKIKOYEHA B FEHOMHI pe3ynbTaTu 3
NOTEHLINHO KAiIHIYHOK 3HAYYLWICTIO

(piBeHb 3).

Cnncok BUABNEHMX BapiaHTIB, AKi € YaCTUHOM
pe3ynbTaTiB FEHOMHOrO AOCHIO)KEHHS.

[na HeBeNnKMX BapiaHTIB BKKOYAE CUMBOJI
reHa Ta 3MiHy 6inka, 3MiHy TpaHCKpUNTy abo
3MiHy reHoMy y dopmaTi ToBapuCTBa BapiaLil
reHomy ntogmHn (HGVS), Hanpuknag, NRAS p.
(GIn61Arg).

0na amnnigikauil reHiB BKNtOYae CUMBOS FeHa, a
noTiMm nocunexHs (Gain), Hanpuknag, ERBB2
Gain.

[n§a 3nMTTA BKOYaAOTb CMMBOJIN abo Ha3BK
obox reHie-napTHepiB (3 Bunycky GENCODE
19), posgaineHi cumeosnom - abo /. Mpun
Bif,OKPEMIEHHI 3a ONOMOI OO -, 3aABIEHUI
NnopAaaoK reHa BignoBigae TpaHCKPUOOBaHin
opieHTauii (5'-3’). Mpwu BigOKpemneHHi 3a
AOMNOMOroHo /, opieHTaLiko He Baanocs
BU3HaAYNTU. AKLLO AeKinbKa reHis
nepeKpmnBaroTb TOYKY PO3PUBY, YCi BOHU
nepepaxoBaHi i po3fineHi Kpankor 3 KOMO.
[nqa BapiaHTiB cNNanCuHry BKAKOYaAKOTb CUMBOJ
reHa Ta ypa)<eHi eK30HM (SKLL0 3aCTOCOBHO),
Hanpvknag, nponyweHo MET Exon 14.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BITi
PDF

Details
(Moppobnui)

Mone y 3BiTi JSON

reportFindings /
otherFindings /
genomicFindingsWith
PotentialClinicalSignificance
/ results / genomicFindings /
(array item for genomic
finding) / variants

Onuc

MicTUTb cNnUCOK geTanewn BapiaHTiB. Y 3BiTi PDF
NnopsAoK AeTanen BapiaHTiB Bignosigae
nopAAKy BapiaHTiB, NepeniyeHnx y noni
«BusiBneHi BapiaHTn/6iomapkepu». lne. posgin
LeTtani manux BapiaHTIB y 3BiTi Ha cTop. 39,
«[eTani amnnigikayii renis y 3BiTi Ha cTop. 43,
«[eTani 3nnTTA y 3BIiTi Ha cTop. 43 Ta «[eTani
BapiaHTIB crninavicuHry y 3BiTi Ha cTop. 45, Wwob
nepernaHyTU CNUCOK NONiB geTanen BapiaHTIB.

* Companion Diagnostics QC (KOHTponb AKOCTi CynyTHbLOI AiarHOCTUKN) — Y LibOMY pO3Aini

nepepaxoBaHO reHOMHI No3uLil, MOB'A3aHi 3 LifIbOBUM BUKOPUCTaHHAM CDX, fKi Mann HegocTaTHIO
rMGunHY 17 BNeBHEHOr 0 BU3HaYeHHA pedepeHCHOoro piBHA. NepenivyeHi nuwe Ti Linbosi cnocotu

BUKopuCcTaHHA CDX, WO BKIHOYaOTb HEBEMKI BapiaHTUX Ta AKi 6ynn ouiHeHi Ansa spaska.

Tabnnua 7 KoHTpOoNb SKOCTI CYMYTHbOI A4iarHOCTUKN

Money
3BiTi PDF

[Crnncok reportFindings /
nosuuin]  companionDiagnosticResults
/ qualityControl /

Mone y 3BiTi JSON

insufficientQuality / entries /
(array item for CDx intended
use) / positions

* Companion Diagnostics Intended Uses Evaluated (OuiHKa LiifIbOBOro BUKOPUCTAHHA CYNYTHLOI
[AiarHOCTUKN): Y LLbOMY pO3fi/li HaBeAEHO CMNCOK YCix BCTaHOBNEHUX Linen BukopnucTtaHHa CDx i3
nosneM, ke BKasye Ha Te, Y/ OLiHBaNucs LinboBi NpnsHadyeHHA CDX a4 3paska. AKLWO Linbose

Onuc

Mepenik reHOMHMX NO3KLi 419 NOB'A3aHOro 3
LiNnboBMM BMKOPUCTaHHAM CDX, W0 MaroTb
HegoCTaTHE MOKPUTTA.

BMKOpUCTaHHA CDx He Byno ouiHEHO, BKa3aHo NPUYNHY.

Tabnnua 8 OuiHKa LiNboBOro BUKOPUCTAHHA CYyNYyTHLOI AiarHOCTUKMU

Mone y 3BITi
PDF

Tumor Type
(Tun nyxnnHn)

Mone y 3BiTi JSON

reportFindings /

companionDiagnosticResults

/ qualityControl /
intendedUsesEvaluated /

companionDiagnosticTable /

entries / (array item for CDx
intended use) / tumorType

OokymeHT N2 200008661, Bep. 06

Onuc

BignosigHo o0 3aaBKM Npo Winbose
BUKOPUCTaHHS.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Money ssiri Mone y 3BiTi JSON Onuc
PDF g
Biomarkers reportFindings / BignosigHo o0 3aaBKM Npo Winbose

(Biomapkepw) companionDiagnosticResults  BMKOpUCTaHHS.
/ qualityControl /
intendedUsesEvaluated /
companionDiagnosticTable /
entries / (array item for CDx
intended use) / biomarkers

Therapy reportFindings / BignosigHo 4o 3anBu Npo uinbose
(Tepanis) companionDiagnosticResults  BUKOpUCTaHHS.

/ qualityControl /

intendedUsesEvaluated /

companionDiagnosticTable /

entries [ (array item for CDx

intended use) [ therapy

OokymeHT N2 200008661, Bep. 06

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BITi
PDF

CDx Intended
Use Evaluated
(Ouinka
LinboBOro
BUKOPUCTaHHSA
CDx)

Mone y 3BiTi JSON

reportFindings /
companionDiagnosticResults
/

qualityControl /
intendedUsesEvaluated /
companionDiagnosticTable /
entries /

(array item for CDx intended
use) / intendedUseEvaluated

OokymeHT N2 200008661, Bep. 06

Onuc

Bkasye, um 6yno ouiHeHO LinboBe

BUKopucTaHHa CDx ans 3paska (OuiHeHo/He

OLiHEeHO).

OuiHKa LinboBoro sBukopucTaHHa CDx

BMMarae NpoXoAXXeHHs cneundiyHmx

KaTeropin KOHTPOJIO AKOCTi HYKNEeIHOBOT

KncnoTtu abo BapiaHTa/6iomapkepa Tuny,

noB'A3aHoOro 3 nepegbavyBaHnm

BUKOpUCTaHHAM CDx.

LlinboBe BukopuctaHHsa CDx, noB'AsaHe 3

BUSABIEHHAM Manux BapiaHTiB (SNV, MNV,

Indel), Bumarae cekseHyBaHHs [HK Ta

NPOX04)KEeHHA HaCTYMNHUX KaTeropin

KOHTPOJIO AKOCTI:

o KOHTpOSb AKOCTi NPOroHy

o KoHTponb skocTi 6ibniotekn HK

o KoHTposb AKoCTi Manux BapiaHTiB OHK i
TMB

LlinboBe BukopuctaHHsa CDx, noB'A3aHe 3

BUSABMEHHAM 3NIUTTIB, BUMarae

cekBeHyBaHHA PHK Ta npoxoxeHHs

HaCTYMHMX KaTeropi KOHTPOJIHO AKOCTI:

o KOHTpOSb AKOCTi NPOroHy

o KoHTponb AkocTi 6ibnioTekn PHK

[NA OUiHKM TUMN NYXSIMHK 3pa3sKa Mae 6yTu

abo piBHUM, abo HanexaTu 4o nigTuny Tuny

NYyXAWHKW, 3a3Ha4YeHoro B Tabnmui «OLuiHKa

LiNbOBOro BUKOPUCTaHHSA CynyTHbOT

diarHocTukuy. [ue. po3gin Bubepite TN

MyXJIMHW Ha CTop. 6.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y seiri Money 3BiTi JSON Onuc

PDF

Comment reportFindings / Akwo none CDx Intended Use Evaluated

(KomeHTap) companionDiagnosticResults  (OuiHka LinboBOro BUKopnctaHHA CDx) Mae
/ qualityControl / 3Ha4yeHHs «OuiHeHOY, | LofaTKOBIi KOMEHTapI
intendedUsesEvaluated / He NOTPIBHI, y LboMy noni BigobpaxkaeTbes
companionDiagnosticTable / npoyvyepk.
entries / (array item for CDx fkwo none CDx Intended Use Evaluated
intended use) / comment (OuiHKa LinboBOro BUKopmncTaHHA CDX) mae

3HayeHHsa «OuiHeHo», Ta € [,04aTKOBI

KOMeEHTapi Ans nepeniky, Moxe

BifobpaXkaTucsa KOMeHTap, NogibHWUn 4,0

HaBegeHoro Hmxue. Npuknag

o [lesiKi reHOMHI No3uLil, NoB'A3aHi 3
BMMorot CDx, Manu HegocTaTHe
nokputTa. umB. posgin «CynyTHSa
AiarHocTtuka. Mosuuii reHomy 3
HefoCTaTHIM MOKPUTTAM AN BUABNEHHA
Ma/InxX BapiaHTIB» ANA OTPUMaHHS
neTtansHoil iHbopMmau,i.

Akw,o none CDx Intended Use Evaluated

(OuiHka LinboBOro BUKopncTaHHsA CDX) mae

3HauyeHHs «He ouiHeHOo», BigobpaXaeTbcs

KOMeHTap, NoAibHMIA 0,0 HaBeAEHOr O HMXYE.

Mpuknagu:

o Tun NyxanHW 3paska He Bignosigae Tmuny
NYX/JHW, WO BiANOBIAAE LiNbOBOMY
BUKOpPUCTaHHO CDX.

o [aHi HK a6o PHK, nos'sAsaHi 3
6iomapkepom CDX, He4OCTYMHi

e HeobxigHy KaTeropito KOHTPOJIO AKOCTi He
NPONAEHO.

* About the Test, Informatics Details, Limitations (IHpopmauis npo TecT, iHdopmauinHi geTani,
06MeXeHHA) — MICTUTb 3aranbHy iHGoOpMaL,ito NPo TeCT i Nepenik 06MeXeHb.

Tabnuua 9 IHdopmMaLis Npo TecT, iHpopMaL,iHi geTani, 0bMeXeHHs

Mone y 3BiTi n iTi
y 3BiTi oney 3BiTi onme
PDF JSON
About the Test about/ Onuc TecTy.
(Mpo TecT) description

OokymeHT N2 200008661, Bep. 06

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BITi

Mone y 3BiTiI

PDF JSON Onue
Informatics details / (one KopoTKuin onuc po3ainis 3BiTY Ta iHLWIi iHhopMaLiiHi
Details JSON property petani.
(lHbopmauinHi  per subsection)
petani) petani/ (ogHa
BNacTuMBICTb
JSON Ha
niaposain)
Limitations limitations / Crncok obMexeHb aHanisy Ta 3BiTy.
(OBbmMexkeHHs) description

* [aHenb rexis TruSight Oncology Comprehensive (EU) — MicTuTb iHhOpMaL,ito Npo NaHenb reHis.

Tabnuua 10 MaHenb rexis TruSight Oncology Comprehensive (EU)

Money

Mone y 3BiTi

38iTi PDF JSON Onue

Gene genePanel / Mepenik reHiB, AKi € YaCTUHOK NaHesi, BKIKYaroYM BUHOCKY, L0
Panel genelist /genes Bkasye Ha Te, siKi TUNW BapiaHTIB OLIHIOOTLCSA /1A AKUX FEHiB.

(Manenb genePanel / HeBenuki BapiaHTV HasnBalOTbCA B YCiX FreHax.
reHis) genelist / genes
[ variants

* Details in Report (JeTansbHa iHdopMaLifa y 3BiTi) — MiCTUTb iHGOPMaLLiKo NPO HEBENUKI BapiaHTHK,
amnnidikalito reHis, BapiaHTW 3IMTTA Ta BapiaHTU CNAANCUHTYy.

OokymeHT N2 200008661, Bep. 06

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Tabnmua 11 LeTani Manux BapiaHTIiB y 3BiTi

Mone y 3siTi PDF

Type (Tun)

VAF

Consequence
(Hacnipok)

Protein Change
(3miHa 6inka)

Nucleotide Change
(3miHa
HyKneoTnay)

Genomic Position
(FeHOMHe
MONOXKEHHS)

Mone B JSON 3BiT
(BigHOCHMI WNAX y
BapiaHTHOMY 06'eKTi
JSON)

type / value

additionalinfo / (array item
having label property =
“VAF”) [ value

additionallnfo / (array item
having label property =
“Consequence”) [ value

additionallnfo / (array item
having label property =
“Protein Change”) / value

additionallnfo / (array item
having label property =
“Nucleotide Change”) /
value

additionalinfo / (array item
having label property =
“Genomic Position”) /
value

OokymeHT N2 200008661, Bep. 06

Onuc

HeTanbHuin TN BapiaHTa. MoXnuBi
3HaYeHHs 4Na Manux BapiaHTIB:

SNV — 0gHOHYKNEeOTUAHUM BapiaHT
Insertion — iHcepuis HykneoTngis go 25 n. o.
Deletion — geneLia HykneoTUAiB PO3MipOM
no25n.o.

MNV — MyNbTUHYKNEOTUOHWNA BapiaHT, AKUA
ABNSAE COH60r0 3aMiHy ABOX abo TPbOX
HYKNeoTuaiB Ha OAHAKOBY KifNbKIiCTb
HYKNeoTuaiB.

Indel — oanH abo Ginblle HYKNeoTUAIB,
3aMiHeHNX ogHUM abo BinbLue
HykneoTugamu, i He € SNV abo MNV. Lle
3asBMYal Ha3MBaKOTb IHOENAMMU.

YacToTa anenis BapiaHTiB (y BigcoTKax).

Hacnigok BapiaHTa 3 oHTONOr Il
NOCNiAOBHOCTI.

3MiHa nocnigoBHOCTI BiNKiB y HOMEHKNaTypi
HGVS, AKL,0 3aCTOCOBHO.

3MiHa Kogytoyoil nocnigosHocTi JHK

(TpaHckpunT RefSeq) y HomeHknaTtypi HGVS.

AKLWL,0 BapiaHT He BMMBAE Ha TPAHCKPUNT,
3MiHa reHOMHOT pedepeHTHOI MOCNigOBHOCTI
B HOMeHKnaTypi HGVS BkntovaeTbCs.

"eHoMHe nonoxeHHsA (hg19) y dopmari
XPOMOCOMMW:NONOXEHHSA. BiaHOCUTbCA A0
NOJTOXEHHA NepLlOi OCHOBU B KOHTPOJbHIl
aneni.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi PDF

Reference Allele
(KoHTponbHWiA
anenb)

Alternate Allele
(AnbTepHaTUBHUIA
anenb)

H/A

H/A

H/4,

H/4,

H/A

H/A

H/4,

H/4,

Mone B JSON 3BiT
(BigHOCHUI WnAX y
BapiaHTHOMY 06'eKTi
JSON)

additionallnfo / (array item
having label property =
“Reference Allele”) / value

additionallnfo / (array item
having label property =
“Alternate Allele”) / value

cosmiclds

detailedSmallVariantData
/ vefChromosome

detailedSmallVariantData
/ vcfPosition

detailedSmallVariantData
/ vcfRefAllele

detailedSmallVariantData
/ vcfVariantFrequency

detailedSmallVariantData
/ annotation / transcripts

detailedSmallVariantData
[ annotation / transcripts /
(first array item) /
transcript

detailedSmallVariantData
/ annotation / transcripts /
(first array item) / source

OokymeHT N2 200008661, Bep. 06

Onuc

KOHTpONbHUI anenb.

AnbTepHaTUBHWUI anenb.

Cnucok igeHTudikaTopiB reHOMHUX My TaLin,
NoB'A3aHMX 3 BapiaHTOM, 3 6asn gaHunx
KaTtanory coMaTU4HUX MyTaLin y paky
(COSMIC), sIKLL,0 3aCTOCOBHO.

Xpomocoma.

"eHoMHe nonoxeHHsA (hg19). CtocyeTbesa
MO0 EHHA NepLUOi OCHOBM B KOHTPOJSIbHOMY
aneni (none detailedSmallVariantData /
referenceAllele).

KOHTpONbHUI anenb.

YacToTa anenis BapiaHTiB.

JeTanbHi aHoTaL,ii Ha PiBHI TPaHCKPUNTIB AN
TPaHCKPUNTY (AKLLO0 3aCTOCOBHO).
BktoUeHo nuLle oanH nepesaXXHUm
TPaHCKpUMT.

|oeHTNdIKaTOp TPaHCKPUNTY.

[ xepeno TpaHCcKpunTy (Hanpuknag,
RefSeq).

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi PDF

H/4,

H/A

H/4,

H/4,

H/4,

H/A

H/A

H/4,

H/4,

Mone B JSON 3BiT
(BigHOCHUI WnAX y
BapiaHTHOMY 06'eKTi
JSON)

detailedSmallVariantData
[ annotation / transcripts /
(first array item) / bioType

detailedSmallVariantData
/ annotation / transcripts /
(first array item) /
aminoAcids

detailedSmallVariantData
[ annotation / transcripts /
(first array item) /
cdnaPos

detailedSmallVariantData
/ annotation / transcripts /
(first array item) / codons

detailedSmallVariantData
[ annotation / transcripts /
(first array item) / cdsPos

detailedSmallVariantData
/ annotation / transcripts /
(first array item) / exons

detailedSmallVariantData
/ annotation / transcripts /
(first array item) / introns

detailedSmallVariantData
/ annotation / transcripts /
(first array item) / geneld

detailedSmallVariantData
[ annotation / transcripts /
(first array item) / hgnc

OokymeHT N2 200008661, Bep. 06

Onuc

Knacuoikauia 6iotnuny Ensembl gns
TPaHCKPUNTY.

3MiHa aMiHOKNCNOT, AKLLO 3aCTOCOBHO
(Hanpuknag, G/D).

MonoxeHHsa kAHK.

3MiHa nocnigoBHOCTI KOAOHIB (Hanpuknag,
gGt/gAt), AKLLO 3aCTOCOBHO.

KogyBaHHA NOMOXEHHA NOCMiIL0BHOCTI, AKLLO
3aCTOCOBHO.

EK30HWM, Ha AKi BNMBaE BapiaHT, Ta 3arasbHa
KifTbKiCTb €K30HIB, SIKLL,O 3aCTOCOBHO.
Hanpuknag, 4-6/7 Bkasye Ha Te, W0 e
BMJIMHYNO Ha €K30HM 4, 5 6 i Wo TpaHCcKpunT
MIiCTUTb 3aranioM 7 eK30HiB.

IHTPOHMU, Ha AKi BNAMBAE BapiaHT, AKLLO
3aCTOCOBHO.

loeHTudikaTop reHa B HauioHanbHOMY
LeHTpi 6ioTexHonorivyHoi iHpopmauii (NCBI).

CunMBON reHa HOMEHK1aTYpPHOro KOMITeTy
HUGO Gene Nomenclature Committee
(HGNC).

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi PDF

H/4,

H/4,

H/4,

H/A

H/4,

H/4,

Mone B JSON 3BiT
(BigHOCHUI WnAX y
BapiaHTHOMY 06'eKTi
JSON)

detailedSmallVariantData
[ annotation / transcripts /
(first array item) /
consequence

detailedSmallVariantData
/ annotation / transcripts /
(first array item) / hgvsc

detailedSmallVariantData
[ annotation / transcripts /
(first array item) / hgvsp

detailedSmallVariantData
/ annotation / transcripts /
(first array item) /
isCanonical

detailedSmallVariantData
/ annotation / transcripts /
(first array item) /
proteinid

detailedSmallVariantData
/ annotation / transcripts /
(first array item) /
proteinPos

OokymeHT N2 200008661, Bep. 06

Onuc

MacuB BapiaHTHMUX HacNigKiB 3 OHTONOr Il
NOCNiAOBHOCTI.

3MiHa KogyBasnbHOI eTafloHHOI MOCAILOBHOCTI
OHK (TpaHckpunTy RefSeq) y HOMeHKnaTypi
HGVS, AKL,0 3aCTOCOBHO.

3MiHa nocnigoBHOCTI 6iflka B HOMeHKNaTypi
HGVS, AKLW,0 3aCTOCOBHO.

Bigobpa)kae 3HauYeHHs «true», AKLLO Lewn
TPaAHCKPUNT BBaXKAETbCA KAHOHIYHUM
TPaHCKPUNTOM reHa, iHakwe — «false».
KaHOHIYHMI TpaHCKPUNT ANfA reHa
BM3HaYalOTb HACTYMHUM YNHOM:

BkntoueHi nuwe TpaHckpmynTu NM i NR.
TpaHCKPUNTK AN reHa CopTyrTbCA
HaCTYMNHUM YNHOM:

e 3anucu Locus Reference Genomic (LRG)
HagxoOsaTb A0 3anuciB, He NoB’A3aHuX i3 LRG.
e 3MeHLLEeHHs A0BXWHU CDS.

e [10BXMHa TPAHCKPUNTY y NOPSAKY
cnagaHHs.

o O6nikoBUMN HOMED.

3 TakKuM COPTYBaHHAM MEPLUMA TPAHCKPUNT
BBaXa€ETbCHA KaHOHIYHMM.

loeHTndikaTop binka.

MonoxeHHA 6inka.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Tabnuua 12 OeTani amnnidikaLii reHis y 3BiTi

Money
3BiTi PDF

Type (Tun)

Fold
Change
(KpaTHicTb
3MiHWN)

H/A

H/A

H/O

H/O

H/4,

Mone y 3BiTi JSON (BigHOCHWI
WNAX y BapiaHTHOMY 06'eKTi
JSON)

type / value

detailedCopyNumberVariantData
|/ foldChange

detailedCopyNumberVariantData
/ copyNumberType

detailedCopyNumberVariantData
/ gene

detailedCopyNumberVariantData
/ chromosome

detailedCopyNumberVariantData
[ startPosition

detailedCopyNumberVariantData
/ endPosition

Onuc

[eTanbHUM TMN BapiaHTa. MoXnuei
3HayeHHs aMmnnidikalil reHiB BK/IOYaOThb:
CNV — BapiaHT KiflbKOCTi Konii
(amnnidikauis reHiB — eguHi BapiaHTH
KiNbKOCTI KOMil, nepeniyeHi y 3BiTi).

KpaTHicTb 3MiHM HOpMani3oBaHOI rMMBUHU
34MTYBaHHSA B 3pasKy BiGHOCHO
HOPMani3oBaHOro 34NTYBaHHSA FMUOUHN B
OUNNOIOHUX reHoMaXx.

3HayeHHs <DUP> gnsa Bcix amnnidikauin
reHis.

CumMmBon reHa.

XpomMocoma reHa.

MouaTok nonoxeHHs (hg19) rexa.

KiHeub nonoxeHHs (hg19) reHa.

AHoTaUii (iHpopMaLis Npo No3uuiro, HacNiaAKM TOLWO), HaBeaeHi Ak Tabnmua 13, 6a3ytoTbCA Ha
BapiaHTax, BUPIBHAHUX NO NiBOMY Kpato reHOMY BignoBigHO 4,0 HOPM CEKBEHYBAHHA HACTYMHOrO

NOKOMIHHA. EAMHUM BUHATKOM i3 LLbOro npasuna € Te, Wo nosHadeHHsa HGVS npaBunbHO 36iraeTbca 3
BiAMOBIAHOK €TaNIOHHOK MOCAILOBHICTHO BigNOBIgHO A0 cTaHZapTy HGVS. Konu iHcepuil Ta genewii

Bi4OYBatOTbCSA B FEHOMHUX 061acTAX HU3bKOI CKNaAHOCTI, NIBOCTOPOHHI Ta NPaBOCTOPOHHI
npeacTaBNeHHS MOXYTb CTOCYBaTUCS PiSHUX MiCLb pO3TallyBaHHS.

Tabnuua 13 HeTani snutTay 3BITI

Mone y 3BiTi PDF

Type (Tun)

Mone y 3BiTi JSON
(BigHOCHMI Wnax y
BapiaHTHOMY 06'ekTi JSON)

type / value

OokymeHT N2 200008661, Bep. 06

Onuc

[eTanbHuin TN BapiaHTa. MoXnuBi
3HAYEHHS ONA 3IMTTA:
3nnTTA

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.

43



MocibHuK 3 poboyoro npouecy moaynsa aHanisy Local Run Manager TruSight Oncology Comprehensive (EU)

Mone y 3BiTi PDF

Breakpoint 1
(Touka po3puBy
1)

Breakpoint 2
(Touka pospuBy
2)

Fusion
Supporting
Reads
(MigTBEPOKYIOYI
34MTYBaHHSA
3NTTA)

H/4,

H/4,

H/4,

H/4,

H/4,

H/A

Money 3BiTi JSON
(BigHOCHMM! Wnax y
BapiaHTHOMY 06'ekTi JSON)

additionallnfo / (array item
having label property =
“Breakpoint 1”)

additionallnfo / (array item
having label property =
“Breakpoint 2”)

additionallnfo / (array item
having label property =
“Fusion Supporting Reads”)

detailedGeneFusionData /
fusionDirectionalityKnown
AndIndiciatedByGeneOQOrder

detailedGeneFusionData /
fusionSupportingReads

detailedGeneFusionData /
partner1/gene

detailedGeneFusionData /
partner1/chromosome

detailedGeneFusionData /
partner1/ position

detailedGeneFusionData /
partner2 / gene

OokymeHT N2 200008661, Bep. 06

Onuc

CnocTepexkyBaHa TOYKa PO3puMBY 3NUTTA 1B
PHK. ®dopmMaT XpOMOCOMMU:MONOXEHHSA
(hg19).

CnocTtepe)kyBaHa ToOYKa pO3puBY 3IUTTA 2
B PHK. ®opMaT XpOMOCOMMU:MONTOXEHHSA
(hg19).

KinbKicTb 3UMTYyBaHb, WO NigATPUMYOTb
3NTTA.

Bipobpa>kae BipHO, KON NOPSAAOK
reHiB/TOYOK pPO3pUBY BigNoBigae
TpaHCKpuboBaHi opieHTauii (5'- 3').
Bipobpa)ae XMOHO, KOS HEMOXJTUBO
BU3HAUYUTK OpieHTaL,ito.

KinbKicTb 34UMTYyBaHb, WO NigATPUMYOTb
3NTTA.

CumBonu abo im's (3 BuBinbHeHHA GENCODE
19) reHi., W0 NePEKPMBaAOTb TOUYKY PO3PUBY
1. KiflbKa reHis, WO NepeKkpmBaroTb O4HY
TOYKY pO3pmBY, OBMEXEHI Kpankoto 3
KOMOHO.

XpomMocoma ToYku pospusy 1.

Mosuuia (hg19) Toukm pospusy 1.

CumBonu abo iMm'a (3 BMBINbHeHHs GENCODE
19) reHiB, W0 NepeKpmnBarOTb TOUKY PO3PUBY
2. KinbKa reHis, W0 nepekpmnBatoTb OAHY
TOYKY pO3pmBY, OBMEXXEHI KpanKoto 3
KOMOHO.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Mone y 3BiTi PDF

H/A

H/A

Money 3BiTi JSON
(BigHOCHMM! Wnax y
BapiaHTHOMY 06'ekTi JSON)

Onuc

detailedGeneFusionData /
partner1/chromosome

XpomMocoma ToYKu po3puey 1.

detailedGeneFusionData /
partner1/ position

Mosuuis (hg19) Toukm pospusy 1.

Tabnuua 14 [eTani BapiaHTiB CrakiCUHry y 3BiTi

Money 3BiTi
PDF

Type (Tun)

Affected Exons
(YpaxkeHi
€K30HWK)

Affected Introns
(YpaxkeHi
iHTPOHW)

Transcript
(TpaHckpumnuis)

Breakpoint Start
(MoyaToK TOYKMU
po3puBy)
Breakpoint End
(KiHeLb To4YKM
po3puBy)
Splice
Supporting
Reads
(CynposigHi
3YMNTYBaHHSA
CnnancuHry)

Mone y 3BiTi JSON
(BigHOCHUI WNAX y
BapiaHTHOMY 06'ekTi JSON)

Onuc

JdeTanbHui TUN BapiaHTa. MoXnuBi
3HAYEHHSA ONA 3NNTTA:
Splice Variant (BapiaHT cnnaicuHry)

type / value

EK30HW, Ha AKi BNAMBaE BapiaHT
CNNalCcuHry, SKLW,0 3aCTOCOBHO.
Hanpwuknag, 4-6 BkasyoTb Ha Te, W0 6ynu
ypaxeHi ek3oHn 4, 51 6.

additionalinfo / (array item
having label property =
“Affected Exons”)

additionallnfo / (array item
having label property =
“Affected Introns”)

IHTPOHW, Ha AKi BNMBae BapiaHT
CMNNANCUHTY, AKLLO 3aCTOCOBHO.
Hanpuknapg, 3 BkasyloTb Ha Te, LWO
BPaXeHo iHTPOH 3.

additionallnfo / (array item
having label property =
“Transcript”)

TpaHckpunuisa ID (RefSeq).

additionallnfo / (array item
having label property =
“Breakpoint Start”)

CnocTepiraBcs NOY4aTOK TOYKM PO3pUBY
BapiaHTiB cnnancuHry B PHK. ®opmat
XpomMocomu:nonoxeHHs (hg19).

CnocTepiraBcs KiHeLb TOYKM PO3PUBY
BapiaHTiB cnnancuHry B PHK. ®opmart
XpoMocomMu:nonoxeHHs (hg19).

additionalinfo / (array item
having label property =
“Breakpoint End”)
additionallnfo / (array item
having label property =
“Splice Supporting Reads”)

KinbKicTb 3UMTYyBaHb, WO NiATPUMYHOTb
CNIaNCUHT.

OokymeHT N2 200008661, Bep. 06
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MNoney 3BiTi
PDF

H/A

H/A

H/4,

H/4,

H/A

H/A

H/4,

H/4,

H/A

H/A

Mone y 3BiTi JSON
(BigHOCHUI WNAX y
BapiaHTHOMY 06'ekTi JSON)

detailedSpliceVariantData /
breakPointStartChromosome

detailedSpliceVariantData /
breakPointStartPosition

detailedSpliceVariantData /
breakPointEndChromosome

detailedSpliceVariantData /
breakPointEndPosition

detailedSpliceVariantData /
spliceSupportingReads

detailedSpliceVariantData /
annotation / source

detailedSpliceVariantData /
annotation / gene

detailedSpliceVariantData /
annotation / affectedExons

detailedSpliceVariantData /
annotation / affectedIntrons

detailedSpliceVariantData /
annotation / transcript

OokymeHT N2 200008661, Bep. 06

Onuc

XpoMocoMa noyaTKy po3puBy.

Mosuuis (hg19) noyaTky po3pusy.

Xpomocoma KiHuA po3puBy.

Mosuuisa (hg19) Big KiHUA po3puBy.

KinbKiCTb 3UNTyBaHb, WO NiGTPUMYIOTb
CMIanCuHr.

[>Kepeno TpaHCKpUNTy (Hanpuknaga,
RefSeq).

CuMBON rexa.

EK30HW, Ha AKi BNAMBaE BapiaHT
CNNANCUHrYy, i 3aranbHa KifbKiCTb €K30HIB,
AKLL,0 3aCTOCOBHO. Hanpwuknag, 4-6/7
BKA3ye€ Ha Te, L0 Lie BMNNHYJIO Ha EK30HMU 4,
5i6iwWo TpaHCKPUNT MICTUTb 3araaom 7
€K30HiB.

[HTPOHW, Ha AKi BNMBae BapiaHT
CMNANCUHry, Ta 3aralibHa KifibKiCTb
iHTPOHIB, SIKLLO 3aCTOCOBHO. Hanpuknag,
3/6 BKasye Ha Te, L0 BPaXKeHO iHTPOH 3, i
LLLO TPAHCKPUMT MICTUTL 3aranom 6
iHTpOHiIB.

laeHTudIKaTOp TPaHCKPUNTY.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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NMpoTokon aHanisy

IM's danny: SampleSheet.csv

[ns KoxHoro aHanisy Moayib KoMmnnekcHoro aHanisy TSO (EC) cTBOptoe NPOTOKOS aHanisy,
pOo3A4ineHnin koMamm (SampleSheet . csv). Llei pann MicTnTb iHpopMaLiro Npo 3pasok, WO HaJaeTbCA
nporpamMHoMy 3abesneyeHHo nig Yac HanawTyBaHHA NporoHy. Lli npoToKonm aHanisy MicTATb
3arosioBOK 3 iHpopMaLliero NPO NPOriH i AeckpunTopu s 6ibnioTek 3paskis, 06p06NEHUX Y NEBHIN
NPOTOYHIN KroBeTi (0AMH PAAOK AaHUX Ha 6ibnioTeky 3paskiB).

/N 3ACTEPEXEHHSA

3MiHa NPOTOKONY aHanisy BUKIMKAE NOBIYHI ePeKTN HUXKYE 3a NOTOKOM, BKIIKOYaOUn
HernpaBWIbHI pe3ynbTaTn abo NOMUIKY aHanisy.

Tabnnua 15 IHbopmaLis Npo NpoTOoKO aHanisy
HasBa ctoBnus Onuc

Sample_ID laeHTndikaTop 3paska 3 cydikcom -DNA, gogaHmnm gns 6iéniotek AHK,
abo -RNA, AoAaHumM go 6idniotek PHK.

I7_Index_ID IM'A iHgekcey i7. AuB. NocnigoBHocTi agantepa lllumina (QOKYMeHT
N2 1000000002694), w06 oTpuMaTn AeTanbHy iHGOpPMaLLto NPo Te, K
ideHTUdIKaTop iHAEKCA NPOTOKO/Y aHanisy BignoBigac iHAeKCHOMY
ineHTndikaTopy, BBEAEHOMY Mif Yac HanalTyBaHHS NPOroHy.

index (NoKaxx4mkK) [MocnigoBHICTb iIHAEKCIB i7.

IS_Index_ID HasBa iHgekcy i5. [mB. lNocnigoBHocTi agantepa lllumina (GOKyMeHT
N2 1000000002694), w06 oTpuMaTn AeTanbHy iHGOpPMAaLLto NPo Te, K
ideHTUdIKaTop iHAEKCA NPOTOKOSY aHanisy BignoBigac iHAeKCHOMY
ineHTndikaTopy, BBEAEHOMY Mif Yac HanalTyBaHHS NPOroHy.

index2 (nokaxu4nk2) MocnigoBHICTb iHAEKCY i5.
Sample_Type OHK a6o PHK.

Pair_ID laeHTndikaTop 3paska (Ton caMmuii ineHTMdiKaTop BUKOPUCTOBYETHCS
ansa 6iéniotekn OHK i 6i6niotekn PHK Toro camoro 3paska).

Sample_Description Onwuc 3paska.
Tumor_Type Tvn NyxAvHW AN 3paskiB NalieHTiB. TN KOHTPONA A8 KOHTPONIB.

Sex (CTtaTb) CTaTtb (4onoBikuK, XiHKM abo HEBIAOMO).

OokymeHT N2 200008661, Bep. 06
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3BiT Npo BUXigHI AaHi KOHTPOJIO

IM's danny: ControlOutput.tsv

3BIiT NpO BUXiAHI JaHi KOHTpoo — Le ¢alin i3 BKNagKkamMm, AKUn MicTUTb iHpOopMaL,ito NPO KOHTPO/b
AKOCTI ANA 6yAb-AKNX KOHTPONIB, BKNHOYEHMX Y NPOroH. Moaynb KoMnnekcHoro aHanisy TSO (EC) He
pobuTb 3pa3Kkn NaLiEHTIB aBTOMATUYHO HEAINCHMMM Ha OCHOBI pe3ynbTaTiB KOHTPOJIbHNX 3PaskKiB.

OwvB. Jinctok-Bknagunw go TruSight Oncology Comprehensive (EC) (gokymeHT N2 200007789) w06
OTPMMaTW BKasiBKK L0400 BanigHOCTIi BUKOHAHHA aHanidy Ta BanigHOCTI 3paska navjieHTa Ha OCHOBI
pesynbTaTiB KOHTPOSbHIB.

3BIiT NP0 BUXiAHI JaHi KOHTPOKO MICTUTb TaKi pPO34inn Ta NoB’'A3aHi 3 HUMK Nons (iaeHTudikaTop LUKy

06pobKKN Ao0AAETHCA Nepes NepLUMM PO34iNoMm):

* Control Types (TN KOHTPOIKO) — MICTUTb iIHHOPMALLiIFO MPO KOXEH eNIeMEHT KOHTPOJIHO,
BKJTFOUEHUI Y MPOTroH.

Tabnuua 16 Tunu KOHTPOSIO

Mone

Control Type (Tun
KOHTPOSHO)

Sample_ID

AnalysisComplete
(AHanis
3aBepLLEHO)

Overall Result
(3aranbHui
pesynbTaT)

Sensitivity Value
(3HayeHHs
YyTANBOCTI)

Onuc

Tun KOHTPOJIO. MOXIINBI 3HAUYEHHSA:

o 30BHILWHIN KoHTpoNb AHK

o KoHTponb OHK 6e3 pogasaHHs maTpuui (No Template Control)
o 3O0BHILWLHIN KOHTpOoJb PHK

o KoHTponb PHK 6e3 nogasaHHa MmaTpuui (No Template Control)

laeHTndikaTop 3paska KOHTPOMO. 3HaUYEHHA (HE BUKOHYETBCS), AKLLO LieW
TUM KOHTPOSIO He BYB BKIIOYEHWUI 4,0 LUKy 06pOo6KN.

MokasaHHA Y1 3aBEepPLUEHO aHani3 ANfa LbOoro KOHTPOJI0. MoXuBI
3HadeHHs: TRUE (BIPHO), FALSE (HEBIPHO), He 3aCTOCOBHO.

PesynbTaT KOHTPOMO AKOCTI A5 KOHTPOMO. MOXNKMBI 3HaueHHA: PASS
(MPOWOEHO), FAIL (HE MPOWOEHO), N/A (H/3).

PospaxoBaHe 3HaYyeHHS YyTNIMBOCTI 4151 KOHTpoto. Bigobpaxae
BifHOLIEHHS BUSABNEHNX BapiaHTIB KOHTPOJO A0 3arafibHOI KiflbKOCTI
OUiKyBaHWX BapiaHTIB KOHTPOJIKO B KOHTPOJIi. 3aCTOCOBYETLCSA NMLLE A5
TakuX TUMIB KOHTPOSIO:

e 30BHiLWHIN KOHTpob OHK

o 30BHILWHIN KOHTpONb PHK

OokymeHT N2 200008661, Bep. 06
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Mone Onuc

Sensitivity MiHiManbHe 3HaYeHHs Yy TANBOCTI, HEOOXigHe O/s TOro, Wob KOHTPOSb
Threshold (Mopir MaB pe3ynbTaT KOHTPoso AKocTi PASS (MponaeHo). 3acTocoByeTbCA
YyTNNBOCTI) Anwe gns Takux TUNiB KOHTPOSIHO:

o 3O0BHILWWHIN KOHTpob AHK
e 30BHILLHIN KOHTPOSb PHK

* Analysis Details (BigomocTi npo aHania) — MicTUTb iHpopMaLito Npo aHanis.

Tabnuua 17 BigomocTi npo aHanis
Mone
Report Date (JaTa 3BiTY)
Report Time (Yac 3BiTy)
Module Version (Bepcis mogyns)
Pipeline Version (Bepcist koHBeepa)

Claims Package Version (Bepcis
nakeTy 3asBNIEHNX XapaKTePUCTMK)

Onuc

[aTa, Konun 6yfno sreHepoBaHO 3BIiT MPO KOHTPO/b.
Yac, Konu 6yno CTBOPEHO 3BIT NPO KOHTPO/b.
Bepcia — Mogaynb KoMnnekcHoro aHanisy TSO (EC).
Bepcis npouecy/po6oyoro noToky aHanisy.

Bepcia nakeTy 3asBNeHUX XxapaKTepPUCTUK, IHCTaslbOBAHOIoO
Ha Mogaynb KoMnaekcHoro aHanisy TSO (EC).

* Sequencing Run Details (BigoMoCTi npo nporiH cekBeHyBaHHA) — MICTUTb iHGOPMaLLito NPO LUK

CeKBeHYyBaHHA.

Tabnnua 18 BigoMoCTi Npo NporiH CEKBEHYBAHHA

Mone
Run Name (HasBa nporoHy).
Run Date (JaTa nporoHy)

Instrument ID (laeHTndikaTop Npunagy)

Instrument Control Software Version
(Bepcis nporpamHoro 3abeanevyeHHs
AN KepyBaHHS Npunagom)

Instrument Type (Tun npunaay)
RTA Version (Bepciss RTA)

Reagent Cartridge Lot Number (Homep
napTii KApPTPULXa peareHTiB)

OokymeHT N2 200008661, Bep. 06

Onuc
HasBa NporoHy cekBeHyBaHHS.
[aTa nporoHy cekBeHyBaHHS.

YHiKanbHUIM igeHTUdikaTop, NOB’A3aHMIN 3 NpUIagoM
CEeKBEHYBaHHS.

Bepcia nporpamHoro 3abesneyeHHs NextSeq Control
Software (NCS), W0 BUKOPUCTOBYETbLCS OIS
NPOroHy.

Tun cekBeHaTopa.

Bepcia nporpamMHoro 3abesneyeHHs 418 aHanisy B
pexumi peansHoro yacy (RTA), wo
BMKOPUCTOBYETLCH A5 NPOrOHY CEKBEHYBaHHS.
Homep napTii KapTpraXy peareHTiB, AKUN
BVKOPUCTOBYBABCA 415 MPOroHy.
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* Analysis Status (CtaTyc aHanisy) — MicTuTb iHGOpMaL,ito Npo Te, YN 3aBEPLUEHO aHari3 Ans
KOXXHOI0 KOHTPOJIO Ta UM He BLAANOCH BUKOHATU aHani3 6yab-aKMX 3pa3kiB Yepes3 NoOMUIKY
NporpamHoro 3abesneyeHHs.

Tabnuua 19 CraTyc aHanisy

Mone

Sample_ID

COMPLETED_

ALL_STEPS

FAILED_STEPS

STEPS_NOT_
EXECUTED

* Small Variants Truth Table Results (Tabnvusa pesynbTaTiB iCTUHHOCTI 418 Manux BapiaHTiB) —
MiCTUTb iHbOopMaLito Npo Mani BapiaHT KOHTpobHOT AHK y 30BHiWHbOMY KOHTponi OHK, saki 6ynu

Onuc

laeHTndikaTop 3paska KOHTPONKO. 3HaYeHHS (He BUKOHYETbCSA) A5 TUMIB
KOHTPOJHO, HE BKJTKOYEHMX Y MPOTrOH.

Bkasye, UM KOHTPOSIb 3aBepPLUMB YCi eTanu aHanisy. MoX/vBi 3Ha4YeHHsA
BknoYvaoTb TRUE (BIPHO), FALSE (HEBIPHO), N/A (H/3). AkwWw,0 3HauYeHHs
FALSE (HEBIPHO), 3BepHiTbCA 0,0 CNy>X6m TexHiYHOI NigTpuMku lllumina ans
OTpUMaHHSA goaaTKoBol iHGopMaLlil.

Cnucok 6yab-AKnX HeBOANNX KPOKIB aHanisy Yyepes NoMUNKY NPOrpamMHoro
3abesneyeHHs. [1na oTpMaHHSA 004aTKOBOI iIHPOpMaLLil 3BEpHITbCA 0
CNy>X6U TexHiYHOI NigTpuMkK lllumina, AKWwo 6yab-AKNn KPOK HABEAEHO TYT.

Cnvcok byab-aKnx KPOKiB aHanisy, siki He 6yn BUKOHaHi Yepes NoMUnKy
nporpamMHoro 3abesnevyeHHsa. 1715 oTpMMaHHA 004aTKOBOI iHGopMaLil
3BepHiTbCA Ao lllumina cny>6u TeXHIYHOI NigTPUMKK, AKLLO 6YAb-AKNN KPOK
HaBegeHo TyT.

BUSABNEHI abo He Oynv BUAIBNEHI (Mo 0gHOMY psgy Ha OAWH BapiaHT KOHTPoto). 3HaveHHs N/A (H/3)
nepepaxoBaHi, AKLLO 30BHILWHIN KOHTponb AHK He ByB BKOUYEHN B LUK CEKBEHYBAaHHS.

Tabnnua 20 Tabnvusa pesynbTaTiB iCTUHHOCTI AN Manux BapiaHTiB

Mone

Detected
(BusasneHo)

Onunc

Bkasye, un Manuim BapiaHT KOHTponbHo! [IHK 6yB BUSABNEHUA Y KOHTPOI.
Mo nuei 3HaueHHa BkntodatoTb TRUE (BIPHO), FALSE (HEBIPHO), N/A
(H/3).

HGNC Gene Name  CumBon reHa KomiteTy 3 HomeHknaTypu reHis HUGO (HGNC),

(HasBareHa
HGNC)

Chromosome
(Xpomocoma)

NoB’A3aHUN i3 MaanM BapiaHTOM KOHTponbHoT JHK.

XpoMocoMa Manoro BapiaHTy KoOHTponbHoi JHK.

Position (MNo3wnu,is) MonoxeHHs (hg19) manoro BapiaHTa KOHTPObHOT [HK.
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Mone Onunc

Reference Allele KOHTponbHWU anenb Manoro BapiaHTa KoHTponbHoi AHK.
(KoHTponbHMIA
anenb)

Alternative Allele AnbTepHaTUBHUI anefnb Manoro BapiaHTy KOHTponbHoi AHK.
(AnbTepHaTUBHWMIA
anenb)

* Splice Variants Truth Table Results (Tabnvua pe3ynbTaTiB iCTUHHOCTI AN BapiaHTIB CNIaANCUHTy)
— MICTUTb iHGOPMaLLito NPO BapiaHTN 3pOLLEHHA KOHTPONbHOI PHK y 30BHilWIHBEOMY KOHTpOoni PHK,
AKNIA Byno B1sABNEHo abo He BUABAEHO (N0 OAHOMY PSAAKY Ha OOUH BapiaHT KOHTPOSIHO). 3HaYeHHS
H/3 nepepaxoBaHi, AKLL0 30BHILHIN KOHTpoNb PHK He 6yB BKIKOYEHUIA B LMK CEKBEHYBaHHS.

Tabnuua 21 Tabnuus pesynbTaTiB iCTUHHOCTI 419 BapiaHTIB CNIanCuHry

Mone Onuc

Detected Bkasye, un BapiaHT cniancuHry KoHTposabHoi PHK 6yB BUsiBeHUA Yy

(BusasneHo) KOHTponi. MoxnmBi 3HadyeHHs BktoYatoTb TRUE (BIPHO), FALSE (HEBIPHO),
N/A (H/3).

HGNC Gene CumBon reHa HGNC 3B’A3aHWUN i3 BapiaHTOM CNanCUHry KOHTposnbHoT PHK.

Name (HasBa

reHa HGNC)

Breakpoint 1 Xpomocoma Ta nonoxeHHs (hg19) nepLuoi ToUkM po3puBy BapiaHTa

(Touka po3puBy  CiNaNiCUHIy KOHTponbHOI PHK.
1)

Breakpoint 2 XpomMocoma Ta nonoxeHHs (hg19) gpyroi ToUkM po3puBy BapiaHTa
(Touyka po3pmBy  CiNamcCUHry KOHTponbHoi PHK.
2)
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* Fusions Truth Table Results (Tabnuua pe3ynbTaTiB iCTUHHOCTI 3NMTTHA) — MICTUTb iIHPOPMaLLito NPO
BapiaHTU 3NUTTA KOHTPOoNbHOI PHK y 30BHilUHbOMY KOHTpOi PHK, sikuii 6yno BusBneHo abo He
BUABMEHO (N0 OAHOMY PAAKY Ha OOMH BapiaHT KOHTPOI0). 3HaYeHHs H/3 nepepaxoBaHi, Ko
30BHILWHiN KOHTpoNb PHK He OyB BKNFOYEHNI B LUK/ CEKBEHYBaHHS.

Tabnuua 22 Tabnuusa pesynbTaTiB iCTUHHOCTI 3/INTTA

Mone Onuc

Detected Bkasye, un BapiaHT 3n1MTTA KOHTPOSIbHOT PHK 6yB BUSABMEHUI Y KOHTPONI.

(BusiBneHo) Mo nuBi 3HayeHHs BktoYatoTb TRUE (BIPHO), FALSE (HEBIPHO), N/A
(H/3).

HGNC Gene Name  CumBon reHa HGNC noB’AsaHuni 3 NepLUot TOYKOK PO3pUBY BapiaHTa

1 (HasBareHa 3NUTTA KOHTPOSbHOI PHK.

HGNC 1)

HGNC Gene Name  CwumBon reHa HGNC 3B’A3aHu i3 gpyror TOYKOH pO3pUBY BapiaHTa
2 (IMareHaHGNC  3auTTA KOHTpONAbHOI PHK.
2)

* DNA NTC Library QC Metrics ([TokasHukn KoHTposto akocTi 6ibniotekn JHK NTC) — MicTuTb
iHbopMaL,ito NPO NOKA3HUKM KOHTPOSK AKOCTI, SKi ouiHrOBanncs gns koHTponto HK 6e3 aogaaHHA
maTpmui. CtaTyc PASS (MPOWMOEHO) BKasye Ha Te, L0 3HaYeHHS NOKa3HMKa 3HaXOAUTLCA B MeXax
AianasoHiB HMXXHbOT Mexi cneymndikauii (LSL) i BepxHboi Mexi cneumndikauii (USL). CtaTyc FAIL (HE
MPOWMOEHO) Bkasye Ha Te, LLLO 3HaYEeHHs NOoKasHUKa 3HaXOAUTLCA 3a MeXxaMi fianasoHy LSL a6o
USL. 3HaueHHsa N/A (H/3) HaBefeHi, SKLW,O0 KOHTPOb BigcyTHoCTi MaTpuui AHK He 6yB BKIHOUYEHUIA Y
LMK CeKBEHYBaHHS.

Tabnnua 23 TMokasHMKK KOHTPOHO SKocTi BibnioTekn AHK NTC

Mobi

Moka3Huk Onuc OauHnLi Opll'.
AKOCTI

MEDIAN_EXON_COVERAGE CepefHe NoKpUTTA pparMeHTiB Kinbkictb =8

€K30Ha Mo BCiX eK30HHUX OCHOBax

* RNANTC Library QC Metrics ([oka3HNKN KOHTPOIO AKOCTI 6ibniotekn PHK NTC) — MicTuTb
iHbOpMaL,ito MPO NOKa3HUK KOHTPOJIO AKOCTI, AKUI OLiHKOBanu gna KoHTposo pHK 6e3 gogasaHHA
MaTpuui. CTaTyc PASS (MPOMOEHO) Bkasye Ha Te, 1|0 3HaUYeHHS NOKa3HUKa 3HaXOANTLCA B MeXax
AianasoHiB HMXXHbOI MeXi cneymndikauii (LSL) i BepxHboi Mexi cneundikauii (USL). Ctatyc FAIL (HE
MPOWOEHO) BKasye Ha Te, LU0 3HaYEHHA NOKa3HMKa 3HaXOAUTLCA 3a MexaMu fianasoHy LSL abo
USL. 3HaueHHs N/A (H/3) nepepaxoBaHi, AKLLO0 KOHTPOb BigCcyTHOCTI MaTpuui PHK He 6yB
BK/IFOYEHWI Y LMK CEKBEHYBAHHA.
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Tabnnua 24 TTokasHUKM KOHTPOKO AKOCTI 6ibniotekn PHK NTC

Mopir
MokasHuk Onuc OauHnLi P .

AKOCTI
GENE_ABOVE_MEDIAN_CUTOFF KinbKicTb reHis, 4N AKnx Kinbkictb =1

MefiiaHHa rnmMbuHa
AenynnikoBaHoro 34nTyBaHHSA Mo
BCiX JTOKycax, OXOMNeHux ans
KO>XHOro reHa, ctaHosuTb > 20.

BuxigHi noKasHUKu

IM'A danny: MetricsOutput.tsv

BuxigHi nokasHMkn — e dann i3 BKnagkamu, SKUim Hagae iHpopmMaLlito Npo KOHTPOIb SKOCTI 414 3paskiB
navuieHTiB, BK/TFOUYEHUX Y NPOTiH.

dann BUXigHMX NOKa3HUKIB MICTUTb Taki po34inu Ta NoB’asaHi 3 HUMK NoNs:

* Header (3aronoBok) — MiCTUTb 3aranbHy iHbopMaLito Npo ann i NporiH.

Tabnuua 25 3aronoBok ¢anny BUXigHUX NOKA3HUKIB

Mone Onuc

Output Date (OaTa [aTa CTBOpEHHSA Lboro ¢anny .

BUBOAY)

Output Time (Yac Yac cTBOpPEHHSA Liboro ¢anny.

BUBOAY)

Workflow Version Bepcia npouecy/pobo4yoro noTokKy aHanisy.

(Bepcis poboyoro

npouwecy)

Module Version Bepcis — Mogaynb komnnekcHoro aHanisy TSO (€C).

(Bepcis moayns)

Run ID loeHTdIKaTop NPOroHy CeKkBeHyBaHHA.
(lzeHTndikaTop

NPOroHy)

Run Name (Ha3sga HasBa uukny cekBeHyBaHHS.

NMPOroHy).

* Run QC Metrics (lMokasHMKN KOHTPOJIO AKOCTI MPOroHy) — MIiCTUTb iHGOpPMaLL,ito MPO KOHTPOSb
AKOCTI 419 NPOroHY CeKBEHYBaHHA. Lle posain Bignoeigae ctatycy KOHTPOIO AKOCTi BUKOHAHHSA Y
3BiTi TSO Comprehensive (EC) Ta MiCTUTb OAMNH PAAOK AN KOXXHOIO MOKa3HMKa KOHTPOJIHO SKOCTI,
AKNIA BMNNBAE Ha CTaTyC KOHTPOJIKO AKOCTi NPOrOHY. YCi MOKa3HUKN KOHTPOJSIO SKOCTI B LibOMY
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po3gini MatoTb 6yTK yCRilWHNMN, W06 BUKOHAHHA KOHTPOHO AKOCTiI 6yn0 ycniwHUM. 13 oTpuMaHHS

AeTanbHol iHbopMaLil Wo[o aHanisy guB. po3ain KoHTposib AKOCTI MporoHy Ha ctop. 9. Onucu
NOKa3HWUKIB Ta MOPOroBi 3HAaYEeHHSA OMB. y po34iNi [Toka3HVKN KOHTPOJIHO KOCTI Ha CTop. 68.

Tabnuusa 26 oKasHUKN NPOroHY KOHTPOJIH SKOCTI

CroBneub

Metric (UOM)
(Moka3sHunk
(UOM))

LSL
USL

Value
(3HayeHHsR)

PASS/FAIL

* Analysis Status (CtaTyc aHanisy) — MicTuTb iHQopMaLito Npo Te, Yn OyB aHani3 3aBepLleHN AN
KO>XHOr0 3paskKa nauieHTa, a TakoX Npo Te, M Bynn AKiCb 3pasku HeBAAIMMN Yepes NOMUNKY
nporpamMHoro 3abesneyeHHA. KoxeH CTOBMYMK Y LibOMY pO34ini BiANoBigae 3pasky nauieHTa

Onuc

HasBa nokasHMKa KOHTPOJSIO AKOCTI Ta OAVHUL,i BUMIPHOBAHHS.

HuxxHA Mexa cneymndikayii (BKIHOYUHO).
BepxHs Mexa cneumdikauii (BKNKOYHO).

3HayYeHHSA NoKasHMKa KOHTPOIO AKOCTI.

Bkasye, 4M 3pa3oK NPOMLLOB Y/ HE MPOMLLOB KOHTPOJSIb AKOCTI. MOoXnuBI
3HaJyeHHs BktovaroTb PASS (MpongeHo), FAIL (He npongeHo) abo H/3.

(ineHTndikaTop 3paska BUKOPUCTOBYETLCA AN HA3BM CTOBIMLUSA).

Tabnuua 27 CtaTyc aHanisy

Mone

COMPLETED_ALL_
STEPS

FAILED_STEPS

STEPS_NOT_
EXECUTED

Onuc

Bkasye, UM 3pa3oK 3aBepLUMB yCi eTanu aHaniay. MoXmBi 3Ha4YeHHSA
BktovaoTb TRUE (BipHo) Ta FALSE (HeBipHO). Ko 3Ha4yeHHA FALSE
(HeBipHO), 3BEpHITbCA 4,0 CNYXOM TEXHIUYHOT NiaTpUMKM lllumina gns

OTPUMaHHA 40[aTKOoBOI iHGopMaLiil.

Cnuncok 6yab-aK1UX HEBOANNX KPOKIB aHasnisy yepes NoMUIKy

nporpamMHoro 3abesneyeHHs. [na oTpUMaHHA 004aTKOBOI iHGopMaLil
3BEpPHITbCA 40 CNYy>X0uM TeXHIYHOI NigTpuMKu lllumina, AKWw,0 Oyab-aKni

KPOK HaBeleHO TYT.

Cnvcok 6yab-aKnx KpoKiB aHanisy, siki He 6y BUKOHaHi Yyepes

NMOMWJIKY NMporpamMHoro 3abesnedyeHHs. 19 oTpuMaHHA 000aTKOBOI
iHhopMaL,il 3BepHITLCA A0 CY>XOU TEXHIYHOI NigTpUMKM lllumina, SKWo

6yab-SKWI KPOK HaBefeHo TyT.

Po3pinu nokasHMKIB KOHTPOJIIO AKOCTI A5 3pasKiB NaLieHTiB — PO34in BKIKOYEHO 4151 KOXHOMO

TUNY KOHTPOJIHO SKOCTI, AKUIN BUKOPUCTOBYETLCA A1 3pa3KiB NaLUeHTIB. Y Tabnuui Hux4e

3a3HayeHo, e cTaTyC KOHTposo aKocTi y 3BiTi TSO Comprehensive (EC) Bignosigae posginy.
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Tabnuusa 28 Po3ainv NoKasHUKIB KOHTPOJIO AKOCTI 415 3pa3KiB NaLieHTIB

Po3pin

DNA Library QC Metrics
(MokasHUKM KOHTPOHO
AKocTi 6ibnioTekn AHK)

DNA Library QC Metrics for
Small Variant Calling and
TMB (MoKa3HMKN KOHTPOSHO
fAKocTi 6ibniotekn OHK gns
pO3ni3HaBaHHA Manux
BapiaHTiB i TMB)

DNA Library QC Metrics for
MSI (MoKasHNKM KOHTPOHO
sAKocTi 6ibniotekn OHK gns
MSI)

OokymeHT N2 200008661, Bep. 06

Onuc

[MOoKasHMKN KOHTPOJIO AKOCTI
BUKOPUCTOBYETHCA AK KpUTEPIN
OOCTOBIpHOCTI onsa 6ibniotek spaskis HK.
[ns oTpuUMaHHA geTanbHol iHpopMaLil
OO0 aHanisy amB. posain KoHTposib AKOCTI
458 6ibniotek 3paskis [JJHK Ha cTop. 13.
Onuncm NokasHKKIB Ta NOPOroBi 3HaYEHHA
AWB. Y pO3Aini [ToKasHUKW KOHTPOJTHO AKOCTI
Ha cTop. 68.

[TOKa3HMKM KOHTPOJIO AKOCTI, WO
BUKOPUCTOBYHOTbHCA K KpUTEpil BanigHOCTI
Ana Manux BapiaHTie i TMB B 6ibnioTeu,i
3paskiB DNA Solid-FFPE.

[na oTpuMaHHSA geTanbHol iHbopMauil
LLLOA0 aHanisy AmB. po3fin KoHTposib AKOCTI
ansa 6ibniotek 3paskis AHK Ha cTop. 13.
OnuncK NoKasHUKIB Ta MOPOroBi 3HaYEHHS
OVB. Y po3aini [okasHUKM KOHTPOJIKO AKOCTI
Ha cTop. 68.

[MOKa3HMKM KOHTPOJIO AKOCTI
BUKOPUCTOBYETbLCA B AKOCTI KpUTEPITB
pocToBipHocTi gnsa MSI B 6ibnioTeui 3paskis
DNA Solid-FFPE.

[ns oTpuMaHHSA geTanbHol iHpopMaLil
LLLOA0 aHanisy AMB. po3sain KoOHTposb AKOCTI
4ns 6iéniotek 3paskis [JJHK Ha cTop. 13.
OnucK NokasHUKIB Ta MOPOroBi 3HaYEHHS
AWB. Yy po3aini [TokasHWKM KOHTPOJIHO AKOCTI
Ha cTop. 68.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.

BipnoeigHa
KaTeropia KAy
TSO
Comprehensive
(EC) 3BiTI

KoHTponb sKoCTi
6ibniotekn OHK

KoHTponb AKOCTI
Mannx BapiaHTiB
OHK i TMB

DNA MSI QC
(KoHTponb
sakocTi AHK MSI)
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Po3pin

DNA Library QC Metrics for
CNV (Moka3HMKK KOHTPOJIO
AKocTi 6ibnioTekn OHK gna
CNV)

DNA Expanded Metrics
(PoswupeHi nokasHukm OHK)

RNA Library QC Metrics
(MokasHUKM KOHTPOHO
fAKocTi 6ibnioTekn PHK)

RNA Expanded Metrics
(Po3wwupeHi nokasHmnkm PHK)

OokymeHT N2 200008661, Bep. 06

Onuc

[MOKa3HMKN KOHTPOSIO AKOCTI
BUKOPUCTOBYETbCS AK KPUTEPI BaNigHOCTI
ansa amnnidikauii reHiB y 6idnioTew,i 3spaskis
DNA Solid-FFPE.

[na oTpuMaHHA geTanbHoi iHpopMaLil
LLLOA0 aHani3y AMB. po3ain KoHTpo/b AKOCTI
ansa 6ibniotek 3paskiB HK Ha cTop. 13.
Onuncm nokasHKKIB Ta NOPOroBi 3HaYEHHA
AWB. Y pO3Aini [ToKasHUKW KOHTPOJTHO AKOCTI
Ha cTop. 68.

PoswupeHi nokasHuku OHK npusHadeHi
nvwe Ans iHpopmadii i He BKasyroTb
besnocepeHbo Ha AKicTb 6ibnioTek AHK.
[ns oTpuUMaHHA geTanbHol iHpopMaLil
LLLOAO aHani3y AMB. po3nin KoOHTpo/b AKOCTI
458 6ibniotek 3paskis [JJHK Ha cTop. 13.
OwuB. PosiwumpeHi nokasHukm JHK Ha

CTOp. 73 AN onucy nokKasHKKIB.

[MOKa3HMKMN KOHTPOJIO AKOCTI
BUKOPUCTOBYETLCA K KPUTEPIN BanigHoOCTI
ans 6ibniotek 3paskis PHK.

[na oTpuMaHHSA geTanbHol iHbopMauil
LLLOA0 aHanisy AMB. po3fin KoHTposib AKOCTI
ansa 6ibniotek 3paskiB PHK Ha cTop. 17.
OnuncK NoKasHUKIB Ta MOPOroBi 3HaYEHHS
OVB. Y po3aini [okasHUKM KOHTPOJIKO AKOCTI
Ha cTop. 68.

PoswwupeHi nokasHukn PHK npnsHadeHi
nvwe Ans iHpopmadii i He BKasyroTb
6esnocepenHbO Ha sKicTb 6ibnioTek PHK.
[ns oTpuUMaHHA aeTanbHol iHpopMaLil
LLLOA0 aHani3y AMB. po3ain KoHTposb AKOCTI

ansa 6ibniotek 3paskiB PHK Ha cTop. 17. [uB.

PosiumpeHi nokasHuku PHK Ha cTop. 74 ans
MeTPUYHUX OMNUCIB i MOPOriB.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.

BignoeigHa
KaTeropia KAy
TSO
Comprehensive
(€C) 3BITI

KoHTponb AKOCTI
BapiaHTa HoOMepa
konii AHK

H/4,

KoHTponb AKoCTi
6ibniotekn PHK

H/4,
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KoxxeH po3fin MiCTUTb Taki CTOBML:
— Metric (UOM) — HasBa nokasHmKa KOHTPOSKO AKOCTI Ta OQMHULA BUMIPIOBaHHS.
— LSL — HuHs Mexa cneundikalii (BKIHOYHO).
— USL — BepxHA Mexa crieyndikauii (BKNHOYHO).
— OpvH cToBMNELb Ha 3pa3oK (HasBaHMIM ifeHTUIKaTOPOM 3paska).
Ko>xeH po3ain MiCTUTb TaKi pagKu:
— OpWH psAoK Ha NOKasHMK KOHTPOJIKO AKOCTI.

— PASS/FAIL (MponaeHo/He npoinfgeHo) — nosHayae, Ym 3pasokK NponwoB abo He NPONLLIOB
nepeBipKy A48 TUNY KOHTposko AKocTi. CTaTyc PASS (MpoiiaeHo) BKasye Ha Te, L0 3HaYEHHSA
3paskiB 4J19 MOKa3HWKIB 3HaX04ATbCA B Mexax giana3oHy LSL i USL. CtaTyc FAIL (He
NPOoAEHO) BKA3ye Ha Te, WO 3HaYeHHS 3pa3ka 411 0gHoro abo AeKinbKOX MOKa3HUKIB BUXOAATb
3a Mexi gianasoHy LSL a6o USL. Lien psgok He BKItoUYeHo g/is PoswmpeHnx nokasHukis JHK
a60 PoswmnpeHmnx nokasHukis PHK.

* Notes ([MpUMITKM) — MICTUTb CINCOK NPUMITOK, LLLO ONUCYIOTb BMICT danny.

3BiT NP0 HU3bKY rMNGUHY

IM'ss panny: {SAMPLE ID} LowDepthReport.tsv

3BIT NP0 HU3bKY rMNMBUMHY — Le dain i3 po3aiNeHor BKNaAKOK, CTBOPEHUI 11 KOXHOro 3paska
nauieHTa. ®ann MiCTUTb Nepenik fgianasoHiB reHOMHWUX MONOXEHb i3 3arasibHO MMNBUHOK
cekBeHyBaHHA < 100 i na SKoro He 6yNo BMABNEHO NPOXiAHWUA BapiaHT. Lli NONOXeHHs MatoTb
HeJOCTaTHIO MMBUHY CEKBEHYBaHHS, LL06 BUKMNHOUYNTIM HAABHICTb Manoro BapiaHTy. Mof0XeHHA Y
CNNcKy 6110KIB BUKSIOYAKOTLCA 3i 3BITY.

3BiT HU3bKOI FNBMHN He TeHepyeTLCA MOBTOPHO Mif, Yac NOBTOPHOI reHepaLii 3BiTy.
3BIiT NP0 HM3bKY MMWOMHY MICTUTb TaKi pO34iNn Ta NOB’A3aHi 3 HUMK MONSA:

* Header (3aronoBok) — MiCTUTb 3aranbHy iHbopMaLito Npo ann i NporiH.

Tabnunua 29 IHopmalis Npo 3arofoBoOK
Mone Onuc

Sample ID (lgeHTndikaTop 3paska) laeHTMdikaTOp 3paska nauieHTa.

Report Date (JaTa 3BiTY) [aTa CTBOPEHHSA 3BITY NPO HU3bKY MNOMHY.

Run ID (lpeHTndikaTop NPOroHy) |oeHTUdIKaTOp NPOroHy CeKBEHYBaHHS.

Run Date (daTa nporoHy) [aTa NnporoHy cekBeHyBaHHS.

Bepcisa 6asu sHaHb Bepcisa KB, siky 6ynio BCTaHOBJEHO Mif, Yac CTBOPEHHSA

3BIiTY MPO HU3bKY FNOUHY.

HaTa nybnikauii 6a3u 3HaHb OaTa ctBopeHHs KB, sika 6yno BCTaHOBIEHA, Konn 6yno
CTBOPEHO 3BiT MPO HN3bKY MNOUHY.

Bepcisa moayns Local Run Manager Bepcis — Mogaynb koMnfiekcHoro aHanisy TSO (EC).
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*  CnucoK reHOMHUX fiianasoHiB — MICTUTb CMNCOK Aianas3oHiB FeHOMHMX NOJI0XEHb 3 HN3bKOK
rNn6mHo. CYyMidXKHI FTEHOMHI MOTOXEHHA 3 HU3bKOR MMOMHOLO, LLLO MepPeKpUBaoTb O4HAKOBI FreHu,
KOMBIHYKOTbCSH B OAWH PAQOK.

Tabnuua 30 Crivcok reHOMHOro fianasoHy

CrtoBneub Onuc

Chrom Xpomocoma.

Start MoyaTkoBe nonoxeHHs (hg19).
(MovaToK)

End KiHeub nonoxeHHs (hg19).
(Kineub)

Gene (F'eH) OpauH abo gekinbka CUMBONIB reHiB NepeKkpuBaroTb FTEHOMHUIA ianasoH Ha OCHOBI
6a3n gaHnx RefSeq, Wo BXoanTb 00 cknaay 6a3u 3HaHb.

CTpyKTypa nanku BUXigHUX AaHUX

Y LUbOMY PO34iNi ONMCaHO BMICT KOXHOI Nanku BUXigGHUX SaHWUX, CTBOPEHOI Mif, Yac aHanisy.
* |VD
— IVD_Reports

®* {SampleID} TSOCompEUModule KB{version} Report.pdf — 3BiT TSO Comprehensive
(EC) (y dopmaTi PDF) ona KOXHOro 3paska naujieHTa

®* {SampleID} TSOCompEUModule KB{version} Report.json— 3BiT TSO Comprehensive
(EC) (dopmaT JSON) ansa KOXHOro 3paska nauieHta

®* {SampleID} LowDepthReport.tsv— 3BiT NPO HU3bKY MMUBWNHY Ha 3pa30K naLieHTa
®* MetricsOutput.tsv — BUXigHi MOKA3HUKK
®* ControlOutput.tsv— 3BIiT BUXiGHUX faHUX KOHTPOSIO

* Logs_Intermediates — xypHanu Ta npoMixHi ¢alinm, CTBOPEHI Nig, Yac npouecy aHanisy/poboyoro
npouecy. MpoMixHi Gannm npnsHadeHi nuwe ana yCyHeHHsA HecnpaBHocTen. IHpopmauis, wo
MICTUTBCA Y NPOMIXKHUX dannax, He NpU3HayYeHa 418 BUKOPUCTaAHHA A4 KNiHIYHOI 3BITHOCTI abo
BeAEHHSA NauieHTiB. PyHKLiOHaNbHI XapakTepuCTUKM By ab-AKMX BapiaHTiB, BUSHAYEHUX Y LINX
dannax, KpiM 3aTBepOKEHWX BapiaHTIB, He NPOAeMOHCTpOoBaHO. lNepeBipeHi BapiaHTn — ue
BapiaHTM 3 NPOAEMOHCTPOBaHMMU XapaKTepucTUKaMmn NnpoayKTMBHOCTI. KoxKHa nanka
npeacTaBnse oguH eTan aHanisy/poboyoro npouecy. Moaynb KoMnnekcHoro aHanisy TSO (EC)
popae PHK abo [IHK go Ha3e nanok ID 3paska nig Yac o6pobku.

MNepernapg pe3ynbTaTiB aHanisy

1. BubepiTb Ha3BYy NPOroHy Ha naHesni kepyBaHHA Local Run Manager.
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2. HaBknagui Run Overview (Ornag nporoHy) nepernfaHbTe NOKasHUKM MPOroHy CEKBEHYBaHHS.

3. LWob6 3MiHMTK posTallyBaHHA daiy gaHnx aHanisy g4sa ManbyTHIX 3annTiB BUOPaHOro NPoroxy,
KnauHiTb 3Hayok Edit (PeparyBaTu) Ta Bigpegarynte wnax danny BUXigHUX GaHUX NPOroOHY.
LLnax go ¢anny, Wwo Bege 40 Nanku BUXiGHUX JaHUX MPOroHy, MOXHa pegarysaTtu. IM’'a nanku
BUXiOHUX S@HUX NPOroHY HE MOXHa 3MIHUTMW.

4. [JopaTkoBo] HatucHiTe Copy to clipboard (KonitoBaTu £o 6ydepa 06MiHy), 06 ckonitoBaTK LUAAX
[0 nanky BUXigHUX SaHWX NPOroHy.

5. BubepiTb BKnagky Sequencing Information (IHpopmauis npo cekBeHyBaHHSA), LWOO nepernaHyTu
iHbopMaL,ito Npo NnapaMeTpun NPOroHy n BUTPaTHI MaTepianu.

6. BubepiTb BKNagky Samples & Results (3pasku i1 pesynbTaTi), W06 NepernaHy T po3TallyBaHHS
3BiTY NpO aHanis.

* fkuwo aHanis 6yB NOBTOPEHUI, BUBEPITb BIgNOBIAHW aHani3 3 pO3KPUBHOIO cnncky Select
Analysis (Bubip aHanisy).
7. [dopaTtkoBo] Bubepitb 3Hauyok Copy to Clipboard (KonitoBaTn fo 6ydepy 06MiHy), o6 ckonitoBaTn
Wwnax 4o eanny nanku aHanisy.

3pa3Ku Ta pesynbTaTtu

Ha ekpaHi Samples & Results (3pasku Ta pesynbtaTti) BigobpaxaroTbCA pesynbTaTu aHanisy, NoB'A3aHi
3 06paHMM NPOroHOM, | HALAETbCA MOXJIMBICTb MOBTOPHO MpOaHanisyBaTu NPOriH 3 pPisHUMU
napameTpamu. Tabnuua y BEpXHi YaCTUHI eKpaHa MICTUTb AaTy NoYaTKy NOTOYHOr0 BUGpPaHOro
NPOroHy aHanisy Ta TMMN NPOroHy (MoYaTKOBWI aHanis, 3anuUT Ha aHani3 abo NOBTOPHa reHepaldis 3BiTY).

Moka3HUKN piBHA MNPOroHy

Y posgini Run Level Metrics ([TokasHUKM piBHA NPOroHy) Ha ekpaHi Samples & Results (3pasku Ta
pe3ynbTaTu) BigobpaXkacTbCA NOKA3HUK CTaTyCy KOHTPOJO AKOCTI NnporoHy ans PASS (MponaeHo) abo
FAIL (He npongeHo) ons KOXHOMO NoKasHMKa KOHTPOJIKO AKOCTI MporoHy. CTaH NoKasHWMKIB KOHTPOHO
AKOCTi MPOroHY OTPMMYOTbCA 3 Qalny MetricsOutput.tsv (ANB. BuxigHi Noka3HWKM Ha cTop. 53).
[ns oTpuUMaHHSs iHpopMaLil Npo ONNCK NOKAa3HMKIB Ta NOPOroBi 3HaYEHHA ANB. PO34iNn [ToKkasHUKM
KOHTPOJIKO IKOCTi Ha CTOp. 68.

KoHTponi

KoHTponi nosHayaroTbecA Ha ekpaHi Run Setup (HanawTyBaHHA NporoHy) yepes Moy b KOMMIEKCHOro
aHanisy TSO (€C). PesynbTaTun ANa KOHTPONIB BifobpaXkatoTbCs B po34ini «KOHTPONi» Ha ekpaHi
Samples & Results (3pasku Ta pesynbtaTth). Y posaini «KoHTponi» BigobpakaoTbCa Taki CTOBNUi /1A
KOXHOr0 3paska, BU3SHa4YeHOoro Ak KOHTPOsib:

* Sample ID (lzeHTndikaTop 3paska)
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*  Type (Tun) — TN KOHTPONA. MOXNBI 3HAUEHHS: 30BHILLHIN KOHTposb HK, KOHTponb 6e3 MaTpuui
OHK, 30BHiWHIN koHTponb PHK i koHTponb 6e3 maTpuui PHK. BcTaHoBneHa KB He BnNnvBae Ha
OOCTYMHI TUMW KOHTPOIB.

* Analysis Complete? (AHanis 3aBepLleH0?) — MoxumBi 3HauyeHHA TRUE (BipHo) Ta FALSE (HeBipHO).
KoHTponi, no3HaueHi ak TRUE (BipHOo) B cTOBMUi «AHani3 3aBeplleH0?», 3aBePLUMIN aHani3
KOHTPOHO. AKLLO KOHTPOSb No3HayeHo sk FALSE (HesipHO), cTanacs noMuskKa nporpamHoro
3abesnedveHHs. [NA oTpuUMaHHA 6inbll AeTanbHOI iHGopMaLii 3BEpHITLCA 40 CNYXOU TEXHIYHOT
nigTPMMKM lllumina.

* Qutcome (PesynbTaT) — MoXxameumMm sHavyeHHsaMM € PASS (MpongeHo) i FAIL (He npongeHo).
KoHTponi AHK i PHK oUiHOKOTLCA He3aneXHo. IHTeprnpeTaLito 3HayeHb pesynbTaTy AuB. y Tabnumui

HUXXYe:
Tun ]
PesynbTatun IHTepnpeTauin
KOHTpPOJIO
OHK PASS MNepexpecHe 3abpyaHEHHs MiX 6ibnioTekaMun He NokasaHe.
bes-maTtpuui  (MpongeHo).
FAIL (He lMokasaHo nepexpecHe 3abpyaHeHHS MixX 6ibnioTekamMu.
NpoaeHo). 3paskn OHK B nogil nigrotoBkn 6i6nioTekn Ta BCi NoB'A3aHi 3
HEer NPOroHN CEKBEHYBaHHSA HEAINCHI.
PHK PASS MNepexpecHe 3abpyaHeHHs MiX 6ibnioTekaMun He NokasaHe.
bes-maTtpuui  (MpongeHo).
FAIL (He lMokasaHo nepexpecHe 3abpyaHeHHS MixX 6ibnioTekamMu.
NpoaeHo). 3paskm PHK B nogii nigrotoBku 6i6nioTekun Ta BCi NoB'A3aHi 3
HEer NPOroHN CeKBEHYBaHHSA HEAINCHI.
3oBHiWHA AHK PASS BuaBneHo ouikyBaHi BapiaHTW.
(MpongeHo).
FAIL (He Cneuudikauii wo00 posnisHaBaHHA BapiaHTIB He Bynn
NpoaeHo). BWKOHaHI, a 3pasku JHK y nporoHi cekBeHyBaHHSA €
HediNnCHUMN.
3O0BHiLLHA PASS BuaBneHo ouikyBaHi BapiaHTW.
PHK (MponaeHo).
FAIL (He Cneuudikauii wo00 posnisHaBaHHA BapiaHTIB He Bynn
NpoaeHo). BWKOHaHI, a 3paski PHK y nporoHi cekBeHyBaHHs €

HeaiNCHUMN.

Moka3HUKM piBHA 3pa3Ka

Y posgini Sample Level Metrics (MokasHMKK piBHS 3paska) Ha ekpaHi Samples & Results (3pasku Ta
pes3ynbTaTu) BigobparkaeTbcs iHGOpMaL,if NPO KOHTPOJIb AKOCTi A1 3pa3kKiB MaLEHTIB, BKIKOYEHUX [0
LMKy NPOroHy. PesynbTaT KOHTPOIO AKOCTI 3paska nauieHTa oTpMMaHi 3 painny
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MetricsOutput.tsv (GUB. BuxigHi nokasHuku Ha cTtop. 53). Y po3gaini «[TokasHMKK piBHA 3paska»
Bi06paXkaoTbCsA TaKi CTOBNMLI /15 KOXHOro 3paska nalieHTa:

* Sample (3pasok) —igeHTUdiKaToOp 3paska.

* Analysis Complete? (AHanis 3aBepweHo?) — Moxnuei 3HayeHHs TRUE (BipHo) Ta FALSE (HeBipHo).
3pasku, nosHaveHi sk TRUE (BipHO) B cTOBMLi «AHani3 3aBepLUEeHO0?», YCMILLHO 3aBepLUMIN aHanis.
AKL,0 3pa3ok NosHayeHuin sk FALSE (HeBipHO) y LbOMY CTOBML,i, CTanacs NnoMusKa nporpamMmHoro
3abesneydeHHs. na oTpuMaHHsA 6inbL AeTanbHOI iHGOpMaLLil 3BEPHITLCA A0 CNYXO6U TeXHIYHOT
nigTpumkm lllumina.

* DNA Library QC (KoHTponb sikocTi 6i6niotekn JHK). Moxnusi 3HayeHHs: PASS (MpongeHo) i FAIL
(He npongeHo). Ykasye, 4n nponLwoB 3pasok abo He NPOILWOB KOHTPOJIb AKOCTI 6ibnioTekn AHK, wo
CTOCYeTbCs cekBeHoBaHoI 6ibnioTekn HK. Bianosigae KA 6i6niotekn AHK y 3BiTi TSO
Comprehensive (EC). edic (-) BinobpaxaeTbcs, Akwo 6idnioteka HK He 6yna cekBeHoBaHa abo
AKLLO KOHTPOJb AKOCTI NPOroHy Mae 3Ha4deHHs FAIL (He nponaeHo).

* DNA Variants and Biomarkers (BapiaHTn [1HK Ta 6iomapkepu)

— Small Variants and TMB (Mani BapiaHTu Ta TMB) — M0OXnnBMUK 3HayeHHsAMU € PASS
(MpongeHo) i FAIL (He npongeHo). Bkasye, 4M 3pa3ok NpoiLwoB abo He NPOMLLOB KOHTPOSIb
AKOCTI ANA HeBenukux BapiaHTie i TMB B 6i6nioTevi DNA Solid-FFPE. Bignogigae manomy
BapiaHTy [JHK Ta KoHTponto sikocTi TMB y 3BiTi TSO Comprehensive (EC). deoic (-)
BigobpaxaeTbca, AKwWo bibniotTeka JHK He 6yna cekBeHOoBaHa, KOHTPOJSIb AKOCTi NPOroHy Mae
3HayeHHs FAIL (He npongeHo) abo KOHTpob AKocTi 6ibniotekn HK mae 3HayeHHs FAIL (He
NPOoNAEHO).

—  MSI — moxnmneum 3HaveHHsM € PASS (MpongeHo) i FAIL (He npoiigeHo). Bkasye, un 3pasok
NPonLoB abo He MNPONLOB KOHTPOJIb AKOCTI Ana MSI B 6i6nioTeui HK. Bignosigae KOHTPOO
AakocTi OHK MSI y 3BiTi TSO Comprehensive (EC). edic (-) BinobpaxkaeTbcs, AKL,0 BibnioTeky
[OHK Solid-FFPE He cekBeHOBaHO, KOHTPOJ1b AKOCTI NPOroHy Mae 3HaudeHHs FAIL (He npoligeHo)
ab0 KOHTposb AKocTi 6ibnioTekn HK Mae 3HaueHHs FAIL (He npoiigeHo).

— CNV — moxmBuM 3HaudeHHsM € PASS (MpongeHo) i FAIL (He nporigeHo). Bkasye, un 3pasok
NPOoNLLIOB abo He MNPOMLLIOB KOHTPOJIb AKOCTI AN amniidikauii reHis y 6idniotewi DNA Solid-
FFPE. Bignosigae KA konii [JHK BapiaHTy B 3BiTi TSO Comprehensive (EC). fedic (-)
BigobpaxkaeTbcs, Akwo 6ibnioteky AHK Solid-FFPE He cekBeHOBaHO, KOHTPOJb SKOCTi MPOroHYy
Mae 3HayeHHs FAIL (He npongeHo) abo KoHTponb skocTi 6ibnioTekn OHK Mae sHaueHHA FAIL
(He npongeHo).

* RNA Library QC (KoHTponb sakocTi 6ibniotekn PHK) — Mmoxxnuei 3HadeHHs: PASS (MpongeHo) i FAIL
(He npongeHo). Bkasye, 4m 3pasok NpoinwoB abo He NPOMLWLOB KOHTPOJb SIKOCTI 6ibnioTekn PHK,
KNI 3aCTOCOBYETbLCA A0 cekBeHoBaHoI 6ibnioTekn PHK Solid-FFPE. Bignosigae KA 6i6niotekn PHK
y 3BiTi TSO Comprehensive (EC). edic (-) BinobpaxaeTbcs, akw,o 6ibnioteka PHK He 6yna
ceKBeHoBaHa abo AKLLLO0 KOHTPOJIb AKOCTi MPOroHy Mae 3HauyeHHA FAIL (He npoigeHo).
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[TOBTOpPHa reHepal,is 3BIiTY

lMoBTOpHa reHepaLlisa 3BiTy 40O3BONAE MOBTOPHO reHepyBaTu oAMH abo GinbLue 3BiTiB 6€3 NOBTOPEHHSA
BCiX eTaniB BTOPUHHOI O aHaniay.

lMoBTopHa reHepaLlisa 3BiTy HabaraTo WBUALLA, HiXK MOBHE NOBTOPHE 04aBaHHA aHanisy 40 Yyepru, ane
Mae€ iHLWIi YHKL,IT:

Scope (0O6¢cAr) — noBTOpHa reHepaLlis 3BiTy BigHoBntoe 3BiT TSO Comprehensive (EC), ane
nponyckae feski eTann aHanisy. Bu MoxeTe 3MiHUTK cTaTb abo TUN NYyXAWHW 418 OAHOro abo
LeKinbKox 3paskiB abo BCTaHOBUTU HOBY KB 4719 CTBOPEHHS HOBOIO 3BiTY, WO BifobpaXkae ui 3MiHW.
KOHTpONbHI 3pa3kn He MOXXHa BMOpaTK 4151 NOBTOPHOI reHepalii 3BiTy. KoxxeH 3pa3ok HeobXxigHo
BUGpPaTU BpYyYHY A1 NOBTOPHOI reHepaLii 3BiTy, ToAi K 3anuUT Ha aHania asTOMaTUYHO BUBUpaE BCi
3pasku 3a 3aMOBYYyBaHHAM. OKpeMi 3pa3kn MOXYTb BYTH BUganeHi 4na BUKOHaHHSA 3anuTy aHanisy.

Analysis run failure (Momunka LMKy aHaniay) — NOBTOPHa reHepau,ifl 3BiTy BMMarae yCcnillHoro
LMKy aHanisy sk BBEAEHHS, TOAI SIK 3annUT Ha aHani3 MOXHa BUKOPUCTOBYBaATU B CUTYaLLiIX, KOMK
aHani3 He BA4AN0CSH BUKOHATMW.

Editable fields (PegaroBaHi nons) — NOBTOPHa reHepaLisa 3BiTiB 403BOISE BHOCUTM 3MiHW B N0
«CTaTb» | « TN NYXANHUY, TOA| AK 3anNnT Ha aHani3 403BOAE 3MIHNTY ByAb-AKe 3 N0oNiB, BUGpaHMX
nif Yac HanawTyBaHHA LUKy 06pobKu.

Bepcis, Mogynb koMmnnekcHoro aHaniszy TSO (€EC) — ans noBTOPHOI reHepad,ii 3BiTy NOTpideH
yCnilWHWIA aHanis, noYnHaroum 3 Mogynb aHanisy TruSight Oncology Comprehensive (EU) Bepcii 2.3
ab0 nisHiLWol. 3anMT aHani3dy MOXHa iHilitoBaTK 3a 4ONOMOr oK aHanisy yepes Mogynb
KomMnnekcHoro aHanisy TSO (EC) 6yab-aKoi nonepegHboi BepCii.

Bepcisa TSO Comprehensive (EC) KB — ona noBTOPHOI reHepaLlii 38iTy HEOOXiAHWIA yCRiLLUHWIA
aHanis 3 BukopucTaHHaM KB 3 BignoBigHoto Bepcieto 6a3n gaHux RefSeq.

Run Input Settings (HanawTyBaHHA BXigHMX faHMX NPOroHy) — BXigHi AaHi NPOroHy NOBTOPHOI
reHepalii 3BiTiB aBTOMaTUYHO BCTAHOBKOKOTHCA Ha 3HAYEHHA 3 OCTaHHBbOMO YCMILWHOro NPOroHy
BTOPWHHOIO aHanisy. BxigHi gaHi nporoHy aHanisy aBTOMaTU4HO BCTAHOBJOKOTHCA Ha 3HAaYEHHS
OCTaHHbOI CNPO6U aHani3y (BKNOYarouM HeBAANI UKW aHanisy).

Lia dyHKLis gocTynHa nuwe gnsa agMiHictpaTtopis Local Run Manager abo KopucTyBauyiB, fKi He €
agMiHicTpaTopamu, 3 Npu3HayeHMI A03BONaMU Ha NPOBEAEHHSA aHanisy 3anuTy. [na oTpUMaHHs
AofaTkoBol iHGopMaL,ii Npo KepyBaHHA KopucTyBadamu Local Run Manager auB. [JoBigKoBui NocibHUK
o npunagy NextSeq 550Dx (gokymeHT N2 1000000009513).
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MoBTOpPHO 3reHepymnTe 3BIiT ab0 NOBTOPHO NOCTaBTE
aHanis y uepry.

1. Ha naHeni KepyBaHHS NPOrOHOM 3HaMAITh NPOriH 3i cTaTycoM Analysis Completed (AHanis
3aBepLueHo). BubepiTb nikTorpamy 3 BepTukanbHUMK eflincamu i BubepiTe Requeue (MoBepHyTU B
yepry).

[ns NOBTOPHOro NpoBeAeHHS aHanisy NoTpibHe NOB'A3yBaHHA NPOroHiB, AKi Oy BUAaneHi 3
JIOKanbHOI TMMYacoBOi Nanku. ns oTpuMaHHA o4aTKOBOI iHpopMaLlii Npo KepyBaHHSA
KopucTyBayamu Local Run Manager guB. [osigkosuii nocibHuk o npunagy NextSeq 550Dx
(gokymeHT N2 1000000009513).

2. BubepiTb Edit Setup (PegarysaTu HanawTyBaHHSA) y cnanBaroYoMy BikHi Requeue Analysis
(MoBTOPHO NOCTaBMTK aHanis y yepry).

3. BukopucToByiiTe cnagHe MeHH y BEPXHilhi YacTuHI ekpaHa Requeue Analysis ([TOBTOpHO NOCTaBUTU
aHanis y yepry), Wwo6 BubpaTn NOBTOPHY reHepalLiito 3BiTYy abo NOBHMIA aHanis.

MPUMITKA MNepepn 36epexeHHAM MpOoroHy 3aBXan nepesipanTe BBeAEHI AaHi 47151 KOXXHOro 3paskKa.
BBigHi gaHi NporoHy NoBTOPHOI reHepaliii 3BiTY aBTOMaTUYHO BCTaHOBIIOKOTLCA Ha
3HaYeHHS 3 OCTAHHbOTI O YCMILLHOro NPOroHy BTOPUHHOIO aHanisy.

4. 3pasku 3 nonepeaHbO 3aBePLUEHOrO NPOroHy BifobpaxaTbCA B Tabnuui. BAKOpUCTOBYNTE KHOMKN
«+» MpaBopyu Bif Tabnmui, Wob nos3HaumTn 6axkaHi 3pasku gas NOBTOPHOI reHepalu,ii 3BiTy. Yci
3pasku B MPOroHi TECTYBaHHA BUK/FOYAKOTLCA 3 MOBTOPHOI reHepadii 3BiTy 3a 3aMOBUYYBaHHSAM i
MOBUWHHI AofaBaTuncs okpeMo. NoBTOpHa reHepalia 3BiTy HefoCTyMNHa AN 3paskis, fki cnovaTky
aHanisyBanucs AK KOHTPONI, WO BUMaratoTb NOBHOM0 aHanisy.

5. Konwu Bci noTpibHi 3pa3ky No3Ha4YeHO AN MOBTOPHOI reHepau,ii 3BiTy, BubepiTb Requeue Analysis
(MoBTOPHO NOCTaBMTK aHanis y yepry).

Mepernsap pe3ynbTaTiB NOBTOPHO CTBOPEHUX 3BiTiB

MOBTOPHO CTBOPEHI 3BITK A/14 3paskiB, MO3HaYEeHUX A9 MOBTOPHOI reHepau,il 3BiTY, MOXHa
nepernsHyTV pa3oM 3 iHWMMKM 3aBepLUEHNMM aHanisaMu Ha ekpaHi Samples and Runs (3pasku Ta
nporoHun) B8 Moaynb aHanisy TruSight Oncology Comprehensive (EU). 3BiTK, CTBOpPEHi 3 BUKOPUCTAHHAM
NoOBTOPHOI reHepalii 3BiTy, No3HavaroTbesa Ak Report Regeneration (MoBTopHa reHepalis 3BiTy) B noni
Analysis Type (Tvn aHanisy) y BepxHi YacTuHi ekpaHa Samples and Runs (3pasku Ta NporoHu).
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YCYHEHHSA HeCnpaBHOCTEN

Y Tabnuui HMXKYe HaBedEeHO CNMCOK NpobeM i3 NporpaMHUM 3abe3neyeHHsAM, 3 AKUMU BU MOXEeTe
3iITKHYTUCSA Nif Yac BUKOPUCTaHHA NporpamMHoOro 3abesneyeHHs ansa aHanisy TSO Comprehensive (EC).
BoHa BKJItOYaE MOXKINBY MPUUYNHY NPO6IeMM Ta peKOMeHA0BaHi aji.

BusBneHa npo6nema um
HeBpanuin KpokK

MNoBiAOMIIEHHA MPO NOMUNKY
Ha eTani KonitoBaHHA aHanisy:
Local output file path
exceeds the 260-
character limit (LUInsax
nokaneHoro ganny BUXiaHNX
AaHWX nepeBuLLye 06MeXXeHHs
B 260 cumBonis).

Mpobnema yacy ouikyBaHHS
3anobirae noyaTky aHaniay.

[MoBiAOMEHHA NPO
HenepenbayysaHi cuTyauil gns
HeCcaHKL,iOHOBaHOro 4ocTyny

MoBiAOMIEHHA MPO NOMUIIKY:
Analysis Unsuccessful
(Ctanacs nomunka aHanisy)

MoBiAOMIEHHA NPO MOMUIIKY:
Analysis Crashed (AHanis
nepepsaHo)

Mo>knuea npuymnHa

LLnsax kaTanory BUXiaHUX
OaHWX, HanalwToBaHW ANs
npunagy, nepesuniuye 40
CMMBONIB.

Ona poctyny B Mogynb
KOMMMIEKCHOr 0 aHanisy
TSO (EC) BigKkpureTbCH

Kinbka BiKOH bpaysepa

XpOoMy.

Ona poctyny B Mogynb
KOMMIEKCHOIO aHanisy
TSO (EC) BigKpureTbCH

KinbKa BiKOH Bbpaysepa

XpOoMy.

LLinsax kaTanory BMxXigHUx
OaHNX, HanawToBaHWiA gna
npunagy, nepesuuye 40
CUMBOTIB.

3aTpUMKU NigKNHOYEHHS

PekomeHpoBaHi pii

3MiHITb WNAX A0 KaTanory
BUXigHMX paHux ao 40 cumBonis
abo MeHLLe. MoBTOPHO
NocTaBTe aHani3 y yepry.

3aKpuiTe OKpeMU ceaHc
6paysepa. BukopuctoBsynTte
iHTepdenc NOS gnsa gocTyny B
Mogaynb KOMMNNEKCHOrO aHanisy
TSO (EC).

3aKpuinTe OKpPeEMU ceaHc
6paysepa. BukopuctoBynte
iHTepdenc NOS gna gocTtyny Ao
Mogaynb KOMMNEKCHOrO aHanisy
TSO (EC).

3MIHITb WNAX 0o KaTanory
BUXiAHWX gaHux ao 40 cumBonis

a60 MeHLwe. NMoBTOpPHO
NnocTaBTe aHani3 y yepry.

[MoBTOpPHO NOCTaBTE aHanisy
yepry.

Konu 3BiT Npo 3pasok BKasye Ha Te, WO aHasi3 3paska He BAaNoCA BUKOHATUN Yepes NMOMUIKY
nporpamMHoro 3abesneyeHHs, BunpasTe NpobieMy Ha OCHOBI KOHKPETHOI0 HEBAAMOM0 KPOKY. Y nanui
3BiTiB IVD_Reports ¢pann MetricsOutput. tsv BKa3ye Ha KOHKPETHWUI eTan aHanidy, K1 He OyB
3aBepleHnin y po3gini FAILED_STEPS. BukopuncToBynTe HaBefeHy HMXYe Tabnmuro g1 YCyHEHHS

npobnemMy poboyomy NpoLieci.
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BusasneHa
npo6nema uun Mo>xnuea npuuunHa
HeBpannin KPokK

FastgValidation HenpaBunbHUin abo HeiCHYyoYmin
abo iHOEKC, Lo He NPU3BOAMUTb A,0 XOAHNX
FastgDownsample  3uuTyBaHb 414 3paska.

FusionCalling MO>XXNUBI NPUYNHN:

e 3pasoK noraHol AKOCTi
(HepocTaTHbO iHTakTHOI PHK)

e HepocTaTHbO BXigHUX gaHmx PHK

o [loMunKa 3acTocyBaHHs Nig Yac
pobouoro npouecy TSO
Comprehensive (EC)

o HenpaBunbHui iHaeKc,
npu3HavyeHuin spasky

PekomMeHpoBaHi pii

AKLL0 € Nigo3pa Ha
HenpaBWUAbHUN iHOEKC,
NOBTOPITb aHanis i3 BUbpaHmum
npaBUNbHUM igEHTUdIKATOPOM
iHOeKcy.

B iHWOMYy BMMaaKy NoBTOpPITb
po6ounn npouec TSO
Comprehensive (EC) i3 HOBUM
BUTyYEHHAM 3pa3ka
HYK/1EIHOBOI KUC/TOTU
BiANOBIAHO 0 OOKYMEHTa
Jinctok-Bknaauw go TruSight
Oncology Comprehensive (EC)
(gokymeHT N2 200007789).

MoBTOpPITE poboymin npouec TSO

Comprehensive (EC) BignosigHo
[0 AoKyMeHTa JINCTOK-BKaaunLL
go TruSight Oncology
Comprehensive (EC) (qokyMeHT
N° 200007789).

[Na BUKOHaHHA 6yab-AKUX iHWKWX Giil, NO3HaYeHUX AK HeBAani, 3BePHITbCA 00 CNYXOU TEXHIYHOI

nigTPMMKM lllumina.
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[lopaTok A. CxemMa NokKasHWUKIB KOHTPOSIO
AKOCTI

Ha cxeMi HMXX4Ye onmncaHi MoKasHUKM KOHTPOJIKO AKOCTI, nepeniveHi y 3BiTi TSO Comprehensive (EC).
AKLLO KOHTPOJIb AKOCTI MPOroHy He NPONAEHO, iHLI eTanu KOHTPOO AKOCTi He ByayTb OLiHeHI, i BCi 3
HUX nosHadvaroTbea gk N/A (H/3). Akwo AHK abo PHK He cekBeHyeTbCs ab0 HE MPOXOANTb KOHTPOSb
AKOCTI 6ibnioTekun, byab-AKi BiANOBIgHI TUMW BapiaHTIB He BKKOYAOTLCA A0 pesynbTaTiB CynyTHLOI
AiarHoCTuKKM abo npodintoBaHHA NyXAnHU. KoHTponb skocTi 6ibniotekn OHK € Mipoto 3abpygHeHHs.
AKLL,0 BiH HE NPOXOANTb, TO NoAasbLi NoKasHUKM KoHTposto akocTi AHK (KA OHK MSI, mani BapiaHTu
OHK, KoHTponb sikocTi TMB Ta koHTponb sikocTi AHK CNV) nosHayvatoTe sk H/3. [1na oTpnuMaHHs
popaTkoBol iHhopMauii oMB. HAaCTYNHI po3ainu i Tabnuui:

* MeToamn aHanisy Ha cTop. 8

* 3BiT TruSight Oncology Comprehensive (EU) Ha cTop. 21
* [loka3HWKM MPOroHy KOHTPOJIKO AKOCTI Ha CTop. 54

* KOHTposib AKOCTI g5 b6ibnioTek 3paskis JJHK Ha cTop. 13
* [lokasHuKu piBHA 3pasKa Ha cTop. 60

* JlopgaTtok B. [Noka3HWKN KOHTPOJIKO SKOCTi Ha CTOp. 68

CxeMa He sicTaBNsAe KOHTPOi. PesynbTaTn KOHTPOSIB HE BNIMBAOTh HA MOKa3HUKM KOHTPOHO AKOCTI Y
3BiTi TSO Comprehensive (EC) PDF abo JSON. HeBaya B KOHTPOJi pobuTb pesynbTaTu 3paskis,
OKPEMO Bifi pesyfibTaTiB KOHTPOSHO AKOCTI, HEAINCHUMN, AK ONUcaHo Y po3aini 3s8iT TruSight Oncology
Comprehensive (EU) Ha cTop. 21. BUKOpUCTaHHA KOHTPONIB ONMUCaHO B po3aini KoHTposii Ha cTop. 6.
[opaTtkoBy iHhopMaLito ouMB. y AOKYMeHTI JIncTok-Bknaauw 4o TruSight Oncology Comprehensive (EC)
(gokymeHT N2 200007789).

Brnok-cxema He Bigobpaxae pesynbTaTh KOHTPOJIO AKOCTI Ha PiBHI MOMOXeHHS. Lli pesynbTtatne
YaCTUHOIO Pe3Y/bTaTiB KOHTPOJSIHO AKOCTI CYNYTHBLOI AiarHOCTUKW, AKi onucaHi B posaini KoHTposib
AKOCTI CynyTHbOI AiarHOCTUKM Ha cTop. 34. Pe3ynbTaTh KOHTPOJIO AKOCTI Ha PiBHI NOMTOXEHHS OJs
po3giny Tumor Profiling (MpodintoBaHHA NyXNWUHKW) HaBeAeHi B 3BiTi PO HU3bKY rNNBUHY (oUB.
3BITYyBaHHS Mpo HU3bKY rnnbuHy A5 6ibniotek 3paskis [JHK Ha cTop. 14.
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MantoHoK 2 CxemMa KOHTPOJIO AKOCTi NOKa3HUKIB

KoHTponb sikocTi 6ibniotekn
[HK, koHTponb sikocTi MSI
AHK, KoHTponb sikocTi Manux
BapiaHTiB JHK Ta koHTponb
skocTi - H/3

He nosigomnsieTbcs npo
HeBenuki BapiaHTu ans CDx
abo npodintoBaHHsA NyXnHW

TMB 1a MSI nosHaveHo sk
«He nignsrae ouiHui»

Bukonatn
KOHTpOIb

KoHTponb sikocTi Gibnioteku
PHK, koHTponb sikocTi AHK
MSI, koHTponb sikocTi AHK
MSI, KOHTpOSIb SIKOCTI Manux
BapiaHTie IHK Ta koHTpornb
akocTi TMB — H/3

He nosigomnsaeTbcst Npo

AKOCTI?

Tak

Fail
KoHTponb
AKOCTI
Gibniotekn OHK
(3apaxeHHs)

Pass ([MponaeHo)

KoHTponb sikocTi 6ibniotekn
K npoiineHo

KoHTponb skocTi AHK MSI,
koHTponb skocTi AHK manux
BapiaHTiB Ta KOHTPOMb AKOCTI

TMB QC oujHeHo

(He npoiaeHo)

KonTpone skocti AHK MSI, koHTponb
sikocTi AHK manux BapiaHTiB Ta
KoHTponb sikocTi TMB - H/3

He nosigomnsnocs npo xofHi
HeBenuki BapiaHTu ans
npodinoBaHHA NyXMuUHW

TMB Ta MSI nosnayeHo sk «He

nignsarae oyiHui»

Fail
(He

CEeKBEeHOBaHO?

. KoHTponb sikocTi
6ibniotekn PHK nponaeHo

BapiaHTu 3nutTa ta
CMMaNCUHIY BKITIOYEHI 1O
pesynbtatis CDx, sikwo ue
[IOpEYHO.

npowaeHo)

Hesenuknit
BapiaHT OHK i
KOHTPOb
akocTi TMB,

Pass
(MpowipeHo)

Hesenwki BapiaHTn
BKIIIOYEHI B pe3ynbTaTn
CDx, siKWo Le AopeYHo

MoBinomneHe 3HaYeHHs
TMB

Fail
(He

MSI nosHaueHo sk

«MS-cTabinbHuin abo
MSI-Bucokuiny

OokymeHT N2 200008661, Bep. 06

HeBenwki BapiaHTu, He
3a3HayeHi B pesynbraTtax
CDx

TMB nosHaueHo sk «He
nignsrae ouiHui»

nponaeHo)

MSI nosHayeHo
Ak «He nignarae
ouiHLi»

Pass (MpovigeHo)

»| HeBenuki BapiaHTW, BapiaHTU

3MUTTA, BapiaHTW crnancuHry
ana CDx abo npodintoBaHHsA
AYXMHN.

TMB Ta MSI noaHayeHo sk
«He nignsratoTb oLiHLi»

KoHTponb AkocTi
6ibniotekn PHK — H/3

BapiaHTu 3nutTa Ta
cnnawcuHry He
BigobpaxatTbca B
pesynbratax CDx

KoHTponb sikocTi 6ibniotekun
PHK He npoinaeHo

BapiaHTu 3nutTs Ta
CNNawncuHry He
BifobpaxatoTbest

B pesynbratax CDx

Pass ([MponaeHo)
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[lopaTok B. [1TOKa3HUKWN KOHTPOJHO AKOCTI

NMokasHuKu KOHTPO/JIIO SIKOCTI

Tabnuus 31 TMokKasHUKK KOHTPOJKO AKOCTi KOMMeKCcHoro 3eiTy TSO

Tun BUXigHUX
DaHuX

MporiH
CeKBeHYBaHHSA

MokasHukK

PCT_PF_READS (%)

PCT_Q30_R1 (%)

PCT_Q30_R2 (%)

OokymeHT N2 200008661, Bep. 06

Cneuundikauin

= 80,0

2 80,0

= 80,0

Onuc

BigCOTOK 3UMTyBaHb,
LLLO MPOXOASTb Yepes
oinbTp (PF).

CepefHin BiAcoTOK
pO3ni3HaHMX OCHOB 3
ouiHKor AkocTi Q30
abo Buwe gns
3uynTyBaHHA 1.

CepegpHin BigcoToK
pO3Mni3HaHMX OCHOB 3
ouiHKoto akocTi Q30
abo BuLLe onsa
34YNTYyBaHHA 2.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.

Bnnus
HeAOTPUMaHHA
cneuyndikaui*

MporiH
CeKBEHYBaHHS
BU3HaHO
HeAINCHUM,
pesynbTaTu gnsa
YKOLHOro
3paskaB
MPOroHi He
noBigoOMMNEHO.
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Tun BUXigHUX
DaHuX

Moka3sHuK

bibniotekn AHK  CONTAMINATION_
SCORE

OokymeHT N2 200008661, Bep. 06

Cneuyundikauis

= 3106 ABO
> 3106 Ta P_

Bnnus
Onuc HefoTPUMaHHA
cneyundikauii*

[MoKasHUK, Lo ouiHe  He
MMOBIpPHICTb noeigomMnanocs
3abpyaHEHHSA 3a npo pesynbTaTn
poriomoroto VAF aHanisy OHK.
3BUYaNHNX BapiaHTIB.

OuiHka 3abpyaHeHHS

I'PYHTYETbCA Ha

posnogaini VAF SNP.

3HayeHHs

3abpyaHeHHs P, wo

BUKOPUCTOBYETLCA

OJ151 OLLIHKM

BUCOKOOPraHi30BaHNX

reHoMiB,

3aCTOCOBYETLCA NuLe

SKLLLO OLLiHKa

3abpyaHEHHS

nepeBuLLYyE BEPXHIO

MeXYy CMeKTpiB.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.
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Tun BUXigHUX
DaHuX

Moka3sHuK

MEDIAN_INSERT_

SIZE (bp)

MEDIAN_EXON_
COVERAGE
(KinbkKicTb)

PCT_EXON_50X (%)

USABLE_MSI_
SITES (kinbkicTb)

COVERAGE_MAD
(KinbkKicTb)

MEDIAN_BIN_
COUNT_CNV_

TARGET (kinbkicTb)

OokymeHT N2 200008661, Bep. 06

Cneuyundikauis

< 0,210

Onuc

MepiaHa gOBXWHN
dparmeHTa B 3pasky.

CepefHe NOKpUTTS
dparmMeHTiB eK30Ha No
BCiX €K30HHUX
OCHOBaXx.

BipcoTok ocHoB
€K30Ha 3 MOKPUTTAM
50X ¢pparmeHTOM.

KinbKicTb LeHTpiB
MSI, sKi MOXHa
BUKOPUCTOBYBaTMK OA
posnisHaBaHHA MSI
(kinbKicTb
MiKpocaTeniTHUX
LLEeHTpIB i3 4OCTaTHIMMU
noKasHukammu gns
BU3HAYEHHA
MiKpocaTeniTHoI
HecTabinbHOCTI).

MepiaHa abCconTHUX
BigXnneHb Big MefiaHun
HOpMarni3oBaHol
KiNTbKOCTIi KOXHOT
LinboBoi obnacTi CNV.

MepiaHa KinbKocTi
HeobpobneHnx
KOHTENHepiB Ha
uinboBy CNV.

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.

Bnnue
HeaoTPUMaHHSA
cneyundikauii*

He
noeigomMnanocs
npo pesynbTaTn
aHanisy TMB
abo manoro
BapiaHTa [JHK.

PesynbTaTtn MSI
He MOoBigOMJIEHI.

PesynbtaTtu
amnnigikauir
reHiB He
MoBigOMNEHI.
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Bnnue

Tun BUXigHUX . .
aHUX MokasHuK Cneuundikauis Onuc HefoTPUMaHHA
g cneyundikauii*

MEDIAN_INSERT_ = 80 MepiaHa gOBXWHN PesynbTaTun

SIZE (bp) ¢parMeHTa B 3pasky. BapiaHTiB 3INTTA
abo cnnancuHry

He
nosigomMnsnncs.

Bibniotekn PHK

OokymeHT N2 200008661, Bep. 06
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Tun BUXigHUX
DaHuX

Moka3sHuK

MEDIAN_CV_GENE_
500X (koeoiuieHT)

OokymeHT N2 200008661, Bep. 06

Cneuyundikauis

<0,93

Onuc

MEDIAN_CV_GENE_
500X — ue NnoKasHuK
oAHopigHOCTI
NoKpuTTA. AnA
KOXHOIO reHa, Wwo Mae
woHarnmMeHLwe 500x
NOKPUTTS,
obuncnrorTb
KoedilieHT BapiaLil
OXOIJIEHHSA BCbOIr0O
TinareHa. Uen
NMOKa3HUK € MefiaHow
LMX 3HaYeHb. Bucoke
3Ha4YeHHs BKasye Ha
BUCOKWUN piBEHb
BapiaLii Ta BKasye Ha
npobnemy nig yac
MiaroToBKMU
6ibnioTekun, AK-oT
npo6nemMm 3 HU3bKUM
BXOJ0M 3paska Ta/abo
BUTAryBaHHAM 30HAa.
Llen nokasHuk
obuncnoeTbCA 3
BUKOPUCTAHHAM YCix
34MTyBaHb
(BkMtOYarOUM
3YMNTYBaHHSA,
Nno3HayeHi Ak
aybnikaTtn).

BMKOPUCTOBYBATW AN AIATHOCTUKU IN VITRO. NULLE AJ1A EKCMNOPTY.

Bnnue
HeaoTPUMaHHSA
cneyundikauii*
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Tun BUXigHUX

MokasHuK Cneuyundikauis
DaHuX

TOTAL_ON_ =9 000000

TARGET_READS

(kinbKicTb)

*YcnilwHi pesynbTaTu NoKasyoTb 3HauyeHHs PASS ([MNpongeHo).

Po3wupeHi nokasHuku HK

Onuc

3arasnbHa KinbKicTb
34NTyBaHb, AKi
BiANOBIgaOTb
LiSIbOBMM 0BNacTaM.
Llen nokasHuk
obumncnoeTbCA 3
BUKOPUCTAHHAM YCix
34MTyBaHb
(BkMtOYarOUM
3YMNTYBaHHSA,
Nno3HayeHi Ak
aybnikaTtn).

Bnnue
HeaoTPUMaHHSA
cneyundikauii*

PoswunpeHi nokasHuky HK HagatoTbca nuwe ans iHpopmadii. BoHN MoXyTb 6y T iHpopMaTUBHUMU
AN5 YCYHEHHs HecnpaBHOCTEN, ane HagatTbcA 6e3 UiTKMx obMexeHb crneuundikadii Ta He
BUKOPUCTOBYIOTbCA 6e3nocepeiHbo A8 KOHTPOJSIO AKOCTI 3paska. 18 oTpuMaHHA 4o04aTKOBOI
NiATPUMKN 3BEPHITbCA 40 CNYX0uM TeXHIYHOT NigTpuMKK lllumina.
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NMoka3HukK Onuc OpuHUL
TOTAL_PF_READS 3aranbHa KinbKicTb 3UNMTYBaHb, AKi MPOXOAATL Kpidb ¢inbTp.  KinbkicTb

MEAN_FAMILY_ CyMa OLiHOK Y KOXHIl CiM'I mofineHa Ha KinbKicTb cimei KinbKicTb
SIZE nicna KopekLii, CTUCKaHHA Ta GinbTpyBaHHA 3a
000aTKOBUMU OLiHKaMu.

MEDIAN_TARGET_ MepiaHa oXxonjeHHs1 OCHOB. KinbkicTb
COVERAGE
PCT_CHIMERIC_ BigcOTOK XMMEpHNX 34MTYBaHb. %
READS
PCT_EXON_100X BigcoTOK 0CHOB eK30HY 3 6inbLu HiXX T00X OXOMNAEHHAM. %
PCT_READ_ BigcoToK 3unTyBaHb, AKi NepeTnHaoTb ByAb-AKY YaCTUHY %
ENRICHMENT LinboBOI 0611acTi NOPIBHAHO i3 3arasfibHOKO KiNbKiCTHO
34MTYBaHb.
PCT_USABLE_UMI_ BigcoToK pesynbTaTiB i3 NpugaTHUMM ANA BUKOPUCTaHHSA %
READS UMI.
MEAN_TARGET_ CepefHE OXOMNEeHHA OCHOB. KinbkicTb
COVERAGE
PCT_ALIGNED_ BigcoToK 34nTyBaHb, AKi BignoBigatoTb eTaNOHHOMY %
READS reHoOMYy.
PCT_ BigcoTok 3abpyaHeHHA 3paska. %
CONTAMINATION_
EST
PCT_PF_UQ_READS BigcOTOK YHiKanbHUX 34UMTYBaHb, iKi NPOXOAATb KpPi3b %
dinbTp.
PCT_TARGET_0.4X_ BigCOTOK Li/IbOBUX OCHOB i3 LLi/IbOBUM OXOMJIEHHAM, fIKE %
MEAN BinbLe Hixx y 0,4 pasun nepeBuULLYE CepeaHe 3HaUYEHHs.
PCT_TARGET_100X BiacoToK LiNboBUX OCHOB i3 6inbLu Hi)X 100X oXOMN/IeHHAM. %
PCT_TARGET_250X BigCOTOK LiIbOBUX OCHOB i3 6ifibLL HiXK 250X OXOMNNEHHAM. %

Po3swunpeHi nokasHukm PHK

PoswwupeHi nokasHukn PHK HaBegeHi nuwe gnsa iHpopmauii. BoHM MOXyTb Oy T iHGOpMaTUBHUMU OIS
YCYHEHHS HECMPaBHOCTEN, afle HafatThCA 6e3 YiTKUX 0OMeXeHb crneundikaLii Ta He
BUKOPUCTOBYIOTbCA 6e3nocepeHbo A1 KOHTPOJSIO AKOCTI 3paska. [nsa oTpruMaHHA A04aTKOBOI
NiATPUMKN 3BEPHITLCA A0 CNYX6U TeXHIYHOI NigTpuMku lllumina.
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[Moka3HUK

PCT_
CHIMERIC_
READS

PCT_ON_
TARGET_
READS

SCALED_
MEDIAN_
GENE_
COVERAGE

TOTAL_PF_

READS

Onuc

BigCcoTOK 3UMTyBaHb, AKi BUPIBHIOKOTLCA Y BUrNALI ABOX CEMMEHTIB,
LLLO BiAMOBIAaTb HENOCNIAOBHUM AiNAHKAM reHoOMy.

BigcoTOK 34nTyBaHb, AKi NepeTUHatoTh ByAb-AKY YaCTUHY LiNIbOBOI
obnacTi NOPIBHAHO i3 3arasibHOK KiNIbKICTH 3UMTaHUX pPe3ynbTaTiB.
3YnTyBaHHSA, AKe YaCTKOBO BifMNoBifaE LiNboBil obnacTi,
BBaXKaeTbCA TaKNM, LWLO Bignosigae wini.

MegiaHa cepefHbOro OXonaeHHs OCHOB reHiB, MacluTaboBaHuMX 3a
O0BXWHOK. [NoKasaHHA cepeiHbOl MMUMBUHN OXOMNJIEHHS FeHIB Y
naHeni.

3araJsibHa KinbKiCTb 3UMTYBaHb, L0 NPOXOAATb KpPi3b GinbTp.

OokymeHT N2 200008661, Bep. 06
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%

%

KinbkicTb

KinbkicTb
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HopaTtok C. NocunnaHHA Ha 3BiT TSO Comprehensive (EC)
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Companion Diagnostic Results * | B

LMNA-NTRK1 Fusion ViTRAKVI® Indicated

larcame)
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1. chr1:156100562 | Breakpoint 2:
/on Supporting Reads: 84

For deaie Diagnostics ntended
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Genomic Findings with Evidence of Clinical Significance * |

BRAF p.(V600E) Type: st
VA 9.62% | Consequence: Missense Varlant | Protein Change: )"+ \24.2:p.(Val00Glu) | Nucleotide
Change: NM_004333.6:c.1799T=4 | Genomic Position: chr7:14( [ | Reference Allle: 4 | Attemate
Alleie: T

Genomic Findings with Potential Clinical| (5 Jicance *

B 6.3 MutsMb, 51 MS-Stable

APC p.(R1450) Type: StV

VAF. 9.68% | Consequence: Stop Galned | P
Change: NM_000038.6:c.4348C>T | Genoml
Alele: T

Change: NP_000029.2:p (Arg1450Ter) | Nucleotide
ftion: chrs:112175639 | Reference Allele: C | Attemate

H

[na oTpuMaHHA feTanbHol iHpopMaLii ane. JogaTok A. Cxema rMoKasHUKIB KOHTPOJIHO
SIKOCTi Ha cTOp. 66.

PesynbtaT CDx BKasye Ha Te, L0 3pa3okK NalieHTa Mae TUN NyxXJnHK Ta bioMapkep, Ha
AIKi HaliNleHa 3a3HayeHa Tepanisa. JoknagHy iHbopMmauito guB. y posgini CynyTHe
JiarHocTu4YHe po3srisHaBaHHA Ha cTop. 17. Akwo pesynbtaTn CDX BiACYTHI, Y 3BIiTi
3a3Ha4YeHo, Lo A1 BKA3aHOro TUNy NyXavHW He BUABMEHO BioMapKepiB CYynyTHLOI
OiarHOCTUKM.

Biomapkep CDx, cnocTepiraeTbCA y 3pa3ky nauieHTa. BUKOpncTaHHA MOXHa BKasaTu
abo nepernsaHyTN NPUMITKY. AKLLO 3aCTOCOBHO, Y NPUMITLI B CTOBNUi «[eTani»
MICTUTbCA foAaTKoBa iHpOopMaLLis Mpo BapiaHT, Hanpukiag, iHpopMaLis Npo MOXNBY
PE3NCTEHTHICTb 40 NpenaparTy.

Po3sgin «IHWi 3aMiHK Ta 6ioMapkepy, ineHTUdiKoBaHi» MiCTUTb iHGOpMaLiito Npo
NpooiNtoBaHHA NYXAMHU. 3B'A3KN MOXYTb OYTN 06YMOB/EH] TepaneBTUYHUMU,
AiarHOCTUYHUMIM ab0 MPOrHOCTUYHMMM AoKasaMn. AKLLO 3aCTOCOBHO, Y LIbOMY po34ini
TaKOX nepeniyeHi MyTauii pe3auCTEeHTHOCTI 3 Bif4NOBIAHOK NPUMITKOHO.

3a faHnMu 6a3u 3HaHb, ICHYHOTb J0Ka3W KIiHIYHOI 3HaYyLW,OCTi Liboro biomapkepa ans
LbOro TUMNy NyXJIMHW Ha OCHOBI iIHPpOpPMaLLil, OTPMMAHOI Mig, Yac NikyBaHHSA, Ha NigCcTaBi
KNiHIYHUX pekoMeHaaLin abo 060ox umx gaHux. [na oTpuMaHHA fo04aTKOBOI iHGopMaLil
OunB. Pe3ynibTaTi reHOMHOI 0 4OC/AXEHHS 3 03HaKaMu KiHIYHOI 3Ha4yLoCTi Ha

cTop. 19 i Tabnuuto PesyibTaT FreHOMHOI0 AOC/IAXEHHS 3 03HaKaMu KiHIYHOT
3HayyLjocTi Ha cTop. 31.

3a faHnMu 6a3uM 3HaHb, KNiHIYHI f0Ka3M HAaABHOCTI abo BiACYTHOCTI FEHOMHUX faHUX Y
MeXKax TUMy NyxJnHM obMexXeHi abo BigCyTHi. MoXyTb iCHyBaTK AOKNIHIYHI gaHi abo
OaHi Anf iHWnX TUNIB NyXNWH, AN Akux 6ioMmapkep NporHo3ye BiAnoBiAb Ha CXBaneHy
abo pocnigxxyBaHy Tepanito. 1119 oTpuMaHHA 000aTKOBOI iHGoOpMaLii AVB. po3ain
PesynbTaTt reHOMHOro AOCAIAXEHHSA 3 MOTEHLUIMHOK KIHIYHOK 3HaYYLICTH Ha
cTop.19iB Tabnmusa 6.

TMB Ta MSI nepepaxoBaHi B reHOMHUX pesyfibTaTax 3 NOTEHLIAHO KMiHIYHOMO
3HauywicTio. [InB. posainu MyTaliriHe HaBaHTaXeHHSA Ny xnMHY Ha cTtop. 13 Ta CtaTtyc
MikpocaTeniTHoI HecTabislbHOCTi Ha cTop. 13.

AKLL0 B 04HOMY PAAKY 3a3Ha4YeHo ABa BapiaHTU (He 306paxkeHi), iCHye KiHiYHa
3HaYYLWICTb 418 LNX BapiaHTIB, KON BOHW BUABNAKOTLCSA Pa3oM. [pnynHaMm MOXYTb
Oy TK MyTaLil pe3NCTEeHTHOCTI abo iHWi g)xepena. [ue. Npuknaaun y posigini
lpointoBaHHA BapiaHTIB NyX/MHU Ha cTop. 18.
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8L

Nurmingr | 1rasight=Onocioqy Compretiensive

Companion Diagnostics Q¢ | A

‘Companion Diagnostics Genomic Positions with Insufficient Coverage for Small Variant
Detection

ing small variants for the listed Companion Diagnostic intended
uated will be listed.

c Di Uses B

The table below in
an intendad use w

5 whether that Companion Diagnostic intended use was evaluated for this sample. If
isted. The columns shaded in gray below indicate the information that is sample-

specific.

Tumor Type Biomarkers Therapy

Comment

g
Salid Tumor NTRKL, NTRK2 & NTRK3 Gene VITRAKVI R svanatf” (~ =
Fusions. (larotrectinib)

A. Y posgini «KA cynyTHbOI AiarHOCTUKN» HaBe[eHO iHpopMaLito Npo KA Ha piBHi

NOMOXeHHs Wwopfo 6iomapkepis CDX. AKLLO NONOXEHHA He NepeniyeHi, e
O3Hayae, Wo 6yNo [oCTaTHLO NOKPUTTSA B MeXax LiNIbOBUX BapiaHTIB Ta
periony. [Ins oTpMMaHHSA f0o4aTKOBOI iIHpopMaLil AnB. po3gin KoOHTpo/b AKOCTI
CynyTHbOI AiarHOCTUKMU Ha cTop. 34.

Y po3gini «OuiHKa LiNnboBOro BUKOPUCTaHHA CYNyTHBOI iarHOCTUKNY HaBegeHO
CMNUCOK YCiX LiNboBux Linen sukopuctaHHsa CDX i BKasaHo, Y BOHU
OLiHOBaNuncA B LboOMY 3pasky. [15151 OTpUMaHHSA 4o4aTKoBoi iHhopMauii npo
LinboBe BUKopucTaHHa TSO auB. Jinctok-sknaguw go TruSight Oncology
Comprehensive (EC) (mokymeHT N2 200007789). Tun nyxnmHn, biomapkepu Ta
Tepanif B3ATi 3 IHCTPYKLIT 3 BAKOPUCTaHHSA.

OuiHKa NpoBOAMTbLCA, AKLWLO TUM NYXJIMHU NigxoanTb Ana CDXx i 3pa30oK NporLWwoB
HeobXxigHi kaTeropil KA. [1na oTpuMaHHA AofaTKoBol iHGopMaLii npo Kputepil,
HeoOXigHi oNs ouiHKK 3paskiB ana CDx, aue. po3ain OuiHKa LiboBoro
BUKOPUCTAHHSA CYryTHbOI AiarHOCTUKY Ha cTop. 34.

* Evaluated (OuiHeHO) — 3pa3oK OLiHIOBaBCA AN LLbOro NpU3HaYeHHs.
KoHKpeTHi pesynbTaTy 6y4yTb BU3Ha4eHi B po3aini 3BiTy Ha piBHi 1 FDA.

* Not Evaluated (He ouiHeHO) — 3pa30K He ouiHBaNM 41 LbOro LiNboBOro
BUKOPUCTAHHSA, i Y KOMEHTapi NOACHIOETbCA YOMY.
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[HopaTtok D. baraTtoHykneoTuaHi Bapiauil, iHoeni Ta geneuiis
reHax EGFR I RET, ki BUABNAOTbLCA 3a 4ONOMOI OO NMporpamm
ons ¢asoBOro aHanisy BapiaHTIB.
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6.

Mono>xeHHsA . AnbTepHaTUBHWIA 3MiHa piBHA
XpomMocoma KoHTponbHUI anenb leH )
(hg19) anenb aMiHOKNCNOTH

chr7 55242462 CAAGGAATTAAGAGAA c EGFR NP_005219.2:p.(Lys745_
Glu749del)

chr7 55242463 AAGGAATTAAGAGAAG A EGFR NP_005219.2:p.(Lys745_
Ala750delinsThr)

chr7 55242464 AGGAATTAAGAGA A EGFR NP_005219.2:p.(Glu746_
Glu749del)

chr7 55242464 AGGAATTAAGAGAAGC A EGFR NP_005219.2:p.(Glu746_
Ala750del)

chr7 55242465 GGAATTAAGA G EGFR NP_005219.2:p.(Leu747_
Glu749del)

chr7 55242465 GGAATTAAGAGAAG AATTC EGFR NP_005219.2:p.(Glu746_
Ala750delinsllePro)

chr7 55242465 GGAATTAAGAGAAGCAA AATTC EGFR NP_005219.2:p.(Glu746_
Thr751delinsllePro)

chr7 55242465 GGAATTAAGAGAAGCAAC AAT EGFR NP_005219.2:p.(Glu746_
Thr751delinslle)

chr7 55242465 GGAATTAAGAGAAGCAACA G EGFR NP_005219.2:p.(Glu746_
Thr751del)

chr7 55242465 GGAATTAAGAGAAGCAACATC AAT EGFR NP_005219.2:p.(Glu746_
Ser752delinslle)

chr7 55242465 GGAATTAAGAGAAGCA G EGFR NP_005219.2:p.(Glu746_

Ala750del)
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08

Xpomocoma

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

chr7

Mono>xeHHs
(hg19)
55242466

55242466
55242467
55242467
55242467
55242467
55242467
55242467
55242468
55242468
55242468
55242469
55242469
55242469

55242469

KoHTponbHWiA anenb

GAATTAAGAGAAGCAACAT

GAATTAAGAGAAGCAA

AATTAAGAGAAGCAAC

AATTAAGAGAAGCAACATC

AATTAAGAGAAGCAACATC

AATTAAGAGAAGCAACATCTC

AATTAAGAGAAGCAACA

AATTAAGAGAAGCAAC

ATTAAGAGAAGCAACATCT

ATTAAGAGAAGCAAC

ATTAAGAGAAG

TTAAGAGAAG

TTAAGAGAAGCAA

TTAAGAGAAGCAACATCT

TTAAGAGAAGCAACATCTCC

AnbTepHaTUBHUN
anenb

G

TCT

TTGCT

GCA

GC

CAA

CA

leH

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

EGFR

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_005219.2:p.(Leu747_
Ala750delinsPro)

NP_005219.2:p.(Leu747_
Thr751delinsPro)

NP_005219.2:p.(Leu747_
Ser752delinsGIn)

NP_005219.2:p.(Leu747_
Pro753delinsGIn)
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L8

Xpomocoma

chr7

chr7

chr7

chr7

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
55242469

55242469
55242482
5524901

43604549
43609928
43609928
43609928
43609928
43609928
43609928
43609928
43609928
43609933

43609933

KoHTponbHWiA anenb

TTAAGAGAAGCAACATCTC

TTAAGAGAAGCAA

CATCTCCGAAAGCCAACAAGGAAAT

AC

CTCAGACTTCCAGGGCCCAGGA

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

ATCCACTGTGCGACGAGCTG

CTGTGCGACGAGCTGTGCCGCACGGTGATC

CTGTGCGACGAGCTGTGCCGCACGGTGATC

AnbTepHaTUBHUN
anenb

T

CCAGCGTGGAT

CACAC
CACAT
CCCAC
CCCAT
CGCAC
CGCAT
CTCAC
CTCAT
TGCGAT

TGTGAT

leH

EGFR

EGFR

EGFR

EGFR

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

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)
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Z8

Xpomocoma

chr10

chr10

chr10
chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609933

43609933

43609936
43609940

43609940
43609940
43609940
43609940
43609940
43609940
43609941

43609942
43609942
43609942

43609942

KoHTponbHWiA anenb

CTGTGCGACGAGCTGTGCCGCACGGTGAT

CTGTGCGACGAGCTGTGCCGCACGGTGAT

TGC
ACGAGCTG

ACGAGCTG

ACGAGCTGTGCCGCACGGTGAT

ACGAGCTGTGCCGCACGGTGATC

ACGAGCTGTGCCGCACGGTGATC

ACGAGCTGTGCCGCACGGTGATC

ACGAGCTG

CGAGCTG

GAGCTGTGCCGCA

GAGCTGTGCCGCA

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

AnbTepHaTUBHUN
anenb

TGCGA
TGTGA

GCT
TA

TC

CA
CG
CT

T

AGCT
AGTT
AGCAGC

AGCAGT

leH

RET

RET

RET
RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Asp631_
lle638delinsAla)

NP_066124.1:p.(Asp631_
lle638delinsAla

(
)
NP_066124.1:p.(Asp631_
lle638delinsAla)
NP_066124.1:p.(Asp631_
lle638delinsAla)

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)
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€8

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609942

43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942

43609942

KoHTponbHWiA anenb

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGCA

AnbTepHaTUBHUN
anenb

AGCTCA
AGCTCC
AGCTCT
AGTAGC
AGTAGT

AGTTCA

AGTTCC
AGTTCT

CACAGG
CACCGC
CACCGG
CACCGT
CATAGG
CATCGC

CATCGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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_
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_
Ala639delinsHisArg)
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143]

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609942

43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942

43609942

KoHTponbHWiA anenb

GAGCTGTGCCGCACGGTGATCGCA

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACGGTGATCGC

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

AnbTepHaTUBHUN
anenb

CATCGT
CACAG

CACCG

CATAG

CATCG

TCAAGC
TCAAGT
TCATCA
TCATCC
TCATCT
TCCAGC
TCCAGT
TCCTCA
TCCTCC

TCCTCT

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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_
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)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

q8

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609942

43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942
43609942

43609943

KoHTponbHWiA anenb

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCACG

GAGCTGTGCCGCA

GAGCTGTGCCGCA

GAGCTGTGCCGCA

GAGCTGTGCCGCA

AGCTG

AnbTepHaTUBHUN
anenb

TCGAGC
TCGAGT
TCGTCA
TCGTCC
TCGTCT
TCTAGC
TCTAGT
TCTTCA
TCTTCC
TCTTCT
TCAT

TCCT

TCGT

TCTT

TA

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

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_
Leu633delinsVal)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

98

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943

43609943

KoHTponbHWiA anenb

AGCTG

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGT

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnbTepHaTUBHUN
anenb

TC

CAGC
CCGC
CGGC
CTGC
TAAGACCA
TAAGACCG
TAAGACCT
TAAGGCCA
TAAGGCCT
TACGACCA
TACGACCG
TACGACCT
TACGCCCA

TACGCCCG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

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)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

/8

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943

43609943

KoHTponbHWiA anenb

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnbTepHaTUBHUN
anenb

TACGCCCT
TACGGCCA
TACGGCCG
TACGGCCT
TACGTCCA
TACGTCCG
TACGTCCT
TCAGACCA
TCAGACCG
TCAGACCT
TCAGGCCA
TCAGGCCG
TCAGGCCT
TCCGACCA

TCCGACCG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

88

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943

43609943

KoHTponbHWiA anenb

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnbTepHaTUBHUN
anenb

TCCGACCT
TCCGCCCA
TCCGCCCG
TCCGCCCT
TCCGGCCA
TCCGGCCG
TCCGGCCT
TCCGTCCA
TCCGTCCG
TCCGTCCT
TGAGACCA
TGAGACCG
TGAGACCT
TGAGGCCA

TGAGGCCG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

68

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943

43609943

KoHTponbHWiA anenb

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnbTepHaTUBHUN
anenb

TGAGGCCT
TGCGACCA
TGCGACCG
TGCGACCT
TGCGCCCA
TGCGCCCG
TGCGCCCT
TGCGGCCA
TGCGGCCT
TGCGTCCA
TGCGTCCG
TGCGTCCT
TTAGACCA

TTAGACCG

TTAGACCT

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

06

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943

43609943

KoHTponbHWiA anenb

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AGCTGTGCCGCACGGTGATCGCAGCC

AnbTepHaTUBHUN
anenb

TTAGGCCA
TTAGGCCG
TTAGGCCT
TTCGACCA
TTCGACCG
TTCGACCT
TTCGCCCA
TTCGCCCG
TTCGCCCT
TTCGGCCA
TTCGGCCG
TTCGGCCT
TTCGTCCA
TTCGTCCG

TTCGTCCT

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

L6

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943

43609943

KoHTponbHWiA anenb

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AnbTepHaTUBHUN
anenb

TAAGAC
TAAGGC
TACGAC
TACGCC
TACGGC
TACGTC
TCAGAC
TCAGGC
TCCGAC
TCCGCC
TCCGGC
TCCGTC
TGAGAC
TGAGGC

TGCGAC

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

NP_066124.1:p.(Glu632_
Ala640delinsValArgPro)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

6

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943
43609943

43609943

KoHTponbHWiA anenb

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTGATCGCAG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AnbTepHaTUBHUN
anenb

TGCGCC
TGCGGC
TGCGTC
TTAGAC
TTAGGC
TTCGAC
TTCGCC
TTCGGC
TTCGTC
CAGCA
CAGCC
CAGCT
CCGCA
CCGCC

CCGCT

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

NP_066124.1:p.(Glu632_
Val637delinsAlaAla)

(N3) enisuayaidwo) ABojoouQ 1ybisn.] Jabeue uny |00 AsiveHe BUATow Aoanodu 010h0Q0d € MMHQIOOL |



"ALdOLIOMA BU'T ML "OHLIA NI UMM LOOHIVIT BUT N1vEA90.L0NdONNE

90 'da8 'L9980000¢ 5N LHaW/xoT

€6

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609943

43609943
43609943
43609943
43609943
43609943
43609943
43609944
43609944
43609944
43609944
43609944
43609944
43609944

43609944

KoHTponbHWiA anenb

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTGTGCCGCACGGTG

AGCTG

GCTGT

GCTGT

GCTGT

GCTGT

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

AnbTepHaTUBHUN
anenb

CGGCA
CGGCC
CGGCT
CTGCA
CTGCC
CTGCT
1T
CGTAC
CGTCC
CGTGC
CGTTC
CGTAAGA
CGTAAGG
CGTACGA

CGTACGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

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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V6

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609944

43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944

43609944

KoHTponbHWiA anenb

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

AnbTepHaTUBHUN
anenb

CGTACGT
CGTCAGA
CGTCAGG
CGTCCGA
CGTCCGG
CGTCCGT
CGTGAGA
CGTGAGG
CGTGCGA
CGTGCGG
CGTGCGT
CGTTAGA
CGTTAGG
CGTTCGA

CGTTCGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
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G6

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609944

43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944

43609944

KoHTponbHWiA anenb

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

AnbTepHaTUBHUN
anenb

CGTTCGT
TGTAAGA
TGTAAGG
TGTACGA
TGTACGG
TGTACGT
TGTCAGA
TGTCCGA
TGTCCGG
TGTCCGT
TGTGAGA
TGTGAGG
TGTGCGA
TGTGCGG

TGTGCGT

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)

NP_066124.1:p.(Glu632_
Cys634delinsAspValArg)
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Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609944

43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609944
43609945
43609945
43609945
43609945
43609948

43609948

KoHTponbHWiA anenb

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGTGC

GCTGT

GCTGT

GCTGT

GCTGT

CTGTGC

CTGTGC

CTGTGC

CTGTGC

TGC

TGC

AnbTepHaTUBHUN
anenb

TGTTAGA
TGTTAGG
TGTTCGA
TGTTCGG
TGTTCGT
TGTAC
TGTCC
TGTGC
TGTTC
GTATGG
GTCTGG
GTGTGG
GTTTGG
CCA

CCG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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)

NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

NP_066124.1:p.(Leu633_
Cys634delinsValTrp)

NP_066124.1:p.
(Cys634Pro)

NP_066124.1:p.
(Cys634Pro)
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L6

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609950

43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950

43609950

KoHTponbHWiA anenb

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

AnbTepHaTUBHUN
anenb

GGGA

GGGG

GGGT

TCCAAAAAGA
TCCAAAAAGG
TCCAAAACGA
TCCAAAACGG
TCCAAAACGT
TCCAAAGAGA
TCCAAAGAGG
TCCAAAGCGA
TCCAAAGCGG
TCCAAAGCGT
TCCCAAAAGA

TCCCAAAAGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

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_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)
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chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609950

43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950

43609950

KoHTponbHWiA anenb

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

AnbTepHaTUBHUN
anenb

TCCCAAACGA
TCCCAAACGG
TCCCAAACGT
TCCCAAGAGA
TCCCAAGAGG
TCCCAAGCGA
TCCCAAGCGG
TCCCAAGCGT
TCCGAAAAGA
TCCGAAAAGG
TCCGAAACGA
TCCGAAACGG
TCCGAAACGT
TCCGAAGAGA

TCCGAAGAGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)
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66
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chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609950

43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950
43609950

43609950

KoHTponbHWiA anenb

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

CCGC

AnbTepHaTUBHUN
anenb

TCCGAAGCGA
TCCGAAGCGG
TCCGAAGCGT
TCCTAAAAGA

TCCTAAAAGG

TCCTAAACGA

TCCTAAACGG

TCCTAAACGT

TCCTAAGAGA

TCCTAAGAGG

TCCTAAGCGA

TCCTAAGCGG
TCCTAAGCGT

TCCAAAA

TCCAAAG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)
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ool

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609950

43609950
43609950
43609950
43609950
43609950
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952

43609952

KoHTponbHWiA anenb

C

GC

GC

GC

GC

GC

GC

GC

GC

GC

AnbTepHaTUBHUN
anenb

TCCCAAA
TCCCAAG
TCCGAAA
TCCGAAG
TCCTAAA
TCCTAAG
CAAAAAGA
CAAAACGA
CAAAACGG
CAAAACGT
CAAAGAGG
CAAAGCGA
CAAAGCGG
CAAAGCGT

CCAAAAGA

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)
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LOL

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609952

43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952

43609952

KoHTponbHWiA anenb

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

AnbTepHaTUBHUN
anenb

CCAAACGA
CCAAACGG
CCAAACGT
CCAAGAGA
CCAAGAGG
CCAAGCGA
CCAAGCGG
CCAAGCGT
CGAAAAGA
CGAAAAGG
CGAAACGA
CGAAACGG
CGAAACGT
CGAAGAGA

CGAAGAGG

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)
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col

Xpomocoma

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10

chr10
chr10

chr10

chr10

Mono>xeHHs
(hg19)
43609952

43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952
43609952

43613904
43615630

43615630

43615630

KoHTponbHWiA anenb

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

GC

TTG
TTCC

TTCC

TTCC

AnbTepHaTUBHUN
anenb

CGAAGCGA
CGAAGCGG
CGAAGCGT
CTAAAAGG
CTAAACGA
CTAAACGG
CTAAACGT
CTAAGAGA
CTAAGCGA
CTAAGCGG
CTAAGCGT

ACT
ACCA

ACCG

ACCT

leH

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET

RET
RET

RET

RET

3MiHa piBHSA
aMiHOKNCOTH

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProlLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
Arg635insProLys)

NP_066124.1:p.(Cys634_
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[lopaTtok E. YcTaHOBNeHHs1 6a3u 3HaHb

[ns npoBeaeHHs aHanisy yepes Mogynb KoMniekcHoro aHanisy TSO (EC) noTpibHa BcTaHoBeHa 6a3a
3HaHb (KB). KB — Lie zip-dannu, Aki MOXHa 3aBaHTaX1Tu Ha nopTani lllumina Lighthouse.

lllumina nepiognyHo Bunyckae HoBi KB. LLlo6 oHoBUTK KB, BCTaHOBNAEHY Ha Npuiagi, 3aBaHTaxTe
OCTaHHo Bepcito KB, 3 sikoto cyMicHMin Baw Moaynb KomnnekcHoro aHanisy TSO (EC). Mig yac
oHoBNeHHA KB nonepegHbo BcTaHoBNeHa KB BMAanseTbCcs Ha eTani BCTaHOBMEHHA. He BCTaHOBONTE
KB nig yac sanycky ceKBeHYBaHHSA, aHanisy abo iHWOoro NpoL.ecy BCTaHOBEHHS.

/N 3ACTEPEXEHHS

LLlo6 YHMKHYTU BTPaTW faHNX, NepeKoHanTecs, Wo iHLWi NpoLecu He BUKOHYHOTbCSA, NepLu
Hi>XK BUKOHYBaTW iIHCTPYKLUIT 3i BCTAHOB/IEHHS.

/N 3ACTEPEXEHHS

Mepexig 3i cTopiHkM Modules & Manifests (Mogyni Ta MaHipecTn) abo 3akpuUTTA Gpay3epa
nig, Yac BcTaHoBneHHsA KB ckacoBye NpoL.ec BCTAaHOB/EHHS.

1. 3aBaHTaxTe 6axkaHy KB (*.zip) y nokanbHWin KaTanor Ha npunagi abo Ha KOMM'HOTEpi B MepeXi.
MpuBig D € 6aXkaHnUM MicLeM.
2. BuKoHanTe nepesipKy KOHTPOJbHOT CyMU KB HacTyNMHUM YNMHOM.

a. BwukonanTe nowyk y Windows gns PowerShell. HaTUCHITb NpaBoto KHOMKOK MULLI Ha Mporpamy i
Bn6epiTb Run as administrator (3anyctnTu 3 npaBamu agMiHicTpaTopa).

b. BBegiTbmrax dairy Get-FileHash <KB>>\<kbfilename.zip> -Algorithm MD5 Yy BiKHi
PowerShell, wo6 cTBOPUTU KOHTPONBbHY cyMy MD5 gnsa KB.

c. [lopiBHANTE BUXiOHY KOHTPOsbHY cyMYy MDS 3 KOHTponbHOK cyMoro KB 3 nopTany Illlumina
Lighthouse. AKL,0 KOHTPONbLHI CyMU He 3biratoTbes, BUAaniThb Len dann KB Ta 3aBaHTaXKTe oro
3nopTany e pas.

3. Bigkpuite Mogynb komnnekcHoro aHanisy TSO (EC) Ha npunagi abo B MepexxeBoMy KOMM'oTepi
(nokanbHin mepexi). Ana oTpMMaHHA SOoAaTKOBOI iIHPpOpMaLii Mpo KepyBaHHA KOpUCTyBavyamum yepes
Mopynb KomnnekcHoro aHanisy TSO (EC) gue. Josigkosuii nocibHmk go npunagy NextSeq 550Dx
(gokymeHT N2 1000000009513).

4. YBiNGiTb y cUCTEMY AK afgMiHicTpaTop abo KopncTyBay, KM He € agMiHICTpPaTOpPOM, 3 [,03BOJY Ha
peparyBaHHA napamMeTpis MOAYA.

5. BukopucToByiTe MeHIO «IHCTPYMEHTU», W06 NnepenTn Ao ekpaHy Modules & Manifests (Mogyni Ta
MaHipecTn).

6. Bunbepitb TSO Comp (EU) (Komninsuisa TSO (€C)).

7. BubepiTb Install New (IHcTanoBaTu HoBY) B po3gini Knowledge Base Version (Bepcist 6a3n 3HaHb)
Ha eKpaHi.
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8. MamncTep BCTaHOBNEHHSA MPOMOHYE BaM NepernaHyTn posTawysaHHa ZIP-danny KB.
MNMepekoHanTecs, Wo BK BCTaHoBUM KB, 3aBaHTa)eHy Ha Kpou,i 1.
MaicTep Takox Bigobpaxae iHpopmauito npo KB, BKtoYaroum HasBy, BepCito, Bepcito 6a3n gaHunx
RefSeq Ta paty ny6nikaLii.

9. VY maiicTpiiHcTanAuii BnbepiTb Continue (MpoaosxuTn).
[HCcTanATop nepeBipse, Yn cyMicHui 3 KB Mogynb komnnekcHoro aHanidy TSO (EC) i un KB He
noLKkogykeHa. HeMoxnmBo 3anycTuTn HoBui aHanis TSO Comprehensive (EC) nig vac
BcTaHoBseHHs KB. Nicnsa 3aBeplleHHs BCTaHOBJIEHHA Ha ekpaHi Modules & Manifests (Mogyni Ta
MaHidpecTn) BigobpaxkaeTbcs HoBa KB. IM'a Ta Bepcist KB Takox BifobpaxkatoTbCs Ha eKpaHax
Create Run (CtBopuTHK nporiH), Requeue Analysis (lMoBTOpHO NOCTaBUTM aHanis y yepry) Ta Edit Run
(PeparyBaTu NporiH).
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[lopaTok F. Kibepbesneka

AHTUBIpPYCHe NporpamMHe 3abe3neyeHHs

lllumina nigTBEpPAWNA CYMICHICTb HACTYMHOrO aHTUBIPYCHOMO NPOrPaMHOro 3abesneyYeHHs 3
MepEeXeBOo OMnepaLiiHO CUCTEMO Ta MOX/MBICTb NOro BCTaHOBMIEHHS HA Mogynb KOMMIEKCHOro
aHanizy TSO (EC) 3a yMOBUM HanawTyBaHHS BignoBigHo A0 MocibHMKa 3 nigroToBky poboyoro Micys:

* Windows Defender [ beaneka y Windows
* BitDefender
* CrowdStrike

[ns oTpuMaHHA gogaTkoBoi iHhopMaL,ii Wono KoHdirypauii mepexi, 6paHgmayepa Ta 36epiraHHa
3BEPHITbCA A0 CNYX6UM TeXHIYHOI NigTpuMku lllumina.

CepTudikat 6e3nekm KoMriekcHoro aHaniszy TSO

Mopynb KomnnekcHoro aHanisy TSO (EC) BukopucTtoBye npotokon HTTPS gnsa wndppysaHHA
nepepasaHHA gaHux. Lle 3abesneyye NnpuBaTHICTb i 3aXMUCT AaHunx nporoHie. HTTPS noTpibeH gns
BiAganeHoro ocTyny Ao Npunagy 3a 4onoMorow Bebbpaysepa 3 iHWOro anapaTy B Tih caMin Mepexi.
Moaynb KomMmnnekcHoro aHanisy TSO (EC) Bumarae BcTaHOBNEHHA cepTudikaTa 6esnekmn TSO
Comprehensive (EC) Ha gopaTok go ceoro cepTudikaTa 6e3nekun (NextSeq 550Dx, Mogynb
KommnnekcHoro aHanisy TSO (€C)).

MPUMITKA fKwo oHoBneHHs ansa cuctemm 6esnekn Local Run Manager BCTaHOBEHO Ha npunagi
NextSeq 550Dx, BigaaneHui gocTyn 3 kKiieHTcbkoro MK yepes Bebbpaysep 3a
ponomoroto HTTPS Ha BebnopTtan NextSeq 550Dx Local Run Manager 6ye BUMKHEHO.

LLlo6 BcTaHoBUTK cepTudikaT 6e3nekn TSO Comprehensive (EC), BUKOHaNTe HaBedEeHi HUXYe fil.
1. BigkpuiTte Mogynb aHanisy TruSight Oncology Comprehensive (EU) Ha npunagi.

2. BukopuctoByiiTe MeHto Tools (IHcTpyMeHTH), wob nepenTun 0o ekpaHy Modules & Manifests
(Mogyni Ta MaHipecTwn).

Bnbepite Mopgynb TSO Comp (€C).
3aBaHTaxTe cepTudikat HTTPS (Ha KomnnekcHui TSO).

PosapxiBynTe BMICT danny zip.

o g~ w

HaTucHiTb NpaBoo KHOMNKOK MULi Ha dann BAT i BubepiTb Run as administrator (3anyctutu 3
npaBamMun agMiHicTpaTopa).

7. 3aBepLiTb YCTaHOBJIEHHSA 3a MifKasKaMu 1 nepesanycTiTb 6paysep.
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NMoBTOpHE reHepyBaHHA cepTUdikaTa 6e3neku

AKLWw,0 Hewo4aBHO 6y10 3MiHEHO HasBy cucTeMmn abo cncTemy 6yno NepemilLeHo Ha HOBUIA LOMEH,
NOTpPIGHO MOBTOPHO 3reHepyBaTun cepTudikat besneku, Wob BiAHOBUTN AOCTYN A0 NPOrpaMmHOro

3abesneyeHHs yepes MNpunag NextSeq 550Dx i Moaynb komnnekcHoro aHanisy TSO (EC). IHcTpykuii

wopo BigHoBNeHHA cepTudikaTy 6e3nekun Ha MNpunag NextSeq 550Dx Mogynb aHanisy TruSight
Oncology Comprehensive (EU) auB. y lMocibHuK i3 nigroToBKu pobo4yoro Micys A5 npunagy
NextSeq 550Dx (gokymeHT N2 1000000009869).

LLlo6 BigHOBUTU cepTudikat 6esnekn TSO Comprehensive (EC), 3pobiTb HacTymnHe.
1. YBingiTb B onepauinHy cuctemy Windows Ha npunagi.

2. 3a ponomoroto Windows File Explorer nepengitb 40 KaTanory, ne BCTaHOBMEHO 6a3y 3HaHb
(Hanpuknag, C:\Illumina\Local Run Manager\Modules\TSOCompEU\
[VersionNumber] \KBApiService\bin\Scripts).

3. HaTuCHITb NpaBoro KHONKOK MULLI Ha dain BAT i Bu6epiTb Run as administrator (3anycTtuTtun 3
npaBamMun agMiHicTpaTopa).

4. [OTpUMYNTECH iIHCTPYKLiA MaCTpa BCTAHOBJ/IEHHS, W06 3aBEPLUNTN BCTAHOB/IEHHS.

LLlo6 yBinTn B Mogynb komMnaekcHoro aHanisy TSO (€C) 3 iHWOro npnucTpoto, 3aBaHTaxTe Ta
BCTAHOBITb OHOBNEHUN cepTUdiKaT Ha BigaaneHu NpucTpin.
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TexHiYyHa gonomMora

[ns oTpUMaHHSA TEXHIYHOT LONOMOTIU 3B'XITbCA 3i CNY>XKO60K0 TEXHIYHOI NiATPUMKM KoMnaHii lllumina.

Beb6canT: www.illumina.com
EneKkTpoHHa techsupport@illumina.com
nowTa:

MacnopTtu 6e3neku npopykuii (SDS) gocTynHi Ha Be6canTi lllumina 3a agpecoto
support.illumina.com/sds.html.

[okyMmeHTauif NpoAyKuii oCTynHa N8 3aBaHTa)eHHs Ha Be6canTi support.illumina.com.
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IcTOpIA pepakuin

JOKyMeHT HOaTta Oonuc 3MiHM

[ OKyMeHT JlnneHb o BunpasneHo Tvnn ¢annis Ta iMeHa dannis.

N2 200008661, 2025 p. o [logaHo pAQoOK 415 onucy Bepcil nakeTy 3asaB y Tabnuui
Bep. 06 «lHbopMaLig npo aHanis»

o BupganeHo pagok «Tun nyxanHu» 3 Tabnuu,i, B AKin
OMMCaHo, L0 BKIKOYEHO B 3arofl0OBOK 3BIiTY NPO HU3bKY

rneunHy
[OKYMEHT KBiTeHb OHoBNEHO
N2 200008661 2025 p.  Mone «Linbose npusHayeHHs CDx» Big «Tak»/«Hi» o
Bep. 05 «OuiHeHo/He ouiHeHO».

o [loCcMNaHHSA Ha CTaH MiKpocaTeniTHOI HeCTabiNbHOCTI 3
MSI-H Ha MSI-High Ta MSI-Stable Ha MS-Stable.
o [puknaaw BapiaHTa.

JOoKyMeHT CiueHb » BrnganeHo BMICT, WO CTOCYETbCS Bepcil 2.3.6.
N2 200008661, 2024 p. » BupaneHo nocunaHHA Ha KOHKPETHI Bepcii nporpamMHoro
Bep. 04 3abesneyeHHa TSO Comprehensive (EC).

» BHeceHO He3HayHi OHOBMIEHHA [0 MOBW Ta rpamMaTuUKK Ans
3abes3neyeHHs Y3roa KeHOCTi/AKICTI.

JOKYMeHT YepBeHb o [logaHo iHpopMauito Npo cepTudikauiro 6esnekn TSO
N2 200008661, 2022 p. Comp Bepcii 2.3.5.
Bep. 03 » HasBy ekpaHa Module Settings (HanawTyBaHHA Mogyns)

3MiHeHo Ha Modules & Manifest (Moayni Ta MmaHipecTn).

LOKyMeHT KBiTeHb o [logaHo cynyTHIi AiarHOCTUYHUIA KOHTEHT.
N2 200008661, 2022 p. o [loaaHo 3MICT KhiHiYHoro gocnigXeHHa NTRK.
Bep. 02
JoKyMeHT JioTtunn JopaHo posginun «PoswmnpeHi nokasHukn OHK i PHK».
N2 200008661, 2022p.
Bep. 01
[JOKyMeHT Jlnctonap MNMoyaTKoBa peaakuis.
N2 200008661, 2021p.
Bep. 00
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