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OnucaHue 1 Ha3zHa4YeHue

Habop «Tapret PMX» npegHa3Ha4yeH g5 04HOBPEMEHHOIO BbISIBNIEHNS 61OMapKepoB'
(reHeTU4Yecknx BapuaHTOB B 06pa3suax [AHK yenoBeka, BbigeneHHOM 13 LieNbHOM KPOoBY;
reHeTUYEeCKNX BapMaHTOB, MUKPOCATENIMTHOW HECTAOUABHOCTU M aMNNINPUKaALMM FeHa
ERBB2 (HER2) B o6pasuax [IHK yenoBekKa, BblAeNeHHOMN U3 OnepaLMoHHOro nnm
BuorncumHoro MaTepuana, PUKCUPOBAHHOIO B GopMasiMHe 1 3aKIOYEHHOro B NapaduH
(FFPE-6n0KM)), acCoLUMMPOBaHHbIX CO 3/10Ka4eCTBEHHbIMW HOBOO6pa30BaHMAMIN MOTOYHOW
Xenesbl, METOAO0M BbICOKONPOM3BOAUTENBHOMO CEKBEHMPOBaHUSA. Habop BanngmMpoBaH
COBMECTHO C eHeTUYeCKNM cekBeHaTopoM MiSeq, BapuaHT UcrnonHeHus: MiSeq (PY N2
P3H 2014/1568 o1 29.04.2014).

TpeboBaHUs K aKcnyaTauum Habopa

[ns aHannsa gaHHbIX, NOYYeHHbIX C MOMOLLbIO Habopa, OMKHO MPUMEHSATLCS
nporpaMmHoe ob6ecnevyeHune «Solo AVES» https://aves.oncoatlas.ru/, Bepcusa 1.03.04 ot
04.02.2023 (nanee - MO «Solo AVES»), BXxoasilee B cocTas Habopa.

[MpMeHeHMe Habopa No Ha3HaYeHMIO BO3MOXKHO TOJTbKO NPW Hann4nm JocTtyna K cetu
MHTEpPHET CO CKOPOCTbIO 3arpy3ku He MeHee 1 Mbps 1 ckopocTbio oTaaun He MeHee 10
Mbps (nna aHanmMsa gaHHbIX Ha MO «Solo AVES»).

[o Havyana paboTbl cnegyeT BbINOHUTL TECTOBbIN BXO, B CUCTEMY MO CChISIKE
https://aves.oncoatlas.ru/ c napow norvH/napons (MpegocTaenaeTcs

000 «OHKOATJIAC»): npu Nepexofe Mo CChifike AOMKHa OTKPLITbCA CTapTOBas CTPaHMLA
aBTOpPU3aLWMKM B IMYHOM KabmnHeTe nonb3oBaTens, Kyaa HeobXxoammMo BBECTU NOTMUH U
napoJsib B COOTBETCTBYIOLLMX MOMAX, 3aTEM HaXaTb KHOMKY «BonTn». [Npn KOppeKTHOM
aBTOPU3aLMKM OCYLLECTBSIETCS Nepexop, B INYHbIN KabUHET nonb3oBaTens. Heobxoanmo
yb6enTbCS, YTO Ha rNaBHOM CTpaHuLe NIMYHOro KabuHeTa eCTb KHOMKa «3anycTuUTb aHanns
AaHHbIX» N BKNagkn «ObpasLbl», «AHaNM3 gaHHbIX». B cnyyae oTcyTCTBUSA AaHHbIX
3NeMeHTOB cnefyeT 06HOBUTL CTpaHULY HaxaTueM KoMbuHauum knasuw Ctrl+F5. Mpur
Hey[a4yHOM NOrbITKe TECTOBOrO BXofa HEO6X0OMMO CBA3aTbCs C NPou3BogmTenemM Habopa
peareHToB MO 3/1eKTPOHHOW rno4Te it-solo@oncoatlas.ru.

PekoMeHpoBaHHas rnybuHa NOKpbITUS MpWY aHanuse 6UbNMoTeK, MPUroTOBJIEHHbIX C
nomoLlbto Habopa n3 [1HK, BbigeneHHOMN U3 onepaunoHHOro UM 6MONCUMHONo MaTepuana,
dUKCUPOBaHHOIO B hopManunHe 1 3aknoveHHoro B napaduH (FFPE 6n10KoB), cocTaBnaeT He
MeHee 650x; s [1HK, BblgeneHHon 13 LenNbHOW KPOoBM - HEe MeHee 250x.

' B KOHLEeNuUMM pa3paboTKM JaHHOro Habopa bUoMapKepbl — 3TO FeHETUYECKME BapmaHThl B reHax BRCAT,
BRCA2, PIK3CA, PALB2, ATM, CHEK2, AKT1, PTEN, ESR1, ERBB2, BRAF, TP53, STK11, onpenenexHue
MUKpPOCaTENIUTHOM HeCTabUIbHOCTU M aMnndbuKkaLmmn reHa ERBB2 (HER2).



BAXHO

Mpn BO3HUKHOBEHUN TEXHNYECKMX CO0EB B paboTe KoMMbioTepa Unn cetn VIHTepHeT
pekomMeHpayeTcs ob6paTuTbes K MO «Solo AVES» nocne ycTpaHeHUs HeNonagoK co
CTOPOHbI NONb30BaTeNsa UK NpoBangepa nmbo ocywecTsuTb JocTtyn K MO «Solo AVES» ¢
APYroro KoMrnbloTepa, NOOKIIOYEHHOIO K OpYyron ceTu, COOTBETCTBYIOLWEN TPeboBaHUAM,
npeabsaBnsaeMbiM K ceTn VIHTepHeT ans KoppekTHon paboTbl 1O «Solo AVES». [NoTeps
pocTyna K ceTm IHTepHeT HMKaK He BNMSIEeT Ha Ka4eCcTBO Nosly4aeMoro otyeTa, ecnv
npeanpuHATEI PEKOMEHOO0BaHHbIE Mepbl.

[MokasaHMeM K npuMeHeHuto Habopa saBnseTcs HE0b6XOOMMOCTb BbISIBIIEHUA BUOMapKepoB,
accouMMpoBaHHbIX CO 3/T0KaYeCTBEHHBIMM HOBOOBpPa30oBaHNAMU MOJTOYHOW XXenesbl.

B cocTaB H860pa BXoauT KOHTpOJ'IbeII7I 06paseu,. Ero ncnonbsoBaHue pekoMeHaoBaHO B
KaXXOoM OTOeJIbHOM 3alnyckKe, TakK KakK obecneumBaeT KOHTPO/J1Ib NPaBUJIbHOCTU
Cpa6aTbIBaHl/IFI TeCTa N OTCYTCTBUA KOHTaMUHaUWWN.

B pyTUHHOW KNMHMYECKOW NpaKTUKe aHanm3 aMnnndmnKaumm reHoB NpenmyLLecTBEHHO
OCYLLEeCTBNAETCS C NMOMOLLbIO GpNlyopecLeHTHOM rmbpuamsaumm in situ (FISH), B To Bpems
kak MeTog NGS BbicTynaeT gononHutensHbiM. Metog NGS MOXeT UCnosib30oBaTbCA 414
NOATBEPXKOEHUS MONOXUTENBHOIO cTaTyca aMnanduKaumm, yCTaHOB/IEHHOIO paHee ¢
MOMOLLbIO MHbIX METOO0B.

BbigsBneHve aMnnnoukaumm ¢ nomMoLbio Habopa «TapreT PMX» pekoMeHfyeTcs B
KayecTBe JOMNONIHUTENbHOIO K PYTUHHBLIM NTabopaToOpHbLIM MeToAaM.



CocTaB Habopa

Habop BbinyckaeTcs B 4 BapmaHTax UcnosHeHus: «Tapret PMX A», «Tapret PMX B»,
«TapreT PMX C-A» u «Tapret PMX C-b», paccumnTaHHbIX Ha NpoBefeHne aHanmsa 48
06pasLIoB, BK/OYas KOHTPOSbHLIM o6pasel, (KO).

BapuaHTbl ncnonHeHus «Tapret PMX A» u «Tapret PMX B» BKAto4aloT TONIbKO KOMMOHEHTHI
ans uenesoro oborauweHnsa OHK, npurotosnenms bubnmotek u MO “Solo AVES”, B To
BpeMs Kak BapuaHTbl ucnonHeHus «Tapret PMXX C-A» un «Tapret PMX C-b» Bknto4atoT
TakK)Xe KOMMOHEHTbI ANA NOAroTOBKM 0bpasua K CEKBEHMPOBAHUIO U KOMIMOHEHTbI A4
CEeKBEHUPOBaHUA.

BapuaHTbl ncrnonHeHuns «Tapret PMX A» n «Tapret PMXX B» MoryT ncnonbsosatbcs
COBMeCTHO c Habopamu «Tapret PMX C-A» u «TapreT PMXX C-b». [lonyckaeTcs
ob6beanHATb 6ubnmoTekn OHK, NpnUroToBneHHble C NOMOLLbLIO Pa3HbliX BapUaHTOB
ncrnonHeHnsa Habopa, Npu yCroBUmM, YTO B OOHOM LIMKIEe CEKBEHNPOBaHUA KaXkaas
KOMBMHaUUa MHOEKCOB byaeT BCTpeyaTbCs TOMbKO 1 pa3. BapnaHTbl MICNONHEHUS

«Tapret PMX A» n «Tapret PMX B» oTnnyaloTcs TofbKO HabopamMm OfiMroHYKNeoTUAHbIX
MHOEKCOB, aHaNOrM4yHo BapmaHTbl ucnonHeHus «Tapret PMXX C-A» n «Tapret PMXX C-b»
pas3nunyalTca HabopamMu ONIMIrOHYKIEOTUOHbIX MHAEKCOB. YepeoBaHMe NCMONb30BaHUA
HabopoB ¢ nNuTepamu «A» 1 «b» Nno3BonsaeT n3bexkaTb NonagaHusa Nnpumecen o6pasLoB U3
npegbigyLiero aHannsa B npoLecce CeKBEHNPOBaHUA.

KoHTponbHbI o6pasel, (KO) pekoMeHayeTcsl BKMOYaThb B KaXKAyto MOCTAHOBKY B
[OMNOJSTHEHME K aHann3npyeMbiM obpasLam.

Habopbl «Tapret PMX A» 1 «TapreT PMXX b» BkoYaloT ABa KoMrnnekTa: KoMnnekTt gnga
Lenesoro o6oratyeHusa [HK (ero Heo6xoamMMo xpaHuTb B npe-lLP 30He) 1 KoMnnekT ans
npuroToBneHnsa 6uenmnoTtek (ero Heo6xoaMMo XpaHnTb B NocT-MLIP 3oHe). Habopbl «TapreT
PMX C-A» n «Tapret PM)XX C-b» BKoYaloT YeTblipe KoMnnekTa: KoMnnekTt gns uenesoro
o6oraueHusa AHK (Heo6xoamMMo xpaHuTb B Npe-lLIP 30He), KOMNNeKT ang npuroToeneHns
61bnMoTeK (HeobxoaMMo XpaHUTb B NocT-lMLP 30He), KoMnneKT Ans noaroToBkun o6pasiia
K CeKBeHMpoBaHuio (HeobxoauMo xpaHuTb B NocT-lLIP 30He) n KoMnnekT gns
CeKBeHMpPOBaHUA (HeobxoanMo XpaHUTb B NocT-TLIP 3oHe).

CocTaB Habopa npegcTasneH B Tabnuue 1.



Tabnuua 1. Coctas Habopa «TapreT PMX»

HanmeHoBaHue
KOMIMOHEHTa

LiBeT Bknagpbiwa
Ha KpblLLKe

KomnnekT gns uenesoro oboraweHusa AHK

MuP-cmecsb 1 KpacHbIn
PacTtBop npanmepos 1 Xentbin
PacTtBop npanmepos 2 Xentbin
KO . YepHbin

KomnnekT gns npurotoBneHus oubnmotexk HK
PeareHT B O Benasa kpyrnas
3TUKeTKa

C cMMBOJioM B
TE 6ydep O Benag kpyrnas
3TUKeTKa

c cumBonoM TE

MupP-cmech 2 . YepHbin

AkTnBaTtop . 3eneHbln

PacTBop J1 XenTbin
AHK-nurasa @ cuwin

J1C apanTepsl O Mpo3payHbIn
OnnroHykneoTngHble . 3eneHbln, Kpyrnas
nHaekcbl Cu 3TUKETKa C HOMEpPOM

MHOEKCa

duroneToBbIN,
Kpyrnas aTUKeTKa
C HOMepOM MHAeKca

OnuroHykneoTugHble .
MHOeKcChb! J1n

MarHuTHble YacTULbI? >< HeT BKnagbilwa

O6bemM

192 MKn

240 mKn

240 mKn

24 mKn

4 500 MKn

2 NpobUpKn x
4 500 MKn

2 NpobupKK *
1152 Mkn

96 MKn

192 MKn

96 MKnN

96 MKn

6 NPOBUPOK %
16 MKn

8 Npobunpok x
12 MKnN

3 840 MKn

XpaHeHune

OT -25 go -15°C

OT -25 go -15°C

OT -25 go -15°C

OT -25 go -15°C

OT -25 go -15°C

Ot -25 po -15°C

OT -25 go -15°C

OT -25 go -15°C
OT -25 o -15°C
OT -25 go -15°C
OT -25 go -15°C

Ot -25 po -15°C

OT -25 go -15°C

OT -25 po -15°C



KoMnneKkT gnsa nogroToBKu o6pa3u,a K CeKBeHMpOBaHMIO3

PacTteop HT1 1 npobupka 5wmn OT-25 po -15°C

KapTpunoyx 1wr. 35 mn OT-25 po -15°C

KomMnnekT gns CeKBeHl/IpOBaHl/Iﬂ4

PacTtsop PR2 1 6yThblb 500 mn OT +2 po +8°C

[NpoTo4yHas KioBeTa 1wr. — OT +2 po +8°C

MO «Solo AVES» https://aves.oncoatlas.ru/, Bepcus 1.03.04 ot 04.02.2023.

[MpunHUMN gencTensa Habopa

Habop npegHasHayeH O/ OgHOBPEMEHHOIO BbISIBNIEHUS BOMapKepPOB, aCCOLMMPOBAHHbIX
CO 3/I0Ka4YeCTBEHHbIMM HOBOOOPa30BaHNAMM MOJTOYHOM XXenesbl. B ocHoBe paboTkl Habopa
NeXuT amnnmoukauma Lenesbix yyactkoB [JHK meTopgom mynbTunnexkcHom MUP. MNpouecc
COCTOMUT 13 3 3TanoB NPUroToBEHNS BUBNNOTEKU N aTarna CEKBEHNPOBaHUSA C
MCcnonb30oBaHMeEM Npubopa «eHeTUYeCcKn cekBeHaTop MiSeq B BapmaHTax UCMONTHEHUS:
MiSeq, MiSeqDx» (PY N2 P3H 2014/1568 o1 29.04.2014).

1 3Tan

OHK, BbigeneHHasa 13 buoMaTepmana nayueHTa, UCronb3yeTcs Ang HapaboTKu
LenesBbix GparMeHTOB B BUAe NPOOYKTOB MynbTUnnekcHoun MLUP.

2 3Tan

YoaneHne npanMepoB C KOHLEBbIX y4acTKOB MNLP npogyKToB 1 NMrupoBaHue K HUM
OJIMFOHYK/TEOTUAHBIX afanTepoB, HEOB6XOANMBIX ANS NocnenylLwero CEKBEHUPOBaHUS
onenmnotekn. O4YMCTKa BUBNIMOTEK HA MarHUTHbIX YacTULax.

2 MarHuTHble YacTULbl JOMKHbI XpaHUTbCS Npu TeMnepaType oT -25 1o -15°C 0o NepBoro BCKPbITUS, Noce
Hero — Npv TeMnepatype oT +2 go +8°C

3 BxoguT B COCTaB BapMaHTOB UCMofiHeHUs «TapreT PMX C-A», «Tapret PMXX C-b»

4 BxoguT B cOCTaB BapuaHTOB UCMoHeHna «TapreT PMX C-A», «Tapret PM)XX C-b»


https://aves.oncodx.ru/

3 aTan

AMnnnouKaums n o4MCcTKa bmbnmoTek. Ha gaHHOM aTane NpPoBOANTCS
MHOeKcupoBaHue bubnmnoTek. [nga kaxpgoro obpasuya OHK ncnonbsyetcsa
cobcTBeHHada YHMKanbHad KOMOMHaLUNMA ONUMIOHYKIeOTUOHbIX MHOEKCOB, KOTOpas
No3BONSAET aTTPMBYLMPOBaTb KaXayHo NONYYEHHYIO HYKIEOTUOHYO
nocnegoBaTenbHOCTb UCXoAHOMY obpa3suy [HK nocne cekBeHMpoOBaHUS.

4 3Tan

CekBeHMpoBaHMe. Ha faHHOM aTane NpouCcXoguT CEKBEHMPOBaHME NOTYyYeHHbIX
BMBNNOTEK Ha reHeTUYeCKOM cekBeHaTope MiSeq. AHanm3 nonyyeHHbIX Ha
CeKBeHaTope faHHbIX OCYLLECTB/AETCS NOCNefoBaTeNlbHO: B Hayasne ¢ NoMoLLblo
nporpaMmHoro ob6ecneyvenust Local Run Manager (Bepcus 2.0 1 BbilLe) Nony4atoT
FASTQ ¢dannbl, TOTOM C NOMOLLbIO NporpaMMHoro obecneveHus “Solo AVES”
https://aves.oncoatlas.ru/, Bepcus 1.03.04 ot 04.02.2023 (nanee MO “Solo AVES”),
BXoJsLLero B coctaB Habopa, aHanusnpytoTca FASTQ dannbl. MO “Solo AVES”
OAHOBPEMEHHO aHanM3npyeT reHeTUYeCKne BapuaHTbl LiefIeBbIX PErMOHOB reHOB
BRCAT1, BRCA2, PIK3CA, PALB2, ATM, CHEK2, AKT1, PTEN, ESR1, ERBB2, BRAF, TP53,
STK11, a TakXe cTaTyCc MUKpOCaTeNNIMTHOMN HECTabUbHOCTU 1 aMnNndUKaumn reHa
ERBB2(HER2).

Knacc noteHumanbHoro pmucka npmumeHenus MO “Solo AVES” - 26.
Knacc 6e3onacHocTtun N0 “Solo AVES” - A.

B BapmaHTax ncnonHeHuns Habopa “Tapret PMXX C-A” n “Tapret PM)XX C-b” nmetotcs
YyeTblpe KOMMEeKTa, HeObXxogMMble O/ peann3aLmmn Kaxgoro BblleonmcaHHoOro atana.
YeTBepTbiv 3Tan g5 BapMaHTOB UCMONHEHNs Habopa “TapreT PMXX A” un “Tapret PMX B”
peanusyeTcs Npy COBMECTHOM MUCMOb30BaHMM KoMnnekTa s nogroToBkm obpasua K
CEeKBEHMpPOBaHMIO U KoMNneKTa 415 CEKBEHMPOBaHMS U3 HABOPOB BapmaHTa MCMOSTHEHNS
“Tapret PMX C-A” n “Tapret PMX C-b”.

MNpuHUMN paboTbl HAbOpa NPOUNIICTPUPOBAaH Ha puc. 1:



PucyHok 1.

MprHLUMN paboThl ) AHK
Habopa
>
lNepBMYyHasa aMmnnnoukayms
C OBYMS nynamMm npammepos

—
S
O6paboTka AKTMBATOPOM

yoarneHue nparMepos,
NnoaroToBKa K IMrMPOBaHMIO
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BTopuyHasa amnnmdukaums
¢ ONUroHyKnNeoTUaHbIMM

MHOEeKcaMun
3 574 — — —— ——
— ] —— —

OuncTKa NPOAYKTOB
aMnnnounKauum, nynmpoBaHue
emnbnnoTexk

CekBeHMpoOBaHMe roToBon 6ubnmoTekn Ha MiSeq



Ha6op BKtOYaeT criegytoLime KOMMIeKTbI

KomnneKT gna uenesoro o6oraweHuna OHK

KomnnekT gna uenesoro oboraweHns [JHK Heobxogmm onsa oboralleHmnsa parMeHTamm
OHK, cogep»xalwumm nccnepyemble pervoHbl reHoB. [l ocyLlecTBeHUa NepBoro atana -
NMOCTaHOBKM NepBUYHOM aMninouKaumm (MynbTunnekcHo MLP) - ncnonbsyeTtca cMech
peareHToB ana amnnmoéukaumm («MLP-cMeck 1») n Habop NpaliMepoB, COCTOSALLMIA U3 OBYX
oTaenbHbIX NynoB (B Npobupkax «PacTBop npariMepoB 1» 1 «PacTBOpP NPanMepoB 2»).
Peakuus aMnnnowrKaumm BbINONMHAETCH OTOENbHO A5 KaXXgoro nyna npanMepos.

OcTarnbHble KOMMNOHEeHTHI gnsa nposefeHusa MNUP-peakumn BxogaT B cocTas «[1LP-cMecn 1».

KpoMe Toro, B KOMMNNeKT BXOAUT KOHTPO/bHbIN 06pa3el, (Npobupka «KO»), coaeprKaLiuii
reHeTU4YecKunin BapnaHT chr7:140453136A>T, amnnndukaumio reHa ERBB2 (HER2), a Takxke
MMeeT NOJNOXUTESbHBIN CTaTyC MUKPOCaTENSIMTHOM HECTabUNBHOCTU 1 NO3BONSAET
KOHTPONMPOBaTb MPaBUIIbHOCTb MPOBELEHNSA NOLMOTOBKM BUBINOTEK U UX
cekBeHupoBaHus. OnnMcaHne KOMNOHeHTOB KomMnnekTa gns uenesoro oboraweHns OHK
npuBoanTCS B Tabnuue 2.

Tabnuua 2. OnmncaHne KOMNOHEHTOB KoMnnekTa gns uenesoro oborawernmnsa OHK

HasBaHue OnucaHuve
PacTtBop Heobxoonm gna HapaboTku uenesbix pparmeHTos [QHK,
npavmepos 1 cofiepXallmx nccnegyemole reHeTU4eCKMe BapuaHThl, B Xofe

nepBuYHOMN amnnduKaumm (MynstTunnekcHom MLpP)

PactBop Heobxooum ans HapaboTku uenesbix ¢parmeHToB [QHK,
npanmMepos 2 cofiepXallmx nccnepyemble reHeTU4eCKne BapuaHThl, B Xofe
nepBMYHON amMnnnduKaumm (MynbTmunnekcHowm MLP)

MuUP-cmecsb 1 BydepHbi pacTBOp, copgepxawmin HK-nonumepasy v gpyrve
KOMIMOHEHTbI, HeObXo4MMble A1 NPOBEAEHUS MEPBUYHOM
amMnnnounkaumm OHK (MynstunnekcHo MLP)

. KO BopgHbiv pactBop OHK 4YenoBeka, KOTOPbIM COAEPXKUT reHe-
Tnyeckum BapmaHT chr7:140453136A>T, amnnndukaumio reHa
ERBB2 (HER2) 1 NONOXMUTENbHbIM CTaTyC MUKPOCATENNIUTHON
HecTabunbHOCTU. OH MO3BONAET KOHTPONMPOBaTb NPaBUIbHOCTb
NpPoBefeHUs NOArOTOBKU BUBIMOTEK N UX CEKBEHMPOBAHUS

KoMnneKT ans npuroToB/1eHNS 6unbnnoTek

KoMnnekT gnsa npurotoBneHns bnbnmoTek Heobxoamm ans npuroToBneHnss GUbNnoTek 13
nony4YeHHbIX ¢ nomolubio KoMnnekTa gng uenesoro oboraweHna OHK npogykTos lMLP.
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"

Mo 3aBepweHun MNLUP-peakumm npogyKTbl aMnnnourKaumm, Nony4eHHble ¢ UCMNo/b30BaHNEM
ABYX NYyNoB NpanMepoB N5 OAHOro ncxogHoro obpasua JHK, o6beguHaoTca. Ha
cnefyroLlem atarne NponcxoguT yaaneHne npamMepoB C KOHLUOB MOJTyYEHHbIX MPOOYKTOB
IMUP v noarotoBka KOHLUEBbIX YH4aCTKOB K IMTMPOBaHMIO C NMOMoLLUblo «AKTMBaTopa». [lanee
NPOBOAUTCS NUIMPOBaHMe YHMBepPCarbHbIX aganTepoB (Npobupka «/1C aganTepsbi») K
npopyktam aMmnnndukaumm c nomoubio «Pacteopa J1» n «dHK-nurasei». [locne atoro
NPOBOAUTCH OYMCTKa NonydeHHbIX pparmMeHToB [JHK ¢ noMoLbio «MarHUTHbIX YacTuL».

Ha cnepytolweM atane npoBoguUTCHa BTOPUYHaa aMnnndukauma ong BBegeHus
OJINITOHYKIEOTUOHbIX MHOEKCOB, KOMBUMHALMA KOTOPbIX YHUKaNbHa ONA KaXX4oro MCXo4HOro
o6pa3sua OHK (Npobupkn «ONMroHyKneoTuaHble MHAEKChI», «[LIP-cMech 2»). BBeaeHune
TaKUX MHOEKCOB NO3BONSET NPOBOAUTL OAHOBPEMEHHOE CEKBEHMPOBAHME MHOXECTBA
obpasLoB 3a oguH 3anyckK npubopa. [Janee NpoBOANUTCH OYUCTKA NOMYyYEHHOro NpoayKTa
MLP Ha MarHMUTHbIX YacTUUax C MCNOoNb30BaHMEM «MarHUTHbIX YacTul», «PeareHTa B» n
«TE 6ydepa». [Mocne HeobxoanMo N3MepUTb KOHLEHTPaLMIO MONYYMBLUMXCA BUBNNOTEK,
[OBECTU UX KOHLeHTpauuio o 4 000 nMonb/n, U cMelwaTb B paBHbIX o6beMax. OnucaHue
KOMMNOHEHTOB KOMMieKTa s npuroToBNeHnsa bMbnmoTek npmBoanTcs B Tabnuue 3.

Tabnuya 3. OnncaHme KOMNOHEeHTOB KoMmnnekTa gns npuroTosieHns oubnmoTtek

Ha3BaHue

AkTmBaTop

PacTteop J1

. AHK-nvrasa

O J1C apanTepsl

MarHuTHble
YacTuULbl

Q PeareHT B

TE 6ydep

OnucaHue

ObecneumBaeT yganeHue npariMepoB C KOHLOB NPOAYKTOB
nepBMYHOW aMnndUKaLMm 1 NOArOTOBKY KOHLEBbIX Y4aCTKOB
dparMeHToB K rnocnegyowemMy MrmpoBaHunIo

O6ecneunBaeT paboTy OHK-nu1rassl (Cogep>xuT HeobxoamMble
0Ns e€ paboTbl KOMMOHEHTLI), HE06X0AUM AN NUrupoBaHusa J1C
aganTepos

NurmnpyeT («npuwmeaeT») JIC aganTepbl K HAPaA6OTaHHbIM B
pes3ynbTaTe nepBuYHOW aMnnndukauum eparmeHtam JHK

KopoTkune aByLienoyeyHble ONMrOHYKNeOTMabI, He06XoanMble
0151 NPOBeAeHNs BTOPUYHON aMninduKaumm (ABNSIOTCA MeCcToM
oTXKUra ana ONUroHyKNeoTUAHbIX MHOEKCOB), a TaKxKe [Ans
npoBefeHNsi CEKBEHUPOBaHNS

Heob6xoauMbl Ans o4nCTKK Lienesbix dpparmeHToB OHK (ot J1C
agantepoB, ONUroHYKNEOTUAHbIX MHOEKCOB)

HeobxoomM anst o4NCTKM Lenesbix ¢parmeHToB [QHK oT
cBO60AHbIX ONUrOHYKNEOTUAHbBIX MHOEKCOB

Heobxoomm gnsa anoumn ¢pparmeHToB [JHK nocne o4ncTku Ha
MarHUTHbIX YacTuuax oT CBO60AHbIX ONMIroHYKNEeOTUOHbIX
MHOEKCOoB



‘ MuP-cmecsb 2 BydepHbIn pacTBOp, cogepxawmn OHK-nonnmepasy
M Apyrme KOMMNoHeHTbl, Heob6xoamMble Ang
npoBefeHns BTOPUYHOM aMinndumkaumm OHK

. OnuroHykneoTugHble HeobxoguMmbl AN co3gaHns YHUKanbHOWM MapKUPOBKMU
MHOEKCHI dparmMeHTOB OgHOro obpasua 1 No3BONSIT
aTPUBYTUPOBAaTb KaXKayo NOMYYEHHYIO
HYKNeOoTUAHYIO NocnefoBaTelbHOCTb MCXOQHOMY
obpasuy OHK nocne cekBeHMpoBaHUs

KoMnneKT Ans NnoaroToBkyM o6pasua
K CEeKBEHUPOBaHUIO

KomnnekT gng noarotoBkm obpasLa K CEKBEHUPOBAHMIO MCMONb3yeTCs O/19 NOArOTOBKMU
nony4yeHHon cMecn 6MBNNOTEK C KoHUeHTpaumnen 4 000 NMonb/N K CEKBEHNPOBAHUIO.
[MpoBoguTCS Weno4yHas geHaTypauma geyuenodyeyHbix Mmonekyn OHK ¢ ucnonb3osaHnemM
«PactBopa HT1». [leHaTypmpoBaHHas bubnuoTeka nomelaeTcs B NpegHa3Ha4yeHHbIV and
aToro pesepsyap «KapTpumxar, nocne yero KapTpumx nomewaetcs B npmbop MiSeq.
OnuncaHne KoMNoHeHTOB KoMnnekTa Ans nogroToBkM obpasua K CEKBEHUPOBaHUIO
npuBoanTCSA B Tabnuue 4.

Tabnumya 4. OnncaHne KOMNoHeHTOB KoMnekTa anasa nogrotTosky obpasuya
K CEKBEHMPOBAHUIO

Ha3BaHue OnucaHue

PacTteop HT1 BydepHbIi coneBow pacTBOp, HEOBXOAUMbIN 019 TMOpUan3aLnm
dparmeHToB [IHK Ha NOBEpPXHOCTM MPOTOYHOM KIOBETHI A1
nocneaytowero CeEKBeHMpOoBaHUS

KapTpuox dnakoH, cogepxallmm Bce Heobxogmmble 0N CEKBEHNPOBAHUS
pacTBOpPbI, 38 UCKOYEHNEM pacTBopa PR2

KoMnneKT ans CeKBeHNPpOBaHUA

KomMnnekT gsi CEKBEHNMPOBaHMA HEO6XOOMM AN NPOBEAEHUS MpoLecca CEKBEHNPOBaHUS.
OH copepxuTt «PacTtBop PR2» 1 «[MpoToOYHYIO KIOBETY», KOTOPbIE TPEBYIOTCA 015 3anycKa
npmnbopa MiSeq. OnncaHne KOMNOHeEHTOB KoMnieKkTa a1 CEKBEHMPOBaHUS NPUBOAUTCS B
Tabnuue 5.
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Tabnuuya 5. OnncaHe KOMMNOHEHTOB KoMnnekTa gns CeKBeHUpoBaHUA

HasBaHne Onucanune

PactBop PR2 BydepHbIi coneBow pacTBOp, HEOBXOOMMbIN 019 NPOBefeHUs
CEKBEHMPOBaHMUS

lNpoTo4Has MpepncTtaBnsaeT cobom a4enky Bo pnakoHe ¢

KloBeTa BbICOKOKOHLEHTPUPOBaHHLIM CONEBLIM pacTBOPOM. MNMpoToyHas

siYeka HeobxoguMa O1s NpoBefeHns CeKBEHMPOBaHUs. Ha
CTEKNSHHOW MOBEPXHOCTU AYENKMN NPONUCXOOUT peakLms,
HeobxoamMMas Ons rnMPoYTEHUS HYKIeOTUAHOMU
nocnegosaTenibHOCTU NpubopoM MiSeq

XapaKTepucTuUKn Habopa

AHanuTtuyeckasi YyBCTBUTENbHOCTb — MUHMMaJIbHas KOHLUEHTpauus BbigeneHHon ns FFPE
610K0B 1 LenbHou Kposu [HK B npobe, Heobxogmmas onsg npoBefeHns aHanmsa,
cocTaBnsieT 5 Hr/Mkn. YuctoTa aHanmanpyemon [HK, Bbipa)keHHasi B OTHOLLEHUW
onTnyeckux nnotHocTen A260/280 HM, JOMKHa COCTaBNATb He MeHee 1.6 - 1.8.

Mpenen o6Hapy)xeHus (LoD) — HavMeHbLUas YacToTa MyTaHTHOMO annens B perMoHax
reHoB BRCA1, BRCA2, PIK3CA, PALB2, ATM, CHEK2, AKT1, PTEN, ESR1, ERBB2, BRAF,
TP53, STK11, KOTOpyto COCOBHO BbLIABNATL U3genue, gomkHa coctaenaTtb 10%.

3Ha4YeHnss ANarHOCTUYECKMX XapaKTEPUCTUK Habopa
MO AaHHbIM KITMHNYECKUX UCTbITaHUMN

[duarHoctnyeckmne xapakTepucTUKM NpaBuUIbHOCTU onpefeneHns reHeTU4eCcKmx
BapuaHTOB HabopoMm «Tapret PMXX»

KnnHnyeckmi Konn4yecTtBo Pe3ynbTaTbl UCNbITaHU1
MaTepman 06paSLLOB C [OoBepUTENbHON BEPOATHOCTBLIO 95%
OT NauneHTos OuarHoctnyeckass  [IuMarHoctuyeckas

HyBCTBUTEJNIbHOCTb cneundu4HOCTb

CyMMapHo no BceM 300 98,0-100% 98,0-100%
obpasuam

LlenbHas KpoBb 150 96,0-100% 96,0-100%
FFPE-6n0Kku 150 96,0-100% 96,0-100%



[uarHoCcTn4ecKmne XxapakTepucTUKM NpPaBUNbHOCTU onpeneneHns MUMKpocaTenIMTHOM
HeCTabunbHOCTU HabopoM «TapretT PMXX»

KnuHnyecknm Konn4yecTtso Pe3ynbTaTbl UCNbITaHUA
MaTepuan obpas3LoB C AOBEepUTENIbHON BEPOATHOCTbIO 95%
OT nauneHTos OuarHocTuyeckass  [unarHocTudeckas

YyBCTBUTENIbHOCTb cneundu4HOCTb

FFPE-6n0Ku 150 83,8-100% 97,7-100%

[uarHocTnyecKmne xapakTepucTUKM NpaBuUnNbHOCTU onpeneneHns amnnambukaumnm reHa
ERBB2 HabopoM «Tapret PMXX»

KnuHnyecknn Konn4yecTtso Pe3ynbTaTbl UCNbITaHUA
MaTepuan obpas3LoB C AOBepUTENIbHON BEPOATHOCTbIO 95%
OT nauneHTos OuarHocTuyeckass  [unarHocTudeckas

YyBCTBUTEJNIbHOCTb cneundu4HOCTb

FFPE-6n0Ku 150 88,7-100% 97,6-100%

[TapaMeTpbl CEKBEHUPOBaAHUA
[ns obpasyos [AHK, sbiaeneHHbIX U3 FFPE-6nokoB

MeTpuKa 3Ha4deHue Twvn 3HaYeHus
PacuyéTtHada 4yBCTBUTEbHOCTb 0.96 MWUHUMasnbHOe
PaBHOMepHOCTb NokpbiTua nyna 1 (MAPD) 1 MaKCUMasbHoe
PaBHOMepHOCTb NoKpbITUsA nyna 2 (MAPD) 1 MaKCUMasbHoe
CpepHasa rnybuHa NnokpbiTUg nyna 1 450x MWUHUManbHOe
CpepfHasa rnybrHa NoKpbITUA nyna 2 450x MWUHUManbHOe
CpepnHsa rnyburHa nokpbITUS Lenesomn 650x MUHMUManNbHoOE
nocnefoBaTeNlbHOCTH
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[na obpasuoB [JHK, BbigeneHHbIX
N3 Lle/IbHOU KPOBU

MeTpuKa 3Ha4deHue Twnn 3Ha4YeHus
PacuyéTtHada 4yBCTBUTEbHOCTb 0.96 MWUHUMasnbHOe
PaBHOMepHOCTb NokpbiTusA nyna 1 (MAPD) 1 MaKCUMasbHoe
PaBHOMepHOCTb NoKpbITUA nyna 2 (MAPD) 1 MaKCUMasbHoe
CpepHasa rnybuHa nokpbiTng nyna 1 100x MWUHUMasnbHOe
CpepfHasa rnybrHa NoKpbITUA nyna 2 100x MWUHUMasnbHOe
CpepnHsia rnyburHa nokKpbITUS Lenesomn 250x MUHMMaNbHoOE

rnocnenoBaTtes/ibHOCTU

Cpok rogHocTh Habopa 12 mecsues.
Habop peareHToB C MCTEKLLUNM CPOKOM rogHOCTU MPUMEHEHUIO HE MOANEXMT.

PekoMeHOOBaHHOE 060pynoBaHue,
peareHTbl U MaTepuanbl

HamnmMeHoBaHue
[eHeTUYecKum

cekBeHaTop MiSeq

Tepmouuknep

MarHMTHbIN WITaTUB

BopTekc

MprMep Moaenu 1 NpousBoanTens

FeHeTM4ecKn cekBeHaTop MiSeq B BapmaHTax
ncnonHeHus: MiSeq, MiSegDx (lllumina Inc., CLUA),
N2 P3H 2014/1568 o1 29.04.2014

Tepmoumknep gns aMnanduKaumm HyKNemHoBbIX KUCIOT
C1000, c npuHagnexHocTamu (Bio-Rad Laboratories, Inc,
CLWA), dC3 2008/03399 ot 21.06.2016

MarHuUTHbIN WTaTMB gNa Npobumpok Ha 0,2 MK
CTPUMOBAaHHbIX NN OOUHOKOCTOALLMX
MarHnP3k-3202-0C (Helicon Company, Poccusa), N¢ P3H
2022/16360 ot 21.01.2022

MuHunueHTpueyra-soptekc FV-2400
(SIA «Biosan», llaTeus)



CnektpodoTomeTp

[lo3aTopbl NepeMeHHOoro
obbemMa CO CMeHHbIMU
HaKOHeYHVKaMu

CandeTkn 6e3BopcoBble

MNpobupkn 1,5 Mn - 2 mn

CTpunoBaHHble
MUKPOMPOOUPKU

LLTaTnBbl 4Ns Npobmpok

LleHTpndyra nabopatopHasd

Bokc nabopaTopHbIA

MNepyaTkn

LWratme gnga CcTpnnoB "
nnaHLWeToB

AHannzatop NanoDrop 2000c (Thermo Scientific, CLUA,
CBupOeTenbLcTBO 06 YTBEPXKOEHUM TUMNA CPeaCTB
namepeHunin Ne56026-13) / CnekTpodpoToMeTp
«BioSpec-nano» ("lUnmaasy Kopnopainw", AnoHus,
CBupOeTenbLcTBO 06 YTBEPXKOEHUM TUMNA CPeaCTB
namepeHunin N2 48405-11), ®C3 2010/06804 ot
24.05.2010

[lo3aTopbl NMNEeTO4YHbIE MEPEMEHHOI0 06beMa Co
CMEHHbIMMN HAaKOHEYHMKaMU C AnanasoHaMy N3MepeHuns
oT 0,5 no 10 MKn, ot 2 po 20 MKn, oT 10 go 100 MKn, oT 20
po 200 Mkn m ot 100 go 1000 mkn Eppendorf Research®
Plus c npuHagnexHoctamm (Eppendorf AG, lepmaHus),
®C3 2011/11028 o7 15.11.2011

CandeTku 6e3BopcoBble Kimwipes (Kimtech, TaliBaHb)

Mpobupkn 1,5 mn - 2,0 Mn Tna Eppendorf na
NONMMEpPHbIX MaTepUanoB N1 NabopaToOpPHbIX
nccnepgoBaHu in vitro DNA LoBind, PCR clean
(Eppendorf AG, lepmaHust), ®C3 2009/04520 ot
19.06.2009

MpobupKK B CTpUMax no 8 WTYK C OTAENbHO
NPUKpPENIeHHbIMU NITIOCKUMU KpbilkaMu, PCR clean,
6ecuBeTHble (Scientific Specialties Incorporated, CLLA),
$dC3 N2 2011/10287 ot 11.04.2017

LLTtaTne gns npodupok 0,5 mn «paboyee Mmecto» Ha 200
nyHok, (OO0 "HMN® XenukoH", Poccus) P3H 2022/16372
o1 21.01.2022

LeHTpudyra nabopatopHas «Eppendorf» Centrifuge
54xx, ¢ npuHagnexxHocTamm (Centrifuge 5430)
(Eppendorf AG, lepMaHung), ®C3 2009/04411 ot
03.06.2009

Bokc nabopaTopHbi ¢ Y namnon gnas nposeneHms
nonnMMepasHow uenHow peakumn bBI1-MUP no TY
9452-009-46482062-2013 (OO0 "HIMO
OHK-TexHonorus", Poccus), P3H 2015/3193 ot 16.10.2015

nep‘-IaTKVI HNTPWMNOBbIE HEONMYAPEHHbIE

LLTaTnB gns cTpunos 1 nnaHweToBs (Scientific Specialties
Incorporated, CLUA), ©C3 2011/10287 ot 11.04.2017
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LLTaTuBbl 4Na XpaHeHUs
M TPaHCMOPTUPOBKN
npooBrpoK

CnnpT 3TUNOBLIN
nabopaTopHbIn, 96%

Pacteop 1,0 M NaOH

XonoguneHasa Kamepa,
nopAepK1BatoLLas
TemnepaTtypy 2-8°C

Mopo3sunbHasa kamepa,
nogaep>xveatoLas
TemMnepartypy

oT -25°C go -15°C

Bopa npenoHmn3oBaHHasa
BMONCTUNNNPOBAHHAS

MNacTUKOBBIA MUHLET

MNpobupkn onsa XxpaHeHusa u
TpaHCNopTUPOBKU NPO6 U

0bpasuos

HaKoHe4YHUKM
YHVMBepcalnbHble
C GUNbTPOM

CeKpr,OMep MeXaHN4YeCKnm

ogHocTpenoyHein CO

dnyopumeTp

TOHKOCTEHHbIE MPOBUPKN

ons MupP

LLITaTmBbI 4N XpaHEeHNS U TPAHCMOPTUPOBKN MPOBUPOK,
Kpuonpobupok o6beMoM oT 0,2 mn go 50 mn (Scientific
Specialties Incorporated, CLLA), ®C3 N2 2011/10287 ot

11.04.2017

PasHble Mogenv n nponssBoguTenm

PasHble Mogenm un rnpomssogunTesnin

Pa3Hble Moenu 1 Npoun3BoauTenm

PasHble Mogenm un rnpomssogunTesin

Pa3Hble Moenu 1 Npoun3BoauTenm

PasHble Mogenv 1 nponssoguTenm

Mpobupkn ans xpaHeHUs U TPaAHCNOPTUPOBKU NPO6 n
06pa3suoB, 3aBMHYMBAKOLLMECS, KOHUYECKME U C
OCHOBaHMEM, C KpbILLKaMun 1 6e3 Kpbllek, o6beMoM oT 0,5
mn go 50 mn (Scientific Specialties Incorporated, CLLUA),
®C3 N2 2011/10287 o1 11.04.2017

HakoHe4YHUKN yHMBepcanbHble ¢ GUIbTPOM, ANd
nadopaTopHbIX go3aTopos, o6bemoM oT 0,1 Mkn go 10 mn,
cTepunbHble U HecTepunbHble (Scientific Specialties
Incorporated, CLUA), ©@C3 N2 2011/10287 ot 11.04.2017

PasHble Mogenv n nponssBoguTenm

dnyopumeTp Qubit 3.0 (Thermo Fisher Scientific Inc.,
CLUA)/ AHannsaTop MMMYHooOrnyeckuii “Varioskan
Flash”, ("Tepmo ®uiiep CaneHTUduk On", dDuHnaHams),
Ne P3H 2014/1842 o1 08.08.2014

ToHKoCTeHHble Npobupkm s MNMLUP ¢ NNOCKOW KPbILLKOW
o6bemoM oT 0,2 Mn go 0,5 mn / ToHKOCTEHHblE NPOBUPKM
ansa MUP ¢ Bbinyknon KpbiwKon o6bemom 0,2 mn

(®C3 2009/05024 o7 19.12.2022)



Mnawkn gns MNUP Mnawkn ansa MNUP Ha 48 nyHok / Mnawkn ana MNLUP Ha 96
nyHok (PC3 2009/05024 o1 19.12.2022)

KomMnnekT ans uenesoro KomnnekT gna yenesoro oboraiweHusa [IHK, koMmnnekTt gna
oboraweHuns JHK, koMmnnekT npurotoeneHuns 6mnenmnotek JHK (M3 Habopos «TapreT
0151 NPUrOTOBIEHUS PMXX C-A», «TapreT PMX C-b», «Tapret PMX A», «TapreTt
6nbnmotexk OHK PMX B»)

KoMnneKkT gnsa nogroToBKum KoMnnekT gns NoAroToBKU K CEKBEHMPOBaHWUIO, KOMMIEKT
K CEeKBEHMPOBaHMIO, KOMMNEKT [N CEKBeHMpoBaHUs (M3 HabopoB «TapreT PMX C-Av,
019 CeKBEeHMpOoBaHUS «TapreT PMX C-B»)

Ona skctpakumm AHK 13 nccnepyemsix
obpasuoB OOMONHUTENbHO NOHAaJ06ATCS:

1. Mpw paboTe ¢ obpasuamm LenbHOW KpoBU — Habop «Habop peareHToB ANs BblaeneHms
HYK/TEMHOBbLIX KMCNOT U3 Buonornyeckoro matepumana HK-copbeHT gnsa guarHoCTuKm
in vitro no TY 21.20.23-232-17253567-2018» (PY N2P3H 2019/9331 ot 02.12.2019)

2. Mpw paboTe c o6pa3uammn NapadpurHoBbix 6nokoB (FFPE) - Habop «3kcTpakT AHK FFPE
Habop peareHToB gn4a BbigeneHmsa OHK yenoseka 13 cpesos ¢ FFPE 6nokoB ons
AMarHoCcTUKM in vitro no TY 9398-001-11248074-2017» (PY N2 P3H 2019/9172
oT 14 anpensa 2020) unu «<Habop peareHToB And BbiaeneHnsa [AIHK cobas DNA Sample
Preparation Kit (cobas DNA Sample Preparation Kit, 24)» (PY Ne®C3 2012/12715
o1 03 aBrycTta 2017)

AHanunsunpyeMble ob6pasubl
N NpobéonoaroToBKa

[nsa paboTbl C HABGOPOM HEOBXOOMMO UCMONb30BaTb NPO6LI reHoMHoW [JHK, BblgeneHHon
M3 LenbHOW KPOBK, a TakxKe Npobbl onyxoneson [HK, BblaeneHHOMN N3 onepaumoHHOro
(6uoncuinHoro) MaTepuana nayneHTa, PUKCUPOBAHHOIO B GopMasiMHE U 3aK/THOYEHHOr O B
napatduH (FFPE-6110KMN).

[nsa yenbHOW KPoBM HeobxoamMo cobogaTh criefyolme TpeboBaHUS: B3ATHUE KPOBU
NpPoOBOANTCS B NNACTUKOBbIE NPOBUPKM 06beMOM 2,5 M1 ¢ gob6aBneHHOW B KadecTBe
aHTUKOAarynsHTa QUHaTPUEBOWN CONM 3TUNEHAMaMUHTETPaaleTaTa (30TA) B KOHEYHO
KOHLIeHTpauumn 2 Mr/mn. [1na nepeMeLuMBaHns COAePXXMMOro Npo6UpKy NepeBopaynBatoT
2-3 pasa. B kayecTBe aHTUKOarynsaHTa gornyckaeTcsi TakXXe UCNosib30BaHWe LmMTpaTa
HaTpuS.
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BAXHO

He OOMyCKaeTCA UCIOJIb3OBaHUE rernapmHa B Ka4eCTBe aHTUKOaryJdaHTa.

Ons napaduHoBbix 6r1okoB (FFPE) HeobxoamMo cobnogaTh cnegytowme Tpe6oBaHus:
npeaBapuTeNbHO NPOBECTU MX MOPDONOrMyecKmnii aHanms. PEKOMeHOoBaHO UCMOMb30BaTb
obpasLbl, B KOTOPbIX TKaHb OMNyxonn 3aHMMaeT He MeHee 80% nnowagm npenapara,
JonycTmMoe MUHMManbHoe KOMMYeCcTBO Onyxonu - He MeHee 20% nnowagu npenaparta. B
cny4ae HeBbINOSIHEHNSA JAHHOIO YCOBUSA PeKOMeHOYeTCH NofroTOBUTb MMCTONOMMYECKNA
npenapat buoMaTepmarna 1 No pesynbraTtaM rmcToNorM4ecKoro nccnegoBaHsa NpoBecTU
pa3MeTKy npenapaTta ¢ 06paTHOW CTOPOHbI MPeAMEeTHOro CTeKNa, OTMETMB rPaHnLLbl 30HbI
onyxonu. B panbHenwem ang sbigeneHns AHK Heo6xoguMMo ncrnonb3oBaTb OTMEYEHHYIO
obnacTb Npenaparta, Cogepallyto onyxoneByto TKaHb. [1n9 npoBefeHUs nccnegoBaHusg
peKoMeHOyeTCsa UCMOoNb3oBaTh GpparMeHT napadPpuHOBOro 6510Ka, COOTBETCTBYIOLLNM
cnefyrowmMm napamMeTpamMm: TOMWMHaA KaXX[oro cpesa oT 5 0o 6 MKM; cyMMapHas niowagb
dparMeHToB GUKCMPOBAHHOWM TKaHN M KOMIJIEKCOB KNETOK YenoBeKa oT 2 CM2. XpaHUTb U
TpaHCcnopTUpoBaTh MaTepuan B napaduHoBbix 6nokax (FFPE) Heo6xoammo npu
TeMnepaType oT +5 go +40°C ¢ cobnogeHnemM Mep, NpefoTBPaLLaoLLMX KOHTaMUHALMIO
obpasuoB YyxepogHou OHK.

dKcTpakuma OHK ns nccnepgyemboix obpasuos

BoigenerHne OHK 13 06pa3sLoB LeNbHOW KPOBM OCYLLLECTBASETCS C NOMOLLbIO Habopa
«Habop peareHToOB AN5 BblgeNeHNs HYKNEeNHOBbIX KUCOT N3 BUMONOrM4yecKoro Matepmana
HK-cop6eHT ana aMarHocTuKM in vitro no TY 21.20.23-232-17253567-2018» (PY N2P3H
2019/9331 o1 02.12.2019), M3 napaduHoBbIx 61okoB (FFPE) - ¢ noMoLlbio HabopoBs
«JKCcTpakT HK FFPE Habop peareHToB ons sbigenenmsa [JHK yenoseka U3 cpesoB C

FFPE 6n0KoB A8 AMarHoCTMKM in vitro no TY 9398-001-11248074-2017» (PY N2 P3H
2019/9172 ot 14 anpens 2020) v «<Habop peareHToB Ans BbigeneHusa JHK cobas DNA
Sample Preparation Kit (cobas DNA Sample Preparation Kit, 24)» (PY Ne®C3 2012/12715 ot
03 aBrycTa 2017).

O6pasupl BoigeneHHon n3 FFPE 6nokos [JHK gom«Hbl UMeTb KOHLeHTpauuo
He MeHee 5 Hr/MKn.

MuHUManbHaa BanuamMpoBaHHas KoHueHTpauusa OHK - 2 Hr/Mkn.

[JononHnTenbHO peKoMeHayeTCcs AN OLEHKN CTeNeHn YNCTOThI BblgeneHHoro obpasua
OHK 13 napadpnHOBbLIX 6/TOKOB MCMNO/b30BaTb 3HAYEHME COOTHOLLEHUS NOrIOWEHUS CBETa
o6pasuLoM OHK Ha gnnHax BonH 260 HM 1 280 HM (A260/280). PekomeHpoyeMoe 3Ha4vyeHue
COOTHOLLEHUS — He MeHee 1.6 - 1.8. KoHueHTpaumo BbigeneHHon OHK 1 nornouweHne ceeta
obpasuom [1HK Ha gnuHax BonH 260 HM 1 280 HM ONs OLEHKM CTENMEHU YNCTOTHI
(A260/280) pekoMeHOyeTCa M3MepsTb C MOMoLLbo aHanm3aTopa NanoDrop 2000c¢
(Thermo Scientific, CLUA, CBMaeTensCcTBO 06 YTBEPXAEHUN TUMNa CPEACTB M3MepeHNin
N256026-13) unm cnektpodoTomeTpa «BioSpec-nano» ("LLUnManay Kopnopannw", AnoHus,



dC32010/06804 ot 24.05.2010, CBNOeTeNnbCTBO 06 YTBEPXKAEHUN TUMa CPeacTB
namepeHuii N2 48405-11). AHann3npyeMbii MaTepman He NoaeXnT UCMONb30BaHWNIO MpPU
HapyLUEeHWUN YCITIOBUW XpPaHEHUS N TpaHCNOPTUPOBKK. AHanmnsnpyemMas OHK gomkHa
XPaHUTBLCS W TPaAHCMOPTMPOBaTLCA Npu TeMnepaType oT 2°C ao 8°C 1 ncnonb3oBaTbcs AN
aHanmsa B TeyeHune 24 vyacos. [1na xpaHeHusa 6onee 24 yacos pacteop [JHK
peKkoMeHayeTCs XpaHUTb Npu TemnepaType -20°C.

Obuwwume npaBuna U pekomMeHgauum gns
paboTbl C HA6OPOM

° Bce MaHUNyNnAUnn peKkoMeHayeTca NpoBOoOnNTb Ha by UK B OXJTaXXOEHHbIX
LTaTnBax.

e [lpoToKon onucaH gna paboTbl C UHAVMBUAYaNbHBIMU MPOBUPKaMU, HO MO3BONSET
paboTaTb Kak ¢ obpasuamu B dopmaTe 96-1yHOYHOW NaHLWeTsl, Tak 1 B dopmaTe
8-1YyHO4YHbIX CTPUMNOB.

e [lpn paboTe c HabOPOM UCNOMbL3YUTE NNACTUK, PEKOMEHOOBaHHbIV MPou3BogmuTenemM
Bawero NUP amnnudukaTopa. He gonyckanTe ncnapeHust peaxkumi.

e Ha npoTs)KeHn BCero rnpoToKoa Heo6XoaMMO NCMONb30BaTh HAKOHEYHUKM O
[03aTOPOB C GUNBTPOM, KOTOPbIE HEO6XOOMMO MEeHATb ANA KaXAoro o6pasLa U KaXkaoro
KOMIMOHEHTa.

e [enawvTte obwwme MNLP cMecn ang cosgaHnsa MakCMManbHO OAMHaKOBbIX ycnosui MLP
O151 pasHbIX 06pasuoB. [Npn pacyeTe PUHaNbHLIX 0O LEMOB OBLMX CMEeCcen, 3aKnagpiBanTe
3anac B 10% Ha oWwKnb6KKM paboTbl LO3aTOPOB.

° PeKOMer,yech ni1aHMpoBaTb He 6onee 4 NOCTaHOBOK C UCMNOJ/Ib30BaHMEM OHOIrO
Habopa A9 MUHUMM3aUMK NOTePb peareHToB Npu NMNEeTUPOBaHUN.

e  Bsa3sKuMe XMAOKOCTM OTOUpanTe MefsieHHo. TwaTenbHO nepemellnBanTe pacTBOpPSI,
KOMMOHEHTaMUM KOTOpPbIX ABNAOTCA OaHHble peakTuBsbl. [MLUP-cmecs 1, NLUP-cmecs 2,
AktneaTtop n HK-n1rasy MoXxxHO nepemeLlmnBaTh TONIbKO KPaTKOBPEMEHHbIM
BOPTEKCMPOBaAHMEM WU NUNETUPOBAHNEM.

e  /I36erante Kpocc-KOHTaMUHaLUMM Nnpu pabote ¢ ONUroHYKNEOTUAHBIMU MHAEKCaMU:
Yallle MeHANTe nepyaTKy M OTKPbIBanTe NPOBUPKM C MHAEKCaMU NO o4epean.

e Ecnu B npobupke c Pacteopom J1 u c MNLP-cmecklo 2 BUaeH ocafok, pacTBoOpuUTe ero
BOPTEKCUPOBAHMEM UMM NUMETUPOBAHMEM, YTOObI OCaJOK NOSTHOCTLIO PacTBOPUIICS.

e  3a 30 MUHYT [0 Havana paboTbl c PeareHTOM B noMecTUTe ero Ha KOMHaTHYO
TeMnepaTypy, TWwaTenbHO nepemellanTe peakT1Bbl Nocsie pa3MOpPO3KMU.

e PeareHT B npu -20°C MOXeT oCcTaBaTbCH B XXUOKOM COCTOSHUM, TM60 MOXKET 6bIThb
YaCTUYHO 3aMOpPOXKeH. B nobom cnydae, nocne goctmxeHnsa PeareHToOM B KOMHaTHOM
TemrnepaTypbl, HEO6XOAUMO ero TwaTenbHO nepemMelaTtb. OTéMpanTe aTOT peareHT
[03aTOPOM Me[/IEHHO N OCTOPOXHO.
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e  3a 30 MMHYT 0o Havana paboTbl ¢ MarHUTHBIMU YacTULaMU NOMECTUTE UX Ha
KOMHaTHYIO TeMrnepaTypy U TWwaTeNbHO BOPTEKCUPYNTE, YTOOLI NepemMeLlaTb YacTULbl.
OTbumpanTe aTOT peareHT 4O3aTOPOM Mef/IeHHO 1 OCTOPOXHO.

e [Inga npurotoBneHmnsa 80% 3aTMNOBOro cnupTta cMeLwwamnte 96% 3TUNOBbLIWM CNNPT C BOLOW
B pacydeTe 500 Mkn cnnpTta 96% Ha 100 MK BoAbl Ha OguH obpa3seL,. crnonb3ymTe ToMbKO
cBexenpurotoBneHHbi 80% cnnpT!



[lpoTOKON
npoBeaeHUs
aHanm3a

[Mpu nony4yeHuUn Habopa:

1. CHATb BHELUHIOK YMaKoBKY (NNeHKy).

2. KomnnekT gns uenesoro oborauweHmns [JHK nepeHecTn n xpanutb B npe-l1LP 30He B
MOPO3UbHOM KaMepe Npu TeMnepaType oT -25°C go -15°C.

3. KoMnNnekKT ans npurotoBneHns bMennoTeK nepeHecTn n XxpaHnTb B NocT-l1LP 30He.

4. «MarHmTHble YacTuLbl» U3 KOMMEKTa 4Ns NpurotosreHns oubnmotek JHK gomkHbl
XpaHUTbCS Npu TemMnepaTtype oT -25°C go -15°C go nepBoro BCKPbLITUSA, MOC/E Hero —
npu Temnepatype ot +2°C go +8°C.

5. KoMnneKT ans npurotoBneHus 6uenmnotek (6e3 «MarHUTHbIX YaCTULL») XPaHUTb B
MOpPO3UbHOM KaMepe Npu TeMnepaType oT -25°C go -15°C.

nna Habopos «Tapret PMXX C-A» un
«Tapret PMX C-b»

1. KOMMNeKT As19 NoAroToBKM 06pasla K CeKBEHUPOBaHMIO XPaHUTL B
MOpPO3UbHOM KaMepe Npu TeMnepaType oT -25°C go -15°C.

2. KOMMNeKT A/191 CEKBEHNPOBAHUS XPaHUTb B XOIOAUTLHOM KamMepe npwu
TeMnepaType oT +2°C go +8°C.
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|. NMpoBepeHne uenesoro ob6oraweHmna JHK

0 PaboTa nposogutcs B npe-l1LP 30He

NMoTpebyeTcs:

‘ MUP-cmecs 1
PactBop npanmepos 1

PacTBop npanmepos 2

@ «o

® AHanusmpyemble 06pasubl OHK (KoHUeHTpauus - 5 Hr/MKkn)

B KaXOylo NoCTaHOBKY B OOMNOJ/IHEHNE K 06pa3L|,aM pekoMeHOyeTCcAa CTaBUTb KO.

a MpuroToBKTL 2 pacTBopa Ans amMnMdmKaumm (No ogHOMY ON1S KayKAoro pacTeopa
NpaliMepoB) Ha He06XoOMMOe KONMYECTBO peaKLMii CornacHo Tabnumue:

KOMMoHeHT O6beMm Ha 1 peakuumio
. MUP-cmecsb 1 2 MKN

PacTtBop npaimepos (N21 nnm N22) 5 MKn

Bcero 7 MKnN

e CMellaTb B OTAESbHbIX NPO6MpPKax CTpuna (Takyxe A4onycTUMO UCMNONb30BaHNe
MUKPOMPOBMPOK UK NNallek) no 3 MKN o6paslia ¢ 7 MK/ Ka)kaoro pactsopa o
amnnndukaumn. O6LWKMIN 06bEM KaXKaoM peaKLMOHHOW cMecK cocTaBuT 10 MK/,
MpOoBMPKN AOMKHBI ObITb COBMECTUMBI C UCMOJb3YEMbIM TEPMOLMKIIEPOM.

0 CHavana packanaTb Mo MHAMBUAYasbHBIM NPOBUPKaM roToBble PacTBOpPLI 415
amMnIMouKaumu, 3aTeM oTaeNbHbIMU HAKOHEYHUKaMU - UCcrieflyemMble obpasLbl
n KO

e Mpobupkun ¢ obpasuamm n KO nNioTHO 3aKpbITh, MEepeMeLlaTb CMeCb Ha BOPTEKCE U
ocaguTb Kansn € KPbILWKWY NPOBUPKMN KPaTKOBPEMEHHbLIM LLEHTPUDYTMPOBaHNEM
npu 1000 06/MUH B TedeHne 1-3 cek. [loMecTUTb B TEPMOLIMKIIEP.



e 3al'lp0FpaMMI/IpOBaTb TepMouunKnep n 3anyCtntb NporpaMmy aMmnnnoukKaunm:

KonnyecTBo UMKIOB LWar
1 umKn AkTmBauusa GepMeHToB
17 umknos HeHaTypauus

OTXXuUr 1 anoHrauus

1 ymkn XpaHeHune

MUP npoayKT MoXeT XpaHuTbcsa 1 Houb oT +4 go +10°C, npu 6onee gonrom

XpaHeHun MNLP npoayKT AomKeH XxpaHuTbes npu -20°C

T°C

95°C

99 °C

60 °C

Bpems

15 MUH

15 cek

4 MUH

24



25

ll. MpurotoBneHne ononmotek AHK

0 [anee pabota nposogutca B nocTt-lNLP 30He

1. YganeHue npanmepos us MNLUP npogykTos

MoTpebyeTcs:

MUP npogykKT

' AkTnBaTop

Ons Ka)kgoro o6pasua 06beanHUTb NpoayKThl MLUP 13 o6enx npobmpok (c
Mparimepamm N21 1 N22). Mony4YeHHbIn 06beM ANa Kaxkaoro o6pa3sua 6yaeT
cocTaBnaTb 20 MKn.

[o6aBuTb HOMBUAYANbHLIM HAKOHEYHVKOM MO 2 MK/ AKTMBaTOpPa B KaXXayto
NpPo6upKy ¢ ob6beguHeHHbIMM NpofykTamu MNUP. TwaTtenbHO NnepeMeLlaTtb
nUNeTMpoBaHMEM, He [oNycKas obpa3oBaHMA Ny3bipen. MPoBMPKKM NNOTHO 3aKPbITh,
OCafinTb Karnu C KpbilWeK NMNPOBUPOK KPpaTKOBPEMEHHBIM LEHTPUDYIMPOBaHNEM MNPU
1000 06/MUH B TeyeHne 1-3 ceK. YCTaHOBUTb NMPOBUPKM B TEPMOLVKIEP.

3aI'IpOFpaMMVIpOBaTb TepMouunknep n 3anyCtntb BblMOJIHEHWE NPOIrpaMMmbl:

TemnepaTypa Bpems Kon-Bo uuknos
50°C 10 MUHYT

55°C 10 MUHYT 1

60°C 20 MUHYT

10°C XpaHeHune He bonee 14aca

MO OKOHYaHMIO BbIMOSTHEHWUS MPOrPaMMbl M3BNEYb NPOBUPKU U3 PEAKLIMOHHOIO
Mopgynst npyubopa. HezamepnutenbHO NepenTn K IMrMpoBaHMO afanTepos.



2. JlurnpoBaHue aganTepoB K aMMNJIMKOHaM

MoTpebyeTcs:

e [1LP npoaykT, o6paboTaHHbIn AKTUBAaTOPOM

PacTteop J1
O J1C apanTepsl
. AHK-nurasza

e MopgrotoBuTb J1C agantepsbl 1 PacTBop J1 cornacHo pacyery:

KOMMoHeHT O6beM Ha 1 peakuymio
O J1C apanTepsl 2 MKN

PacTteop J1 4 MKn

Bcero 6 MKn

e TwaTenbHO NepemellaTb CMeCb Ha BOpTEKCE Moc/ie MpUroToBIeHUS.

G [o6aBuTb NO 6 MKN NOTyYEHHOW CMeCK B NPOBUPKU K 06pasLaM nocne obpaboTkum
AkTnBaTOpOM. TlWaTeNnbHO NepemMellaTb NMNeTUpoBaHMeM. MNPoBMPKN MNAIOTHO
3aKpbITb, 0OCAANTb Kanan C KPbILWKK NPOBUPKN KPaTKOBPEMEHHbBIM
LueHTpuodyrnposaHmem npm 1000 06/MUH B TeyeHMe 1-3 cek.

e [Jo6aBuUTb MHOMBMAYaNbHLIM HAKOHEYHMKOM Mo 2 MKN JHK-nurassl B Kaxayto

NPOBUpPKY, NepeMeLlaTb NuneTnposaHmeM. O6LWKnM o6bem cMmecu cocTaBuT 30 MKII.

MpOBUPKM MNOTHO 3aKPbITb, OCAOUTb Karnsn C KPbIWKKX MPOBUPKM
KPaTKOBPEMEHHbIM LieHTpudyrmposaHmneM rpu 1 000 06/MuH B TeueHne 1-3 cek.
YCTaHOBUTb MPOBUPKN B TEPMOLMKIIED.

e 3anporpaMMmpoBaTb TEPMOLMKIIEP U 3aMyCTUTb BbINMOSIHEHWE MNPOrPaMMbl:

TemnepaTtypa Bpems

22°C 30 MUHYT

72°C 10 MUHYT

10°C (xpaHeHWe 0o 14aca)
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e BbIHYTb NPOBGMPKN N3 TepMoLMKiepa.

Mpn HEOBXOAMMOCTM NMPOBUPKN MOXKHO XPaHUTb NMpW TemnepaType He Bbile -20°C

&

0 Ecnu nnaHnpyeTe neperti K MNepBoMy aTany OYUCTKM BUBIMOTEK, MOMeCcTUTe
MarHUTHbIE YacTMLbl HA KOMHATHYIO TEMMepaTypy M TLaTeNnbHO
NPOBOPTEKCUPYIMTE, YTOBbI NepeMeLlaTh YacTuULb

3. lNMepBbIK 3Tan OYNCTKN BUBINOTEK

MoTpebyeTcs:

® [lonyyeHHas 6nbnmnoTteka
>< MarHuTHbIe YacTuubI

® [lenoHM3MpoBaHHasa Boaa

b 3a 30 MMHYT 0o Havana paboTbl ¢ MarHUTHLIMM YacTUL @MU NOMEeCTUTE UX Ha
KOMHaTHYIO TeMrepaTypy U TaTeNbHO NPOBOPTEKCUPYMTE, YTOBbLI NepemMeLlaTb
yacTuLbl

@ CMewaTb CyCneH3uro MarHuTHbIX YacTuL, C }J,eVIOHMBVIpOBaHHOﬁ BOAOWM COrnacHo

Tabnuue:
KOMMNOHEHT O6beM Ha 1 peakuuto
>< MarHuTHbIE YacTuULibl 22 MKN
® [lenoHM3MpoBaHHas Boaa 20 MKn
Bcero 42 MKn

G BHecTn 42 MKN NpUroTOBNEHHOM CYCMNEH3UN B KaXKAY NPOBUPKY C BUBNINMOTEKON,
nepemellatb NUNeTUPOBaAHNEM, MHKYOMPOBaTb 5 MUHYT Npy KOMHATHOWU
TeMnepaType.
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@ MoMecTUTb NPOBUPKY, B KOTOPOW HAXOAMTCS pPeaKLMOHHast CMeCb, Ha MarHUTHbIN
LWTaTUB U MHKYBMPOBaTb Ha HEM B TedeHMe 5 MUHYT Npu KOMHaTHOM TeMnepaType,
NGO NOKa CMecb B NPOBMpPKax He CTaHET NPO3pPayHON.

@ MepeHecTn cynepHaTaHT B HOBYIO YNCTYIO NPOBUPKY, HE 3aeBast 0OCafoK YacTu,.

b CynepHaTaHT COOepPXUT bBUBNNOTEKY

4. BTopou 3Tan o4UCcTKMN bUbNnoTeK

MoTpebyeTcs:

® [lonyyeHHas 6nbnnoTteka
>< MarHuTHble YacTuLbl

® C(CeexenpurotosrieHHbln 80% 3TaHON

@ BHecTn 58 MKN MarHmUTHbIX YacTul, (HepasBefeHHbIX!) B KaXkayo NPoBUpKY ¢
CynepHaTaHTOM, Cofep)Kallmm BMBNNOTEKY, TWaTeslbHO NepemellaTb
nMNeTUPOBaHNEM.

@ NHKybupoBaTb 5 MMHYT Npu KOMHaTHOM TeMnepaType.

@ MomMecTuUTb NPOBMPKY, B KOTOPOM HaXOAMUTCHA peaKLMOHHast CMeCb, Ha MarHUTHbIN
LWITaTMB N MHKYBMPOBaTb Ha HEM B TedeHne 5 MUHYT Npu KOMHaTHOW TeMnepaTtype,
NTMBO NoKa CMecChb B MPOBMPKax He CTaHeT NMPO3payHoON.

G OcCTOpOXHO OTO6pPaTh N yOanuTb CynepHaTaHT, He 3a4eBas MarHUTHbIX YacTul,.
BbpkgaTtb 10 cekyHA, oTO6paTh U yaannTb OCTaTKU CyrepHaTaHTa nuneTkom Ha 10
MKJ. B cny4vae, ecnn yacTuubl 66111 3ageThl M Nonany B HAKOHEYHWK Jo3aTopa,
BEepHyTb 06beM B NPOBUPKY U NoBTOPUTL M. 16-17.

b bubnuoTteka coepXmntcqa Ha MarHMUTHbIX yacTtmuax!
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@ [o6asuTtb no 150 MKN ceexxenpuroTtoBsieHHoro 80% 3TaHONa B KaXXAylo NPO6UpPKY,
BbkgaTb 30 cekyHA,.

@ OcCTOpOXHO 0TOBpaThb M yOanuTb CyrnepHaTaHT, He 3aeBasd MarHUTHbIX YacTuL, B
npobupke. BoikgaTb 10 cekyHA, oTObpaTh U yaanuTb OCTaTKM CyrnepHaTaHTa
nuneTkomn Ha 10 MKn. B cnyyae, ecnn YacTuupl 66111 3ageThl U Nonany B HAKOHEYHWK
[03aTopa, BEpHYTb 06bEM B NPOBUPKY U MOBTOPUTL 3TOT LUar.

@ MoBTopUTb Warm 18-19 onsg NOBTOPHOM NPOMbIBKU MarHUTHbIX YacTul,.

@ Y6eamnTbCcs B TOM, YTO Kanjiv CAMpTa NOTHOCTbIO yaaneHsbl M3 Nnpo6bupok. Mpum
Heo6XoQMMOCTM OCaaUTb Kanin KPaTKOBPEMEHHbIM LEeHTPUDYrMpOBaHNEM,
NMOMECTUTb Ha MarHUTHBIN WITaTUB, MHKYBMpPOBaTb 30 CEKyHA NPy KOMHATHOM
TemnepaTtype 1 yganuTtb U3NULLKM CNMPTa NMNeTKoM Ha 10 MK, He 3apeBast
MarHUTHbIX YacTuL,. MpoCyLWnTb MarHNUTHbIE YacTULbl Ha BO3AYXe B TeYeHne 5
MUWHYT, HEe BbIHUMasi U3 MarHWTHOrO LWTaTKBa.

b He nepecywmnBaTtb MarHMUTHbIE€ YaCTULbI. Ecnn yactumybl nepecylweHbl, Ha HUX
3aMeTHbI MOTPECKMBAHUA.

Mocne OKOHYaHUS CYLLKM Cpasy Xe NPUCTYNUTb K Cregyowemy atany.

5. MNpeamnnupukayma 6uMbNnMoTeku

MoTpebyeTcs:

® [lonyyeHHas 6MbIMoOTEKa Ha MarHUTHbIX YacTULax
. MUP-cmecsb 2
OnuroHykneoTugHble MHAEKCbl Cu

. OJ'IVIFOHyKJ'IeOTI/IJJ,HbIe MHOeKcob! Jln

@ [do6aBuTb B Kaxxayto Npobupky rno 48 mkn MNUP-cmecu 2.



@ [Ho6aBuTb Mo 2 Mkn ogHoro OnNMroHykneoTuaHoro nHaekca Cm 1 ogHoro
OnuroHykneoTugHoro nHaekca Jln. B ogHOM 3arnycke CEKBEHUPOBaHUA KaXXOoMy
06pasLy Ao/MKHa COOTBETCTBOBATb YHUKaNbHasA (HENoBTOPALWAACA) KOMBUHALMSA
OnNUroHyKneoTUaHbIX MHOEKCOB — 3TO HEOBXOAMMO AN UaeHTUdKMKaumm obpasLoB B
pe3ynbTaTaX CEKBEHVPOBaHUA. HOEKCbl U3 HabopoB € NUTepamMun «A» U «b» MOXHO
KOMOMHMPOBaTbL Mexgy CObow.

@ 3adpukcmpoBaTb KOMBUMHALMM HOMEPOB MHAEKCOB, COOTBETCTBYIOLLME KaXKAOMY
obpasuy B Tabnuue (cm. Mpunoxkenne 1 unn https://oncoatlas.ru/target-bc.pdf).

@ MNepeMellaTb COoepPXMMOe Ha BOPTEKCE, YTOBbI pecyCcneHanpoBaTb MarHUTHbIE
4YacTuUbl M 0CaanTb Ha LeHTpudyre ans cbopa Kanesnb. YCTaHOBUTb MPOBGUPKA B
TepMouuKnep.

@ 3anporpamMmmMmpoBaTb TEPMOLMKIEP U 3anyCTunTb BbINMOJIHEHUE NPOrpaMmMmbl:

Cragus TemnepaTypa Bpems
1 umKn 98°C 2 MUHYTBI
6 LMKIOB 98°C 15 cekyHf
64°C 1 MUHYTa
XpaHeHue 10°C ~1 4ac unu 6onee

b He gonyckaeTcd 3aMopaXmBaHe CMecK BUBMIMOTEK C MarHUTHLIMKW YacTULaMK
npu -20°C. Mocne okoHYaHus MLP aMnnndukaumm NnpucTynuTb K criegytoLiemMy
aTany.
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6. Oynctka npeaMnNMPULMPOBaAHHON BUBNNOTEKMU

MoTpebyeTcs:

I'IonyquHaﬂ OMBNMOTEKA HA MarHUTHbIX YacTULaxX

O PeareHT B

CeexxenpurotoBieHHbI 80% 3TaHON

(O TE 6ydep

TwaTenbHO NepeMellaTb Ha BopTeKce PeareHT B nepep ncrnonb3oBaHneM (PeareHT
B npu -20°C MOXeT 0CTaBaTbCH B XXMOKOM COCTOSHUM, IM60 MOXET 6blTb YaCTUYHO
3aMOpPOXKeEH, 0OHaKo, flaXxe B 3TOM Cllydae Heobxogmmo gosecTtu PeareHT B fo
KOMHaTHOM TeMnepaTypbl U TWaTenbHO NepemellaTh). [Jo6aBuTb 85 MK PeareHTa B
B KaXkgyto 61MbnmoTeky u TaTeNnbHO nepeMeLlaTtb Ha BopTekce. KopoTKo ocaguTtb
LueHTpudyrnposaHmem npm 1000 06/MUH B TeyeHMe 1-3 ceK., YTobbl CHPOCUTH
Kannu.

NHKy6MpoBaTb CMecCh B TeYeHne 5 MUHYT Npu KOMHATHOW TeMnepaType.

MoMecTUTb NPOBUPKY Ha MarHUTHBIN LITATUB N MHKYBUPOBATb Ha HEM B TeyeHune 5
MWHYT NPW KOMHATHOW TeMnepaType, IM60 Noka CMecb B MPo6UpKax He CTaHeT
npo3payHoi. OCTOPOXHO 0TO6paTh M yAaNUTb CyNepHaTaHT, He 3afeBasi YacTuLbl. B
cny4Yae ecnv YacTuubl 6bINn 3a4eTbl M NoMnanm B HaKOHEYHWK [03aTopa, BEePHYTb
06bEeM B NPOBUPKY 1 MOBTOPUTb 3TOT LUAr.

[Jo6aBnTb K MarHnTHbIM YacTuuaM 150 Mk ceexxenpurotoBnieHHoro 80% aTtaHona
n nogoxpaatb 30 ceKkyH[, He CHMMas NPOBUPKY C MarHUTHOro wratmea. OCTOPOXHO
oTObpaTh M yoanuTb CynepHaTaHT, He 3afeBas MarHUTHbIX YacTuL,.

MosTopwuTb war 30 gns I'IOBTOpHOlZ MPOMbIBKM MarHUTHbIX YaCTWL.

Y6eguTbCH B TOM, YTO Karnau CrivpTa NosIHOCTLIO yAaneHsl U3 npobupok. MNpu
HeobX0AMMOCTN OCafNTb KPaTKOBPEMEHHBIM LLEeHTPUPYrmpoBaHMUeEM, MOMECTUTb Ha
MarHUTHbIW LWITaTUB, MHKY6MpoBaTb 30 CeKyHA U yOanuTb USNULWKKM CINPTa, He
3afieBas MarHUTHbIX YacTuy,. B cnyyae ecnu YyacTuubl 6b1nv 3ageTbl 1 NoMnanu B
HaKOHeYHWK Jo3aTopa, BEpHYTb 06beM B NPOBUPKY, MOBTOPUTL UHKYBaLUIO U
oTOb6paThb CNMPT 3aHOBO. [POCYLWNTL MarHUTHbIE YaCTuULbl, HE BbIHMMas NPOBUPKY N3
MarHMTHOro wraTuBea.

b He nepecywmBaTtb MarHUTHble YaCTULLbI. Ecnn yactmybl nepecylwieHbl, Ha HUX

3aMeTHbI NMOTPECKUBaAHUA.



@ YoanuTtb NpobMpPKY C MarHUTHOIO WTaTUBa U AO6aBUTb B KaXXOyto NPOobUpKy 35 MK
TE 6ydepa.

@ TwaTenbHO NepemellaTb COAEPXMMOE Ha BOPTEKCE A1 peCyCrneHanpoOBaHNS
MarHWTHbIX YacTuL, OcaguTb Ha UeHTpudyre ansa cbopa Kanesnb N NHKYbMpoBaTb
5 MUHYT.

@ MomMecTUTb MPOBMPKY Ha MarHUTHbIA WTATUB U MHKYBMPOBaTb Ha HEM B TeYeHue
3 MUHYT Npy KOMHaTHOW TeMnepaType, B0 MNokKa CMeCb B f4erKax He CTaHeT
npo3payvyHon. NepeHecTn cynepHaTaHT ¢ rotoebiMn [IHK 6MbnnoTekamm B HOBYIO
NPoOBUpPKY, He 3afieBas MarHUTHbIX YacTuy,. B cnyyae ecnu YacTtuvubl 66111 3ageThbl U
nonanu B HAKOHEYHWK Jo3aTopa, BepHYTb 06beM B MPOBUPKY M NMOBTOPUTbL TOT LUar.

7. N3aMepeHne KOHUEeHTpauum bMbnnoTek n pacyeTt
¢paKTopa pa3BeneHus

[ononHuTtenbHag HopManusauus MOXXeT He NPOBOOUTLCH MPU YCITOBUN UCTOIb30BaHUSA
OAMHaAKOBOM KOHLeHTpaumm [JHK obpasuos npv NnpurotToBneHnmn ubnmotek. OgHako,
peKoMeHOyeTCcs nepeq passeeHneM U3MepUTb KOHLEHTPaLMIO NONYYEHHbIX BUBNMOTEK Ha
dnyopumeTpe Qubit 3.0 ¢ ncnonbsoBaHmem Habopa Qubit®dsDNA HS Assay Kit nnu Ha
aHanusaTope MMMyHonoruyeckom “Varioskan Flash” ("Tepmo @uwep CalieHTnduMK Oin",
duHnaHama), P3H N2 2014/1842 ot 08.08.2014. Ecnv UcxoaHasa KOHLIeHTpaLms
61MbnMoTeKkn AaHHOro obpasua HMke TpebyeMon, obpaseL, NPU3HaAeTCH HENPUrogHbIM NS
aHanusa.

@ PasBecTn 6UBNIMOTEKN AENOHN3NPOBaHHOW BOAOW, CBOGOOHOM OT HyK/eas, o
KOHLeHTpaumn 4 000 nmonb/n (akBMBaneHTHo 680 Hr/Mn), ucnonbaysa 15 MKN
NCXOOHOM BUBNMoTEKN. PekoMeHfyeTcs ncnonb3oBaTth Npoompkn DNA LoBind.

@ Ecnu nonyyeHHast KOHLEHTpauus BUBNNOTEKM AaHHOIO 06pasua HKe TpebyeMom
(4 HMonb/n), o6paseL; NPU3HaAETCA HEMNPUrOAHbIM A1 CEKBEHUPOBaHNS.

@ CMeLwaTb B paBHbIX 06beMax 6UBIMOTEKM, NNaHUPYEMble K CEKBEHUPOBaHUIO.

b HepasBeaeHHble BUBNNOTEKM XPaHUTb B MOPO3MIbHOW KaMepe Npu TeMnepaTtype
oT -22 o - 20°C o 6 MecsueB

[Mony4yeHHble BUBMNOTEKM FOTOBbI K CEKBEHMPOBaHMIO Ha MiSeq.
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lll. HacTpounka napamMeTpoB 3anyckKa

0 3anyck cekBeHaTopa u nony4deHne FASTQ dannoB ocywecTBNseTcsa C MOMOLLbIO
BCTPOEHHOro navinnaiHa Local Run Manager (Bepcus 2.0. v Bbliwwe) -
cneumanm3npoBaHHOIo NMPOrpaMMHOro obecrnevyeHms, BCTPOEHHOIO B CEKBEHATOP
MiSeq.

e CkavaiiTe ¢aiin template_Target (https://ivd.oncoatlas.ru/target) n nomectute ero B
nanky Local Run Manager/templates. 3anyctuTe nporpammy Local Run Manager.
3arguTe B pasgen Menu, nyHkT TOOLS v BbiGepuTe pasgen Library Prep Kit (Puc. 2).

: _ 18] |= |8 3
/ (i) Local Run Manager x
&« C | ® localhost/#/hame r
RUN DASHBOARD
TO0LS . 0 0 1 6 o + Create Run
Read n Progress 5 or Compiete Total
Audit Trails
Library Prep Kits
MODULE STATUS LAST MODIFI... ~
Modules & Manifests DNA AMPLICON
pooooooo A late
Actions
System Settings
DNA AMPLICON 2021-04-12
User Management pOo0000DD- Analysis Completed 03:23 m

PucyHok 2. OkHo rnaBHoro meHto B Local Run Manager

e OTkpblB pa3sgen Add Library Prep Kit, Hangute dann template_Target, oTkponTe ero.
Tenepb template ¢aiin ycnelwHo sarpyxeH (Puc. 3).

Index & Library Prep Kits

| Add Library Prep Kit

LIBRARY PREP KIT INDEX KIT
® Ope ' VER...
« v 4 <« Local Run Man... » Template v O Search Template el
= X
Organize = New folder = @ @
. FreeDNA il MName Date modified Type
250530 MBTEG. | template Drivertsv 6/18/20256:22 PM TSV File
b 4
250401_MO7836_ | template Target.tsv 2/71/2025 1:48PM TSV File = X
SampleSheets
Template 1
=
= This PC
[ 3D Objects 1 i
e ¥ < > =
File name: | template_Target.tsv ~ | | All Files (%) e 1 Z
Open . Cancel

PucyHok 3. lNpunMep okHa Library Prep Kit B Local Run Manager



o Co3paiiTe HoBbIV 3anyck (Run), HaxkaB KHoMKy Create Run 1 Bbi6paB BapuaHT
GenerateFASTAQ (Pvc. 4).

T T A
Ready Progre Complete Total

RUN NAME / ID MODULE STATUS LAST MODIFI...
20241118_samplesheet GENERATEFASTQ 024 3
241119_MOTE855_0055_000000000 \nalysis Comp
LBJZC
20241129 _samplesheet GENERATEFASTQ 2024-11-30
241129_MO07856_0057_000000000- Anal ompleted 2-32

165 Metagenomics
DNA Amplicon
DNA Enrichment

GeneraleFASTQ

PucyHok 4. MNpumep okHa HoBoro 3anycka (Run) B Local Run Manager

B none Run Name 3againTe nMs Ballero 3anycka. B none Library Prep Kit BbibepuTte

BapUaHT SoIotestTarget, rnocne 4yero p4ang HactpoeK aBToOMaTU4eCKU 3aNO/IHUTCA

(Puc. 5).

Run Name *

Run Settings

Library Prep SolotestTarget -
Kit=®

Index Kit * SolotestTarget

Index Reads* 0 1 ®2

Run Description

Read Type*

Read
Lengths *

Custom
Primers

Single Read @ Paired End
READ1 INDEX1 |INDEX2 READ?2
151 | 8 8 151 |
Read 1 Index Read 2

PucyHok 5. lNpuMep okHa KoHoUrypauum 3anycka B Local Run Manager

KOMBUHALIMIO MHOEKCOB U3 BbiNafatollero cnmcka (Puc. 6).

Hwmxe Heob6xogmMMo 3anonHUTL MHPOPMaLUMO 06 obpasuax. [ns aToro B Tabnuue
yKasaTb Ha3BaHMe ob6pasla (Sample ID) 1 MCNonb3oBaHHYIO 1S KaXgoro obpasua
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[ EVENTESE  Show Index Sequence

SAMPLE ID* |SAMPLE DESCR INDEX 1 (IT)" INDEX 2 (I5)~ MAMNIFEST* GENOME FOLDE SAMPLE PROJE

‘" 1 453 ' Sl [ Ml ] '
n 1 | Rows NAME SEQUENCE
LI-1 TGAACCTT
LI-2 TGCTAAGT

| cancel | LI-3 TGTTCTCT S

LI-4 TAAGACAC
LI-5 CTAATCGA
Ins| | |5 CTAGAACA
S e TAAGTTCC
LI-8 TAGACCTA

PucyHok 6. [pnMep okHa KoHpUrypauum 3anycka B Local Run Manager

CoxpaHUTb HaCTPOMKKM, HaxkaB Save Run. [Janee, nocne 3anycka ceKBeHUPOBaHUS
Local Run Manager 6yfneT oXungaTb 3aBepLUeHUs npoLecca CeKBEHNPOBaHUSA U

AeMYNbTUNNEKCMPOBaHNA 06pa3uoB. Mo 3aBepLUeHMIo CTaTyC N3MEHUTCS Ha
Analysis Completed (Puc. 7).

0 0 10 s« @
Ready In Progress Stopped or Complete Total
Unsueccessiul

RUN NAME / 1D MODULE STATUS LAST MODIFl... ~
20240118_samplesheet GENERATEFASTQ 2024-01-20 .
240118_M07856_0037_000000000- Analysis Completed 00:58
JYB5N
20240117 _samplesheet GENERATEFASTQ 2024-01-17
240117_MO07856_0036_000000000- Analysis Completed 22:05 m
DHKKN
20240116_samplesheet GENERATEFASTQ 2024-01-17 .
240116_M07856_0035_000000000- Analysis Completed 10:37
DHKKK
20231228 _samplesheet GENERATEFASTQ 2023-12-29 .
231228_MO07856_0034_000000000- Analysis Completed 1348
KPJBP
20231227_samplesheet GENERATEFASTQ 2023-12-27 .
231227_MO07856_0033_000000000- Analysis Completed 2319
DHLHB
HLA-Oct23_MiSeg-RNIMU._. GENERATEFASTQ 2023-10-29 =
231025_MO07856_0032_000000000- Analysis Completed 19:20

KLK47

FAASAAAD  mmmmmlambmad

ANND 4N 40

PucyHok 7. [pyMep OKHa 3anycka cekBeHMpoBaHUA B Local Run Manager



V. lNMoaroToBKka 06pasLoB K CEKBEHUPOBAHUIO
0 N3Bneyb KapTPUAXK U3 MOPO3UIbHOM KaMepbl ¢ TeMnepaTypoi oT -25°C go -15 °C.

e MoMecTUTb KapTPUOPK C peakT1BaMM B BOASAHYIO 6aHI0, cofepyKalllyto Boay B
KONM4YecTBe, JOCTaTOYHOM [/ MOTrPYXXEHNS OCHOBAHMUSA KapTPUAXKa C peakTMBaMM.
Henb3s norpy»atb KapTPUOK FNy6xKe NUHUM, YKa3aHHOM Ha ero 60KoBOWA
nosepxHocth (Puc. 8).

— e

PucyHok 8. JInHMs MakcuManbHOro ypoBHS BOAbI

e OcCTaBUTb KapTPUAXK C PpeaKTMBaMM PasMopaXXmMBaTbCs B BOASHOM 6aHe KOMHATHOMN
TeMnepaTypbl [0 NOIHOFO OTTanBaHUs Ha 60 MUHYT.

PasmoposuTb pactBop HT1 npn KOMHaTHOW TeMnepaType, TWwaTeNbHO nepemMellaTb
M OCTaBWUTb BO /ibay.

e MPUCTYNUTb K NOLTOTOBKE BUBNNOTEKU: MPUrOTOBUTL 1 M1 CBEXEro pacTBopa
0,2 M NaOH nyTteM cmewmBaHnsa 800 MKN genoHusmpoBaHHom Bogpl 1 200 mkn 1M
NaOH.

G MPUroTOBUTL IKBUMONAPHYIO cMech [HK 616nmMoTek (ganee «nynmMpoBaHHYo
BUBNNOTEKY»): Pa3MOPO3nTL (€CNM BbiNla 3aMOPOXKEHa), TLLaTeNbHO NepeMellaThb. B
OOHOM aHanmse (UMKne CeKBeHMPOBaHWNS) MOryT 6biTb 06beanHeHbl 4o 96
OHK-6mnbnuoTek (Npu 06beamHeHNn 6UBINOTEK, MPUrOTOBIEHHbBIX HECKONTBKUMN
HabopaMM COOTBETCTBYIOLNX BAPUAHTOB UCMONMHEHMS), BKIOYas KOHTPOSIbHbIe
obpasupl.

e CmewwaTtb B YNCTOM NpobupKe 5 MKN NynnmpoBaHHOM BUGITMOTEKN U 5 MK
ceexenpurotossieHHoro 0,2 M NaOH. TwaTtenbHO nepemeluats NMNETUPOBaHUEM U
MHKYBUpOBaTb NpY KOMHaTHOW TeMnepaTtype 5 MUHYT.

e [Job6aBnTtb K cMecn 990 MKN oxnaxkgeHHoro pacteopa HT1. TwaTenbHoO nepemeLuaTsb.

Tenepb KOHUEHTpaLMs NynMpoBaHHOW 6Ubnnotekn coctasnseT 20 nM.

@ BbibpaTb KOHEYHYIO KOHLEHTPaLUUIO BUBNNOTEKU ANS BHECEHUSA B KapTPUMK
(cTaHOapTHO 12nM, HO MOXKET 6biTb CKOPPEKTUPOBAHO). Pa3BecTn 6UBNMOTEKM A0
KOHEYHOW KOHLEHTpaLMn, NCMNOoNb3ys 06beMbl peareHToB, NpUBEeHHbIe B Tabnuue,
TWaTenbHO NepemMellaTb U COPOCUTL Kanav KpaTKUM LLEHTPUDYrMpOBaHUEM.
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KoHueHTpauusa 8 nM 10 nM 12 nM 15 nM

20 nM 6ubnuoTteka 240 MKnN 300 MKn 360 MKn 450 MKn

OxnaxpgeHHbI HT1 360 MKn 300 MKn 240 MKn 150 MKn

3arpysuTtb 06pa3sLbl B KapTpumK. 15 3TOro BblHYTb KapTPUOXK U3 BOGSHOM 6aHM U

OCTOPOXXHO NMOCTy4aTb MM NO NOBEPXHOCTU CTOJa, YTOObI yOannTtb Boay C OCHOBaAHUA
KapTpuoka. BolTepeTb OCHOBaHWE KapTpuoka HaCyXo.

MNepeBepHYTb KAPTPUOXK C PEaKTMBaMUM OECHATb pa3s AN NnepeMeLlrBaHuns
pacTasiBLUMX PEaKTUBOB, a 3aTEM BHMMATE/IbHO NPOBEPUTb, YTO BCE NO3MLIMA
OTTasi/I1, PaBHOMEPHO NMepeMellaHbl M He COflepyKaT ocafKa.

OCTOpPOXHO NOCTYyYaTb KapTpUpg)XeM rno CTtony, YTOOGbI YMEHbLLUNTb KOJTMYEeCTBO
NMy3blPbKOB BO34YyXa B peakKTuBax.

OunCTUTL 6€3BOPCOBOI candeTKoM KONMNayoK 13 Gonbri, NoKPbIBaKOLLIMIA EMKOCTb,
OTMEYEHHYIO OPAHXXEBOW OKPY>KHOCTbIO.

[MpPOKOMOTb KOMMavoK 13 ¢osibriv YACTbIM HaKOHEYHMKOM ONS MUNeTKM Ha 1 M.

BHecTn ¢ nomoupbto nunetku 600 MK NogroToBEHHOW MYMPOBaHHOW BUBNNOTEKU
B pe3epByap, OTMeYEHHbIM OpaHXeBOM OKPYXHOCTbIO. He KacaTbcs Konnayvka ns
donbru (Puc. 9).

PucyHok 9. 3arpyska 6ubnuoTek



V. CekBeHupoBaHue

0 OTKpbITb Nporpammy MiSeq Control Software, nepeintn B pasgen cekBeHMpoOBaHue,
3aTeM B okHO Local Run Manager, BbibpaTb TaM cO3faHHbIN paHee 3anyckK.
Y6eguTbCH B COOTBETCTBUUM 3aJaHHbIX paHee YyClIOBMIW 3arnyCcKa napameTpam,
NpeacTaBneHHbIM Ha aKpaHe (MapHble YTeHus AnnHoi 151+151, aBoiMHOe YTeHMe
NHOEKCOB).

e HapeTb HOBYIO Napy HeonyapeHHbIX Nep4aTok.

e Monb3yscb NNACTUKOBLIMU LUMLLAMK, 3aXBaTUTb NPOTOYHYIO KIOBETY 33 OCHOBaHMe
N1acTMacCoOBOIro Kelica 1 U3B/eyb ee U3 eMKocTu (Puc. 10).

PucyHok 10. N3Bne4vyeHne npoTOYHOM KIOBETHI

0 TwaTensHO NPOMBITL MPOTOYHYIO KIOBETY LENOHM3NPOBaHHOW BOLOW 4O TeX Mop,
NMoKa CTEK/SAHHasA S4YerKa U NMIacTUKOBbIN KENC He byayT TwaTenbHO OTMbITbI OT
n36biTKa coneii (Puc. 11). Usnuiiek coner MoxeT cKasaTbCs MpU pasMelLeHnn
NPOTOYHOM KIOBETHI B Npubope. Ecnu conm BbICOXHYT Ha y4YacTke BMU3yanusauum, aTo
MOXET TaK)XXe CKa3aTbCs Ha pe3ynbTaTtax aHanmsa.

PucyHok 11. [poMbIBKa NPOTOYHOM KIOBETHI

e Hacyxo npoTepeTb NPOToYHYI0 KioBeTy (Puc. 12) 6e3BopcoBoi candeTKon ans
OYUCTKM OMTUKM, COBNtofas OCTOPOXKHOCTbL NpKY paboTe BOKPYr YepHOW NPOKNagKu
NPOTOYHOM KioBeTbl. O6/1aCTb NPOKNAAKU U NPUeratroLLyto CTEKNAHHYIO MOBEPXHOCTb
HY>XHO OCTOPOXXHO MPOMOKHYTb CandeTKown.
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PucyHok 12. OTBepCTUS 1 NPOKagKa NPOTOYHOW KIOBETbI

MpoTepeTb CTEKNO NPOTOYHOM KIOBETbl CIMPTOBOM candeTtkoi (Puc. 13).
YO0CTOBEPUTLCH B TOM, YTO Ha CTEK/TE HET NMOTEKOB, OTMNEYaTKOB MasbLEeB Un
BOJIOKOH OT candeTkn. He npoTnpaTb CNMPTOBOM candeTkon o6nacTb NPOKNaaKm
NPOTOYHOW KIOBETHI.

PucyHok 13. CyLlKa NpOTOYHOW KIOBETHI

N36bITOK crnpTa NpoTepeTb 6€3BOpCcOBON CandeTKON.

YOOCTOBEPUTLCS B TOM, YTO B OTBEPCTUAX I'IpOTO‘-IHOVI KIOBETbl HET I'IpGI'IFlTCTBVIVI n
YTO NPOK/agKa nJoTHO rnpuneraeT no oKPyXHOCTHU OTBGpCTI/II7I KIOBeThl.

Ecnu BbIACHUTCS, YTO NPOKIafKa CMeLleHa, OCTOPOXXHO BEpPHYTb €€ Ha MecTo n
[06UTbCS TOro, YTObbl OHa HafleXXHO pacrosaranacb BOKPYr OTBEPCTUN KIOBETHI.

3arpysKa NMpOTO4YHOW KIOBETbI

MopHsTb ABepLy OTCEKa MPOTOYHOM KIOBETbHI M HaXXaTb KHOMKY CripaBa OT 3allesKu
NPOTOYHOW KioBeTbI. 3allefka NPoToYHOM KioBeThl oTKpoeTcs (Puc. 14).



PucyHok 14. OTKpblBaHWE 3aLLenKu NPOTOYHOW KIOBETHI

Y6eamTbCcs B TOM, YTO Ha MNoLLafKe NpOTOYHOWM KIOBETblI OTCYTCTBYeT Bopc. Ecnuv Ha
nnowanke ecTb BONTOKHa U WHble 3arpsi3HeHUs!, NPOTepeTh NOLWafKy HauYnMCTo
cnnpToBOM candeTKom nnm 6e3BOPCOBON TKaHbO, CMOYEHHOW 3TaHOMOM. TuwaTeslbHO
npoTepeTb NOBEPXHOCTb MNNOWAaAKM NPOTOYHOW KIOBETbl — OHa [0MKHa 6blTb YNCTOM
N CYXOW.

YaepyxvBas NpOTOYHYIO KIOBETY 3a Kpasi, MOCTaBUTb €€ Ha MowaaKy NpoToYHOM
kioBeTbl (Puc. 15).

PucyHok 15. YcTaHOBKa NPOTOYHOWM KIOBETbI Ha CTONMK

OCTOpO)KHO Ha)XaTb Ha 3allenKy I'IpOTO‘-IHOVI KIOBETbl B Hanpas/1€HNN KHN3Y TakK,
4YTOObI OHa 3aulesiIKHynacb Ha[ KIOBETOW.

Korpa 3allienika NpOTOYHOM KIOBETbI 3aKPbIBAETCS, 1BA LIEHTPOBOYHbIX LUTbIPbKa
MO3NLMOHNPYIOT NPOTOYHYIO KloBEeTY. ECM Bbl YCTbILWAM LENYOK, 3TO 03HAYaET, YTO
3allenka NpOTOYHOM KioBETbl HaeXHo 3akpenneHa (Puc. 16).

PUCYHOK 16. 3aKpblBaHWe 3allenKu MPOTOYHOW KIOBETHI
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©® 6

® 6 6 ©

3aKprTb OBepuy OTCeKa I'IpOTO‘-IHOI?I KIOBETHhI.

Ha)xaTb Ha aKkpaHe Next (Danee).

3arpy3ka pacTteopa PR2 n npoBepka 6yTbinu
ons céopa oTXo[os

N3Bneyb dnakoH ¢ pacTBopoM PR2 13 xpaHunuiia ¢ Temnepatypoit ot +2°C go +8°C.
MepeBepHYTb ONs NepeMeLLVBaHNS, a 3aTEM CHSTb KPbILLKY.

OTKpbITb ABEpLY OTCeKa C peaKTMBaMMm.
MoAHATb CUMNEPHYIO PYKOSTKY.

3BneYb NPOMbIBHYIO BYTbIb U 3arpy3nTb 6yThiNb C pacTBopom PR2 (Puc. 17).

PucyHok 17. 3arpyska 6yTbiin ¢ pactsopoM PR2

Mepenutb cogepxmMmoe 6yTbII'Il/I anst cbopa oTXo4oB B COOTBeTCTBleLLI,MVI KOHTeVIHep
0na oTXonos.

Meq/1eHHO OMYyCTUTb CUMMEPHYIO PYKOSATKY BHM3 [0 KOHLA. Y6eauTbCs B TOM, YTO
cunnepHble TPY6KM ONyCTUINCL BO GIakoH ¢ pacTBopoM PR2 1 B 6yThinv ana cé6opa
oTtxomos (Puc. 18).

PucyHok 18. OnyckaHve cunnepHom pyKosTKM



® 0 6

® 6 0 06

HaxxaTb Ha akpaHe Next (Danee).

OTKprTb asepuy XonoauibHMKa O514 peaKTnBOB. N3Bneyb I'IpOMbIBO‘-IHbIl;'I KapTpumK.

MpuaepXmBas KaPTPUOPK C peaKkTUBaMM 3a PYKOSTKY, BCTaBUTb €ro B XONOANTbHUK
015 peakTMBOB Ao ynopa (Puc. 19).

PucyHokK 19. 3arpyska KapTpug)ka c peakTsamu

3aKprTb OBepuy OoTCeKa Ana oxnaxaeHmda peaktnBoB (cneBa).

3aKpbITb ABEpPLY OTCEKA C peakTuBamu (cnpaea).

HaxxaTb Ha akpaHe Next (Janee).

Mocne 3arpy3Kku NPOTOYHOM KIOBETbI M PEaKTUBOB, BbINMOHUTL NpeaBapuTeNbHYo
NPOBEPKY YCTPOMCTBA, 3aTEM 3anyCTUTb CeKBeHaTop MiSeq.
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VI. AHann3 gaHHbIX U UHTepnpeTauud
pe3yibTaToB

a AHanus Nnony4eHHbIX Ha CeEKBEHaTope AaHHbIX OCYLWEeCTB/IAETCH rnocnenoBaTesibHOo:

nony4deHHble darinsl FASTQ aHanmsunpytoTcsa ¢ noMolbto MO «Solo AVES»
https://aves.oncoatlas.ru/, Bepcusa 1.03.04 ot 04.02.2023.

Ons nonydeHunsa FASTQ dannos ncnonb3yeTtcs nporpaMmMHoe obecneveHne Local
Run Manager (Bepcus 2.0. 1 Bblle) - cneuuanm3npoBaHHoe NporpamMMHoe
obecneyeHne, BCTPOEHHOe B cekBeHaTop MiSeq. ObpaboTka AaHHbIX nannianHom
Ha4yMHaeTCcs aBTOMaTMYeCKM cpasy No 3aBepLUeHNM paboTbl CEKBEHaTOopa.

Mony4yeHHble B pe3yrbTaTe cekBeHMpoBaHWA Ha lllumina MiSeq gaHHble
coxpaHsitoTcs B popmaTe BCL (binary base call) n npefcTaBnsioT coboi peaynbTaThl
NPOYTEHNS HYKNEOTUOHBIX MOCNeoBaTeNbHOCTEN 3a OAMH LUK paboThl
cekBeHaTopa. [1pn ogHOBPEMEHHOM CEKBEHNPOBAHNN HECKOJTbKMX 06pasL0oB UX
nocnegoBaTeNbHOCTN O6beAUHSIOTCS, MYNLTUMNIEKCUPYIOTCH. B pe3ynbTaTe 3a oguH
LMK CEKBEHATOP CYUTbIBAET OAHOBPEMEHHO BCE NOCNefoBaTesibHOCTM B
onbnmnoTtekax, coxpaHsasa nx B popmate BCL. [1ng Toro, 4To6bl pasgenmTtb NpoYTEHUS
C pasHbIX 06pasLoB, Ha CTagMn NOAroTOBKM BUBNMOTEK K NOCNefoBaTelbHOCTAM
Ka)Xoro obpasua «NpuUKpensaTCs» cneunanbHble nocnegoBaTeslbHOCTH -
WMHOEKCHI, YHUKalbHbIe A8 KaXKaoro obpasua. bnarogaps MM MOXHO NMPoOBECTU
pasgeneHne NpoyYTeHUN No obpasyaM - gemMynbTunIeKcmpoBaHue. Npn aToM
NPoYTeHUs coxpaHstoTcs B popmaTte FASTQ, KOTopbIv BNOCAeACTBUN MOXKHO
obpabaTbiBaTb MHOXXECTBOM BMOUHPOPMaTUYECKUX MHCTPYMEHTOB.

OdemynbTunnekcupoBaHve 1 nepedopMaTrMpoBaHne AaHHbIX CEKBEHUPOBaHUA U3
¢dopmaTta BCL B popmaT FASTQ ocyLlecTBngeTcad aBToMaTUyeCKu nNpm NoMoLLm
nannnariHa Local Run Manager (DNA Amplicon Workflow, Version 3.24.1.8+master,
Generate FASTQ Workflow, Version 3.0.1). [lanee nporpamMMa NpoBOAUT NPOBEPKY
KayecTBa NPOYTEHUN C UCMONb30BaHMEM Nopora no 3HavyeHuo Q-score. 3To
3Ha4eHue, onucbiBaloLLlee BEPOATHOCTb OLIMBOYHOIo NPOYTEHUS HYKIeoTUaa B
Kakgow nos3muumn. B kayectse MUMHUMaNbHOIO 3HaYeHUs UCMONb3yeTCs 3HayYeHne
Q=30, cooTBeTCTBYIOLEE BEPOATHOCTMN ONOKM NpoyTeHnsA 0.1%.

®Pannbl FASTQ, nony4eHHble B paMKax aHanmM3a nosy4eHHbIX Ha CEKBEHATOPE OaHHbIX
C MOMOLLbIO MPOrpaMMHOro obecrnevyeHmst OT NOCTaBLMKA FeHETUYECKOIO
ceKkBeHaTopa, aHanmanpytoTcsa ¢ nomouubto MO «Solo AVES»
https://aves.oncoatlas.ru/, Bepcusa 1.03.04 ot 04.02.2023. AHanus ¢arnos FASTQ c

nomolupto MO «Solo AVES» ocyllecTBnseTcs Yepes Be6-6paysep (Noaaep)kmBaeTcs
Be6-6paysepom Chrome™ Bepcum 39) Npm HanM4MM OOCTyNa B UHTEPHET CO
CKOPOCTbIO 3arpys3ku He MeHee 1 Mbps 1 ckopocTblo oTaa4m He MeHee 10 Mbps. [ns
Havana pa6oTbl ¢ MO HeobxoaMMo nepenT No cchinke https://aves.oncoatlas.ru/ n
BbIMOJSIHUTbL BXO[ B CUCTEMY MO Mape NIorvH/naporb, NONy4YeHHOM OT NPOU3BOAMTENS
Habopa peareHToB, NMoc/e Yero HaxkaTb KHOMKY «Boitu» (Puc. 20).



https://aves.oncoatlas.ru/
https://aves.oncoatlas.ru/
https://aves.oncoatlas.ru/

NuyHbIK KabuHeT

PucyHok 20. Bxop B nporpaMmMHoe obecrnedeHue Solo AVES

B TeyeHmne He 6onee nonyroga nocne nonyyeHns HAbOpPoOB peareHToB Napa
norvH/napornb, B C/ly4ae ecnv He NpefocTaBnanach nosib3oBaTesnio paHee,
npegocTaBnsieTcsa NpomM3BoanTenemM Habopa peareHToB B CPOK He bonee 7 paboymx
OHel nocne 3anpoca Mnosib3oBaTeNs 3/1EKTPOHHBLIM NMyTeM (3N1eKTPOHHas NoYTa,
3anpoc HanpaenseTcsa Ha nouTy it-solo@oncoatlas.ru).

Co3paHune 3a8BKU Ha aHanms gaHHbIX.

LWar 1. MepeinTu B pa3gen «3anycTuTb aHanna gaHHbix» (Puc. 21).
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Lar 2. OTKpoeTcs OKHO CO30aHNsA 3asBKW Ha aHanu3 AaHHbIX. B paMkax ogHom
3a81BKM Ha aHanNu13 JaHHbIX MOXXHO MpoaHanm3npoBaTh to6oe Konm4ecTBo 06pasLoB,
KOTOpble CEKBEHMPOBANMCh B paMKax OQHOMO 3anycka npmbopa. [ins co3gaHns
3as1BKM Ha aHanu3 JaHHbIX He0bXoaMMO:

1. BBecTn nHpopMaumio 0 3anycke;
2. [Jo6aBnTb gaHHble CEKBEHMPOBaHWS;

3. BBectn Hdopmauumio 06 obpasuax, KoTopble COOTBETCTBYIOT [O6aB/IEHHbIM
[aHHbIM CEKBEHMPOBaHMS.

KpanHe HE pekoMmeHayeTcs B paMKax OfHOW 3a8BKM Ha aHanmM3 JaHHbIX
aHanu3npoBaTb AlaHHble CEKBEHVPOBAHWUSA C pa3HbIX 3armyCKOB OOHOIo Un
HECKONbKUX CeKBeHaTopoB. KpailHe peKoMeHAyeTcs B paMKax OHOW 3asBKM Ha
aHanu3s JaHHbIX aHanNnM3npoBaTh BCe faHHble, KOTOPbIe Bbiv NOMTyYeHbl B paMKax
OfHOro 3anycka npubopa c NomoLLblo Habopos peareHToB oT OO0
«OHKOATJIAC»; co3gaHMe oTaeNbHbIX 3aABOK Ha aHanM3 JaHHbIX Ha KaXXabli
oTaenbHbin obpasel, HE pekoMmeHgoBaHo.

B HOBOM OKHe 3amno/HUTb OaTy CEKBEHUPOBAaHMSA U BbiGpaTb M3 BbiNagatoLEero OKHa
nnatdopMy cekBeHnpoBaHusa (Puc. 22).
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LWar 3. C nomMoLLbto KHOMKK «[J06aBUTb HOBLIN 0bpasel» [o6aBbTe JaHHbIE

cekBeHupoBaHusa (Puc. 23).
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.1. BoaMOXHO go6aBreHne oTaenbHoro obpasuya. [1ns aToro Heo6xoammMo Bbl6paTh

aBa .fastq daiina c KoMnbloTepa 1 HaxkaTb «[Jo6aBUTb 06pa3zeL» (Puc. 24).
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3.2. Tak)Xe BO3MOXXHO flob6aBneHne BCex 06pa3LoB, KOTopble 6bin B 3anycke. [ns

3TOro HeOHXOAMMO HaXkaTb «Bbl6paTb nanky», B OTKpbIBLUEMCHA OKHE Bbl6paTb nanky

Ha KOMIMblOTEpe C pe3yribTaTaMn CeEKBEHNPOBaHUA. Mocne 3arpyskum ecex obpasuoB

HaaTb «[lo6aBuUTb 06pa3Lpl» (Puc. 25).
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Ecnu nocne Bbibopa nanku He 6bI/10 O6HaPYXXEHO OaHHbIX CEKBEHUPOBaHUS,

(3.1) 1 po6aBUTb KaxkAbIN 06pasel, oTaenbHo (Puc. 26).
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War 4. lNocne wara 3 go6aBuUTb AOMONHUTENbHbIE 06pPa3Lbl, KOTOPblE CEKBEHNPOBAIUCH B
paMKax 0OgHOro 3arycka CeKBeHaTopa, MOXHO C MOMOLLbIO KHOMKK «[1o06aBUTb obpaseL».
(Puc. 27). PekoMeHayeTCs B paMKax OfHOM 3adBKM Ha aHaM3 OaHHbIX J06aBUTb BCe
obpasLbl, KOTOpble BbIM B 3aMnycKe, M KOTOpble CEKBEHMPOBAINCh C MOMOLLbIO Habopa
peareHToB oT KoMnaHun OO0 «OHKOATJIAC». B paMKax ogHOWM 3asiBKM Ha aHann3 gaHHbIX
Henb3s Job6aBnsaTb JaHHbIE CEKBEHMPOBaHMS C Pa3HbIX 3aryCKOB O4HOro npmbopa mnm
pa3sHbIX MPUGOPOB.
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PucyHok 27. [lo6aBneHne faHHbIX CEKBEHMPOBAHMS OOMNONHUTENbHbLIX 06pa3L0B
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War 5. [1na kaxkgoro nobasneHHOro obpasya HeObXoAMMO yKasaTb TUM aHanmMTa B KOJIOHKe
+ FFPE: OHK, BbigeneHHas ns FFPE maTtepuana

«Tun o6pa3ua» (Puc. 28):
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TakxXe 08 Kaxgoro o6pasLia peKkoMeHOoBaHo (He 0653aTeNbHO) yKa3aTh 3a6oneBaHue
naumneHTa (KonoHka «3aboneeaHne») - MHGopMaLusa 0 3a6oNeBaHNUN UCTOb3YyeTCs B
fanbHenLWeM Oia MHTepnpeTaunm pesynsTaToB aHanm3a AaHHbIX U reHepaumy oTyeTa.

YkasaHue Pamunmmn, Umenn, OTyecTtBa 1 [laThl pOXAEHUs He 0693aTeNbHO, HO
pekoMeHOoBaHO. 3Ta MHPOpMaLMA UCTMONb3yeTCcs ANs:

1. reHepauymm ot4yeTa

2. aBTOMaTUYECKOro COOTHECEHMS JAaHHbIX CEKBEHUPOBAHNSA OT OAHOMO NnauMeHTa
(B cnyyae, ecnmn oT OOHOrO NMauMeHTa B paMKax OOHOIr0 U HECKOJbKMX 3aMnyCKOB 6bI10
npoaHann3anpoBaHo 60/bLle 0AHOro 06pasLia)

3. cBsizn ¢ J1K Bpada v 6eCLUOBHOM OTMNPaBKOWM OTYEeTa O CEKBEHMPOBAHUM
HanpasnslWweMy Bpayvy

NHdopMauumio o 3abonesaHnu, PO, gaTe poxxaeHUs NaLMeHTa TakKe MOXXHO yKasaTb
rnocne 3aBepLleHNst aHanm3a No 3asiBKe Ha aHann3 AaHHbIX.

B konoHke «[MKO» HeobxoamMMo yKasaTb obpaseL,, KOTOPbI MCNOJb30Bancs Kak
KOHTpO/bHbIA 06pasel, (KO). B paMKax ofiHOM 3asBKM Ha aHanu3 AaHHbIX MOXET 6bITb
ncnonb3oBaH Tonbko ognH KO. Hannume KO He aBnsaeTcs ob6s3aTebHbIM AN 3aBepLleHns
3asBKM Ha aHann3 aaHHbIX (Puc. 29).

b NporpamMmHoe obecnevyeHne «Solo AVES» nossonsiet aHannsnpoBaTb JaHHbIe,
NOsy4YeHHble C MOMOLLbIO TECT-HABOPOB, MPON3BOAUTENEM KOTOPbLIX ABMSETCS
000 «OHKOATJIAC». NO «Solo AVES» He npeHa3Ha4yeHo NS aHanmMsa gaHHbIX,
NOMTYYEHHbIX C MOMOLLbIO HABOPOB peareHToB OT OPYrnX NPOU3BOAUTENEWN.
KOHKpEeTHbIM Habop peareHToB, KOTOPbIA MCMOb30BasCa A1 CEKBEHMPOBAHMS,
onpegenseTcsa B Xoge aHanmsa gaHHbIX.

C nomoLLbio MKOHKU «Kop3KnHa» MOXHO yganuTb obpasey, U3 Tabnuubl, eCnv OH 6bin
Ao06aBfeH OWMBOYHO. YaaneHHbI obpasel, MOXXHO 006aBUTb 0O6paTHO C MOMOLLbIO Wara
(3.1). C NOMOLLbIO MKOHKMW «T11a3» MOXKHO UCKIIOYNTb 06pa3eL, U3 aHan1sa, He yaanss ero u3s
Tabnuupl — 3TOT 06pa3zeL, He 6yAeT BK/IOYEH B 3asiBKY Ha aHanM3 AaHHbIX (Puc. 29).
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War 6. NMNocne 3aBepLlUeHns BBoga MHopMaunm 3anycCK aHalin3a oCyLllecCTBNideTCcd C

MOMOLLbIO KHOMKK «3anycTuTtb aHanma» (Puc. 30).
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War 7. Nocne co3pgaHuns 3as1BKM Ha aHann3 faHHbIX, ee CTaTyC MOXXHO NMOCMOTPETb Ha

AHanmMs gaHHbIX». CTaTyC 3aaBKM YKa3aH B KOJIOHKe

rnaBHOMN CTpaHuUe Ha BKJ1agKe «

AHanus

, 3a9BKa nepeﬁlneT B CTaTyC «

«CTaTyC». [Mocne OKOHYaHWA aHanu3a gaHHbIX

3aBeplUeH», KOTopbI ByaeT oTo6paxeH B KonoHKe cTaTtyca (Puc. 31).
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BEULRHE BLrooU XIGHHeD exeAdaiag ‘gzg ¥oHAoud

[Mocne 3aBepLUeHUst aHanM3a faHHbIX pe3ynbTaTbl MOXHO CKavaTb Ha BKIafKe
«AHann3 gaHHbIX» B BUAeE Tabnuupl .xIsx, nn6o B popMaTe .pdf (Puc. 32).

e MpocMOTp pe3y/bTaToB aHanMsa.
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Tabnuua c pesynbTaTaMu cKadmeaeTcs B popMarte .xIsx. B kHure EXCEL npucyTtcTBytoT
nncTbl: «QC» n «result». Ha nucte «QC» (Puc. 33) oTpaXkeHbl pe3ynbTaTbl aHanM3a KayecTsa
AaHHbIX. B cTonbue «RESULT» (Pyc. 34) ykasbiBaeTCs UTOMOBbIM pe3ynbTaT:

+ PASS - obpasel npowen KOHTPOsb KadecTBa AaHHbIX

+ FAIL* - obpaseL He npoLlest KOHTPOsb KavyecTBa faHHbIX

Takxe Ha nucTe QC oTpa)keHbl KOHTPOJ/IbHbIE METPUKM aHanM3a KadecTBa AaHHbIX:

+ TotalReads - obLlee KONMYECTBO YTEHUM

+ ReadsPooll - konuyecTBo YTeHu B nyne 1 (gns oByxnynbHbIX NaHene)
+ ReadsPool2 - KonmM4ecTBO YTeHWit B nyne 2 (ans ABYXMY/bHbIX NaHenen)
* Q30 - KOMMYecTBO H.M. C Ka4yeCcTBOM Mpo4TeHus Bbilwe Q30

* OnTargetFraction - KonnyecTBO NPOYTEHUIN, KAPTUPYEMBIX Ha LiefieBble 06/1acTn
reHoma

+ Uniformity - yHUpOPMHOCTb MOKPLITUSA (MPOLLEHT LieNIeBbiX PEMMOHOB C NMOKpbITEM 0.2 1
BbilLle OT CpeHero NnoKpbITUA LIeNIeBoro permoHa)

+ SensGermlineAC - vHTerpanbHas pacyeTHas YyBCTBUTE/IbHOCTb OETEKTUPOBaHUS
N3BECTHbIX KNIMHUYECKN-3HaYMMBbIX (MaTOreHHbIX) HaceOCTBEHHbIX
MyTauuii-ocHoBaTens (ecnm naHenb Ux NokpbiBaeT) (B cooTBeTCTBUM C [Ivanov et al.,
2019])

+ SensGermlineHP - vHTerpanbHas pac4yeTHas YyBCTBUTENbHOCTb OETEKTUPOBaAHUSA
M3BECTHbIX pacnpOCTpPaHEeHHbIX HAaCNeCTBEHHbIX MTEHETUYECKUX BapuaHTOB, KOTOpbIe
MOryT 6bITb aCCOLMMPOBAaHbI C YyBCTBUTENbHOCTLIO K Tepanu / NoBbILLEHHbIMU
PUCKaMK OHKOMOrMYecKnx 3abonesaHunii (B cootBeTcTBMM C [lvanov et al., 2019]).

+ SensSomaticAC - nHTerpanbHasa pacyeTHad YyBCTBUTEIbHOCTb AeTEKTUPOBaHNSA
N3BECTHbIX KIIMHNYECKMN 3HAYMMbIX COMaTUYECKMX MyTaLmii (B COOTBETCTBUM C [Ivanov
et al., 2019))

+ SensSomaticHP - nHTerpanbHasa pacyeTHasd YyBCTBUTENIbHOCTb AeTEKTUPOBAHNSA
COMaTUYeCKMX MyTaLUn B N3BECTHbIX PEKYPPEHTHbBIX NO3ULMAX COMaTUYECKOro
MyTareHesa (xotcnoTsl) (B cooTBeTCTBMM C [lvanov et al., 2019])

+ Coverage - cpefiHee MOKpbITVE LIeNIeBOro permoHa
-+ EvennessScore - YHUPOPMHOCTb NOKPbLITUA (B cooTBeTCcTBUM € [Konrad Oexle, 2016])

« MAPD - yHU$OPMHOCTb NOKPbITUA (MeanaHa abCoNMOTHLIX MapHbIX OTKNIOHEHUI
MOKPbITUSA COCeOHMX aMM/IMKOHOB)

- CoveragePooll - cpefiHee NOKPbITUE LIeNIeBOro pervoHa nyna 1 (ana gByxnynbHbIX
NnaHenemn)

+ EvennessScorePooll - yHMdOpMHOCTb NoKpbITMA Nyna 1 (B cooTBeTcTBUM € [Konrad
Oexle, 2016] gns ABYXMybHbIX NaHenemn)

*B cnydae, ecin obpaseLl, He MpoLLeNt KOHTPOJIb KadecTBa faHHbIX, @ KO obpasel, B 3arnycke npowen
KOHTPOJ1Ib Ka4eCTBa, peKoOMeHOYyeTCHd NOBTOPUTb UCClie0OBaHNE Ha APYroM OMonornyeckom MaTtepumane
3TOr 0 Xe naymneHTa.
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« MAPDPooI1 - yH1pOpMHOCTb NOKpbITUS Nyna 1 (MeanaHa abCoMOTHBIX MapHbIX
OTK/TOHEHUI MOKPBITUSI COCeOHUX aMMIMKOHOB) (419 ABYXMYJIbHLIX NaHenen)

- CoveragePool2 - cpefiHee MOKPbITUE LieNIeBOro pervoHa nyna 2 (ona gByxnybHbIX
NnaHenemn)

+ EvennessScorePool2 - yH1$OPMHOCTb NOKpLITUA Nyna 2 (B cooTBeTcTBUM € [Konrad
Oexle, 2016]) (ans OBYXNYnbHbIX NaHenemn)

« MAPDP00I2 - yHN)OPMHOCTb NOKpbITUS Nyna 2 (MegnaHa abCcoMOTHBIX MNapHbIX
OTK/TOHEHUI MOKPBITUSI COCeAHUX aMMIMKOHOB) (A9 ABYXMYJIbHLIX NaHenen)

« [ns o6pasLoB, KOTOPbIE HE MPOXOAAT KOHTPOJIb Ka4ecTBa AaHHbIX, MOCeAyoLWnm
aHanmM3 OaHHbIX (BKoYasa OeTeKTUPOBaHME MOMEKYNAPHLIX anbTepaunii 1
NHTeprnpeTaLuio pe3ynbTaToB) He MPOBOAUTCS.

Ha nucTte «result» kHurn EXCEL npuBogaTtcs pesynbTaThl 4ETEKTUPOBaAHUSA MOMEKYNAPHbIX
ansTepauun. NpmBogaTCcAa BCe TUMbI OBHapYXXeHHbIX ansTepaunn, Bratodas: SNV, MNV,
indel, CNV, MSI (B 3aBUCMMOCTW OT Ha3Ha4YeHUss Habopa peareHToB). YKa3bliBaeMble
TEXHUYECKME XapaKTEPUCTUKN OETEKTUPOBAHUSA MONEKYAPHBIX ansTepauui BrtoYatot: AD
(KkonM4ecTBO YTeHUI anbTepHaTUBHOIO annens - Tonbko ana SNV/MNV/indel), DP (o6uwee
NMOKpbITUE caliTa BapuaHTa - Tonbko ansg SNV/MNV/indel/CNV), VAF (yacToTa
anbTepHaTUBHOIO annensa nocne Koppekumn — Tonsko ang SNV/MNV/indel), CN
(konnyecTBO KOMUI reHa - Tonbko ansa CNV). Ha nucTe «result» NpMBOAATCA TONbKO
KIIMHMYECKWN 3HaYMMble BapuaHTbl (B COOTBETCTBUM C Ha3HavyeHNeM Habopa peareHToB, a
TaK)Xe B COOTBETCTBUU C KITMHUYECKUMUN peKoMeHfaumnamMm MmnHmncTepcTea
3apaBooxpaHeHus PD).

OTyeTbl MO KaXkgoMy obpasLly MOXXHO CKadaTb C MOMOLLbIO KHOMKM «CKavaTb BCe OTYeThI». B
Ka)X[OM OoT4eTe ecTb pasfernbl: 1. 3aknoyeHue; 2. lNpunoxeHve. B pa3sgene «3aknio4eHmne»
ecTb nogpa3sgensl «CeogHas MHbopMaumsa»; «<PeaynbtaT» (MoNoXKUTENbHbIN pe3ynbTaTt
O3Ha4vaeT OB6Hapy)XeHre 0gHOMN NNy 6onee MONEKYNAPHOW anbTepaumn, KoTopas siBnseTcd
KNMHUYECKM 3HAYMMOM B COOTBETCTBMUU C HAa3Ha4YeHMEM Habopa peareHToB, a Takxe
KNMHUYECKNUMWN peKoMeHdaunsaMm MmnHmucTepcTea 3gpaBooxpaHeHns PPD); «CtaTyc
MUKpOCaTENIUTHON HeCcTabunbHOCTU» (NMM6o pa3nen «Pe3ynbTaTh
MOJEKYNAPHO-reHETUYECKOro UcCnefoBaHus»); «OBHapy»KeHHble reHeTUYeckmne
BapUWaHTbl/aMNnIMdUKaLmMmn» — YKasbiBalOTCHA TONbKO KIIMHUYECKN 3HAaYMMble FreHeTUYecKue
BapuaHTbl 1 aMnIMpMKaumMm B COOTBETCTBUM C Ha3HAYEHMEM Habopa peareHToB, a TaKxXe
KIIMHNYECKUMWN pekoMeHOaumnsamMmn MuHmMcTepcTea 3apaBooxpaHeHns PP (ykasbiBaloTcs Kak
MapKepbl YyBCTBUTENIbHOCTU K Tepanuu, Tak 1 NaTOreHHble FeHEeTUYECKME BapuaHThI,
accoumMmnpoBaHHble C pa3BUTUEM HACNeACTBEHHOMO OHKOTOMMYEeCKOro CUMHOPOMa; B
pasfene yKasblBaloTCs crnefylowme TUnbl MONEKYNSPHbIX anbTepaumii:
SNV/MNV/indel/CNV); «MHTepnpeTauus peaynbraTa» (NpMBOaATCA HaMMeHoBaHMa MHH
npenapaToB B COOTBETCTBUM C O6HAPYXXEHHbIMM NPEAMKTUBHBIMU MapKepaMm); «<KayecTBo
OaHHbIX». B pasgene «punoxeHne» ykasblBaloTCA BCe OBHapYy>XeHHble MONeKYspHble
anbTepauunm, KoTopble He ABNAITCSA KIMHUYECKU 3Ha4YMMbIMU B COOTBETCTBUU C
Ha3Ha4YeHMeM Habopa peareHToB, a TaKXXe KIIMHUYECKUMU PEKOMEHOALUNAMM
MuHncTepcTBa 3apaBooxXpaHeHUs PD, 4To BKIIOYAET: 3HAa4YMMbIE PUCK-DAKTOPLI Pa3BUTUSA
OHKONOrM4yecKmnx 3aboneBaHn; papMakKoreHeTU4YECKMEe MapKepbl; OparBepHble
coMaTUYeCKMe BapUaHThI.
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HacTpoiku reHepaumm oT4eTa OCTYMHbI B Npodune nonb3osatens (Puc. 35)
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e MpocMoTp pe3ynbTaToB aHann3a OTAeNbHOro obpasua. CnMcok NpoaHanusnpoBaHHbIX
06pasLoB AOCTYMNeH Ha BKNaake «O6pa3Lbl» rnaBHon cTpaHuubl (Pyc. 36)
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CkauyaTb oT4eT B dopmMaTe .pdf no otaensHOMY 06pasLy MOXXHO C MOMOLLbIO MKOHKMN
«KHUra». [nsa nepemMelleHns o6pasua B apxmB HEO6XOONUMO HaXkaTb MKOHKY «Kop3auHa»
(Npv nepexope B apx1B 06pa3LOB MOXHO 60 BOCCTAHOBUTL O6pasel, N3 apxmsa, MM6o
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pe3ynbTaTbl 4ETEKTUPOBAHMSA FreHEeTUYECKMX BapMaHTOB, MHTEpPNpeTaLmio pesy bTaTos,
CKayaTb pe3ysibTaTbl B dopMaTe .bam, npocMoTpeTb pe3ynbTaTbl B Genome Browser,
a TaKXKe pefaKkTMpoBaTh MHPOPMaLMIO MO 06pasLy/naumeHTy ¢ Nocneayowmm

[eTanbHbI NPOCMOTP pe3ynbTaToB aHanM3a obpasLa No3BONAEeT pefakTMpoBaTb
06HOBIEHNEM reHepupyemoro oT4yeTa (Puc. 38).
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M BEPXHeM
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PefakTupoBaHMe nHdopMaummn no obpasuy/naumeHTy gocTyrnHoO B NpaBo

rnaHesnin ¢ NOMoLLbIO KHOMKK «PefakTnpoBaTb». B OTKPbIBLLEMCS OKHE HEOH6XOAMMO

OBHOBUTb MHbOPMaLMIO U HaXaTb KHOMKY «COXpaHVITb». BBepeHHble faHHble 6y,D,yT

oTo6paXkeHbl B 0OTYeTe Nnocre ero Hoeou reHepauun (Puc. 39-40).
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B ocHOBHOV Tabnuue NpuBeaeHbl BCe 06HapY»XeHHble MOJeKyNApHble ansTepaLuumu,
Bktovass SNV/MNV/indel/CNV/MSI (Tunbl geTeKTUpyeMbiX MONEKYNAPHbIX anbTepaLuuii
MOryT 3aBUCETb OT Ha3HaYeHMa Habopa peareHToB). B KONOHKe «3HaYMMOCTb» NPUBEAEHa
KNMHMYecKas 1 BUONornmyeckas 3Ha4YMMOCTb KaXOon MONEKYNAPHOK anbTepaumm:

+ [L1]: MoneKkynspHas ansTepaumsa BnseTcs NpeankTMBHbIM MapKepoM B COOTBETCTBUM C
KNMHUYECKNMU peKoMeHZaumsaMm MmHmucTepcTBa 3gpaBooxpaHeHms PO

+ [P]: reHeTMYeCKMIA BapMaHT acCCOLMMPOBAH C HaCNeACTBEHHBIM OMyXOJ1IEBLIM
CWUHOPOMOM

+ [L2]: MoneKkynspHasi anbTepauns SBNseTcs NpeanKTMBHBIM MapKepoM, KOTOPLIN He
BXOOUT B KNIMHMYECKME pekoMeHfaumm MmnHnucTepcTea 3gpaBooxpaHenus PP, Ho
BXOAMT B MeXayHaponHble pekoMeHgaumm NCCN/ESMO/ASCO unmn nMeeT 3Ha4MMOCTb
[-1l ypOBHSA B COOTBETCTBUM C CUCTEMOW YPOBHEWN floKa3aTenbHoCcTn ESCAT

+ [PgX]: reHeTUYECKNA BapUaHT acCoLMMPOBAH C TOKCUYHOCTbIO MPOTUBOOMYXONEBOM
Tepanuu UM He3HaYMUMbIM CHKEHMEM e€ apPeKTUBHOCTN (papMaKoreHeTUYeCKnin
MapKep)

* [R]: reHeTM4YeCcKMii BapnaHT He aCCOLMMPOBaH C Pa3BUTUEM HACedCTBEHHOI O
OMyX0NIeBOr0 CUHAPOMA, HO NMPUBOAUT K CTaTUCTUYECKN-3HAYMMOMY MOBbILLEHNIO
PUCKa OHKONOrMYecKnx 3aboneBaHui (PUCK-pakTop)

- [D]: MonekynsapHasa anbTepaums noTeHumanbHo aenaeTcsa (MM MoxeT ABNATbCA)
ApanBepHbIM COBbLITUEM B KaHLieporeHese (OTHOCUTCS K NMOBPEXAaloLWmMM BapmaHTaM B
reHax ornyxoseBoi Cynpeccuu UM akTMBUPYHOLLMM BapnaHTaM B OHKOreHax)

+ [GoF]: MmonekynsipHas anbTepaums NpMBOAUT K 3HAUYUTENbHOMY MOBbILLEHUIO
aKTMBHOCTW NPOAYKTa reHa (akTMBMpytowmii BapmaHT / gain of function)

+ [LoF]: MonekynsipHas ansTepauuns NPUBOAUT K 3HAYUTENIbHOMY CHUXXEHMIO aKTUBHOCTM
npoayKTa reHa (NnoBpexgatowmii BapmaHT / loss of function)

+ [N]: MonekynsipHas ansTepaumsa He NPUBOAUT K U3MEHEHMIO aKTUBHOCTW NPOAYKTa reHa

B KonoHke «['eH» Tak)Ke yKa3blBaeTCs NoTeHuUManbHasa npupona MoneKkynspHou ansTepaumm
(HacnepcTBeHHbIN/comaTnyeckunin). OnpepgeneHve NPUPOLLI MONEKYNAPHON anbTepaumm
ocyLlecTBNAeTCS B cny4ae, ecnv aHanutoM asngetca [AHK, BbigeneHHas us
B6uonornyeckoro matepuana, B KOTOpoM MoOryT obHapyXXmBaTbCA COMaTUYeCKMUE BapUaHTbI
(FFPE). AHann3 npoBoanTCA C NOMOLLbIO MeTO0B MALUNHHOIO 06Yy4YeHMsA Ha OCHOBaHUK
HEeCKOJIbKMX NapaMeTpoB, CPeAn KOTOPbIX:

+ Hannuume BapmaHTa B 6a3ax JaHHbIX HAaCNeACTBEeHHbIX FeHeTUYECKMX BapMaHTOB U
COMaTUYECKMX MyTaLMI, a TaKKe NonynsLMOHHas YacToTa reHeTUYeCKoro BapmaHTa B
clyyae, eCn paHee OH Y)Xe 6blfl 06HaPYXKeH B paMKax KPYMHbIX FEHOMHbIX MPOEKTOB

+ YacToTa obHapy»XeHust BapmaHTa B obpasuax FFPE n LenbHom KpoBM NO aKKayHTY

+ YacToTa anbTepHaTUBHOIO annens KOHKPEeTHOro BapmaHTa B YTEHMSX, MOKPbIBAKOLWMX
CaunT BapMaHTa

+ YacToTa anbTepHaTUBHOIO annens brnmanexalimx nonmmopodrnsmon

+ BepoaTHoCTb NonHol aeneuun reHa (LoH) B YacTu onyxoneBbIX KNeToK
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+ BepoATHOCTb MPOUCXOXKOEHNS KOHKPETHOW HYKNEOTUAHOM 3aMeHbl B COMaTUYECKOM
NN HacnNeacTBEHHOM cTaTyce

+ AnpuopHas BepOSTHOCTb O6HapY>XeHNs COMaTUYECKOro UM HacNeaCcTBEHHOrO
noepexaatoLiero (Mnv akTUBMpPYIOLLErO) BapnaHTa B aHHOM No3nLmm

+ YacToTa anbTepHaTUBHOIO ansiensd NpoyYmx OCTOBEPHO COMaTUYECKUX U AOCTOBEPHO
HacnenCTtBeHHbIX reHETUHYECKMX BapMNaHTOB B OMNyX0J1IeEBOM obpasue

B cnyyae, ecnu no pesynstataM 6MOMHOPMaTUYECKOrO aHanms3a BapmaHT C
BEpPOSATHOCTbIO 95% 1 6onee ABNAETCS HaCNeACTBEHHBIM, TO B pe3yrbTaTax aHanusa bygert
OTMeYeHO, YTO BapuaHT ABNSEeTCH HacnefCcTBeHHbIM. B criyyae, ecnv no pesynstataM
BMonHPoOpPMaTUHECKOro aHanms3a BapuaHT C BEPOSATHOCTLIO 95% 1 Bonee aBnseTcs
COMaTUYEeCKMM, TO B pe3ysibTaTax aHanusa 6ygeT OTMeYeHo, YTO BapuaHT SABNSeTCS
coMaTuyecKuM. B ocTanbHbIX cny4asax B pesynbTaTtax aHanm3sa bygeT oTMeYeHo, YTo
HaceACTBEeHHY /coMaTUYECKYIO MPUPOAY BapMaHTa JOCTOBEPHO OnpenennTb Herb3sl.

B cny4ae, ecnv onga naumeHTa paHee y)ke 6binv nonydeHbl JaHHble CEKBEHUPOBaHUSA KPOBU,
aBTOMaTUYeCKM MPOBOOUTCH COMOCTaBNeHNE OBHapYXXEHHbIX paHee B KPOBU MreHeTUYECKUX
BapWaHTOB, U NpUpoa BapuvaHTa onpefendeTcd OCTOBEPHO Ha OCHOBaHUWM CPaBHEHUd C
HOpMasbHOM TKaHblO. [IOCTOBEPHOCTL ONpeaeneHns NpUpoabl BapnaHTa oTobparkaeTcs B
reHepupyemMom otyeTe popmaTa .pdf.

Hannune nkoHkn «OroHb» (Puc. 41) pagoM ¢ NpUPOAOo BapuaHTa B KONTOHKe «eH» 03HavaerT,
YTO BapunaHT ABNAeTCSA MyTauuMen ocHoBaTens (019 HacneACTBEHHbIX BAPUAHTOB) U
pacrnonaraeTcs B No3uLMM PEKYPPEHTHOrO COMaTUYECKOro MyTareHesa / XOoTCrnoT BapuaHT
(mna comaTnyecknx BapuaHTOB).
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MaHenb dunbTpaunn MONEeKYNAPHbIX aanepaLu/llZ no3BoJideT OTO6paTb BapWaHTbl, KOTOpPbIE

6yayT oTo6paxeHbl B ocHoBHOM Tabnuue (Puc. 42).
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onuue

no3BoJideT NpPoCMOTPEeTb AeTalJIbHYIO MHpopmaLmio No Ka4yeCTBY OeTEKTUPOBaAHNA 3TOIO

n MOﬂeKyﬂﬂpHOIz alibTepaunn B OCHOBHOU Ta

~

HaxkaTne Ha CTPOKY KOHKPEeTHO

(Puc. 43).

o

~

BapUaHTa, a TakKXXe ero aHHoTauuo B NpaBoOUn HUXXHEW NaHeNn
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Ha)xaTne KHOMKU «3MeHUTb MHTepnpeTaumio» B NpaBoOv HMXHEW NaHenn no3sonseT
N3MeHUTb NPUPOAY BapuaHTa (HacneacTBeHHbIM / coMaTuyeckuin [ apTedakT) n
6uonorndeckmii apdpekt BapuaHT (LoF/GoF/N). Mocne Bbi6opa HOBbIX 3HaYeHWI
HEeObXOANMO HaXKaTb KHOIMKY «COXPaHUTb». B OCHOBHOM Tabnmue ¢ NOMOLLbIO NaHenu
dunbTpauumM MONEKYNAPHLIX anbTepauyim MOXXHO OTOBpasnTb KaHOMOaTbl B reHeTU4YecKmne
BapUaHTbl, KOTOpPbIE MO pe3ynbTataM 6UMonHPOPMaTUHECKOro aHanm3a 6bi/v NPU3HaHbI
apTedakTaMn. I3aMeHeHne Npupoabl BapmaHTa ¢ «apTedaKT» Ha

«HaCNeACTBEHHbIN» [«COMaTUYECKMIA» M 0B6PaTHO NO3BONISIET PeOaKTMPOBaTb Pe3ynbTaThl
AEeTEKTUPOBAHUSA rEHETUYECKUX BapMaHTOB. [locne BHECEHNS U3MEHEHNN HEOBXOOMMO
HaXaTb KHOMKY «eHepauus oTyeTa» B NPaBOW BEPXHEW naHenu s Toro, YToosl
chopMUpoBaTb HOBbIV OTHET B COOTBETCTBUU C BBEEHHLIMU U3MEHEHUSIMU B pe3ynbTaTbl
NEeTEeKTUPOBaHNA FreHEeTUYECKNX BapuaHTOB U/unm ux uHtepnpetaumm (Puc. 44).

2 )

MpeoukTMEHBIA Mapkep: M3 Pd [L1] Accoymmposan ¢ HOC [P]

MNpupona sapuanTa HacnepcTEeHHbIN [retepoanrotal -
IppexT BapMaHTa noepexaaioimi [LoF] -

VAF - 34% [AD - 3408; DP - 10021); Yacrota & moux obpasuax - 1% (10/1021)

dbSNP cosMic GNOMAD  SIFT4G  CADD  MutPred  CHASM
COSV63186428 003 D D D D
[CNT = 6240

okpyxkeHue sapuanTa [hg19]  GGGCTCTAGTTACGAACTCTAGGTCTATCCCGATCCAG
dMNAMKOHEI

OTMmeHa \ CoxpaHuts

\_ Y,

PucyHok 44. lNpumep OKHa € geTanbHOW MHbopMaLumnen o
KayecTBe OEeTEKTUPOBaHUS BapuaHTa M ero aHHoTaumen B
pexume pefgakTMpoBaHUs



M NMPOCMOTP pe3y/ibTaToOB aHalln3a Ka4eCTBa AaHHbIX OOCTYrEH B neBsou

(V)

[eTanbHbl

(Puc. 45).

BEPXHEN naHenm
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e [Mocne 3aBepLieHnsa paboTbl 10 «Solo AVES» pe3ynbTaThl aHanm3a coXpaHsaloTCA B

BMae ot4eToB PpopmaTa .pdf no kaxgoMy obpasuy. Kaxkabiin oT4eT Mo OTAENbHOMY
obpasyy byaeT nmeTb HasBaHue Bmuaa SampleName.pdf, rae SampleName - nms
obpasua, yKa3aHHOe rNpu ero fob6aBneHnn B OKHe «3arnyCTUTb aHann3 JaHHbIX».
OTKpbITb OTYET NO 06pasLy MOXHO C MOMOLLBIO NGOV NporpamMmsl s NpocMoTpa
.pdf darinos (Hanpumep, Adobe Acrobat Reader Bepcum 22 v Bblille).

B oTyeTe no kaxxgoMy obpasuy ykasbiBaeTca MHGopMaLmsa 06 06HapyXKeHHbIX
reHeTU4YeCcKnx BapuaHTax B pernmoHax reHos BRCA1, BRCA2, PIK3CA, PALB2, ATM,
CHEK2, AKT1, PTEN, ESR1, ERBB2, BRAF, TP53, STK11, o Hannumnmn amnnnoukaumm
reHa ERBB2 (HER2), o cTaTyce MMUKpOCaTeN/IUTHOM HECTabUbHOCTU, a TaKXe
MHPOPMaLMA O KOHTPOJIbHBIX METPUKaxX KayecTBa Habopa NpOoYTEHUN, BKIOYasa Takue
NnoKasaTesnm KaK: MHTerpasbHasi pacyeTHas YyBCTBUTENIbHOCTb JEeTEKTUPOBaHUS
PEKYPPEHTHbBIX FEHETUYECKMX BApMaHTOB, PaBHOMEPHOCTb MOKPbLITUS Nyna
(YHMDOPMHOCTb), CpeaHssa rnybuHa NoKpbiTus nyna (Puc. 46).

NHTepnpeTauusa pesynbtaToB. Pe3ynbTaThl CHATAOTCSA BanMOHbIMU, eCnNu cnegytowme
METPUKM KayeCTBa faHHbIX CEKBEHUPOBaHWUSA 019 Ka)KO0ro nccnegyemMoro obpasua
COOTBETCTBYIOT 3asaB/eHHbIM (PUcC. 47). KOHTPO/IbHblE METPUKN KayecTBa
paccumnTbiBatoTCcs ¢ nomoulpto MO «Solo AVES» 1 npusogsaTtcs B .pdf otueTte B
pasfene «kayecTBo AaHHbIx» (Puc. 46).



Peayn bTaTbl MONTEKYNAPHO-TEHETNYHECKOIO

nccnenosaHus metogom NGS

Hanpasnawouwi Bpay O6pazey

WBanos WM. Tun ofipazua: FFPE matepman
WcTodnmeg bromarepmana:
OnepauMoHHLIR MaTepran
[laTa 3abopa matepwana: 26.10.2023
WaeHtudukaTop Matepuana: 2/012

OKO: KyzHeuyora A4,
Hata poxaerwa: 1987 rop
dabonersanue: Pak monouxoi senesul [C50)

¥ oncoatlas

Peaynutat: lNonoxutensHbin

| CraTtyc MukpocaTennuTHon HectabuneHocTw: OTpuuatencHuii [MSI-)

OBHapy>XeHHbIe reHeTUYeCcKue BapuaHTbl/aMnnnpuKaumnm:

moxeT beiTe onpeaeneH
OBHapyxWBaeTCA ¢ 4aCTOTOM
aneTepHaTueHoro annens 20%

BRCA1  chr17:41209079T>TG (hg19] HacnepcrserHbiit/
ENSTO0000471181:¢.532%9dup coMaTuHeckuii cTaTyc He
ENSTC0000471181:p.GIn1777Prof
sTer74 rsB80357906

EREB? Amnnvdkaumn [35x) ComaTuyeckii

NOBPEXAI0WMA

NoBPEXAa0LMA

OnucaHue UccnefoBaHun: ViccnefoBaHue BLINONHEHO C NAMOLLEK Haﬁopa peareHTOB "Tapre"r

PMX" [npowzeoantens Q00 "OnkoAtnac”, r.Mockea)

YyBECTEWTENbHOCTE: 100%

KauecTBo AaHHBIX: bUOWMHQOPMATUHRCKKMI KOHTPOL KaYecTBa nponaeH. | nybkua nokpeitua: 1195x
[myn 1= 1162, nyn 2 - 1198x]; yuubopmuocTs (MAPD]: 0.2 (nyn 1 - 0.224; nyn 2 - 0.203); pacueTHag

OTyeT npefHa3Ha4yeH Ana WCNonk30BaHWA cneuWanucTaMu B 0BnacTU KNWHWYECKON OHKONOMUK

H/MNn reHeTKK

PucyHok 46. Npumep oTyeTa, CreHepupoBaHHOIO No pe3ynbTaTaM aHanm3a
AaHHbIX B MO «Solo AVES» (KpacHbIM BbleNeHbl OCHOBHbIE 3/1IEMEHTbI OT4YeTa:
1) B pa3gene «CTaTyCc MUKpPOCaTEeNIUTHOM HECTaBbUIbHOCTU» NMPUBOAMTCS
cTaTyc MUKpOCaTeNIMTHOM HecTabunbHocTH, 2) B pasaene «O6HapyXeHHble
reHeTUYecKmne BapmaHTbl/aMnnnduKaumm» NPUBOAUTCS CMIMCOK OBHAPYXEHHbIX
reHeTUYeCKNX BapMaHTOB, a TaKxXe amnnnduKaumin), 3) B pasgene «KayecTso

OaHHbIX» NPMBOAATCA KOHTPOJIbHble METPUKUN Ka4veCTBa OaHHbIX

BbICOKOMPOU3BOOUTESIbHOIO CeEKBEHNPOBaHNA.
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KOHTPOINbHbIE METPUKK KAYECTBa AaHHbIX
CeKBEHWPOBAHWSA, PAcCHUTLIBAEMbIe NPW aHanMae
ob6pasuos onyxoneroid [IHK, BbigeNeHHbIX W3
onepauvoHHoro unu BuoncuinHoro marepuana
nauweHTa, (pUKCMpoBaHHoro B hopmanuHe
3aknyeHHoro e napadguH (FFPE)

KOHTPONbHbIE METPUKA KA4eCcTBa JaHHbIX
CEKBEHWPOBAHWA, PACCYUTBIBAEMbIE NPW aHanuae
obpasuos reHomHon [HK, BelgeneHHOW U3
00pasuoB LensHOW KpOBU nayueHTa
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BRCA1 He meHee 0.96 |He bonee 1 He meHee 450x |He menee 0.96 |He Bornee 1 He meHee 100x
BRCA2 He MeHee 0.96 |He Gonee 1 He meHee 450x |[He meHee 0.96 |He Gonee 1 He MeHee 100x
PIK3CA He MeHee 0.98 |He Bonee 1 He meHee 450x |[He meHee 0.96 |He Bonee 1 He meHee 100x
PALB2 He meHee 0.96 |He Bonee 1 He MeHee 450x [He meHee 0.96 |He Bonee 1 He meHee 100x
ATM He meHee 0.96 |He bonee 1 He meHee 450x |He meHee 0.96 |He bonee 1 He meHee 100x
CHEK2 He MeHee 0.96 |[He Gonee 1 He meHee 450x [He meHee 0.96 |He Gonee 1 He MmeHee 100x
AKT1 He meHee 0.96 |[He Gonee 1 He meHee 450% [He meHee 0.96 |He Gonee 1 He MeHee 100x
PTEN He meHee 0.96 |He Gonee 1 He meHee 450x |He meHee 0.96 |He Gonee 1 He meHee 100x
ESR1 He meHee 0.96 |He Bonee 1 He meHee 450x |[He meHee 0.96 |He Gonee 1 He meHee 100x
ERBB2 He meHee 0.96 |He Gonee 1 He meHee 450x |[He meHee 0.96 |He Gonee 1 He meHee 100x
BRAF He meHee 0.96 |He Gonee 1 He meHee 450x [He menee 0.96 |He Gonee 1 He meHee 100x
TP53 He meHee 0.96 |He Gonee 1 He meHee 450x |[He meHee 0.96 |He Bonee 1 He meHee 100x
STK11 He meHee 0.96 |He Gonee 1 He meHee 450x [He meHee 0.96 |He Bonee 1 He meHee 100x
Pervonbl STR [He meHee 0.96 |He Gonee 1 He MeHee 450x |He meHee 0.96 |He Gonee 1 He MmeHee 100x

PVIcyHOK 47. KOHTpO/bHblE METPUKWM KadecTBa AaHHbIX CEKBEHNPOBaHUA




TpaHcnopTUPOBKa U XpaHeHue

Habopbl BapmaHToOB UcrnonHeHus «TapreT PMX C-A» n «Tapret PMXX C-B» gomkHbl
TPaHCNOPTUPOBATLCS B Pa3yKOMIMIEKTOBAHHOM BuAe A0 6 YacoB crnefyrowmm obpasom:
«KomMnnekT gns uenesoro oboraiweHns OHK», «<KoMnnekT gns npurotoBneHns bubnmotek
OHK», «KoMnneKT gns nogrotoBky obpasLa K CEKBEHUPOBaHMIO» TPaHCNOPTUPYIOTCSH Npu
TeMnepaType oT MMHYC 22°C 0o MUHyc 5°C, «<KOMNNeKT Ans CEKBEHMPOBaHUA» - NpU
Temnepatype oT nnoc 2°C go nntoc 8°C. Mpu 6onee ANUTENbHON TPAHCMOPTUPOBKE HAbop
OO/MKEH TPaHCNOPTUPOBATLCS B Pa3yKOMIM/IEKTOBAaHHOM BuAe crefyowmm obpasom:
«KoMnnekT gna uenesoro oboraweHusa OHK», «kKoMnnekT gnsa npurotoBrieHns bmbnmoTtek
OHK», «KoMnnekT gns nogrotoBky obpasLa K CEKBEHUPOBaHMIO» TPaHCNOPTUPYIOTCS Npu
TemnepaTtype oT MuHyc 25°C go MuHyc 15°C, «KOMMNEKT st CeKBEHUPOBaHNS» - NpU
TeMnepaType oT nnoc 2°C go nntoc 8°C.

Habopbl BapmaHTOB UCMonHeHUs «TapreT PMX A» n «Tapret PMXX B» JoOMmKHbI
TpaHCMopTMPOBaTLCA NpU TeMnepaType oT MUHycC 22°C fo MMHYC 5°C B TeYeHme 6 4acos.
Bonee pnnTenbHoOe TpaHCNOPTUPOBaHME NPOU3BOANTCS BCEMU BUOAMU KPbITOrO
TpaHcrnopTa Npu TeMnepaType oT MUHyc 25°C 0o MuHyc 15°C.

TpaHcnopTMpoBKa HaboOPOB NPOM3BOAMUTCSH BCEMU BUOAMM KPbITOrO TpaHCMnopTa B
COOTBETCTBYHOLMX TEMMNEPATYPHbIX YCNOBUSIX HEe 6onee 96 Yacos.

Mocne nonyyeHusa «KoMnnekT gng uenesoro oboraweHns OHK» gomkeH XpaHUTbLCA B 30He
«npe-MNLP» npn TemnepaTtype oT MuHyc 25°C go MuHyc 15°C B Te4yeHne Bcero Cpoka
rogHocCTU, a «KOMMNeKT Ans npurotoBneHns 6menmotek OHK» (Npy TeMnepaTtype oT MUHYC
25°C po MuHyc 15°C), «KoMnneKT Ans noaroToBKM 06pasLia K CEKBEHUPOBaHMo» (Mpu
TemnepaTtype oT MuHyc 25°C go MuHyc 15°C), «KoMNneKT ans ceKBeHMpoBaHUs» (Npu
TeMnepaType oT nnoc 2°C go nntoc 8°C) AOMKHbI XPaHUTLCA B 30He «MnocT-TLP» B
TeyeHune BCero cpoka rogHoCcTn. MarHMTHble YacTuLbl M3 KOMMNJIEKTa o1 NPUroToOBNEHUS
6mnbnmnotek OHK OOMKHbI XpaHNTLCA Npu TemnepaType oT MUHyc 25°C oo MuHyc 15°C go
NepBOro BCKPbLITUS, NMocse Hero - npu TeMnepaTtype oT nntoc 2°C go nnoc 8°C.

Cpok rogHoCTK Habopa - 12 MecsueB co gHsA npmemMkn OTK npegnpuUsaTUsa-mn3roToBmTens.
Habop ¢ NCTEKLMM CPOKOM rogHOCTU MPUMEHEHUIO He nogneXumT. CpoK rogHoCTU U
YCNOBUS XPaHEHUS BCKPbITbIX peareHTOB COOTBETCTBYIOT CPOKY MOAHOCTU U YCOBUAM
XpaHeHUs, yKa3aHHbIM Ha 3TUKeTKax 0151 HEBCKPbLITbIX peareHTOB.
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«Taprer PMX C-Ay, «Taprer PMX A»

Ne obpazna | Hazsanme obpasna HWunexc Cu | Uunekc JIn
1 Cu-1 Jn-1
2 Cu-1 JIu-2
3 Cu-1 JIu-3
4 Cu-1 JIn-4
5 Cu-1 JIu-5
6 Cn-1 JIu-6
7 Cu-1 JIn-7
8 Cu-1 JIu-8
9 Cu-2 JIn-1
10 Cu-2 JIn-2
11 Cu-2 JIu-3
12 Cu-2 JIu-4
13 Cu-2 JIu-5
14 Cu-2 JIu-6
15 Cu-2 Ju-7
16 Cu-2 JIn-8
17 Cu-3 JIu-1
18 Cu-3 JIn-2
19 Cu-3 JIu-3
20 Cu-3 JIn-4
21 Cu-3 JIu-5
22 Cu-3 JIn-6
23 Cu-3 JIu-7
24 Cu-3 JIn-8
25 Cu-4 JIn-1
26 Cu-4 JIn-2
27 Cu-4 JIu-3
28 Cu-4 JIn-4
29 Cu-4 JIn-5
30 Cu-4 JIn-6
31 Cu-4 JInu-7
32 Cu-4 JIn-8
33 Cu-5 JIn-1
34 Cu-5 Jn-2
35 Cu-5 JIu-3
36 Cu-5 JIn-4
37 Cu-5 JIu-5
38 Cu-5 JIu-6
39 Cu-5 JIn-7
40 Cu-5 JIu-8
41 Cu-6 JIu-1
42 Cu-6 JIn-2
43 Cu-6 JIu-3
44 Cu-6 JIn-4
45 Cu-6 JIu-5
46 Cu-6 JIu-6
47 Cu-6 JIn-7
48 Cu-6 JIn-8

MpunoxeHwe 1. Tabnuvua cOOTBETCTBUS aflanTepoB UCCNnefyeMbiM obpa3sLam



«Taprer PMX C-b», «Taprer PMX b»

Ne obpasna | Hazsanue obpa3sia Hunexc Cu | Uunexkc JIn
1 Cu-7 JIn-1
2 Cu-7 JIn-2
3 Cu-7 JIn-3
4 Cu-7 JIn-4
5 Cu-7 JIu-5
6 Cu-7 JIn-6
7 Cu-7 JIn-7
8 Cu-7 JIu-8
9 Cu-8 JIn-1
10 Cu-8 JIu-2
11 Cu-8 JIn-3
12 Cu-8 JIn-4
13 Cu-8 JIu-5
14 Cu-8 JIn-6
15 Cu-8 JIu-7
16 Cu-8 JIu-8
17 Cu-9 JIn-1
18 Cu-9 JIu-2
19 Cu-9 JIn-3
20 Cu-9 JIn-4
21 Cu-9 JIn-5
22 Cu-9 JIn-6
23 Cu-9 JIu-7
24 Cu-9 JIn-8
25 Cu-10 JIu-1
26 Cu-10 JIu-2
27 Cu-10 JIu-3
28 Cu-10 JIu-4
29 Cu-10 JIn-5
30 Cu-10 JIu-6
31 Cu-10 JIn-7
32 Cu-10 JIu-8
33 Cu-11 JIu-1
34 Cu-11 JIn-2
35 Cu-11 JIu-3
36 Cu-11 JIu-4
37 Cu-11 JIu-5
38 Cu-11 JIn-6
39 Cu-11 JIu-7
40 Cu-11 JIn-8
41 Cu-12 JIn-1
42 Cu-12 JIn-2
43 Cu-12 JIu-3
44 Cu-12 JIn-4
45 Cu-12 JIu-5
46 Cu-12 JIn-6
47 Cu-12 JIn-7
48 Cu-12 JIu-8

MpunoxeHwe 1. Tabnuua COOTBETCTBUSA afanTepoB UCCegyemMbiM obpa3sLuam
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[NMonHasa MHCTPYKUNA MO NPUMEHEHNIO NpefoCTaBAEeTCH

Ha 6yMa)KHOM HOoCcuTele oTAaes/ibHO OT MeANLUMHCKOIro nagennad
(I'IO 3arnpocy I'IOJ'IbSOBaTeJ'IFI), a TakxXe B GopMe 3/1eKTPOHHOrro
OOKYMEeHTa, pa3MelleHHOro B CeT NHTepHEeT no QR'KO,D,y:

MpounssoguTtennb
000 «OHKOATJIAC»

IOpupuyeckuin agpec
Poccuickasa Pepgepaumns, r. MockBa, BH. Tep. . MyHUUMNanbHbI OKpyr
AkMMaHKa, Np-KT JTeHnHckui, a. 4, cTp. 1A, nomelw,. 2/2
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