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OnucaHue n Ha3Ha4vYeHue

Habop «HELICON® ABC Mnwc» npegHazHadveHd AN\ ueneeoro oboraweHms M npuroToBneHus
Gubnuotek [HK c nocnegyowmmM oqHOBEPEMEHHLIM BEIABNEHMEM MEHETUYECKWX BAPWAHTOB B
redax BRCA1, BRCAZ, ATM, CHEKZ, PALB2, PIK3CA, B obpazuax [IHK yenoeexa, BbigeneHHoi
W3 onepaumoHHoro unn buoncuitHore Mateprana, pUKCMpoBaHHoro B GopManuHe u
3aknodeHHoro B napadud (FFPE-Bnokun], nnasMel KpoBw, a Takke W3 LENLHOW KPOBM,
aCCOLMMPOBAHHBIX C YYBCTBMTENBHOCTLIO K NPOTUBOCONYXONEBOH NNIeKapCTBEHHOW Tepanum 1
HacneacTBEHHBIMWA ONYX0NEeBbIMW CUHAPOMaMM, ¥ NAUMEHTOB C PAKOM MONOYHOM Xenesbl, PaKoM
AWYHWKE, PAKOM NPEACTaTENBHOW XENE3bl, PAKOM NOOXKENYACYHOM KENE3bl, 3 TAKKE ONYXONAMMK
HeBLIABNEHHO NePEMYHON NOKaNM3aLWMKM METOLAOM BbiCOKONPOU3BOAUTENBHOMD
CEKBEHWPOBaHWA Ha reHeTUYeckoM cekBeHaTope «CekseHaTop reHeTndyeckmia HELICON@»
[P3H 2023/20825 ot 16.08.2023) nponseogctea 000 «Yxanb ImOxuhii Tex Ko., Nlto.»

TpeboBaHua K akcnnyaTtauum Habopa

[na aHanu3sa AaHHbIX, NONYYEHHBLIX C NOMOLLLIC Habopa, AOMKHO NPUMEHATECA NPOrpaMMHOE
obecneyeHune «Solo AVES» https://aves.oncoatlas.ru/, sepcua 1.03.04 ot 04.02.2023 (panee -
MO «Solo AVES»], exoasuwee B coctae Habopa.

MpumeneHne Habopa No HAZHAYEHWMIO BO3MOXHO TONBKO NPW HANUYUKM AOCTYNA K CETU UHTEepHeT
€O CKOPOCThLIO 3arpy3ku He Merdee 1 Mbps w ckopocTsio oTgaqn He menee 10 Mbps [gns ananuza
NaHHblX Ha 10 «Solo AVES»).

o Hayana paboThl cnefyeT BLINONHWTL TECTOBLIA BXOA B CUCTEMY NO CCbINKe
https://aves.oncoatlas.ru/ ¢ napoit norus/napons, koTopaa npegoctaenaetca 000
«OHKOATIIAC»: npw nepexofie No cckiNke JoMKHA OTKPBITECA CTAPTOBAaA CTPpaHWLA
aBTOpM3auMK B NMYHOM KabuHeTe nonb3osartens, kyaa Heobxoanmo BBECTH NOTWH W Naponb B
COOTBETCTBYIOLLMX NONAX, 3aTeM HaxaTb kHonky «BoiTtu». [Npw koppekTHOM aBTOpU3aL MM
OCYLECTBNAETCA Nepexos B NMYHbLIA kabuHeT nonk3oeatens. Heobxogumo ybeanTLCA, 4TO Ha
rnasHol cTpaHnLe nuyHoro kabuHeta ecTb KHONKa «3anNycTUTh aHaNWU3 OaHHbIX» W BKNAAKW
«0bpasubl», «AHanus faHHbix». B cnyyae oTcyTCTBMA AaHHBIX 3neMeHToB cnegyeT obHOBUTL
CTpaHuuy Haxatuem kombuHauun knaenw Ctri+F5. Tpu HeyaayHol NoneITKe TECTOBOr0 BXOAA
Heobxogmmo cBA3aTLCH C Npon3BoaMTENneM Habopa peareHToB No 3NEKTPOHHOK NoYTe
it-solofdoncoatlas.ru .

Mpw ananuze bubnuotexk AHK, npurotoBnedHsix ¢ noMouwsie Habopa wa [IHK, BoigeneHHon w3
LeNbHOW KPOBK U NAa3Mbl KPOBM, a TAKXKe U3 onepayuoHHoro unu BUoncuitHoro Martepuana,
GukcMpoBaHHoro B popManuHe 1 3akniodedHoro 8 napadud (FFPE Bnokul, pekoMeHgoBanHas
rnybWHa NOKPLITWA CocTaBnAeT He menee 5000x.

MNokazaHueM Kk NnpUMeHeHWio Habopa ABNAeTCA NpoeefeHWe Lenesoro oborawenuns u
npurotoenedna bubnwotexk JHK gna panbHelwero oaHoBpEMEHHOTO BbIABNEHWA HOCUTENLCTBA
[oTcyTcTEMA HOoCUTENbCTBA] reHeTUYECKWUX BAPWAHTOR B LieneBbiX perMoHax reHos BRCAT,
BRCAZ, ATM, CHEKZ, PALB2, PIK3CA y nauneHTOB € paKoM MONOYHOM enessl, pakoM AUYHKKA,
PakoM npepacTaTefibHON Xenesbl, PAKOM NOXKEAYAOHHOW KeNe3bl, 8 TaKKe 0NyXonaMu
HeBLIABNEHHON NepBUYHOR NoKaNU3aL MK,



B coctag Habopa BXoAMT NONOXKUTENBHBIA KOHTPONLHLINA 0bpasel. Ero ucnonszoeasve
PEKOMEHAOBAHO B KaX/A0M OTAENbHOM 3anycke, Tak kak obecneynsaer KOHTPONL NPaBUNBHOCTM
cpabaTtbiBaHWA TECTa M OTCYTCTBUA KOHTAMUHALMMK.

CocTaB Habopa

Habop «HELICON® ABC Mnioc» paccunTad Ha npoBeeHue adanuza 48 obpasuos [Bknoyan
KOHTpoNbHBIN 0Bpasew).

Habop BeinyckaeTcd B YeTelpex BapWaHTax ucnonHenusa: «<HELICON® ABC Mnwoc As»,
«HELICON® ABC MNnioc b», «HELICON® ABC Mniwoc C-A» n « HELICON® ABC lMnioc C-b».
BapwanTte ncnonHedns «HELICON® ABC MNnwc C-A» n «HELICON® ABC MNnwoc C-B»
BKNIOYAKT KOMNOHEHTHl Ana uenegoro oborawenua AHK, npurotoenedua 6ubnuoTek u
umpkynapusauun bBubnuotexk, a BapuaHTel ucnonHedus « HELICON® ABC lMniwoc A»
«HELICON® ABC lNnioc b» BknoyatoT KoMNoHeHTel Ans uenesoro oborawenmns [JHK u
npuroToeneHa bubnuotexk. BapuanTel ucnonHenua « HELICON® ABC lMnioc A» moxeT bbiTh
MCMONL30BaH COBMECTHO ¢ BapuaHToM ucnonHeda «HELICON® ABC Mnwe C-b», a
«HELICON® ABC MNnwc C-A» comectHo ¢ «HELICON® ABC Mniwoc B» npw HeobxogumocTn
ananuza po 96 obpasuos. [lonyckaetca obbegunaTe bubnnoteku AHK, npuroToBnexHsie c
NOMOLLEI0 pa3Hblx HabopoB NpKU YCNOBKUK, H4TO B OQHOM UWKIIE CEKBEHUPOBAHMWA KaX Ak i
YHWKaNbHeIW apantep byaet BcTpevatses Toneko 1 pas. Takum obpasom, B ofHOM LKKnE
CeKBeHWPOoBaHMA MoxeT BT obbeauHeHo Ao 96 yHMKanbHbIX 06pa3LoB, BKNOYAA KOHTPOM.

BapwanTtel ncnonHedns «HELICON® ABC lMNnwoc A» n «HELICON® ABC Mntwc B» otnnyakTtes
Toneko Habopamu apantepor, aHanornydo «HELICON® ABC Mniwoc C-A» u «<HELICON® ABC
MNnoc C-b» paznuuyalotcs Habopamu agantepos. HepejogaHue Ucnonsk20BaHuAa Habopoe ¢
nutepami «A» 1 «b» nozeonset nabexate Nonagatva npuMmecen obpa3uoe M3 NpeabIAYLErD
aHanw3a B npolecce CEKBEHUPOBAHWA.

KonTponbHbii obpazel (KO)] pekoMeHayeTcs BKAKYAT B KaX/AYI0 NOCTAHOBKY B AONOAHEHUE K
aHanuaupyembiM obpasyam. MNpu 3ToM obbeM aToro komMnoHeHTa B Habope nozsonaeT
NogroToBUTE No 4 Bubnuoteku KoHTponkHore obpazua.

Habopel «HELICON® ABC MNnioc A» u «HELICON® ABC MNniwoc b» BknoyawT ABa KoMNnexTa:
KomnnekT gna ueneeoro oborawernus JHK [ero Heobxoanmo xpavute B npe-TLP 10He) W
KomnnekT ana npurotoeneqwsa Bubnuotek [ero Heobxogumo xpaHuTe 8 noct-MNLUP 3oxe]. Habope
«HELICON® ABC lMnioc C-A» u «HELICON® ABC Mnioc C-B» BKNOYAKT TPW KOMONEKTa:
KomnnekT gna ueneeoro oborawenun OQHK [Heobxogumo xpanuTts 8 npe-MNLP 3oxe), KomnnexT
ons npurotoenedna Bubnunotek [Heobxoaumao xparnts B noct-NMUP 30ne] u Komnnexr ans
uupkynapusauuu bubnuotek [Heobxogumo xpaHuTs B nocT-TNLUP 30He).



labnuuya 1. Coctae Habopa «HELICON® ABC lNnioc»

LleeT BKNagbiwa Obbem XpaHeHue

Ha Kpbllke

HanwmeHosaHwne
KOMMOHEeHTa

KomnnekT ans uenesoro oboraweHmns JQHK

MUP-cMmecs 1 . KpacHein 192 mKn O1-22 po -20°C
PacTeop npaimMepor | Hentsii 240 mgn Or-22 po -20°C
PacTeop npaimMepos 2 HKenteii 240 mkn Or-22 po -20°C
KO . YepHein 24 Mxn O7-22 po -20°C

KomnnekT anda npurotoenednsa bubnuorex AHK

Pearent B O Benas kpyrnas 4300 mrn Ot -22 po -20°C
ITUKETKa
c cMMBOnomM B
TE bydep O EBenaa kpyrnas 4 500 mkn Ot -22 po -20°C
ITUKeTKa
c cumeonom TE
MUP-cmecs 2 . YepHbin 2 npobupku = Ot -22 po -20°C
1152 mkn
AxTuBaTop . deneHbin 96 Mkn Ot -22 po -20°C
Pacteop J1 Kentein 192 min Ot -22 po -20°C
OHK-nuraza . CHHKMKA 96 MKn O7-22 po -20°C
Apantepel O Mnawka Ha 48 nyHok 48 nyHok x O7-22 po -20°C
€ Npo3payHoin 2 MKN
NAEHKOW

MarHuTHbIe YacTUL bl >< Het Bxnagbiwa 3 840 mkn Ot -22 po -20°C*

Pacteop npaimepos 3 . DuoneToBbli 192 mkn Or1-22 po -20°C

* MarduTHble YACTULEI LONKHBLI XPAHUTECA NPW TeMnepaTtype oT -22 ao -20°C oo nepeoro BCKPEITHA -
noche Hero NpyM TeMnepatype 2-8°C.



KoMmnnekT ana uupkynapuiaunu bubnuotek

CnnuHT bydep

OHK-nuraza U

Bydep ans
pacllenneHWaA

Pacwennawouwmia
depMmeHT

Cron-bydep

YacTuuel ona
oynctrm JHK

TE bydep Ll

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

MpuHunn gencreusa Habopa

@,

[Mpo3paqHbLIA

Aentbii

CuHui

3eneHbln

KpacHein

YepHeii

DuoneToBsIl

44,5 MKN

2.0 mkn

9,75 MKn

10,5 Mkn

30 mrcn

800 min

400 mkn

Ot -22 po -20°C

Ot -22 po -20°C

Ot -22 po -20°C

O1-22 po -20°C

Or-22 po -20°C

Or -22 po -20°C

071 -22 o -20°C

Hafop npepgHazHaded ana uenesoro oborawedus v npurotoenedns Bubnuotek JHK ¢

nocneayroumMM oflHOBPEMEHHLIM BEIABNEHWMEM TEHETUYECKUX BApUMaHTOE B reHax BRCAT,
BRCAZ, ATM, CHEKZ, PALB2Z, PIK3CA. B ocHoee paboTel Habopa nexut amnnudukayms
ueneebix yyactkoe OHK metogom mynetunnexcuoi MLUP.

Mpouecc cocTouT U3 5 3Tanos: YeTbipex 3Tanoe npurotoeneHus [HK bubnwotek u 3Tana
nogrotoekn JHK-HaHowapWKoe W CEKBEHWMPOBAHUA C MCNONL30BaHWMEM CEKBEHATOpa

«CexkseHatop reHetudecknin HELICON®s [P3H 2023/20825 ot 16.08.2023) npouzsogctea 000
«Yxanb IMOxnAR Tex Ko., Jlta.»

DHEK, ebigenenHas u3 Buomatepuana naumeHTa, UCNonbL3yeTca ANA HapaboTku uenesslx
dparmeHToB Npu noMowm mynsTUnnekcHon MUP (MepsuuHan amnandukaums).



YnaneHwe npaiMepoBs ¢ koHueeblx yqacTkoe [MUP npoaykToe v nurvpoBaHue K HUM
ONMIOHYKNEOTUAHEIX afanTEpPoB € YHUKANEHBIMK WHASKCHLIMW NOCNEA0BATENLHOCTHMM
[Ba pmnamu]. HeobxoAWMBIX ANA NoCNeaywLUEero ceKBeHpoBaHusa bubnwnoTtekw, 1
NOZBONAKWLKUMK aTrpHﬁ}fLLHpOBETb Kax Oy NonyyeHHYIo HYKNeoTHOHYIO
nocnepoeaTenkHocTe McxoaHoMy obpasuy [IHK nocne cekeeHupoeadua. OuncTka
EwbnuoTek Ha MarHWTHLIX YacThlUax.

BropuyHas aMmnnndukauna m ounctea bubnuwotek. [Nozeonaet HapaboTaTe HeobxoguMmoe
KonuyecTBo bubnuoteku.

LUuprkynapuzayma dubnuotex. K nyny Bubnuorek HK erogMTcR onuroHykneoTus,
KOMMIEMEHTapHbIA y4acTkaM afanTtepoB, W nuraza. [lobasnexune Takoro onvroHykneoTuaa
AenaeT BO3IMOXHEIM LMPKYNApU3aUMio ncxodHelx ¢parmenTtoe AHK, Nocnepyowan
obpaboTtka Bubnuotek pacwennaWmnM depMeHToM oYnaeT BUbnnoTekK oT 0CTaTKOB
NuHelHbIx bubnnoTtek.

5 aTan

Mogrotoeka [IHK-HaHowapukos v cekeeHnposanue, Bo epema nogroToeku 0bpazloe K
CEKBEHWPOBAHMWIO ONTUTOHYKNEOTUA CNYXWUT 3aTPaBKoW Npy aMnnMdukalm no Tuny
KaTALLerocs Konela — aMnnudukaymm ¢ MHOXeCTBEHHLIM BoiTecHeHWeM Lenu [Rolling
Circle amplification, RCA]. AMnandukauuo NpoBoAAT A0 TEX MOP, NOKa KONUHYECTEO KOMNURA
MCXOOHOM MaTpKLbl He pocTurHeT 300-500. Bnarogaps cTpyKType ONUIoOHYKNeoTUL0B M
apantepos AnvHHans yenes JHK yknagbiBaeTca B KOMNAKTHYO CTPYKTYRY, TaK Ha3biBAEMbI N
HaHowapwk (DNA nanoball, DNB]. Nonyyernyio Bubnuotery dparmedtos AHK 8 snae
HAHOLIAPWKOB HAHOCAT HAa CNeLWansHYo NPoToYHYI0 S4eiiky. [poToYHan sYeika HeceT
IAPAMEHHBIE YHACTKM, K KOTOPLIM 38 CHET 3NeKTPOCTATUHECKMX CUN NPUCOEAMHAIOTCA
HaHoLWapMKKW. PaccTosHWe Mexay 3apaXeHHbIMW Y4acTKaMKU paccynTadbl TakuM obpa3om,
4TO K KaXL0MY Yy4acTky NpUCOeMHARTCH OAMH HAHOLAPUK.

Bo Bpems cekBeHupoeaHua (Ha cekBeHatope «Cekeenatop redetudeckuit HELICON®» [P3H
2023/20825 o1 14.08.2023) nponzeoactea 000 «Yxans ImOxuAn Tex Ko., Nta.») k
HaHollapukam fobasnaeTca npaiiMep ANA cekBeHWpoBaHua [Ancor — akopHan
nocneaoeaTensHocTs, AKops). OH NpucoeanHAETCs K aAanTepHOol NocNefoBaTeENLHOCTH
OHK-nanowapwka. [lanee B peakuwnio aobasnaeTcs 4 BUAA HYKNEOTUAOB, KaXAbIA W3 KOTOPbIX
MeyeH UHOWBUOYaNnbHbIM bNyopecUeHTHbIM KpacuTeneM. HykneoTus npucoeiuHAeTCH



KOMMMeMeHTapHo K cCMHTe3npyemoi nocnegoeatensHoctu [1HK. Mocne ero npucoeguHeHns
NMWHKWeE HecneyndruyHee HYKNeoTasl yaanawTes 2 peakumn. DnyopecUeHTHaR MeTKa Ha
NPUCOEAMHUBLLEMCA HYKNeoTHAE BO3DYKASETCA NAIEPOM WM CUMHAN OETEKTUPYETCA
CCD-kamepoi. MNocne geTekuynmn GnyopecueHTHas MeTka OTIWeNNSeTcs, M NPoToYHan AYerka
npomMeiBaeTcA. [1pyM NoBTOpEHWUW LLMKNOB NPUCOEiUHEHWA HYKNEOTWAS U AETEKL MW CUrHana
NPOMCXOOWT CEKBEHMpOBaHUE UcxoaHok uenu AHK.

AHanua nony4eHHbIX Ha CEKBEHATOPE AaHHLIX OCYWECTBNRETCA € NOMOWLI NPorpaMMHoro
obecneyenmns 000 «OHKOATJTAC» «Solo AVES» https://aves.oncoatlas.ru/, sepcua 1.03.04 oT
04.02.2023 [ganee MO - «Solo AVES»], exopallero B cocTas Habopa. M0 «Solo AVES»
OAHOBPEMEHHO GHANN3MPYET NreHETUYECKWE BApPMaHTLI BCEX LUEeNeBbIX PernoHos.

Knacc noteHuymansHoro pucka npumeneHus N0 «Solo AVES» - 26.
Knacc bezonacHoctu N0 «Solo AVES» - A,

B HE‘IEGPE‘. WMETCA TPW KOMNNEKTA, HEGEKD,D,HME-IE AnA NpoEefeHua Nepeklx YeTklpeX 3Tanoe.

Ina nogrotoekk Bubnuotek K cekgeHuWporanuio JHK v npoeefesnio cekBeHWPOBAHUA
bubnuotex obpazuoce Ha npubope «Cekeenatop reHeTudeckuid HELICON® cekeenupoBaHua
HOBOrO NokoneHws» (B BapmarTe ucnonHenus: Cexkeedatop redetudecknin HELICON® G50, 8
coctase) [P3H 2023/21588 o1 28.11.2023] HeobxogMMo MCNONL30EaTL COOTEETCTBYOWME
KOMMNeKTsl M3 cocTaea Habopoe «Habop pearentoe MGI G50 ana Beicokonpou3BoaUTENEHOTO
CEKBEHWPOBAHWA, B BapMaHTax MCNONHEHWA» W eWCTBOBATL COMNMacHO MHCTPYKLMK
npouzBoguTens. BapwanTtel ncnonHerus, coeMmectuMble ¢ Habopom pearentos «HELICON®
ABC lNnioc»: Habop pearentos G50 SM FCL PE100 ans Belcokonpon3soguTensHoro
cexkBeHnpoBaHuA; Habop pearentos G50 SM FCL PE150 ans Beicokonpou3BoaMTENbHOMO
cexBeHupoBaHua; Habop pearexdTtos G50 SM FCS PE100 ana eewicokonpou3BognTensHoro
cekeeHupoeauua; Habop pearedtos G50 SM FCS PE150 ana eeicokonponieoguTensHoro
CEKBEHWPOBaHKUA.

Ona noagrotoeku bubnuotek K cekeeHuposanuio JHK w npoeegeHnio cekBeHMpoBaHua
GubnwoTek obpazuce Ha npubope «CekeeHatop reneTuyeckud HELICON® cekseHupoBadua
HOBOID NOKONeHWA» (B BapuaHTax ucnonHeHus: CekeenaTtop reHetTuyecknia HELICON® G400, e
coctage) [P3H 2023/21587 o1 29.11.2023] HeobxogMMO UCNoNL30BaTE COOTBETCTEYIOLME
KOMMNeKkTsl M3 cocTaea Habopos «Habop pearentos MG| G400 ons BLICOKONPOM3BOAWTENBHOMD
CeKBEHWPOBAHWA, B BApUAHTaxX UCNONHEHWA» U AeACTBOBATb COrMAacHO MHCTPYKLWK
npoussofuTend. BapnaHTel KCNONHEHWA, cCOBMecTUMBble ¢ Habopom peareHToR «HELICON®
ABC lMniwc»: Habop pearedtos G400 SM FCL PE100 gns BeICOKONPOMIBOAWMTENBHOTO
cexkBeHupoeaHug; Habop pearextos G400 SM FCL PE150 gna Boicokonpou3BoguTensHOrO
CeKBEHWPOBaHUA.

MpuHuun paboTel Habopa NpoMNNIOCTPUPOBAH Ha pUcyHke 1.



Pucynok 1. OHK

MNpuHuwn paboTsl _—
Habopa —

MepenyHan amnandurauna
C ABYMS NynaMW npaimepos

ObpaboTka akTMBaTopOM
yAaneHwe npaMepos,
NoAroToBKa K J!Mr!-"IPCIBEIHHI-CI

Bropu4Has amnnMdukaumna
W o4ncTka Bubnwotek

Liupkynsapusaums

CospaHue
HaHowapukoe JHK

CekBeHWpoBaHMe roToBoit Bubnuotekn



HE!EDF! Brnw4yaeT cnefyioulkMe KoMnnekThl

KoMmnnekT gnsa uenesoro oboraweHma JHK

Komnnekt ans ueneeoro oboraweHws JHK Heobxoanm ang oborawenuns dparmedtamm [JHEK,
COAEpKaLLWMMN UCCNeayeMble pernoHsl reHos. [nA ocylWwecTBNeHWA NepBOro 37ana - NOCTAHOBKK
nepeuyHoi amnnudukaumu [mynstunnexcHoit MUP] - ucnone3syertca cmeck peareHToB gna
amnandukaumnm («MLP-cmecs 1») u Habop npaiimepoB, COCTOALLMIA U3 ABYX OTAENLHLIX NynoB (B
npobupkax «Pacteop npaimepoe 1» u «Pacteop npaimMepos 2»|. Peakuyma aMnnudmrkaumm
BLIMNONHAETCA OTARNBHO ANA Kaxaoro nyna npaimepos. OcTanbHble KOMNOHEHTE ANS
nposefeHunn [LLP-peakumm exognat B coctae «[1LP-cmeck 1». Kpome Toro, B KoMnnekT BxognT
KOHTpONbHbLIA 0bpazey (npobupka «KO»|, copepxalimil reHeTHYECKUIA BapUaHT
chr17:41209079T>TG. KonTponeHein obpasey cogepxuT oguH 0B03HaYEeHHBIA KOHTPONbHBIA
reHETMYECKWUI BapuanT B pervodax reqoe BRCAT, BRCAZ, ATM, CHEKZ, PALBZ, PIK3CA v
No3BONAET KOHTPONUPOBATL NPABUIBHOCTE NPOBEAEHWA NOATOTOBKMA BubnuoTek u ux
cexkBeHupoBaHua. OnucaHdue koMnoHeHToR KoMnnekra ana ueneeoro oborawexmna JHK
npueoaunTcs B Tabnuue 2.

labnuua 2. Onvcanne koMnoHeHToR KoMnnekTa ana uenegoro oborawerma JHK
HazBaHue Onucanwue
PacTteop Heobxopum gna HapaboTku uenesbix pparmenTos JHK,
npaimepos 1 COfepXalinx nccneayemsle MyTaumn, B XoAe NepBMYHOR

amnandukaunm [MynstunnekcHoin MUP)

Pacteop Heobxogwum ana Hapabotkw ueneswix ¢parmedtoe JHK,
npaimMepos 2 COAEpPXKaLLUX UccNefyeMble MyTaLWK, B Xoe NepBUYHOi
aMnnudukannim Imynt.'mnnemcﬂaﬁ MnupP)

. MNUP-cMeck 1 BydepHelit pacTeop, cogepxawmnid JHK-nonuMepasy u gpyrue
KOMMNOHEHTbI, HeobxoguMblie ANA NpoBEAEHUA NEPBUYHOM
amnnudukaumru JHK (MyneTunnekcHoi MLUP)

. KO Boarbii pacteop [JHK yenoeeka, cofepxalimit reHeTUHECKHIA
BapuaHT chr17:41209079T>TG. OH nozeonseT KOHTPONMPOBATL
NPaBWNbLHOCTL NPOBEAEHWA NoaroToskk BubnuoTek v nx
CeKBeHUPOBaHUA

KoMnnekT ansa npurotosneHusa bubnumorek

KoMmnnekT ans npurotoenedns bubnuorterx HeobxoammM Ana npurotoenedus bubnuoterk uz
nony4eHHbIx ¢ noMowsio Komnnekta gna uenesoro oborawenna QHK npoayktos MLP.
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Mo zaeepwennn MNUP-peakymm npogykTel aMnnmMeukaummn, NoNyYeHHbIE C MCNONL30BaHWEM
JEBYX Nynoe npavMepoB Ans oaHoro ucxogHoro obpazua [HK, obseauusaoTea. Ha cnegyowem
3Tane NPoMCXoANT YAaneHue NnpaniMepoB ¢ KOHUOB nony4YeHHbix npogyktos MUP 1w nogrotoska
KOHLEBLIX Y4aCcTKOB K IMMMPOBaHKMIO C NoMoLLbio «AkTUBaTopa». [lanee npoBoguTCca
NUrMpoBaHMe afanTepoB, HECYLMX MHAMBMAYANbHBIA yHMKaneHbIn Bapkog (AganTepe 1-128, B
3aBMCMMOCTM OT BAPMaHTa MCNonHeHud) Kk npoaykTam aMnandukaumm c noMoulbio «PacTeopa
N» w «HK-nurasei». Nocne atToro npoBoguTCa o4McTKa nonyveHHslx gparmentoe JHK c
noMoulbto «MarHnTHeIX YacTuy». Ha cnepylolem atane NpoBoAUTCA BTOPUYHAER aMNANGUKaUWA
npoayktos MUP [npobupkn «MUP-cmecs 2», «Pacteop npaiMepos 3»). Beenenue Gapkogos
no3eonAeT NPOBOAWTL OQHOBpPEMEHHOe CeKBeHMpoBaHue Ao 96 obpasuos 3a oguH 3anyck
npubopa. llanee npoeoanTcs o4ncTra nony4edHoro npoaykta NMUP Ha MarduTHeix YacTuuax c
Hcnonb3oBaHWeM «MarHuTHBIX YacTuu», «Pearenta B» u «TE bydepar». OnucaHue KOMNOHEHTOB
KoMmnnekrta ana npurotoeneduns bubnuotex npueogutca & Tabnuue 3.

TaBnuua 3. Onucanwe komnoxuedTos KoMnnekTa Ana npurotosnedus Bubnuorek
HazeaHwe Onucaxne
@ Axrusatop OBecneynsaeTt yaaneHne NPanMepoB C KOHLOB NPOAYKTOB

nepBUYHON aMNNMdUKaL MK U NOATOTOBKY KOHLEBbIX Y4aCcTKOB
pparMeHToR K NocNegyoweMy NUruposaHuio.

Pacteop J1 Obecneyusaet pabory JHK-nurassl [cogepxut Heobxogumele ang
ee paboTbl KOMNOHEHTHI), HeoBXoAWUM AN NUIMPOBaHWA 3AaNTEPOB

. AHK-nuraza NurupyeT [«npuwneaeT»] bapkogupoBaHHbIe aganTepsl K
HapaboTaHHbIM B pe3ynbTaTe NepBMYHON aMnnudukaLmm
dparmenTam JHK

. Pacteop CMeck KOpPOTKMX OAHOLEN0YEYHbIX CNWIOHYKNeoTHL0B,

npavMepos 3 HeoDXoOMMBIX ANA BTOPMYHOW aMnnndukaummn bubnuoTtek

>< MarHuTHbIE Heobxoaumbl ana o4ncTer uenesbix pparMenTtos AHK

YacTULlbl [oT apanTepoe W npaiimepos]

O Pearent B Heobxogum ona o4nctew ueneesix dpparmentor OHK oT ceobogHbix
npakMepos

O TE bydep Heobxonum ana snwouun dparMedtoe HK nocne o4ncTkm Ha
MarHuTHbIX YacTuuax oT cBobofgHbLIX NpavMepoB

. MUP-cmecs 2 EydepHuii pacteop, cogepxawmin IHK-nonvMepasy u gpyrue

KOMMOOHEHTEI, HEGEKUAHMEIE ana npoeedeHWA BTUpW—IHm:'E
aMmnnudurkaymm JHK



O ﬁ.ﬂﬁl‘lTprl ,D,Et'y’Ll,EﬂD'—IE'—lebE ONUIroHYENeoTHUabl, HEGEKDEMMI:!E Ana npogefeHMA
BTOPUYHOM aMnNudUKaL MM, ANA NPOBEJEHWA CEKBEHWPOBAHWA, a
Takxe 0NnA Co30aHKWA }"HHKE!HIJHDP‘ MapEWPOBKK Id)parMEHTOB ooHOro
CIEIPESLI,E, YTO NOIZEONAET EWpMﬁyuMpﬂE&Tb Kand oy Nony4eHHyo
HYKNeaTUHYK NoCNefoBaTeNbHOCTh MCxoAHoMy obpasuy [IHK
nocne CEKBEHWPOEaHWA

KoMmnnekT ana umpkynapusauum

KoMnnekT ana UMpKYyNApU3aumm Heobxogum Ans UMPKyNapMIaumm BubnuoTek, NonydyeHHsIX C
noMollslo KoMnnexkta ona npurotosneHusa bubnuotex.

OuKlleHHble NMHeRHBIe BUBAKOTEKKW LMPKYNAPUIYIOTCA C NoMoWwbio «CnanHT Bydepa» K
«[JHK-nurazel Ll», He BcTynuewwe B peakuuio nuHeiHble BubnuoTtekun paciiennaoTca noj
fenctevem «bydepa ona pacwenneHua» U «Paclennsowero gepMeHTa», peakuns
0CTaHABNUBAETCA nocne BeefeHns «CTon-bydepa». [lanee npoBOOMTCA OUMCTKA
UMPKYNApU30BaHHbIX BubnnoTek Ha MarHUTHBIX YacTuyax c ncnonb3oBaHueM «YHactuy anq
oqucTkn OHK» n «TE bydepa U». Onvcanune komnoHeHdToR KoMNnekTa A4Nna UWWPKYNApU3aL MM
npueoanTCA B Tabnuue 4.

Tabnuua 4. Onucadne koMnoHeHToR KaMnnexkra gna uupkynapuaagmm
HazgaHwue DnucaHue
O Cnnuur bydep Obecneyusaet paboty AHK-nurazel L, cogepxuT enuroHykneaTukl

ANA UMpKynapu3aumm bubnuoTtek

AHK-nuraza U Nurnpyet [«npuwmreaet| onNMroHYKNE0TUAB! K KOHLEBBIM Y4aCTKaM
bubnuotek

Bydep pna Bydep, B koTopom paboTaeT ak3oHykneasa

pacuiennexdus

Pacwennawwmii  QepMeHT 3Kk30HyKNEa3a pacwennaeT He BCTYNUBLLME B PEakLWio

depMeHT nuHenHble bubnuoTeku
Cron-Gydep EBydep, B koTopoM ocTaHaenueaeTca paboTa 3K30HYKNEa3LI.
YacTuue ans HeobxogmMmbl 4NA 04MCTKW LMPKYNAPM30BaHHbIX bubnnoTek

ouncTen JHK

TE bygep Ll Bydep ana anounK LMPKYNApU3IoBaHHEIX BubnuoTek.

12



XapakTtepuctuku Habopa

AHANUTUYECKARA YYBCTBUTENBHOCTE = MUHMMAaNbHAA KOHUEHTPaUMA BslgeneHHoi n3 FFPE v
uensHoil kpoeun JHK B npobe, HeobxoguMan ans NnpoBefeHWs aHaNM3a, cocTagnaeT 5 Hr/MKn.
MuHuManeHana KoHUeHTpauua BsigenedHon 13 nnasmel JHK B npobe, Heobxoguman ang
npoeedeHus aHanusa, coctaenset 1 Hr/mkn, Ynuctota avanwsupyemoin JHK, BuipaxeHHan e
OTHOLEHWK oNTUYecknx nnoTHocTel A260/280 HM, QonxHa COCTAaBNATEL He MeHee 1.6 - 1.8

Mpepen obHapyxeHus [LoD) - HaumMeHbLan YacToTa MyTaHTHOrO annensl B pErMoHax reHos
BRCA1, BRCAZ, ATM, CHEKZ, PALB2, PIK3CA, koTopyt cnocobHo BHIABNATE U3OENME.
Coctaenget 10%.

3Ha4YeHUa oUarHocTuyecKmnx XapakKTepuctuk Haﬁopa

KnuHu4ecknia KonnyecTeo Pe3ynbTaThl MCNBITAHWIA
MaTepuran ﬂﬁpag uoe C BOBEpUTENEHOR BEpoATHOCTEIO 95%

OoT NauneHToB
ﬂMHFHUCTIr"E'-IE{;KEIFI ,D,MEFHGCTW—IECK&H

YYBECTBWUTENEHOCTE cneyndruyHocTs

CymmMapHo no Bcem obpazuam 300 98,0-100% 78,0-100%
TkaHb onyxonu 100 94,2-100% ?4,2-100%
UenbHan kpoBb 100 94,2-100% 94,2-100%
FFPE-Bnoku 100 94,2-100% 94,2-100%

MapameTpbl cekBeHnpoBaHua ana obpasyos AHK, BbigeneHHbIX
n3 FFPE-bnokoB, U3 LenbHOW KPOBW U NNa3Mbl KPOBU

MeTpuka JHadveHmne Tun 3Ha4eHunn
PacyéTtHan YyBCTBUTENBHOCTE 0.96 MUHKMMaNEHOE
PasHoMepHOCTb NokpsiTua nyna 1 (MAPD) He Bbonee 3 MakcumansHoe
PagHOMEpHOCTE NokpeITUaA nyna 2 (MAPD] He Bonee 3 MakcuManeHoe
CpenHas rnybuHa nokpeiTia nyna 1 o 000x MUHUMaNbHOE
CpenHAs rnybuHa NokpeiTs Nyna 2 5 000x MUHWUMaNkHOE
CpeaHas rnybuHa NOKpLITHA Leneson NocnefoBaTenbLHoCTM 5 000x MWUHWMaNbHOE
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PekoMeHpoBaHHOE Dﬁﬂpy,D,DBEIHHE, peareHTbl U
MaTepuasnbl, He BKZTOYEHHbIE B Haﬁop

HawMeHopaHwue

TepMoumknep

MarHuTHBIR WTaTHUE

MardHuTHEIA WTaTHE

MuuuuenTpudyra-soprexc

CnekrpodoTtometp NanoDrop

J],EIEEITD[JE.I nepeMeHHoro
0bbemMa Co CMEHHLIMK
HakOoHe4YHWKaMKA

CandeTtkn bezsopcoBele

Mpobupkn 1,5 Mn = 2 Mn

CtpunaBaHsie
MiUkponpobupku

Lratvesl ana npobupok 0,5 mn

UeHTpudyra

MNUP-6oke

Mpumep Mogenu U NpoU3BOLUTENSA

TepMouunknep AN aMnandukayMnu HyKNenHoBbLIX KWCNOT
C1000 [Bio-Rad Laboratories, Inc, CLUA)

MarHuTHBIA WTaTME anA npobupok Ha 0,2 MKN CTPMNOBAHBIX
WNK oguHoKocToAwWwmx MarumPak-3202-0C (000 «HN®
Xenwkow», Poccusn, P3H 2022/16360 ot 21.01.2022)

MarHWTHBIA WwTatke gns npobupok Ha 1,5-2,0 mn
MarHuP3k-2415-0 (000 «HMN® Xenukons», Poccua, P3H
2022/16360 o7 21.01.2022).

MuuHuueHTpudyra-gopTekc [FV-2400, SIA «Biosans», Jlateus)
Ananuzatop NanoDrop 2000c [Thermo Scientific, CLUA).

[NosaTtopel nepeMeHHoro obbemMa co CMeHHBIMK
HaKOHEYHMKaMKW € AMana3oHamu wiMepedns ot 0,5 no 10
Min, oT 2 ao 20 Mxn, ot 10 go 100 mkn, ot 20 go 200 Mkn 1 oT
100 po 1000 Mkn [Eppendorf, fepmanms)

CandeTtku Bessopcosbie Kimwipes [Kimtech)

MpoBupkn 1,5 Mn, Tna 3nnedgopdg, DNA LoBind, PCR clean,

GecusetHble [Eppendorf, lepManna)

Mpobupkn B cTpUNax no 8 WTYK ¢ 0TAENLHO
NpUKpenneHHeIMK NNoCKMMK Kpbilikamu, PCR clean,
BecyeetHble [MicroAmp® 8-Tube Strip, 0.2 ml #N8010580

Scientific Specialties Incorporated, CLLA).
PasHbie Mofenw U NPOM3BOAUTENN

LeHTpudyra nabopatopran «Eppendorf» Centrifuge 54xx, ¢
npuHagnexHoctamu [Centrifuge 5430) (Eppendorf AG,
MepManma).

BAB-MUP-«lamuHap-C»; (620.100) [3A0 «/laMmuHapHsie
cucTeMbl», Poccwal
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LWraTue 4nA CTPUNOE K
nnadHweToB

Wratnesl ans npobupok
pa3Horo obwema [50 mn, 15 mn,
1,5mMn-2,0mn, 0,5 mn)

MepuyaTtkm

CnupTt 3TUNOELIA
nabopatopHeiA, 6%

AonopuneHan kaMepa,
nogfep:KueanLLan
Temnepartypy 2-8°C

MopozuneHan kamepa,
nogAepKvBaoLLLan
Temnepatypy o1 -20 go - 22°C

Bopa nenoHWz0BaHHaA
buanCTUNNMpOBaHHaR

MnacTUKoBBIA NMHLET
Mpobupku Tvna Falcon 50 Mn

HakoHeuHukn gna fo3atopos
¢ ¢MNLTPOM pa3Horo obbema

CekyHAOMEP MEXaHWYeCknia
ofHocTpeno4Heiin CO

XonodHble WTaTUELI ANA
npobupok Ha 1,5-2 mn u gna
npobupok Ha 0,2 mn.

Pa3sHbie MOOen W NpoOWMIBOOMTENM

PasHbie MoAenW 1 NPoVN3BOAUTENM

Mep4aTku HUTPUNOBLIE HEONYAPEHHbIE.

PasHeie NPoOWIBECOMTENIM

PasHelie mogenu u npownzeogunTenm

PaaHble Modeni U NpouzBogMTENKM

PasHbie NPOUIBOOWTENM

PaiHblie Mofen U NpouzBo4MTENKM
Pa3Hbie Moden U NpouzBeO4MTENKM

Pa3Hblie Mogend U NpouIBOgMTENK

Pa3sHble MOLAENW W NMPOWM3IBOONTENK

PasHble Mogend 4 NpoMzBo0MTENK
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Ona akcrpakuun AHK u3 nccnepgyeMbix obpasuyos
AONONHUTENbHO NoHagobsaTca:

1. MNpw paboTte c 0BpazuaMu UuensHOW KpoBEW - Habop «Habop peareHToR 4NA BIAENEHWA
HYKNEeMHOBbIX KMCnoT W3 Buonoruyeckoro matepuana HK-copbeHT gna guarHocTukm in vitro
no TY 21.20.23-232-17253567-2018» [PY N®P3H 201%9/9331 o7 02.12.2019).

2. MNpw pabote c obpazuamu napaduHoesix Bnokos [FFPE) - Habop «3kctpakt JHK FFPE Habop
peareHToB onA BeigeneHms [IHK yenogeka u3 cpesoe ¢ FFPE 6nokoe gna awardoctyin in
vitro no TY 9398-001-11248074-2017= [PY N2 P3H 2019/9172 or 14 anpena 2020) wnu
«Habop pearenToe anA suigenedus OHK cobas DNA Sample Preparation Kit [cobas DNA
Sample Preparation Kit, 24]» (PY N0®C3 2012/12715 or 03 asrycra 2017).

3. Npw pabote ¢ o6pazyamMu nnasmel — Habop «Habop pearenTos gna eeigeneHua [IHK cobas
cfDNA Sample Preparation Kit (cobas cfDNASample Preparation Kit, 24]» [PY Ne©C3
2012/12715 o1 03 aerycta 2017)

Ina cekBeHnpoBaHusa bubnuotek [ONONHUTENBHO
noHapobarcs:

1. leHeTM4yecknin cekBenaTop «CekeeHatop reHeTuyeckui HELICON® cekBeHnpoBaHdma
HoBOro nokonenuas (P3H 2023/20825 ot 146.08.2023).

2. «Habop pearentoe MGI G50 gns BICOKONPOWM3BOAUTENBHOMO CEKBEHUPOBAHWA, B BapHaHTax
ucnonHenua»* (P3H 2023/21588 or 28.11.2023)/ «Habop pearentos MGI G400 gna

BbICOKOMPOU3BOANTENLHOIO CEKBEHUPOBAHMUA, B BAPWAHTaX ucnonHenua»** [P3H
2023/21587 o1 29.11.2023).

AHanusnpyemsbie obpasubl 1 npobonoarotoeka

Ina patoTtel ¢ HabopoMm HeobxoguMo Mcnone3o8aTte Npobel reHoMHon JHK, BeifeneHHbIe U3
LensHoW KpoBM, npobel onyxoneson [HK, BbigenerHble n3 onepaymoHroro [Buoncuinnoro)
MaTepuana nauneHTa, PUKCUpoBaHHOro B GopManuHe U 3akniyeHHore B napaguH
[FFPE-Bnokul, a Takxke npobul ceobogHoe unpkynupyowen JHK, BelgenedHoR U2 NNasmMel KPOBN
naumenTa [«xunarkoctHas Buoncus»).

* BapwaHTe! MCNONHEHWA, CoBMECTUMBle C HabopowM pearedTor «HELICON® ABC Mniocs:
Habop pearenToe G50 SM FCL PET00 gna BoICOKONPOWMIBOAWTENLHOMO CEKBEHUPOBAHWA,
Habop pearedtoe G50 SM FCL PE150 gna BblcokonpoM3BE04MTENBHOMND CEKBEHMPOBAHKA;
HabBop peareqtoe G50 S5M FC5 PET00 ons Belcokonpon3B0AMTENLHOMD CEKBEHMPOBAHKUA;
Habop pearenToe G50 SM FCS PE150 gns Beicokonpon3BogMTeNbHOTO CEKBEHUPOBAHKMS,

** BapuaHTkl MCNoNHeHWA, coBMecTUMEE ¢ Habopowm pearenToe «HELICON® ABC TMnwcs:
Habop pearenToe G400 SM FCL PE100 gna BoicOKoNpon3BOAMTENLHOMD CEKBEHMPOBAHMWA,
HafBop pearedtoe G400 SM FCL PE150 gna BeicokonNpoM3BoqUTENLHOMO CEKBEHMPOBAHMWA.
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Ona uensHoi kpoewW HeobxoguMo cobniofate cnefywouwmne TpeboBaHUA: B3ATUE KPOBM
NPOBOAKUTCA B NNacTuKkoeble npobupkun obkémom 2,5 Mn ¢ pobaeneHHon B kavyecTee
SHTUKOAryNAHTa AMHATPUEBOW CONW 3TUNEHAWaMUHTeTpaaueTaTa [3TA) 8 koHeyHOR
KOHUeHTpauuu 2 Mr/Mn. [lna nepemeiinBanna cogepxumoro npobupky nepesopadunsaior 2-3
pa3a. B kayecTee aHTUKOArynsHTa AONYycKaeTcn TakxKe Ucnonb3oBadue LUTPaTa HaTpua.

He AONYCKIETCA MCNONE3VBaHWE NENapiHa B Ka4eCTBE aHTUKOaGrynaHTa.

Nna napaduroseix 6nokos [FFPE) Heobxogumo cobniogats cnefyioume TpeBGoBanusa:
npeasapuTenbHo NPOBECTU WX MopdoNoruyeckMin aHanus. PekoMeH0BaHO MCNONb30BaTL
obpa3Lpl, B KOTOPbLIX TKaHb ONyXonK 3aHumaeT He Medee 80% nnowaan npenapata, gonycTiMoe
MWHUMaNnbHOE KoNMYecTBo onyxonu - He Meree 20% nnowanwn npenapara. B cnyyae
HEBLINONHEHHUA JaHHOr0 YCNOBWA PeKOMEeHAYeTCA NOLFOTOBMTE MMECTONOMMYECKMIA NpenapaTt
buomMaTepuana 1 No pes3ynsTaTaM rMCTONOMMYECcKoro MCCnefoBaHnA NPoBECTH pa3MeTky
npenapara ¢ obpaTHoi cTopoHsl NPEAMETHOrD CTEKNa, OTMETUE rPaHULbl 30Hbl onyxonu. B
AansHelwem, anqa eelgenedns JHK HeobxogmMo Mcnonb30BaTth 0TMeYeHHY 0 cbnacTe
npenapata, coAep:Kalllyto onyxonesyio TkaHb. [lna nposefeHMA MCcCneloBaHWA peKOMeHOyeTcH
Wcnonk3oeaTe GpparMendT napaguHoeoro Bnoka, COOTEETCTBYIOWMIA CnefyoLUM NapaMeTpam:
TONWWHE K3 400 CPpe3a oT 5 40 & MKM; CYMMapHan nnowaab ¢parMeHTos GUKCMpoBaHHON
TKaHW W KOMMNEKCOB KNETOK YenoBeka oT 2 cM?. XpaHUTb U TpaHCNOPTUPOBaTh MaTepMan B
napabuHosbix 6nokax [FFPE] Heobxogumo npu Temnepatype ot +5 go +40 °C ¢ cobniogeHunem
Mep, NPEAOTBPaLLA0WMY KOHTaMWMHaUW obpasuoe yyxkepogHon [HK.

Ons eeinenenusa [HK 1z nnasMel kpoBw naumenTa, cnegyeT cobiniogate cnegylolme npasuna:
B3ATWE KpoBW, obbivHo B MA, NnpoBogunTCH B cnelnanninpoBaHHee npobupkm,
npefHasHa4YeHHsie AnA cbopa, TPaHCNOPTUPOBKKW W XpaHeHuA ofpa3ua BeHO3HOW KPoBK C
uenecto aHanw3a sHexknetodHoi [JHK. [lna nepeMellnBaHa COQepX MMOro C aHTUMKOArynaHToM W
crabunuzatopomM npobupky cnegyet akkypatHo nepeeepHyTe 8-10 pas. lpobupky ¢ kpoek
cnefyeT XpaHWUTL COMNACHO WHCTPYKLMKW NPOU3BOAMTENA B TEMHOM MEcCTe Npu KOMHaTHOW
Temneparype.

UeHTpudyrnpoeaHue npobupru Kpoew U oTbop NnazMel BeliNonHAETCA B nabopatopum
HenocpeacTeeHHo nepen eoigenedunemM [IHK. Ha nepeom atane uentpudyrnposaHue NpoBoaaT B
npobupkax c obpaszuamu kpoeu B TedeHwe 15 MuHyT Ha ckopocT 1900g npw 4 °C. He 3apeBas
OCafKa CynepHaTaHT akkypaTHo NepeHocaT B YMcTeie Npobupky, 3aTeM ele pas
ueHTpudyrrpyeT 10 muHyT Ha 16000g npw 4°C. CynepHaTaHT NepeHocAT B YKCThIe Npobupky.
Danee cnepyet nepexofuTs K BolgeneHuio HK unu 3aMopo3nTe U XpaHuTb CynepHaTaHT npu
-20°C unu -80°C no MoMeHTa BbigeneHus.

JkcTpakuua OHK n3 uccnepyembix obpasuos

Beigenenue [JHK w3 obpazuoB LensHOW KpoBK oCYWECTBNRETCA ¢ NoMollkto Habopa «Habop
peareHToR ANA BeIAENEHWUA HYKNEMHOBBIX KMCNOT u3 Buonornyeckoro matepuana HK-copbenr
ONA ouMardHocTMiw invitro no TY 21.20.23-232-17253567-2018» [PY NeP3H 2019/9331 ot
02.12.2019], u3 napaduHoeslx 6nokos [FFPE] - c noMolwkio Habopos «3ketpakT LHK FFPE
Habop peareHToe AnA euigeneduns JHK yenoeeka uz cpezoe ¢ FFPE Bnokoe ana agnarHocTuim
in vitro no TY $398-001-11248074-2017» (PY N° P3H 2019/9172 ot 14 anpena 2020) v «Habop
peareHTok ang eeigeneHuna [IHK cobas DNA Sample Preparation Kit [cobas DNA Sample
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Preparation Kit, 24)» [PY Ne®C3 2012/12715 ot 03 agrycta 2017, U3 nnasmel Kpoeu - ¢
noMoulkio Habopoe «Habop pearedTos Ana esifgenedna [1HK cobas cfDNA Sample Preparation
Kit [cobas cfDNASample Preparation Kit, 24)» [PY Ne®C3 2012/12715 ot 03 asrycra 2017).

Habop pekomeHpoean ona pabotel ¢ obpasyamu [JHK, BolgeneHHoM M3 LenbHOR KPOBM,
onepauvorHoro [BuoncuitHoro matepuanal, PUKCMPOBAHHOIO B GOPManUHE K 33KNINYEHHOIO B
napadwuH [FFPE-Bnokul, c koHueHTpauvei He MeHee 5 Hr/mKA.

MuHMManeHaa BanuguMpoeaHHan koHueHTpauwa OHK - 2 ur/mkn.

Ons ceobopHo unpkynupyowein OHK [cuQHK], esigenedHoi U2 nnazMel KPOBKW, KOHLEHTPALMA
OHK ponskHa 6biTe He Medblwe 1 Hr/Mkn. [JononHuTenbHO peEKOMEHAYETCA NPOBECTH
¢parMeHTHEIM aHanns eslgeneddon cuIHK, 4tobel ybeguTeCA, 4TO B HEW HET NPUMECH
reHoMHoW [HK,

,.["DF'IDJ'IHI-‘ITE'J'I EHO peKOoMeHAYETCH O0H OUEHKW CTeneHW YYMCTOTel EblAeNeHHOTD oﬁpas Ua ,D,HK M2
napanﬁmmablx BnokoE MCNONE3Z0BATE THAYEHWE COOTHOLWEH KA nornouweHdHna cCeeta DEF!EIS]J,DM
OHK Ha gnuHax sond 260 HM 1 280 Hm [A260/280), PekomeHayeMoe 3HaYeHWE COOTHOLWEHMWS -
He MeHee 1.6 - 1.8,

AHanMavpyeMelid MatepuMan He NoAnexuT MCNoNbL3I0BaHKMIO NPW HAPYLWEHWK YCNOBUWA XpaHEHWNA U
TpaHcnopTupoekK. AHanuaupyeMan [JHK gonxHa xpaHuTeCa U TPAHCNOPTUPOBATEEA NPK
Temnepatype oT 2 °C go 8 °C v ncnone3oBaThcs ANA aHanu3a B TedeHue 24 yacos. [ns
xpaHeuun bonee 24 yacoe pacteop [AHK pekoMengyeTca xpavuTe npu Temnepartype -20°C.

Obwwme npaBuna n pekoMeHgauuu ansa paboTol
c Habopom

* Bce MaHWNYNAUWK pEKOMEHOYETCH NPOBOOWTE HA NbOY WKW B OXNaXOeHHEIX WTAaTUBAX.

* [lpoTokon onucad ana paboTel ¢ MHAMBUAYaNEHEIMW NpoBupkamm, Ho no3sonseT pabortarte
kak c obpazuaMu 8 fpopmate F6-NYHOUHOW NNaHWETL!, Tak U B GopMaTte B-NyHOYHBIX
CTPUNOB.

* [lpu pabote c HabopoM MCNONB3YATE NNACTHK, PEKOMEHAOBAHHLIA NPOMIBOAMTENEM BALLETD
MUP amnnundukatopa. He nonyckaiTe ucnapeHns peakuwii.

* Ha NPOTHXEHWKW BCErD NPOTOKONG HEUﬁKﬂﬂHMD MCNONBZ20EaTe HAKOHEYHKWMEW ONH 402aTOPOE C
-q)HﬂthDM, KOTOpBIE HEGEKDAHMU MEHATE ONA Kaxaoro CIEIFJEEI Ua W KaAaoro KoMnoHeEHTa.

s [lenaite obwme MUP cMecw ana coznaHua MakcuMansHo oguHakoseix yenoeui MUP gna
pasHbix 0bpa3suoB. MNpu pacyeTe duHanbHblX 0bbemoB obLLKMX CMecel, 3aknaasiBanTe 3anac
B 10% Ha ownbkwn paboTel AozaTopos.

* Baskue HHMOKOCTH UTEIMFJEHTE MEeONeHHO. TH_I,ETEJ'II:HG I'IE[JEMELLIMBELHTE pacTeOpBsl,
KOMMOHEHTAMK KOTOPLIX SBNATCA AaHHblie peakTuesl. NMUP-cmecs 1, NMUP-cMeck 2,
Aktueatop v [IHK-nurazy MoxHo nepeMellvBeaTs TONLKO KPaTKOBPEMEHHEIM
BOpTEKCUPOBaHWEM MKW NUNETUPDOBAHWUEM,

* Mzberadte KpoCc-KOHTAMUHAUWMK Npu paboTte c AganTepaMu: Yalle MEHAWTE NEPYATKM U
OTKpbIBaWTE NPoBUpPKK C MHABKCAMK NO OYEpeaM.



Ecnu B npobupke c Pacteopom J1 u c MUP-cMmecsio 2 BuaeH ocafok, pacTEOpUTE ero
BOPTEKCMPOBAHWEM WK NUMeTHpoBaHWeM, YTobbl 0CafoK NONHOCTBLIO PacTBOPUACA.

3a 30 muHyT go Havyana paboTel ¢ PearedTom B noMmecTuTe ero Ha KoMHaTHY0 TeMNepaTypy,
TIWATENBEHO NepeMellanTe peakTUBLI Nocne pasMopo3KuM.

Pearent B npu -20°C MoXeT 0oCcTaBaThCa B MMOKOM COCTOAHMM, NMbo MoxeT BbiTe YaCTUYHO
3amopoxeH, B niobom cnyyae, nocne goctuxedunn Pearedtom B koMHaTHOW TemnepaTypsl,
HeobxoguMo TWaTensHo NepeMewaTts Pearent B. OTBupakTe 310T peareHT Lo3aTopoM
MeANeHHO W OCTOPOXNKHO.

3a 30 MuHyT Ao Hayana paboTel € MarHWUTHBIMK Y3CTUUAMKW NOMECTUTE MX H3 KOMHATHYH
TeMnepaTypy 1 TWaTeNsHO BOpPTEKCUPYiHTe, 4Tobbl NepeMeluaTs YacTuusl. OTBupaliTe atoT
PEAreHT A033TOPOM MEAJIEHHT W OCTOROXKHO.

Lna npurotoenenua 80% atunoeoro cnupta cMewanTe 6% aTUNOBBLIA CNUPT C BOJ0W B
pacyete 500 mkn cnupra 76% Ha 100 mkn Boasl Ha oawH obpazeud. Mcnone3syiTte Tonbko
ceexenpuroTosnexHblid 80% cnwpr!
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[lpoTOKON
npoBeAeHU
aHanusa

[Mpn nonyyeHnn Habopa:

1. CHATL BHEWHIOW ynakoeky (nnexHky)

2. Komnnekr gna uenesoro oborawexnuna [IHK neperectu u xpauute & npe-lLUP zoHe B
MOPO3WNLHOR Kamepe npw Temnepatype ot -20 go -22°C

3. Komnnexr ansa npurotoeneHna bubnuortex nepedectu u xpauute B nocT-NNUP 3oxe
4. «MarHuTHBIE YacTuUbl» yEpaTh B XONOQMNBHYIO KAMEepY, XpaHWTe NpuW TeMnepaTtype +2 +8°C

5. Komnnekt ana npurotoeneduns bubnuorek [6es «MarHutHbix Yactui»] xpatunTs 8
MOpO3WNbHOW KaMepe Npu TemnepaTtype oT -20 po -22°C.

IOnsa HabopoB «HELICON® ABC lNntoc C-A»
n «<HELICON® ABC lNnwoc C-b»:

1. KoMnnexT ana umpkynapu3auvu nepeHectTy M xpadute B noct-MUP 3oHe

2. KoMnnekT ang LMpKYNApU3aLMmu XpaHuTs B MOPO3UNEHOI KaMepe rnpu Temneparype
ot -20 go -22°C
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|. MpoBepeHue uenesoro oborawenna JHK

o Pabfota npoeoputca B Mpe-TMLP 3o0xe

MoTpebyeTtca:

. MUP-cMeck 1
Pacreop npaimepos 1
PacTteop npaiimepoe 2

@ «o

® Ananuzupyemble obpasubl JHK [koHueHTpaums euigenednsix us FFPE-6nokose unu
LENBHON KPOBW - 5 HI/MKN; KOHUEHTPaLUMWA BLIAENEHHBIX M3 NNa3Mbl KpOBW OT THr/MKn)

B KaX Ay NOCTaHOBKY B OONONHEHKWE K DEIFIESLI,EIM PEKOMEHOYETCA CTEBUTE KO.

o MpuroToBUTE 2 pacTBopa AN aMnNaudukayuu (Mo ogHoMy ONA Kaxgoro pacTeopa
npaiiMepoe) Ha HeobxogWMoe KONUYECTBO peakyuid cornackHo Tabnuue:

KoMnoHeHT 06kemM Ha 1 peakunwo
. NUP-cmecs 1 2 MKn

Pacteop npaimepos (N1 mnm N2 o MKR

Bcero 7 Mkn

o CMewwaTe B 0TAeNbHbIX Npobupkax no 3 Mkn obpasua ¢ 7 MKN Kaxporo pacTeopa gna
amnnudurkayun. 0BLKA obreM Kax Aol peakUMoHHOW cMeck cocTaeuT 10 mMrn.
[Mpobupkm nonxHbl BbITe COBMECTUMBI € MCNONb3YEMbIM TEPMOUMKNEPOM.

o CHauana packanats No WHAMBUAYaNsHLIM NpobUpKaMm roToBble pacTeopsl AN
aMnnndukaumn, 3atemM oTAENbHBIMW HAKOHEYHWKaMK - nccheayemble obpasubl v KO.

o [Mpobupkw c obpazuaMm M KOHTPONAMMW NNOTHO 3aKPbiTh, NEPEMeLLaTk CMeCh Ha
BOPTEKCE M 0CaAMTb Kaniu C KPbiLiKW NpobMpKM KpaTKOBpeMEeHHbIM
ueHTpudyruposarHuem npu 1000 ob/MuH B TedyeHue 1-3 cek. MoMecTUTs B TepMoLUKNep.
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° 3anporpaMMUpoBaTE TEPMOLMKNED W 3aNYCTUTE NPOrPaMMy aMnnudrUKaLMm:

KonuyecTeo UMKNOB Lar § fid & Bpems
1 umrn AkTHBaUMA DEpMEHTOR a5 =0 15 MuH
19 umknoe Henatypauna 99°C 15 cek
ong nnazmel - 22 uMKna

OTxur u anoHrauma 60 =C 4 MWH
1 uMen XpaHeHue 4°C oo

b MUP npogykr MoxeT xpaHuTeca 1 Hode Npu 4-10°C, npu bonee ponrom xpadewrun MNLP
NPOAYKT AomkeH xpaHutecs npu -20°C



[l. Mpurotoenenune dbubnmnortek AHK

o Hanee pabora npoeegures g Moct-NMUP 30He

1. Yoanenue npaumepoB u3 MLUP npogykToB

MoTpebyeTca:

e [IUP npoaykT
@ Axrueartop

o [lna kaxpnoro obpazua obbeauHuTe NpoaykTsl MUP 13 obenx npobupok [c MNpaimepamu
N1 1 Ne2). MonyueHHblA obbeM gna kaxaoro obpazua byaet coctagnate 20 Min.

o HobaenTe MHAMBWAYANEHLIM HEKOHEYHMKOM No 2 MK AKTHBATOPa B Kaxayw npobupky
obbegnHeHHsIMK npoaykTaMu NUP. TwaTensHo nepeMellaTs NMNETUPOBAHWEM, He
ponyckan obpazoBaHuna nyssipei. MpoBUpku NNOTHO 3aKPLITh, 0CAAUTE KANNWU C KpPbILLEK
npoBupoK KpaTkoepeMeHHbIM LeHTpudyruposanuem npu 1000 o6/MuH B Tevenne 1-3
cek. YeTaHoBUTL NpobBUpKW B TEpMOLMKNE.

o 3anporpaMMUpoBaTh TEPMOLMKNER W 3aNYCTWUTE BhINOAHEHWE NPOrPaMMbi:

Temnepatypa Bpems Kon-go ymknoe
a0°C 10 MunyT
55°C 10 MunyT
1
60°C 20 MuHyT
10°C XpaHeHwe He Gonee 1 yaca

Mo okoHYaHWO nporpamMmMel HesaMednHUTENEHO NPUCTYNWUTE K CNefyrolleMy LWary.
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2. lurnpoeaHune apanTepoB K aMNaInKoHaM

NoTpebyeTca:

e [P npoaykT, obpaboTanHbii AkTUBaTOpOM

Pacteop Jl

O Anantepol
. OHK-nuraza

° K kaxpomy obpazuy BHecT no 2 Mkn Agantepa. 3a¢MkcupoBaTte HOMED afanTepa,
COOTBETCTEYHWMA Kax oMy obpasuy & Tabnuue [eMm. Mpunoxedune unw
https://oncoatlas.ru/abcplusmtable.pdf]. B ogHoM 3anycke ceKBEHMPOBAHWA KaxaoMmy
oBpa3suy foNxeH cOOTBRTCTBOBATL YHUKANLHLIA [HenosTopalwwiica) agantep — 3to
HeofxoauMao AnA WaeHTUGUKaumMn obpa3luoe B pe3ynkTatax cekBeHWpoBaHMs. Anantepsl
13 HabopoB ¢ nUTepaMK «Ax» U «B» MOXHO KOMBMHUpOBAaTE Mexay coboi.

o TwarensHo nepeMelwats nunetTupoBadnem. [NpobupKKW NNOTHO 33KpLITE, DCAAWNTE Kannu c
KPBILWKY NpoBMpPKW KpaTKOBpPEMEeHHBIM LieHTpubyrvposaHuem npu 1000 o6/MuH B
TeyeHue 1-3 cek.

o MpurotoBute cMeck 2 Mkn JHK-JTurase v 4 mxn Bydepa J1 Ha Heobxogumoe KonuyecTso
obpasyoe cornacHo cxeme, gobaenTs K kaxgoMmy obpasyy no 6 Mkn npeMukca.

KoMroHeHT O6wem Ha | peakuumio
. OHK-Nwuraza 2 MKEN

Bydep N 4 mMkn

Bcero & MKn

Obwmit obbem cmecu cocTaeuT 30 Mrn. MpobuMpkM NNOTHO 3aKpbITe, NepeMeLlaTh
CoflepX#Moe, 0CafiMTh Kannu ¢ KpellWkW NpoBupKK KpaTKoOBpeMEeHHbIM
ueHTpudyrnposaduem npu 1000 ob/mMuH B Tevermne 1-3 cek. YcTaHoBWTE Npobupku B
TepMouMKnep.

o SEHPDFPEMMMPDEHTb TEPMOUMENERD W 2anNyCTWTEe BRINOMHEHWE NMPOrpaMmMel :
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Temnepatypa Bpems

22°C 30 MUHyT
72°C 10 MuHyT
10°C [xpaneHue o 1 vacal

b Mpu HeobxogUMOCTH NPOBMPKKY MOXKHO XPaHWTL NpY TEMNEpaType He Beilwe -20°C.

o Ecnu nnanupyete nepeinTu K [lepeomy atany ouncTkn Bubnuotek, nomecture
MarHUTHLIE 4aCTUUbLl HE KOMHATHYIO TEMNEPATYPY W TUWATENLHO NPOBOPTEKCHPYATE,
yTobsl NepemellaTe YacTULbI.

3. MNepebin 3Tan o4ncTkn bubnuotek

NoTpebyeTca:

® [lonyyeHHan bubnuoteka
>< MarHuTHble YacTuubl

® [leMOHW3IWMPOBaHHaA BOLA

b 3a 30 MuHyT go Havana paboTtel ¢ MarHUTHEIMKM 4aCTULAMK NOMECTUTE MX Ha
KOMHaTHYH TEMNERATYPY W TWATENEHO NPOBOPTEKCHMPYWTE, Y4TobbLI NepeMellaTs
YacTHLbL.

e CMewaTts cycneHd3nie MarHWTHBIX YacTuL, C 4EeMOHW30BaHHOW BOAOW cornacHo Tabnuue:

KOMNOHEHT 06bemM Ha 1 peakuuto
>< MarHWTHbIE 4acTHMUbI 22 MKn
® [leMoHW3MpPOBaHHadA BOLA 20 mMkn
Becero 42 MKn

25



o BHecTH 42 MKN NpUroTOBNEHHOW CYCNEH3WKM B kaxaykw npobupky c Bubnuotexkon,
nepeMellaTe NMNETUpPOBaHUEM, MHKYBMPOBaTL 5 MUHYT NpK KOMHATHOW TeMnepaTtype.

@ MNoMecTuTs ﬂPDEHPK}n’, B KOTDPGﬁ HaXOoOWTCH pPeakUWMOHHaR CMEeCh, Ha MarHWTHEIW WTaTHUE
M HHK}I‘EIMFJOEETI:. Ha HEM B TeYeHue 5 MHUHYT NpKX KOMHAaTHOMN TeMnepatype, nwnbo noka
cMeck B Npobupkax He cTaHeT Npo3padHoi.

HEF}EHECTH CYMepHaTaHT E HOBYIO HHNCTYIO ﬂpGEHpK}f, He 3aeBdad oCcalok 4acTil.

b CynepHaTaHT cogepxuT bubnuoTexy.

4. Bropomn atan o4nucTKu 6ubnuortek

MoTpebyeTca:

® [lony4yeHHan bubnuoteka
>< MEII'HHTHI:-IELIE!ETHLI,I:.I

e CeexenpurotoBneHHeld 80% 3sTtaHon

o Momecrure MUP-cMeck 2 Ha KoMHaTHYIO TeMNepaTypy, oHa noHanobuTcs Ha 3Tane
[peamnandrkaummn bubnuoter n.20.

@ Brectu 58 mkn MarduTHbix yactul (HepazsegeHHbix!] B kaxayo npobupky c
cynepHaTaHToM, coflepxallyio 6ubnuoTexy, TWATeNbHO NepeMeLlaTh NUNeTUPOBaHUEM.

@ MHKkyBMpoBaTh 5 MWHYT NPK KOMHATHOW TEMNEpRaTYPE.

@ MomecTuTe Npobupky, B KOTOPOM HAXOQMTCA PeakLMOHHAA CMeCh, HA MarHWTHLIR WTATUE
W MHKYBMPOBAaTE Ha HEM B TEYeHWE D MUHYT NpU KOMHaTHOW TeMnepatype, nubo noka
cmech B Npobupkax He cTaHeT Npo3payHow.

@ OcTopoxHo oToBpaTe M YA3NWUTL CYNEPHATaHT, He 334eBasl MarHMTHLIX YacTuy. Beixaats
10 cekynp, oTobpaTh W yAaNWTL OCTaTKK cynepHaTadTa nuneTkor Ha 10 mkn. B cayyae,
@CnK YacTUUbl BblNK 3a0eThl U NONaNU B HAKOHEYHUWK [03aTopa, BepHyTe obbeM B
NpoBupKy M NOBTOPUTE N. 14-13.

b Bubnuorteka CDJ‘.’I,EPH(M!C'S] Ha MarHUTHEIX '-FH{'.T'.r‘ullH}(!



@ Hobaente no 150 mkn ceexenpuroToenerHoro 80% 3taHona e kamayw npobupky
HeThIpeXAbl NepeMecTUTs CTPMN E MArHUTHOM LUTaTWBE OTHOCKMTENBHO PALOB, MK
TWaTenbHo NepeMellath, ANA NPOMbLIBKW MarHMTHbIX YacTul, VHkybuposaTte Ha
MarHWUTHOM LUTATWEE NOKa CMECh B Npobupkax He CTaHeT Npo3padYHoi.

@ OcTopoxHo oTobpate W yA3NWTE CYNEPHATAHT, HE 33[leBas MarHWTHBIX YacTul B
npobupke. Beixnate 10 cekyHa, oTobpaTe M YOANWTE OCTATKKW CYNEPHATAHTA NMUNETKOW Ha
10 Mkn. B cny4yae, ecnv HacTHULUbI Beinu 3a0eTel U NONanKy E HaKkoHeYHWK Jo3aTtopa,
gepHyTL 0bbem B npobupky v BepHyTees kK n. 17.

@ MoeToputs warw 16-17 gnsa NOBTOPHOW NPOMBIEKW MarHUTHBIX 4acTuL,.

@ YBeanTeca B TOM, 4TO Kanau cnMpta NoNHOCTLI yaaneHds! 3 npobupok. Mpu
HeobX04WMOCTU 0CaAWTb Kamnlu KpaTKOBPEMEHHBIM LEeHTPUYripoBaHUeEM, NOMECTUTL Ha
MarHUTHBIA WTATKUE, MHKYOKUpoBaTe 30 cekyH NpyM KOMHATHOW TeMNepartype U yoanuTe
M3NKUWKK cnupTa nunetkoi Ha 10 MkN, He 3aAeBan MardMTHLIX YacTul. MNpocywnTe
MarHUTHbIE YaCTULLLI Ha BO3JYXe B TeUeHne 5 MUHYT, He BbIHWMana M3 MarHWTHoro
WwTaTuea.

l He nepecylilnTe MarHMTHbIE YaCTHULUEL. Ecnwu YacTWLU bl NepecylledHbl, Ha HWX 3aMeTHbI
NnoTpeckWEaHMA.

Mocne oKOHYAHWA CYLIKK Cpa3y Xe NPUCTYNKTL K CNeayoleMy atany.

0. Mpeamnnudukauma bubnunotekn

MoTpebyeTca:

® [lony4yeHHan BMBAMOTEKE H3 MArHWTHBLIX YaCTMUAX

. MUP-cMeck 2

. CMmeck npaiMepor 3

Momectute Pearent B u TE Ha koMHaTHyl TeMnepaTypy. oHM NoHagobaTca Ha atane
OuueTtkn npeamnnuuurposadHol BubnuoTtexu.
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W

HPHFDTQBHTE: pacTeop onA EMHHH!ilHKBuHH CornacHO CXemMe:

KoMnoHeHT O6bemM Ha 1 peakuuto
. MUP-cMmecs 2 48 MKn
. Cueck nparMepos 3 4 mrn

Bcero 52 MKn

HobaeuTte B kaxayw npobupky no 52 Mkn pacteopa.

MepeMewaTts cofepuMoe Ha BopTekce, 4Tobbl pecycneHAMpoBaTe MarHMTHLIE YacTULbI

W 0CafMTb Ha UueHTpudyre ana cbopa kanenk. YcTaHOBWUTL NpobMpKKM B TEPMOLKMKNED

3anporpaMMUpoBaTh TEPMOLMKNER W 3aNYCTUTE BLINOAHEHWE NPOrpaMMbl:

Crapus Temnepatypa
T umkn 28°C
12 umknose 98°C

60°C

2%
T umkrn 72°C
XpaHeHue 10°C

Bpemsa

2 MWUHYTHI

20 cekyHp

30 ceryHp

30 cekyHp

10 MuHyT

~1 vyac unw bonee

He AONYyCKaeTCHA 3aMopaXHBaHMe CMeCc BUBNWOTEK C MAarHUTHLIMW YacTULLEMK Mp
-20°C. Nocne okoHuaHua [TUP aMnauduraluy NpUCTynuTE K cneyoueMy stany.
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6. Oyncrtka npeamnnupuumnpoBaHHon bubnuortekm

NoTpebyeTca:

L] HOJ"I},I"-IEHHE’IFI bubnwoTeka Ha MarHKUTHBIX YyacTuuax

O Pearent B

e CeexenpurotosnenHbl 80% 3tanon

(O TE bydep

@ TwarensHo nepeMelsaTs Ha BopTekce PeareHT B nepeg nenonezosarues [Pearent B npw
-20°C MoxeT ocTagaThCA B XUAKOM COCTORHMW, NMBo MoxeT BbITh YACTUYHO 3aMOPOXKEH,
OAHaKo, Aaxe B 3TOM cny4ae Heobxogumo goeectn PeareHT B fo komHaTHOW
TeMnepaTtypsl W TWaTensHo nepemewats). JobaeuTs 85 mMkn PearexTta B B kaxgywo
GubnuoTeky 1 TWaTeNbHO NepeMellaTe Ha BopTekce. KopoTko ocaauTe
ueHTpudyruposaruem npu 1000 ob/MuH B TeueHue 1-3 cek., yTobbl cbpockTs kKanau.

@ WHkybupoBaTh cMech B TEYEHME D MUHYT NPU KOMHATHOW TeMnepaType.

@ MomMecTUT NpobMUpPKY Ha MarHUTHBIMA WTAaTUB U MHKYOMpPOBATL Ha HeM B TedeHWe 5 MUHYT
NP1 KOMHaTHOI Temnepatype, Nubo noka cMeck B Npobupkax He CTaHeT NPO3PaYvHoiA.
OcTopoxHo oTobpaTh K yAannTL CynepHaTaHT, He 3agesas YacTuubl. B cnyuae ecnu
YacTWUbl BeINK 3aeTel U MONaNK B HAKOHEYHUK A03aTopa, BepHYTL 0bbem B npobupky U
NoBTOPUTE 3TOT War.

@ Hobaeute kK MarHuTHeIM yacTuuam 150 Mkn ceexenpurotoenerHoro 80% staHona u
nogoxaare 30 cekyHa, He cHUMan Npobupky ¢ MarHuTHoro wratuea. OcTopoXHo
oTobpaTh M yAanuTb CYNnepHaTaHT, He 3a4eBas MarHWTHbIX YacTuL.

@ MoeTopuTk War 27 ANA NOBTOPHON NPOMBLIBKN MarHUTHLIX 4aCTWL,.

@ ¥beauTben B TOM, YTO Kanau CNMpTa NONHOCTbIO yaaneHs: u3 npabupok. MNpu
HeoBX0AUMOCTH 0CaAUTE KPATKOBpeMEHHbBIM LeHTPUYrMpoBaHUeM, NOMECTUTL Ha
MarHWTHBIA WTaTUB, MHKYOupoBaTe 30 cekyHa v yAANWUTE U3NKWLWKK CNWPTa, He 3afeBasn
MarHWTHbIX YacTul,. B cayyae ecnmn yactuubl Buinu 3aaeTbl M NoNanu B HAKOHEYHMK
nozaTopa, BepHyTe 0bbeM B Npobupky, NOBTOPUTL UHKYBaLWIO U 0ToBpaTe CNUPT 3aHOBO.
[MpocylnTh MarHMTHLIE YacTULILI Ha BO3/lyXe B Te4eHne 5 MUHYT, He BeIHWMaa Npobupky
M3 MarHWTHOro WraTkea.

| He NnepecylnTs MarHMTHLIE YacTlUbl. Ecnw HacTuubl NnepecylWeHb!, H3 HKUX 3aMeTHLI
NnoTpEeCKEaHKA.



Yaanute npoBupky ¢ MarHWTHOro WTatMea v AobaeuTs B kaxayw npobupky 35 mkn TE
bydepa.

TwaTtensHo NepeMellaTs COAEPXKUMOE HA BOPTEKCE ANA PecyCcneHAMPOBaHWA MarHMTHBIX
HacTUL, W 0CafuTh Ha UeHTpudyre ona cbopa kanens.

MNoMecTuTs NpobMpKy H3 MArHUTHBIA WTATUE W MHKYEMPOBATE HA HEM B TEYEHWE 3 MUHYT
NpK KOMHaTHOI TemnepaType, Nubo Noka cMeck B AYeiKax He CTaHeT Npo3pa4yHoi.
MepeHecTu cynepHaTaHT ¢ roToseiMu [IHK Bubnuotekamu B Hoeyio npobupky, He 3aaesan
MarHWTHbIX YacTul,. B cnyyae ecnu yacTuubl Beiny 3a0eTel M NONaNK B HAKOHEYHUK
[o3aTopa, BepHyTb 0bbeM B Npobupky W NOBTOPUTL 3TOT LUAT.

7. U3MepeHue KoHUeHTpauumu 6ubnuortek u pacyer

dakTopa passefeHuUn

HononHuTensHas HopManvW3aUus MOXeT He NPOBOAUTLCA NP YCNOBWM MCMONB30BaHUA
oAMHakoBoM koHueHTpauwn OHK obpasuoe npu npurotoeneHn bubnuotek. OaHako,
PEKOMEHAYETCH Nepef pazeeeHueM UIMEPUTE KOHLEHTRAWMID NoNyYeHHeIx BubnnoTek Ha
dnwopumMetpe Qubit 3.0 c ucnons3zoeanmem Habopa Qubit@dsDNA HS Assay Kit.

Heobxopumoe MUHKMMaNLHOE KonwyecTeo Bubnuotekk - 1 nMons. MNpwu cpepHel anuye
bubnuotekun nanenn HELICON® ABC lMnwoc B 213 nykneotugos, 1 pmol Bubnuoteku
cooteeTcTRyeT 140 Hr. Paccunteieaetca no ¢opmyne 1 pmol MNUP-npogykta = Qavka OHK
pparmentalik]*660 wr/1000 vykneotuaos. Ecam gna kaxaoro obpasua Heobxoaumo
OAWHaKOBOE KONWYECTBO JaHHbIX CEKEeHWPOBaHWA, cneayeT cMellaTs bubnunoTekn B
paBHOM KonudecTse, Heobxogumoe konuyecTeo obpa3sua BeluMcnaeTca no dopmyne:
Macca kaxpgoro o6pazua [ng) = 140 vr [Macca [ngl=1pmoll/ konuuectso obpazuoee

HanpumMep, ecnu B zanycke 48 obpa3zyoe, To kaxaol BubanoTekn B cMeCK JoMKHO BT
no 2,9 Hr, 8 obbeme He Bonee 48 Mrn.

[TpuroToBMTE IKEWMMONAPHYID cMeck BnbnuoTtek B konnyecTee He MeHee 1 nMaone K
obbeMmom He Bonee 48 Min.

B ogHom aHanuse [umkne cekeennpoBaduna) moxeT BuiTe nccnegoeano go 76 bubnunotek,
npurotoBneHHeix Uz [IHK, BeigeneHHo® W3 onyxonegoMl TkaHu, no 96 bubnuotek,
NMPUIMoTOBNEHHBIX M3 DﬁpEBLLOB ,D,HK, Bhl,ﬂ,EﬂEHHﬂﬁ M3 KpOBKW, BKNIOYHAA KOHTPONEHBIE
obpasusl v o 76 Bubnuatek, npurotoeneHHeIx U3 obpasuoe JHK, eeigensHHon n3
nnaz3Mmbl.

Hepa3gepedHsie Bubnuorekn xpaHuTe B MOPO3WNLHOW KaMepe Npu TeMmnepatype ot -20

no—-22%C,
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l1l. Unpkynapusauusa bnbnumorek

Ons umpkynapuzaumnm Bubnuotek KOHTpONbLHBIX 0BPA3LOB MCNONBL3YIOTCH COOTBETCTRYHILUME
KoMMNekTsl M2 cocTaea Habopos «HELICON® ABC MNniwoc C-A» u «HELICON® ABC Mnwoc C-B».

o Heobxoawmo nynuposaTe bubnuotekm Takum obpasom, 4ytobel obuwiee konnyecteo
nynupoBaHHoW bubnuoTek coctasuno 1 nMone npu obbeme He Gonee 48 Mrn.

[MepeHectu 1 nMone nynvpoeadHoi Bubnuotekn B Hoeyw npobupky ana NUP obtemom
0,2 mn. obaeuTe TE Bydep L go obuiero obrema 48 Mkn.

Yeranoeute 0,2 mn NMUP-npofuprn c Bubnnotekamu B TepMoLMKnep.

SEHPGFPEMMMPOBBTI: TepMOoUMENEDR KW 2aNyYCTUTE BeEINONHEHWE NPOrpaMMbl:

Temnepatypa Bpemsa
Harpee kpbilwku Brknio4nTh
25°C 3 MUHYTHI

o Mo OKOHYEHMIO peakLMK He3aMeauTeNLHO NONGXUTE NPoBUpPKK B Nep Ha 2 MUHY TSI
[4Tobbl feHaTypupoeaHHsle uenu JHK octanuce aeHaTypupoBaHHbiMK], Nnocne Yyero
KpaTKOBPEMeHHO LeHTpUdYrupoBaTe.

o [MpuroToBMTE pacTBOp ANA UWPKYNApM3aLMK ogHoUuenovYeyHelx BubnnoTtek Ha neay.
CMelaTb KOMNOHEHTh B CNedylolleM COOTHOLUEHUM:

KomnoHeHT Obbem

O CnnuuT bydep 11,6 Mkn
NHK-nuraza U 0,5 Mkn
Bcero 12,1 mxn

o NepeHecTn cMelWaHHbIi pacTBOp ANA UMPKYNApM3aLMK ogHouenoveyHblx bnbnuotek B
npobupky c 48 MKN feHaTypUpoBaHHbIX BubnuoTek, nepeMeltaite 3-x KpaTHbIM
gopTekcupoBaHuemM. 06K obbem coctasut 60,1 Mkn.
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e COpocKuTe Kanny KOpoTKKMM LeHTPUGYIMPOBaHWEM

o MepeHecTn NpobUpKK B TEDMOLUKNED M 3aNYCTUTE CNeAYIoLWLYI0 NporpamMmy:

Temnepatypa Bpema

Harpeg KpbiLWwku 45°C/Bbikniovex
37°C 30 MuHyT

4°C oo

@ [Mocne JaBepleHWd NporpaMMel HezaMeANUTENeHO NEepeHecTH FIFIGEH[JKM Ha neg nng
CNefyrned peakumnm.

o CMmewaTes Ha NeAy Cnegyouine pearedTel, NoKa WOeT peakuma K3 n. 10.

KomnoHeHT Obrem

. bydep ana pacwenneHuns 1,4 Mkn

. Pacwennsaowmi depMedT 2.6 MKN
Bcero 4 MKn

@ Buecurte 4 Min nonydueweica cMmecu B NLUP-npobupku uz n. 10. NpoeopTrekcupyidte 3
pa3a (3 cek kaxayo) u cbpockTe Kannk KpaTkUM LeHTpudyrupoBaHnem ana cbopa
pacTeBopa Ha AHe npobupok. Obwmil obbem cMecu cocTaBuT b4,1 MKA.

@ YctaHoBUTE NpobupkK B TEPMOLMKNER

@ Sanporpa MMWUpOBaTE TEpMOLUMEKNED W 3aNYCTUTE BbINOMHEHWE CﬂEﬂ'_l,"IﬂLLLEﬁ nporpamMmel:

Temnepatypa Bpemsa
Harpeg KphilKK 45°C/BblknioyeH
37°C 30 MuHyT

4°C oo



Mo 33BEpLIEHMID NPOrpaMMel COPOCETE Kanmu C KpblWek NpobMpok KpaTKMM
UeHTpUdyrupoBaHuem.

Ho6aeste 7,5 mikn Cton-bydepa. NposoptekcupyiTte 3 paza (3 cekyHpbl kaxaywo] u
cbpockTe kannu Ha gHo Npobupku kpaTkuM LeHTpudyruposaHuem. OBbem cMeck
cocTaeuT 71,6 mkn. lNepeHecuTe Beck pacTeop B YucTele 1,5 Mn npobupku.

HocTtaueTe YacTuuw ana odncTti [IHK 12 xonoguneHuka 1 fante nporpetsca o
KOMHaTHOW TeMnepatypsbl B Tedenune 30 MuHyT. [TposopTekcupyiTe TWATENEHO A0
rOMOTeHHOM0 COCTOAHWA Nepen UCNONb30BaAHUEM.

Hobaeute 170 mkn Hactuy ana ounctkun [ HK k npoaykTy peakumun ¢epmeHTatmeHoro
pacuwennedus u3 17, NepeMewaTs nuneTupoBaHneM He MmeHee 10 pas unw
NPOBOPTEKCUPOBATE [0 FOMOTEHHOTO COCTORAHMA.

WHkybuposaTe npy kKoMHaTHoW TemMnepatype 10 MuH.

ChpocuTk Kannu KpaTkMM LeHTPUGYrMpoBaHUEM, MOMECTHUTE NPOBUPKK Ha MarHUTHEIA
wtatne. MHkyBMpoBaTh 2-5 MMHYT WAKW NOKE KWOKOCTE B NpobUpKax He CTaHeT
npo3payHoil. AkkypaTHo oTobpaTe CynepHaTaHT, He 3a/leBaf MarHWTHbIE YacTulbl, 1
BIBpOCKHTE.

Hobaeute 500 Mrn ceexenpuroToBnedHoro 80% cnupTa, He 3aAeBad YacTULbI.
WHKkybupoeate 30 cexyH. AkkypaTHo yoanuTe U ELIBpOCKTE cynepHaTaHT.

MoeTopuTe N. 21. YbeauTbCA B TOM, Y4TO Kannum cnupTa NONHOCTLIO yOaneHsl W3 npobupok.
Mpu HEOBXOANMMOCTIH OCAANTE KPATKOBPEMEHHEIM LEHTPUDYrMpOBAHUEM, NOMECTUTE Ha
MarHWTHbIA WTaTKe, MHKyBuposaTtb 30 cekyHa M yaanuTb M3NWLLKK cNupTa, He 3adesan
MarHuTHeIX YacTuy,. Ecnu yacTuusl Beinu 3ageTsl M Nonany B HakoHe4YHWK f03aTopa,
BEPHYTE 0bkeM B Npobupky, NOBTOPKUTE UHKYBaL M0 M oTobpaTe cnUpT 3adoBo. [pocylinTe
MarHWTHble YacTULbl Ha BO3AyXe, He BbiHWMas Npobupky U3 MarHWTHoro wratuea. He
LOMNYCKaWTE NOTPECKMBAHMA HA MAarHUTHBIX YacTULaX.

Ybpate 1,5 Mn npobupkun ¢ MarduTHoro wratuea v gobasute 32 mkn TE bydepa U gns
anounu bubnuotek. MNepeMewates 10-TW KpaTHBIM MMNETUPOBAHMEM UNTW
BOPTEKCUMPOBAHUEM, NOKE Y3CTULLI NONHOCTLIO HE PECYCMNEHANPYIOTCA.

WHikybupoeaTe 10 MUHYT Ha cTone.

KpaTko ueHTpudyrupoeats ans cbopa kanens v noMectuts npobupkm obpaTtHo Ha
MarHUTHeIA WTatke. MHkybnpoBaTte 2-5 MUHYT WK NOKa XKWOKOCTE HE CTaHEeT
npospadHol. [lepedecty 30 MKN cynepHaTaHTa B YucTeie 1,5 M0 npobupku.
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@ Jlns KoHTpONs NPOWOEHHOW LWPKYNAPMIaLWK HeobXoAWMO PaccynTaTh OTHOLWEHMWE
KONMUYECTBA OAHOLENOYeYHOM LUpKyNapu3oBaHHon Bubnnoteku (KoHueHTpayma
[Hr/mKn)*obbem Mkl k konuuecTey nynuposaxHoit Bubnuoteku (140 Hrl, B3nTon Ha
umpkynapuzaumio. OHa gonkia Beite 2 0,07 (Ho Merswe 0,5]. HanpuMep, ecnu Beino
gaaTto 140 wr (1 nmons nynvpoBaHHoi bubnunotekn anuHoin 213 HyKNeaTUpoR], To

KOHUEHTPaLMA UMpKYNApM30BaHHon BubnvoTtekun gomkHa beims 2 0,33 Hr/mkn. B cnyvae,
eChNK KOHUEHTPaU WA OKa3anace MEHbLWE — CNEOYET NOETORKWTE NPOTOKON UWPKYNADWMZaUHMK

BubnuoTtex.

b Mpu HeobxogUMOCTH NPOBMPKKU MOXHO XPaHWTL NpW TEMNepaType He Beiwe -20°C oguH

Mecal.

@ KoHueHTpauwa umpkynapusosaHHoi 6ubnuoteku fomkHa beiTe = 3 deMToMons/MKn, a

ONA KaXA0N PE3KLUWMK NO M3TrOTOBNEHWID HaHowapa Tpebyetca 60 demToMONel Takon
BubnuoTeku.

1ns nepecyeta KOHUEHTPaLKUM B GeMTOMONL/MKN CRegyeT BOCNONbL30BATLCA CNeayoWei

GOpMynom:
C [pemTomons/mrnl = 3030*C [nr/minl/N [anvHa BubnuoTeku B Hykneotuaax - 213).

Hanpumep, KoHUeHTPauMa LuMpKynapu3osaHHoi bubnuortekw - 0,5 Hr/mkn, 3to
COOTBETCTBYET KOHUeHTpauuu 3030%0,5/213=7,11 demTomMons/mMkn.
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IV. MNoprotoBka 06pa3uyoB K CEKBEHUPOBAHUIO
N CeKBEHUpOBaHue

3Tansl NnoaroToeky BUbnMoTek K CEKBEHUPOBaHMIO U CEKBEHWPOBAHWE MOTYT MPOBOAWTLCH NPK
Wcnonb3oeadumn cuctemsl «Cexkeerartop reHetnyecknit HELICON®» [P3H 2023/20825 ot
16.08.2023) npouzeogctea 000 «Yxans ImOxuAn Tex Ko., Na.»

Ina nogrotoeku Bubnuatek kK cekeeHnporaduo JHK v npoefeHWio cekBEHWPOBaHUA
GubnuoTek obpasuoe Ha npubope Cekeenatop reHeTuyeckit HELICON® G50 HeobxogumMo
MCMNONB30BaTh COOTBETCTBYIOLME KOMNNEKTH M3 cocTaBa Habopoe «Habop pearentoe MGI G50
O151 BEICOKONPOM3BOANTENLHOMD CEKBEHWPOBAHMSA, B BapuaHTax ucnonHenwa» [P3H 2023/21588
o7 28.11.2023] v AelcTEOBaTL COMNACHO MHCTPYKLMK MPOM3BOAMTENA®,

Ina nogrotoeku Bubnuatek k cekeednporaduio JHK v npoBefeHnio cekBeHWpPOBaHUSA
GubnuoTek obpasuoe Ha npubope CekeeHaTop reHeTuyeckit HELICON® G400 Heobxogumo
MCMONL30BaTE COOTEETCTEYIOWME KOMNNEKTE M3 cocTaBa Habopoe «Habop pearentoe MGI G400
A5 BEICOKONPOW3BOANTENLHOMD CEKBEHWPOBAHMS, B BapuaHTax ucnonHenwsa» (P3H 2023/21587
o7 29.11.2023)** 1 neRcTEOBATL COrNacHO MHCTPYKUWK MPOW3BOAMTENS,

Ina cekeeHnposaHuns BUbNWoTEK PEKOMEHAYETCA MCNONL30BATE N3PHO-KOHUEBOW PEXUM
CeKBEHMPOBaHUA ¢ npoyteHuem 102 HykneoTwaoB pna npaMoro W obpaTHoro puaa, npuyeM
nepebie 2 UMKNA KAXA0ro puaa [onxHel BeiTe «TeMHbIMKU»:. [lna HAacTpoiikv pexuma
CEKBEHWPOBaHWA CNefyeT pyYKoBoACTBOBaTLCA pazaenomM N 7 PykoBoacTea no 3kcnnyataymm
CexkseHaTopa reHeTudyeckoro HELICON® [P3H 2023/20825 ot 16.08.2023).

* BapwauTel vcnonHeHwA, coeMectumele © Habopom pearedtok «HELICON® ABC Mniocs:
Habop pearenToe G50 SM FCL PET00 gna BoICOKONPOWMIBOAWTENLHOMO CEKBEHUPOBAHWA,
Habop pearedtoe G50 SM FCL PE150 gna BblcokonpoM3BE04MTENBHOMND CEKBEHMPOBAHKA;
HabBop peareqtoe G50 S5M FC5 PET00 ons Belcokonpon3B0AMTENLHOMD CEKBEHMPOBAHKUA;
Habop pearenToe G50 SM FCS PE150 gns Beicokonpon3BogMTeNbHOTO CEKBEHUPOBAHKMS,

** BapwaHThl MCnonHeHWs, coBMecTuMble ¢ Habopom pearentos «HELICONG® ABC TMnocs:
Habop pearenToe G400 SM FCL PE100 gna BoicOKoNpon3BOAMTENLHOMD CEKBEHMPOBAHMWA,
HafBop pearedtoe G400 SM FCL PE150 gna BeicokonNpoM3BoqUTENLHOMO CEKBEHMPOBAHMWA.
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V. AHanu3 faHHbIX U UHTEpNpeTauus pe3ynbTaToB

B xone cexseHMpoBaHWA CEKBEHATOP aBTOMaTUHECKN PACNO3HAET a30TUCThIE COBAMHEHWS, 3
Tak:Ke BbINONHAET BbIBOA HeobpaboTaHHbIX AaHKbLIX CEKBEHUPOBAHWA B BKMAe pannos GopmaTta
FASTQ no 3aeeplueHn CEKBEHUPOBaHWA.

AHannz NoNyYeHHLIX Ha CEKBEHATOPEe AaHHLIX B Buae dalnoe popmata FASTQ
OCYLLeCTBNAETCA C NOMOLLb0 NporpaMMHoro obecnedyeHuna oT Nnpom3soguTena Habopa
peareHtos 000 «OHKOATJTIAC» Solo AVES https://aves.oncoatlas.ru/, sepcus 1.03.04 ot
04.02.2023.

@aine FASTQ, nonyyeHHble B paMKax aHanusa nofly4eHHbiX Ha cekBeHaTope JaHHbIX C
NOMOLEH NporpaMMHoro obecneyeHnsa oT MOCTaBLIMKa reHeTWYECKOrD CEKBEHATOPA,
MOryT BbITe NpOAHaNM3MpoBaHel C NOMOLWBIO NporpaMMHoro obecnevyeHus or
npowseoanTtens Habopa pearentos 000 «OHKOATIIAC Sclo AVES
https://aves.oncoatlas.ru/, sepcua 1.03.04 ot 04.02.2023. AHanus daitnos FASTQ c
noMoLbio NporpaMmHoro obecneyeHa or nocTaswmka Habopa peareHToB
ocywectensetcs 4epes seb-bpaysep [nogaepxusaercs seb-bpaysepom Chrome™
Bepcui 39] Npu HaNUUMK JOCTYNa B MHTEPHET CO CKOPOCTLIO 3arpy3ku He Mexee 1Mbps u
CKOpocTelo oTAa4m He meHee 10Mbps. [ina Havana paboTel C NporpaMMHsIM
obecneyeHueM oT NOCTaBWMKE Heobxogumo NepeinT No cceinke
https://aves.oncoatlas.ru/ v BEINONHWTL BXOL B CUCTEMY N0 Nape NOrkMH/Napone,
nony4eHHon oT NpoM3BoAnTENs Habopa peareHToB, NOCNE Yero HaxaTtk KHoNKy «BoTu».

JIn4HbIA KabuHeT

PucyHox 2. Bxop B nporpamMmHoe obecnevexnue Solo AVES

B reyeHue He Bonee nonyroga nocne nony4eHwa HabopoB peareHToB napa norvH/napons,
B CNy4Yae ecnu He NpefocTagnanace NoNk30BaTeNio paHee, NpefocTagnaeTcs
npouzsoauTenem vabopa pearedTtos B cpok He Bonee 7 paboywnia gHel nocne 3anpoca
NonNb30BaTENA INEKTPOHHLIM NyTeM [3nekTpoHHAA NoYTa, 3aNPoc HaNpaBAAETCA Ha NoYTy
it-solo@oncoatlas.ru).
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o DUBAEHME I3AEKW Ha aHanW3 AaHHEIX.

War 1. MNepeitk B pazaen «3anycTuTe aHanu3 JaHHbIX»

[ oo ] —

JamnKkn Ha TECTHPONAWYE Dbpasysi Anpnny gasHsEx

Mo O sanpamnes we Henpanroamd sy Teayiastid CTATYE SARmEH

1-0mad n - PEIYNGTATON HE CTPAWALLY

PucyHok 3. 3kpaH 3anycka aHannsa AaHHbIX

War 2, OTkpoeTcs 0KHO CO3A3HWMA 3aABKW Ha aHann3 AaHHbix. B paMkax oflHOW 33RBKK H3 aHaNW3 faHHbLIX MOXHO NpoaHann3npoBats
noboe konuyecteo obpasyoe, KoTopkle CEKBEHWMPOBANUCEL B paMKax ofHoro 3anycka npubopa. [InA cozfaHKA 339BKW H3 aHaNKW3 [laHHBIX

HeobxoauMo:
1. Beectv wHdpopMaLMio o 3anycke;

2. obaeuTb faHHbIE CEKBEHMPOBaHNA,;
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3. Beectu uHdopmaumio 06 obpasyax, koTopbie cooTBeTCTBYIOT AoDaBNeHHbBIM aHHLIM CEKBEHWPOBaHMWA.

KpailHe He peKOMEeHAYeTCA B paMKax OfHOM 33ABKM H3 aHANW3 OaHHbIX 3HANM3UPOBATE AaHHbIE CEKBEHUPOBaHWA C Pa3HbIX 3aNycKos
OQHOTO UNKM HECKONBKKX cekeeHaTopoB. KpailHe pekoMeHAyeTcs B paMkax 0fHOW 33ABKM Ha aHanws AaHHbIX aHanu3upoBaTs BCe
AaHHbIE, KOTopble BLINK NoNyYeHsl B paMkax oaHore 3anycka npubopa ¢ noMowbio Habopos pearexToe ot 000 "OHKOATIIAC™;
CO3[aHMe OTAENbHLIX 3aABOK Ha aHANKW3 AAHHBIX HA Ka) bl OTAENbHLIW 0bpa3sel, He peKoMeHA0BaHo.

B HoBOM okHe 3anonHKTE AaTy CEKBEHWPOBaHMA 1 BeiIBpaTk U3 BeINaAawero okHa nnatdopMy CEKBEHMPOBAHMWA.

Haive swnpiag Tl nifsppais o o b i1 pgog mesl &

+ [lobasw worw@ obpazey

PucyHok 4. 3anonHedwe MHdOpMaLMKM 0 AaTe 3anycka W NNaThopMe CeKBeHUpoBaHWa
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Lar 3. C noMowbio kHonku «[dobaeButs HoBbIA 0bpasey» nobaesTe gaHHble
CEKBEHWPOBAHWA

PMCFHOK 5. OkHo nobaeneHWA faHHbIX CeKBeHHMpOBaHKWA

Buifop daknos

Bribepare npa fastg.gr unw lasig $akna

o

Meperaugare ain n o1y ohnacme wnn

i inte §uHE rim ol s i

Taxste pb MOROTE 10 paT R MoKy € PRIVALTATAME JaAycKa, yTobs Ao6asN T
sce obipasys cpagy [ ]

0 BoamoxHo pobasnenne otaensHoro obpasua. [na atoro Heobxogumo eeibpaTte Aga fastq

thalina c koMneloTepa U HaxaTe «[lobaenTs obpazey»
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Brifiop daknos

Buifiepete n2a fasig.gz una fastq dakina

@

Nepetawte daitn 8 11y ofascts we
Bl TE EAT Sl o T e

Takoke @bl MEXETE S=ibpaTh Nandy © PEIYNLTATAMA 33MyCea, wTobel AobaEuTE
gce ofipazuw cpasy @

Oruexa |

PucyHok &. [lobasneHne JaHHbIX CEKBEHWpOBaHuA onHoro obpazua. KpacHoW pamkoi BelgeneHa obnacts nobaeneHun fastg dannos
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Buibop dainos

Buiflepwre 352 fastg gz ane 350 gadna

Dnoalias st B LOO Rlfgge

@

OncsAras e @71 LOD AZiggr

@

Bt e mpmete Jarpyantes Bonee 7 dainal-oa). ECh pas wyxHo 33rpyInte
APyree faine, CHESANG HYRHD YLANETE TEKyLYse

. m

PucyHok 6. [lobasneHune fAaHHkIX ceKBEHUPOBAHWA oaHoroe obpasla. KpacHol paMmkol esifieneda kHonka «Jlobaeute obpazeus»

0 Takxe so3moxkHo gobasneHune scex obpasuoe, koTopble Beinu B 3anycke. [Ins 3Toro HeobxognMo HaxaTs «BbiBpaTe nanky», B
DTKPI:IBI.IJEHCH OKHE BhlﬁpﬁTb !'IEI'IK}’ Ha KOMMNBOTEpE C pe3yneTaTaMi CEKESHWPOBaHKA. Mocne EEFF}?EKH BCeX 'DEIPHELL’DB Ha#dTb
«[lobaenTk obpazukl».
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Buibop dainon

Bufiopate pea fasty.gr o fastq daina

@

Nepetaure $ain B 37y ofnacrs wne

il te SaNI Fd e T

Tauwn b MomETE snilpain naney ¢ peIyALTATAMM 30NYCna, vithsl aobabeTe
pee ofpaiuw cpazy @

PucyHok 7. loBagnerue OaHHbIX CEKBEHMPOBaHUA Beex obpazuos 3anycka. KpacHol paMkol BelieneHa 0bnacTe Beibopa nanku
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e Buibop dainoe
@ Dol feelDnrokiten (ol 01 LO0 AT igge
Omoptfias sl Unoobiias 1ot 31 L0 Allggr

Dmcodtins testDncokies les 3 LD Aligo:

Oherabilns lwul/Onrekites lea &) L6 Wiy g

@ @ | O

Dueaillay bwsfOnrakide (sl 08 L0 N1iggd

D=codblon ek Decodiias o9 3 L0G AT Mg g

® ©®

Dmeniirias bt Oncadiion jvel 07 LOE ALigge

®

Dicaliklan beetMencodibe losd 07 L0 M2lggs

gny, SNt JMOVCCPEL B30 L0 1
Dresig

PucyHok 7. loBagnerue OaHHbIX CEKBEEHMPOBaHUA Beex obpazuos 3anycka. KpacHol paMkol BbiaeneHa kHonka «[lobasute obpazeys

Ecnm nocne sbibopa nanku He Beino obHapy»KeHo AaHHbIX CEKBEHWpOBaHMA, HeobxogmMmo
nepedti K wary (3.1] u gobasnTe Kaxasii obpazel oTAENLHO.



Buibop dannos

Butepure aea fastg.gz wne fastg daina
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Bce obpazuw cpasy [ ]

EaAne ¢ pEWFLTETEMN I3MCes be obEapysent. Bulepume mpyry namy

Ofwigna

PucyHok 8. BozmoxHoe npegynpexgeHue o HeyaauyHon nonelTke gofasnedns QadHelx cekeeHposadns scex obpa3uyos zanycka

War 4. Mocne wara 3 ﬂDﬁEBHTb AononHUuTeneHBIE GEPEEU,I:I. KaTopble CEKEEHMPOBANKMCE B PAMEAX OOHOMD 3anyCcka CeKBeHaTopa, MOoXHD
€ noMollblo kHorkW «[JobasuTe obpaseu». PekoMeHayeTes B paMKax 0fiHOW 3aABKM Ha aHanus AaHHeix aobaenTe Bce obpasuybl, koTopele
Bbinu B 3anycKke, M KOTOPble CEKBEHWPOBANMCE C NOMOLLLI0 Habopa pearenToer oT komMnanuw 000 «OHKOATJIIAC». B pamkax ogHom
3aAEBKKM Ha aHaNKW3 AaHHBIX HEMNB3A nDﬁEEﬂﬂTb OaHHBIE CEKEEHWPOBaHWA C Da3HbBIX 3aMNyCKOB OOHOTO HPHEGFIEI WKW pasHblx {‘IPHEDFDE.
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+ [DoGanens obpadey

PucyHok 9. [loBasneHne AaHHBIX CEKBEHWMPOBaHWA AONONHWTENLHBLIX 0bpa3uoe

War 5. Ona kaxporo gobaeneHHoro obpasua HeobxoaMMo yKa3aTe TN aHanuTa (konoHka «Tun obpasua»):
« FFPE: OHK, Belgenennas uz FFPE matepuana
« WB: [1HK, BuigenenHan U3 uensHom kpoeu (reHomuas JHK]

¢ PLASMA: [IHK, euiienedHas s nna3mel/ceieopoTiki Kposu [ceobogHo umprynupyowas OHK]

Ko

O

KD
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Hata satjces Miiaf fiogsia crrsesipd i sin

Mpamy T 1 e 1gm ] Ter gtgans @B Zabrrpeeny MKD oKD
Samplel AcTazon KOs TamHTHM KoME TanTiHones 19.03.19%0 = PLASMA, - C21.G23-24 ~ £ O) &
Sampled CHmMomMEkED Buranmit Ceprocany 02.05.1981 = FFFE - CH.AC2324 -~ =3 :,; &
Sampled Kapugmar Amactacis Butaiseana 03.02.1983 il FFPE - CR1C233H -~ ) ) & o
Oncoktlas_test . Qo O @
NEELAS T vt As . T =4 FERE - ¥ i - ] % = .

+. Nobapwrs obpaso

PucyHok 10, YkazaHue faHHeix gnqa kaxaoro fobaenedHoro obpasya

Takxe pna kaxpgoro obpasua pekoMeHnfosado [He obszatensHol yka3ats 3abonesarve naumnenTa (konorka «3abonesarues| -
WHpopMauus o 3abonesaHuy MCNONL3YETCA B AanbHERLLEM ANA MHTEPNPETaLLMKM Pe3yNbLTaTOB aHaNU3a AaHHLIX U FeHepaLUuKn oTYeTa.

Yrkazaunue Pa MHAKK, HMEHH. Otyectea u ,D,aTbI PoXOEHWA HE GEIFIBET-EIII:HD, HO pEKOMEHOOBAHO. 3ra HHd)DpMELI,Hﬂ MCMoNeE3YeTCA ANA:
1. reHepaumnm oTHeTa

2. aBTOMaTMYECKOrD COOTHECEHMWA A3HHbLIX CEKEEHWPOBAHWMA OT OOHOMO NauveHTa EE CnyYae, ecny OT 04QHOMD NauuMedTa B paMKax ogqHoro
WMNW HECKONBKKWX 3anyCcKoB Beino npoaHanMzyupoBaHD Bonble QOHOrS oﬁ-paau,a]

3. ceazu c JIK epava v BeclioBHOW oTNpaekoi oTHeTa 0 CeKEEHWPOBAHUWM HanpaBnaoWeMy Bpayy.
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MH(IJGPME LD O EEEDHEBEHHH. {I-'HD, faTe poxaagHMA NauMerTa TakKe MONXHD YKa3aTe NOoCNe 3aBeplleHWd adansia No 2adBKe Ha aHanuns
OaHHBIX.

B konoHke «[KO» Heobxogumo ykasate obpasew, KOTopbii MCNONB30BanNca kak KoHTponsHelid obpasey (KO). B pamkax ogHoi 3asBKK Ha
aHanu3 AaHHbeIx MoxXeT BbiTh ucnonk3osaH Tonbko ofguH KO. Hanuuue KO He aenaeTca obazatenkHeiM ANs 3aBeplUeHWs 33RBKW Ha
aHanu3 AaHHbIX.

Mporpammuoe obecneyenue «Solo AVES» nozsonfeT aHaNM3IUMPOBaTE AaHHLIE, NONYYEHHLIE C NOMOLLK TecT-Habopog,
npouzsogurtenem koTopeix Aaenaerca 000 «OHKOATNIAC». N0 «Solo AVES» He npegHazHavyeHo ona aHanwsa gaHHbIX, MONYYEHHbIX C
noMollkio Habopos pearedTos ot Apyrux npovisoauTenein. KoHkpeTHeIW Habop pearedToB, KoTopbIA MCNonk3oBanca ANA
CEKBEHWPOBAHWA ONPEASNAETCA B X0fe aHanu3a faHHbIX.

C noMoLbo MKOHKKM «KOpP3WMHa» MOXKHO yaanuTe obpasey ua tabnuusl, ecnu od bein pobaened owwnbouno. YaaneHHein obpasel MoxHo
nobaenTe 0BpaTtHo ¢ noMowbio Wwara [3.1). C NoMOLLLI0 MKOHKKM «rNass» MOXHO MCKNIDYMTE 0Bpa3sey U3 aHanu3a, He yAanasa ero us3
TEIEI]'II-‘ILI,bI = 3TOT DﬁpEEELI, He EY,EI,ET EKMOUYEH B ZaAEKY Ha aHalWz OaHHbBIX.
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14102022 E HEHC an - JAryETHTe S ws
Epann Paananis ihen PrreecTes lata poase s Tur ofgansa Sabasensic I nko 5} An]
Samplel Actaxon Koucrantum KaHCTanTHHOBAY 19.03.19%0 51 PLASMA - C22.1.C23-24 ~ 5 o ® o
Sample? CmoHEHKD Buranas Cepreesqy 02051981 ] FFPE - CZR21C2324 ~ £ =) ® W
Sampied Kapumar AsacTacin Butansemsa 03.02.1983 ) FFPE - CZ1.C2324 ~ O 0O ® B
Oncohllas_lest = * 9 O @ @
LS i i - (F . s Gt TR [ o] EFERE - P 0 B - Ty Y - ol

. _.:_|.| 18 W T Of0E 04

PucyHok 11, ¥YnaneHue v ucknwyeHre obpasya u3 aHann3a gadHbIxX

LWar 6. [Nocne 3ageplieHUA BBOAA UHGOPMALMK 2AMNYCK aHANW3A OCYLWECTBNALTCH C NOMOLLLIO KHOMKKM «33anyCcTUTEL aHanuas



Nars ra=ypsa Finarfopsa (o eephnasien

14.10.2022 = Helicon - Zanyetums a4anwa

Ofipasvn [ ST [ Or=acmin S po g s i fipaaa 1) Sabursuniie Nkd  OKD
Samplel AcTaxos KosscTasTin KowcTanTwwoms 19.0317%0 [}  PLASMA - czicasn -~ O O @ B
Sampled CrmoHanxn Butanni Coprovamy 02 05 1981 = FFPE - C221.023.28 ~ O IC} @ 0
Sampled Kaguman Awacracus Butansensa 03.82.1983 ™ FFPE o C221.C23-24 ~ G D o f
Dncobdins test ca " c O O & @
ARCLAETE | ——— = RTIT + e EEDE == Pl P 4 = % ) . a

+ NoGaavre cbpades

PucyHok 12, 3anyck aHanu3a faHHbIX

LWar 7. MNocne cozpaHua 3a9BKW Ha aHanu3 AaHHbIX, @8 CTAaTyC MOXHO NOCMOTPEeTE Ha rMaBHOW CTPaHMLE Ha BKNagke «AHann3 AaHHbIX».
CraTyc 3anBKMW yKa3aH B konoHke «Cratycs. [Nocne oKOHY3HUA aHaNM3a AaHHbIX, 33ABKa NEeperieT B cTaTyc «AHanu3 3aseplied»,
KoTopbii ByneT oTobpaxeH B KONOHKe cTaTyca.
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PETYARTATON HA CTRaMALY

° [TpocMoTp pesyneTatoe aHanu3a. [locne 3agepleHWs aHann3a AaHHbIX Pe3yNbLETaThl MOXHO CKa4aTh Ha BKNaAke «AHaNW3 AaHHBIX» B

euae Tabnuuel .xlsx, nubo B popmare .pdf.
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+ 3 BT CTH T EHEN A B i

FanmKe e TECTH PO e Ofpasgm ARBNNI QAHHBN

Bata weyria HanniE [aTh CRERRHSEO BRSPS [iramfcgmes Crumit I'l::,m Npewne 96 F:"I:-m
21122033 15122023 Helicon AHaning IaAcpLIeH 1 1 12 i
18.12.2023 15.12.2023 Helican HumepnpeTauss pErynsTaTon 17 ? 2.12
05.12.2023 26.11.2023 lllumina MiSeq AHBAWI 1B0EDLIEN 1 1 242 H
i) CeauaTs BCE DTUETEI
30112023 24.11.2023 GeneMind Genalab M Amanini Jbaepiion 2 2 23
iy Caauars abniuy o
eIy RETATAMMN
- |
28.11.2073 04.11.2073 Helicon ANSNRT IDBEPLLEN 1 1 bR :
1-5m35 30 =  pCIYNRTATOE WO CTRAMMLY

PucyHok 14, Beirpyaka gadHelx nocne aHanusa

Tabnuua c pesynstataMu ckaymsaetcs B ¢opmate .xlsx. B kHure EXCEL npucyTcreyoT nuctol: «QC» u «result». Ha nucte «QC»
OTpa)eHbl pe3yneTaTel aHaNM3a KavecTea AaHHbiX. B ctonbue «RESULT» ykaswiBaeTca MTOroBLI pesynsTar:

e PASS - obpasey npolen KOHTPONE Ka4ecTBa AaHHbIX

e FAIL* - obpaseu He NpowWwen KOHTPONb KaYyecTea AaHHbIX

a1



Takxke Ha nucte QC OTPaXeHbl KOHTPONEHBIE METDUKK aHannia KadecTea JaHHbBIX:

* TotalReads - obiuee KONWMYECTEO YTEHMIA

* ReadsPooll - konnyectso YTennit B nyne 1 [ans AByxnyneHbix naHene)
* ReadsPool2 - konnuecTeo yTeHuit B nyne 2 [ons aByxnynsHelx naHenen)
« Q30 - konW4ecTBO H.N. C Ka4ecTBOM Npo4YTeHns Beiwe Q30

¢ OnTargetFraction - KonM4ecTBO NPOYTEHWIA, KAPTUPYEMBIX Ha Lenesble obnacTw
reHoma

e Uniformity - yuudopMHocTs NokpelTHa [NpoueHT Lenesslx pernoHoe ¢ nokpseituem 0.2
M EbllUe OT CpedHEro NoOKPeITMA ULenNegoro FIEFHDHEI

* SensGermlineAC - wHTerpansHan pac4eTHan YYBCTBUTENBHOCTE AETEKTUPOBAHKWA
HMIBECTHBEIX KNWHUWYeCK-3HaAY MM bIX IHHTG!'EHHbI)E] HacneaCTEEHHbIX
MyTauuin-ocHosaTensa (ecnu naHens ux HDKprBaET] (e cooTBeTCTEBMM C [lvanov et al.,
2019])

* SensGermlineHP — MHTerpanbHan pacyeTHaa YYBCTEMTENBHOCTE AETEKTUPOBAHUA
W3BECTHBIX PACNPOCTPaHEHHBIX HACNEACTBEHHLIX NTEHETUYECKWX BAPMAHTOB, KOTOpLIE
MOrYT BbITh ACCOUMMPOBaHLI C YYBCTBUTENBHOCTEIO K TEpanuu / NoBbILUEHHBIMK
pUCKaMK oHKonoruyeckux 3abonesaHnia (B cooteetcTemMK ¢ [lvanov et al., 2019]).

* SensSomaticAC = MHTerpaneHan pacyeTHaa YyBCTEMTENLHOCTE AeTeKTUPOBAHWA
M3BECTHBIX KNMHUYECKU-3HAYMMbIX COMATUYECKUX MyTalui (B cooTBeTcTBMM ¢ [Ivanov
et al., 20191}

* SensSomaticHP — wHTerpancHaa pacyeTHas YyBCTBUTENBHOCTE AeTEKTUPOBAHMA
COMaTMYECKMX MYTALLMMA B MIBECTHLIX PEKYRPETHBLIX NO3MLMAX COMaTHYECKOTD
myTareHesa [xotcnotel| (8 cooTeeTcTBuUM ¢ [Ivanov et al., 2019])

* Coverage - cpefiHee NoKpbiTHe LieneBoro pernoHa
* EvennessScore - yHubopMHOCTe NokpsiTUa [B cooTBeTcTBIM ¢ [Konrad Oexle, 2014]]

* MAPD - yundopMHocTs NOKpLITUA (MeauaHa abconioTHbIX NapHbIX OTKAOHEHWA
MOKPbLITUA COCEAHWUX aMNIUKOHOB)

» CoveragePooll - cpegHee nokpsiThe yenesoro pervoqa nyna 1 (Ana aeyxnynsHeIx
naHenen)

e EvennessScorePooll - yuudopmHocTs nokpeiTua nyna 1 (e cooTteetcreuu ¢ [Konrad
Oexle, 2016])a neyxnynsHbix naHenei)

* MAPDPooll - yHudopMHOCTE NokpeiTHa nyna 1 (Megnana abconioTHLIX NapHbIx
OTKNOHEHWIA MOKPbLITUA COCEAHMX aMNIUKoHOEB] (BN ABYXNyNbHbIX NaHenei)

* CoveragePool2 - cpefiHee nokpbiTUE Lenesoro pernoHa nyna 2 [ans aeyxnynesHeIx
navenei)

* EvennessScorePool2 - yuudopmHocTs nokpeitus nyna 2 (e cooteetcreun ¢ [Konrad
Oexle, 2016]) [mna pByxXNyNbHBIX NaHene)

* MAPDPool2 - yHudopmHoCTs NokpsiTua nyna 2 (MeguaHa abconoTHeIX NapHbIX
OTKNOHEHWIA MOKPLITUA COCEAHMX aMNNUKoHOEB) [pna ABYXNyNbHBIX NaHenei)

* B CNy4ae, ecnv GﬁpB.EE.‘LI, HE Npowen KOHTpONb Ka4eCTea daHHbIX, 3 kO O'prEEIE'.'LI, B 3anycke npowen KOHTpONb
KaqecTEa, PEKOMEHAYETCH NOBTOPHUTE MCCNefoBdAHWE Ha APYIoM Buonorvyeckom MaTepuane 3Toro e NnayreHTa.
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PucyHok 15. Mpumep Tabnuuel c pesynstatamu (nuct «QC»]
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Ilna 06pa3uos, KoTopbie He NPOXOAAT KOHTPONb KAYecTBa AaHHLIX, NocNeayolnid aHanns AaHHbIX [BKN0Yas LeTeKTupoBaHue
MONEKYNAPHBIX aNnbTEPaLIMIA U MHTEPNPETALWA PE3YNLTATOB) HE NPOBOAKMTCS.

Ha nucte «result» kHurn EXCEL npueoasTcs pe3ynsTaTthl AeTeKTUPOBAHWMA MONEKYNSPHLIX ansTepauni. [NpusoasTcs Bce TUNLI
obHapyxeHHbIX ansTepaumit, Bknouaa: SNV, MNV, indel, CNV, MSI (g 3aBucHMocTu 0T HazHayeHua Habopa peareHTos). Yka3vigaeMele
TeXHUYECKWe XapakTepUCTUKN AETEKTUPOBaHWNA MONeKYNApHbLIX ankTepauuin eknioyaioT: AD [KonuyecTeo YTeHUA ankTepHaTUBHOMD
annensl - Tonbko gns SNV/MNV/indel], DP [obuwee nokpbiTie caitta BapuanTta - Tonsko gna SNV/MNV/indel/CNV), VAF (yacToTa
aneTepHaTUBHOIO annens nocne Koppekuuu — Toneko ana SNV/MNV/indel), CN [konwuecTso konui rena - Toneko gna CNV]. Ha nucre
«result» NPUBOAATCA TONLKO KNWHWMYECKM 3HaYMMEIE BapuaHTsl (B cooTeeTCTEMM € HazHayeHeM Habopa pearedToe, a Takxe B
COOTBETCTEMM C KINHWYECKUMMW peKoMeHaaunamn MuHnuctepcTea 3apasooxpaHerus PO

£ =

oL e h.l"hl'_L

A | B C

[SamplelD Samplets Gene
| 58551001 Oncoditlas CON12
| 58951-01- Oncodtla: COEI2
5895100 OneoAtlad CHEK
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52793-01-1 OneoAfls: PALBY
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danaging garmime 96
demaging germiine 484
damaging germiine i
danaging germiine 76
demaging germime i

0L3lE

04831
oLTIE?
0LE273
LY.
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frameshif chrl7:3762 c 2309 _73 p. Tre 7705 ENSTDOO00447079
splice_doichrd2:391. c573+16> -
stop_gain chriTA1% cATS206 p. Tyr 1568 ENSTOOO0 rs8035743 -
frameshif chrlf:236: ¢ 1958_1% p CysS53T ENSTOOONDE1584

Pucyrok 16. lNpumep Tabnuubl ¢ peaynstataMu [nucTt «result»]
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OTyeTkl No KaA oMy DEF}EELL'}F MOMHO CKa4YaTh C NOMOW BN KHOMKKW «CKa4aTk BCE2 OTHEThbl .
B Kax oM OTHETE eCTh pasfenbl:

1. 3aknwoyeHne;
2. MpunoxerHue.

B paspene «3aknioueHue» ecTs nogpasgens «CeogHas Mupopmauna»; «PesynstaTts»
[MonoxuTensHeli pesynsTat o3Havaer obHapyxeHne ofHoA unu Bonee MoNeKynapHON
aneTepayuiu, KotTopasa ABNALTCH KNMHWYECKW 3HAYUMMON B COOTEETCTEMMN C HAZHAYEHWEM
Habopa peareHToB, a TakKe KNMHWYECKMMUK pekoMeHaaumamMmu MuHucTepcTea
3apasooxpaHenua PD); «CTaTyc MukpocaTennuTHoi HecTabunsHocTu» [Npueogutea
ToNkeKo ecnu obHapyxeHne MUKpocaTenNUTHOW HecTabMNBEHOCTH BXOAUT B HA3ZHaYeHWe
Habopa pearenTos [cm. paspen «Onucanue U HasHadeHne»)); «OBHapyxeHHbIe
redHeTMyeckne BapuaHTe» = YKa3biBAKOTCA TONBKO KNMHUYECKW 3HAYUMBIE reHeThYecKme
BapMaHTEl B COOTBETCTBUM C Ha3zHavyeHneM Habopa peareHTos, a Takie KNUHUYECKUMK
pekoMeHgauuaMu MuHucTepcTea 3apasooxparedun PO (ykaseigaoTca Kak Mapkeps!
YYBCTEMTENBHOCTU K TEPANUK, TAK WU NATOreHHble reHeTUYECKUe BApUaHTHI,
ACCOLMMPOBAHHBIE C PAZBUTHEM HACNEACTBEHHOMD OHKONOTMYECKOro CUHAPOMA;
pazfene ykKaielBalTCA cnegylole TUNkl MoNeKynapHeX ansTepauui:
SNV/MNV/indel/CNV]; «MuTepnpeTayus pesynstata» Enpmo,qmcﬂ HavwmeHoBsaHuA MHH
NpenapaTtoe B COOTBETCTBUU € 0BHapyXeHHbIMU NPeaUKTUBHBIMI Mapkepamu;
«KavyecTeo gaHHbIX»,

B pazpene «[lpunoxeHue» yka3lbieawTcs Bee 0BHapyKEHHbIE MONEKYNFAPHBIE
ansTepPaUnK, KOTOPLIE HE ABNATCH KNMHWYECKKM 3HAYWMLIMKW B COOTBETCTENM C
HazHayeHnem Habopa peareHToB, 3 TAKKE KNMHWYECKMMKU PEKOMEHAAUMAMHK
MwHucTepcTea 3apagooxpanedna PO, 4To BKNOYSET: 3HAYVMEIE PUCK-DaKTOPRI
Pa3BUTUA OHKONOrnyeckux 3aboneeaHui; hapMakoreHeTMYECKME MAPKEPE; APaHBEPHbIE
COMaTMYECKWE BAPWaHTHI,

HECTPDHKH redepalMi oT4eTa OOCTYNHEl B ﬂpD¢tI—1J’I€‘ MNoNe30BaTENA:
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212 O

5] CranaTh DOE OTUETH

21
- Crauars Tabinmuy ¢
T pENNETaTAME

2z i

= PEINETATON M CTRAHMUY
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° MpocMoTp pesynsTaTos aHanM3a otaensHoro obpazua. CnUcok NpoaHanuM3IMpoBaHHbIx 0Bpa3luoe qocTyneHn Ha Bknaake «06pazubi»

rmaeHom CTRpaHWUE:

m S

3anBcK MO CEXBEHAPOBAHKE O6pazuyi
Apxen ofpaiyca Mocneguai 3anyce
[HEpa vy

Sample_01/ 36445-45543 (UID: 57185-01-01)
Kapusmas Auxa Oneroasa, 1993-01-15

53 [UiD: 78314-01-01]
Kapumas Awna Onercena, 1993-01-15

ADD_& |UID: 14750-01-01)
Kapuwaw Axxa Onerosxa, 1993-01-15

ADD_5 IUID: 59813-01-02)
Kapumas Awva Onercena, 1993-01-15

ADD_é& |UID: 59834-02-01)
Kapumas Asva Qrerosna, 1993-01-15

Avianmii

Nasene 2

ABC

Alass

Atlas+

ABCs

Kawrtjicemm

-
ENUECTES -

MNpoAges

He nporpaw

MpoAnen

Npainen

He npomges

PucyHok 18, Bua cnucka npoadannanpoBaHHeix obpasuos

Peaynuiat 3

MonosuTensrnld

M/A

MonosuTenbrsf

MonoswenHe i

N/A

\wTAT Al Q,

B obugyts
L © e - AR MO TR
2022-04-15 Aa
2022-0&-15 Her
2022-0&-135 Her
2022-04-15 Her
2022-04-15 Her

Beps am nasnnadn g

213

2.1.3

@ B &
® B &
®@ B &
@ B &
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CkauaTe otueT B popmate .pdf no oTaensHoMy 0BpaszLy MOXHO C NOMOLLLIO MKOHKW «KHUrax». [lng nepeMewenns obpasua B apxue
HeoBX0AMMO HaxaTk UKOHKY «kop3uHa» [npu nepexoae B apxue obpasuos MoxHo Nubo BoccTaHoBuTE oBpazel v3 apxuea, nubo yaanuts
ero okoH4aTeneHo). [lnA AeTansHOro NPoCMoTPa M PeAakTUPOBaHWA Pe3yNLTaTOR aHaNM3a no obpasuy Heobxo[MMO HAXaTb MKOHKY
«rnas».

Hoawd ananns Ananuruna Flepedme B npoduis

Fanpew WA COKBEMAPORAHRE OBpazus Asanuau
Adpxun obpasyos Mocreguum 3anyce | Baemgare DD, nas | P V2 WM P TeTE BAIA G‘, Ai i i B
K= itn B abumi
Ofpanes, Nawade = [ —— Peiyhsial 5 fLava iea froRinnn 8 i Begicen fiddiidd=i
Sample_01 / 34445-45543 (UID: 57185-01-01)
= ABC MNpoages Monourensme i 2022-04-15 a 213 .
Kapumay Asma Oneroewxa, 1993-01-15 A @ &
53 [UiD:; 98314-01-01)
ABC H Pt 2022-04-15 H 213

Kapusan Aina Oneroswa, 1993-01-15 S npohas i3 © B @
ADD_& |UID: 14750-01-01)

i Al Mporges Ma g 2022-04-15 H 213 @
Kapusan Awa Oneroswa, 1993-01-15 b e g = o 8
ADD_5 |uiD: 59813-01-02)

i Atla MNporges Monoxwren i 2022-04-15 Het 213
Kapuman Anwa Onerosa, 1993-01-15 " Po P © B @
ADD & |UID: 59834-02-0

™ ! ABCs He nporges MA 2022-04-15 Hat 213 @ 0 @&

Kapuman Axna Onerossa, 1993-01-15

Pucyrok 19. BoaMoxHele onuun paboTsl © pe3ynsTatoM aHanu3sa otaensHoroe obpasua: «kHura» - ckaqats otyeT B popmate .pdf,
«KOp3WHa» - NepeMellieHre obpasua B apxue, «rna3» - AeTankHeIW NPoCMOTE W peflakTUPoBaHME Pe3yNLTaTa aHanuia



HeTanbHbiA NpoCcMOTp pe3yneTaToB aHanusa obpasuya no3sonseT pefakTUPOBaTL Pe3yNbTaThl JeTeKTMPOBAHWA reHeTUYeCKUX BAPWAHTOR,
WHTEpNpeTauunio pesynbTaTos, cKavaTk pe3yneTatel B dopMarte .bam, npocMoTpeTh pesynstathl 8 Genome Browser, a Takxke
pefakTUpoBaTh MHGopMaLMio no obpaszuy/naunenTy ¢ nocnegyouuM oBHOBNEHWEM FrEHEPUPYEMOrD OTYETA.

DEpatvo K CAMCKY PEIVALTETOS ROSHTE B NpoRMAL

KoxTpons kavecTea npolgeH Nanens: Solo Atlas+ Sample_01
y Commp=wppasves w3 |llumma NeclSeg, 2077 06- 16 K apupsage Aasia Onerpmsa, X 19930015
Tin obparus: FFPE

Jabanemasue: NAIQPTaRLLe BEs

. S findel . Chy '. COMATHIRCE NG B P NEOL THE e gl ETAEAHEC N R e TP Aavs wemeaosam: 20770414 [ama 1088 WATEEMERG; e FIELTHO
q Wi roummn Bol i TEpWasa) vmuma Mypanpoass maTeovata: 17 A1 AT
e T L] T
. Dmmrisny; C30 Pan np R e e - fumler et e AfiFEL ROl
TLaMOMO, 1B Trages
O Feseunon = s = MAF & VAFICN S Py = =
Pegastupomats I gwdpalivn atyeTa Dtnpanwts apdsy
BRAF e T a0 S s T g 19 [ s
GoF/D/LY ENSTOOOMZIBANT p Vsl 00 3.9e-0% 34% 26346
A& cmugruacrns ENSTOIDOOZRAMNT © 1799 =4
MukpocatennutHas HecTabuneHoCTL 2405 Mperpasa RapkasTa CEMATHME
FippeT naguIeTa arrwmnpyaiwd [GaF]
% 17 I TG0 g1 91 | el i VAF - 3% LAD - 1458, D - 10031 |, Macreta n soux ofipacies - 1 010 7 10210]
LaFfo TP53 ENSTOOD0UZEFI0% p. Ser 10651 Terdd L] 10% 3234 )
il I CEm T nmit EnGTO0000 264308 ¢ 3t bdup (Lt CosMC OMOMAD  SIFT  CAROD  MuolPred  splicedd
COSVIa0Sessd o o L] L]
o 10 RS T TG GT (hg 19 1 G inmange hal1¥ BEECTETASTTACGAACTC TAGETCTATCCCOATCCAS
al PTEN ENST0000007 1950 p LeuSTPaataTers il 13% 4358 apymere sapwana fhg 1) -
(£ A T ] EMSTED0GITIS) 1T 0dup A
- PTEN b |G- FRRTTAVRT A SA ) TR | g i i
ENSTOO000IT19SY: p Pro i3 ThrisTerd [i] 14% 1575
Clmid ey sl EWSTHOAYT195) ¢ Wddup

Hasi e T MW TEOMEE TN

Pucyuror 20. lNpumep petansHoro npocMoTpa pe3ynsTaToB adanuia obpasua



PepnakTupoBanue uHdpopmaumu no obpasuy/naumeHTy LOCTYNHO B NPaBOil BepXHeH NaHenu ¢ NoMoLLbio KHONKW «PeaakTuposaTe». B
OTKPbIBWEMCR oKkHe Heobxoammo 0bHoBNTE MHdopMaUMio U HaxaTe kHonky «CoxpaHuTe». Beepenuslie fannblie ByayT oTobpaxeHs B

OTYETE NOCNE Ero HOBOW reHepal WM.

DEparHo & CAMCRY PRIYARTATON |

KoHTpons kadecTea npoipeH MNaHens: Solo Atlas+

- s 1 Cesgernposanm b lllumna NeatSeq, H22-04-14

- SMV/indel - Chv . COMBTHSECKIE . HECNEACTBE N hig KAl L HETHE WIS BpTedECTE
Wiy .'.__.’__ i Bnegete men v s JIEN IR Q
O Gsimocn 2 Tesi® MAF £ WAFICN = PpyAL &

el DRl T (1 17/ mor ot
ENSTOOOD0IEE40Z o.¥al 40000

d.9e-6% 4% 2636 ]
EMSTO0D002BB402 = 1 799T=4

- Mukpocarennutian HecTabuneHoCTs 2505
i P53 17 TR0 S00 gV ¢ vt
LaF/D ENSTOOO00244305 0. 5er | el Terdd i} 10% 3234
ol i i ! G0 ENSTO0OD2AFHIS . ddup
PTEN O 10 IRAASITOO =G T g | VT ol s s

ENSTOOODITI#53 9. LeuSTPheta Terd ] 13% 4358
ENSTDODBOGT1#532. t Midup

i

P-TEN e 1R FRRTTEITC LA By 19 | diihmainid
ENSTOO00MIT1943 . Pra O3 Thris Tari i} 14% 3675
TomErrrT ENSTOO0003 71953 «. Moadup

Sample_01

Kagumas Aena Onerossa, X_1993-01-15
Tan obpamga: FFPE

Jalh LRI T e
Dava sccpegomasies: 20206 14
Merosnne SHoaTERRAND] silss

fata 1afopa maTepEaRa: MOEIECTHD
M pes poais maTepuang: J72A1A020

Omaresy; CI Pax ng
TLaNOMO, 18 veagem

g - R LD A --

Pegaurmpanars

I enepaEn DTHETH

UTNEEEATE BpAYy

Mpagoss sapessis

AgeheaT BAQRAHTA

ExTwn pyso nit [DoF]

WIAF - 34%. [AD - 3008, DF - 10021); Yecrata 8 wens obpadigss - 1% 110/ 1021)

dEGNP Cosmic

COSYRASG4]

ONOMAD

okpymssiee gapuanta |hg 1%

GIFT CADD  MutProd  aplsshl
1] o] N N

GOGCTCTAGTTACOAACT. ADGTCTATCCCOATCCAD

MOl

Masiemdfe aerepnpetayno

PucyHok 21. Mepexoa k pefakTUpOBaHKIO pe3ynsLTaTor aHanu3sa obpasua [esigened kpacHoi pamkoit)
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Wudopmayus ob obpasue/naunenre

OcHoaHan WHdOPMaLKUA

[T Harsrpdersrog abeanarngereta
KoBanisicmik Sample_01
s MNoe
O Myxcroi e ki
OTsscTas liama peiomginms

Hudopmaumun o Guonoruueckom obpasue

Tirs Spegemtyrms ecwiere oSpaius Aara safops sarepeans frog, secmal
2023
Mieoin Jopras| safaps serepaans [ars 1sfops uarepeans [uecuy, sucas]
KoBansckma 1
Mapawponka sareprana Hdata 3afopa warepaana Lopws, wecnal
2023/58276 - M) 3

PucyHok 22. OKHO M3MeHeHWUA WHQopMalmn ob obpasue wnu nayueHTe

B ocHoeHOM Tabnuue npueefeHsl Bce 0BHapyKeHHbIE MONEKYNARHBIE ansTepaunu, ekmoydas SNV/MNV/indel/CNV/MSI [Tuns
[eTeKTUPYeMbIX MONEKYNAPHbLIX aNsTepaliil MOryT 3aBUCeTh OT HasHadeHua Habopa pearenTor]. B KONOHKE «3HAYUMOCTE» NPUBELEHA
KNUHKYeckas M BruonorMyeckan 3Ha4YMMOCTE KaXA0M MONEKYNAPHOW ankTepauunu:
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[L]]: MOneKyndApHasa ansTepayla ABNAeTCA NpejuKTUEHBIM MapKepoM B COOTEETCTEMK
C KNMHWYECKMMK pekoMeHaaumamn Munnctepctea 3apagooxpanerdns PO

[P]: reHeTUyeckmnii BapUaHT acCOUMUPOBAH € HACNEACTEEHHBIM ONYX0NEeBbIM
CMHAPOMOM

[L2]: MmonekynapHas ansTepauus ABNAETCH NPEAMKTUBHEIM MapKEPOM, KOTOPLIA He
BXOAMT B KNWHUYECKHe pekoMeHgauum MuHucTepcTea 3gpagooxpaHenua PO, Ho
BXOWNT B MexayHapoaHble pekomerdgaunn NCCN/ESMO/ASCO wnum uMeeT 3Ha4YMMOCTL
|-1ll ypoBHA B COOTBETCTEMM C CMCTEMOW YpOBHEN AokazaTensHocTH ESCAT

[PgX]: reHeTUyeckmit BapHaHT acCOUMMPOBAH C TOKCUYHOCTLIO NPOTUBOOMYXONEBON
Tepanuu MM He3HAYMMbIM CHUXEHWEM eé abdeKkTMBHOCTH [dapMakoreHeTHYeCcKuin
mapkep)

[R]: reHeTU4YeCKWi A BAPWAHT HE BCCOLMWPOBAH C PA3BUTUEM HACNEACTBEHHOMD
ONyX0NEeBOro CHHOPOMA, HO MPUBOAMT K CTATUCTUYECKM-3HAYMMOMY NOBLIWEH WD
pucka oHkonorudeckux sabonesanuit [puck-dakTop)

[D]: MmonekynapHas ansTepauns NoTeHUManLHo AEnAeTca (MK MoXeT ABNATLCA)
ApaneepHbiM cobbiTeM B KaHUeporeHese (OTHOCKUTCS K NOBPEXAOWMM BAPHUAHTaM B
reHax onyxoNeBsoMn CYNnpeccuy Wiy akTMBMPYIOLWMM BAapWaHTaM B OHKoreHax)

[GoF]: monexkynapHana anbTepauua NpUBOAMUT K 3HAYUTENbHOMY NOBLILIEHWID
aKTUBHOCTU NPoAYKTa reHa [akTueupylownia BapuanT / gain of function).

[LoF]: monexkynapHan ansTepauMa NpUBOANT K 3HAYUTENEHOMY CHUMXEHMWI0 aKTUBHOCTH
npoaykta reda [noepexpawowmin eapuant / loss of function].

[N]: MonekynsipHan ansTepayma He NPUBOAUT K M3IMEHEHMWIO aKTMBHOCTH NPOAYKTE
reHa

B konoHke «leH» TakxKe yka3biBaeTca NoTEHUWaNnsHan NpMpoaa MonekynapHoil
ansTepauunn [HacnegcTeeHHbIR/comaTyeckuin). OnpegenerHue NpMpoasLl MoONeKyNsPHOM
ankTepalli ocyLWEecTENASTCA B cNydae, ecni aHanutoM aenAetca OHK, BeigeneqHan us
BUONOrMYeCKOro MaTepuana, B KOTOpoM MoryT 06HapYyXUBATLCA COMATUYECKUE BAPUAHThI
[FFPE/PLASMA]. AHanuz NnpoBOAMTCA C NOMOLLLI0 METOA0E MallMHHOro obyyeHus Ha

OCHOBAHMW HECKONBKWX NapaMeTpoB, cpel KOTODBIX:

Hanuuwne sapuanTa B 6a3ax JaHHbIX HACNEACTEEHHbIX TEHETUYECKUX BAPUAHTOB U
COMaTMYECKMX MYTaL KA, @ TAKKE NONYNALMOHHEA YacToTa reHeTUYeCKoro BapuadTa B
Cny4ae, ecnv paHee oH yxe Obin 0bHapyKeH B paMKax KpPYNHbIX TfEHOMHBIX MPOEKTOB

HacToTa obHapyxeHwa sapuaHTa B obpasuax FFPE 1 uensHoi KpoBK No akkayHTy

YacroTa ankte PHATWUEHOMO annens KOHKPeTHOro BEapladTa B HTEHWAX, NOKPBIBAOLW MY
CalT BapuaHTa

YacTtoTa anete PHaTWUEHOMo annend Bnuznexaw|mx HUHHMDPq)HSMﬂE

BepoaTtHocTs nonHow geneunn reda [LoH) B Yactn onyxoneesix knetok
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- BEPDFITHDCTI:: NpoMCXONOEHKMA KDHK;]ETHOF‘I H?KHEOTH,D,HGI:! FdMeHbl B COMaTHUY2CKOM
WK HacneACTEEHHOM CTaTyCe

* AnpuopHan BEPOATHOCTE 0BHAPYKeHWA COMAaTUYECKOro UK HACTeACTBEHHOTO
noepexpatlero (Mau akTevpylouiero] BapuaHTa B KOHKPETHOM reHETUYECKMX

* YacToTa anete PHaTUEHOro annend npoYyux ROCTOBEpHO COMaATUYECKWX U NOCTOBEPHO
HacneCTBEHHbIX MTEHETUYHECKWX BApMaHTOB B ONYXoneBoM ﬂﬁﬂEIBLI,E'

B cnyyae, ecnv no pesynetataM BuonH$opMaTUYECKOro aHaNW3a BapuaHT C
BepoaTHOCTEI0 95% v Bonee ABNAeTcA HacNeACTBEHHEBIM, TO B pe3ynsTaTtax aHanusa byner
OTMEYEHOD, YTO BAPMaHT ABNAETCA HAcNeACTEEHHbIM,. B cny4ae, ecnu no pesynstatam
buonHpopMaTHyeckoro aHanyM3a BapuaHT C BepoATHoCTLI0 95% 1 bonee asnaeTcs
COMaTHHYeCKMM, TO B pe3ynsTaTtax aHanusa byaeT oTMedeHo, 4To BapUaHT ABNAeTCH
COMaTMYECKMM, B oCTanbHbIX CNy4anx B pe3ynsTatax aHanw3a byfer oTMeYeHo, 4To
HacneACcTBEeHHYID/COMaTUUeCKy NPMPOAY BAPMAHTa LOCTOBEPHO ONPefeNuTh HEMb3A.

B cnyuae, ecnv Ans nauveHTa paHee yke BbinK NonyveHsl AaHHLIE CEKBEHUPOBaHUA
KPOBMW, aETOMATUYHECKH NPOBOAWTCH CONOCTaBNEeHME OﬁHEp'_'.I')KEHHbIK paHee B KPOEW
reHeTUHeCckx BEapyMaHToE W Npupofa BapWanTa onpedenAeTcd JOCTOBEPHO Ha OCHOEaHMK
CPaBHEHMWA C HOPMaNbLHOM TKaHbl. [ocToBEPHOCTE ONpefeNeHns NPUPoALI BapMaHTa
oTobpaxaeTcq B reHepupyeMoM oTyeTe popmMata .pdf.
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Hanwnume MKOHKKM «OroHb» pROOM C ﬂpHpDﬂDﬁ BapWaHTa B KONOHKE « [eH» O3Ha4aeT, HTO BapMaHT ABNAeTCAH M}I'TELI,HEIFI OCHOEaTend I,[Irl'IFI
HacneACTEEHHbIX BHPHEHTOE] MnW pacnonaraeTcd B NO3WUWK perKYpPPeHTHOr? coMaTUYeckoro MyTareHesza f XOTCNOT BEAapWaHT [.ﬂ.l'l'FI

COMaTHYECKWX BapWaHToB).

D6parTD K CRACKY PEIYALTETOR |

KoHTpone kavecTaa npoiaeH

MaHens: Solo Atlas+

Cosweuaponavise a lluminag NestSeq, 20220414

. SMvfindel . CNY . COMATHYECIES . HACNEACTREH e KRHHHUETER HETHIIHELIE apredarme
mwfianety SN i HEE@NTe MW WAl ESpeaHT Q
Fem 3 MAF 3 WAFICN 3 PYAL 2
HRAF— chel TABRATTAGAT [ 191§ mpromr

ENSTDOODO2BAL0Z o Vsl ADDG Ly
A comumepcaind ENSTOOO002 884032« PP T4

3 9e-b4% 34% 25636 ]

Muxpocarennutran HecTabuneHocTs
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PTEN £ 10 IRETION BT Toug | ¥ F Gepebmnife
ENSTOOODIIT1753 p Lew i TPhets Terd

TOETieL ENSTOODOITI¥50c. \ Tduwp

PTEN o 1 RN PE W -E D 17 s
EMSTOOONII 71753 p. Pra 100 Thra Terd

ToMeT et ENSTDOODDITT#53c. 306 up

24605
0 10% J234
] 13% 4358
0 14% 3575

MNeperTe 5 npoduns

Sample_01

Eapupsgs Mmva Onerposa, X 19930115
Tien cbpamys FFPE

Mot LT # e
Dira wcemegonames J007-04 14
Hrrosnme SnouaTepmand) ¢ i

Bata 1abapa matefimany: simnes i
‘Mapsspoans marepsana JTIAATT

Amarway CI0 Pan rpasgis e, peeeme e - Gerfigee peni) AL
TikaMOM0, 18 wwagem

Penastvponate Tewepaen oTeeTa mpanets Fpawy

Npupoaa sapeaurs COMETHER NS
e Twww e igwt [GaF
VOF - 4% LAD - 3408; 0P - 10021 ); Yecmoe 8 wone obpasuas - 1% 107 1821

et RAPHINTE

dbSNP COsMc GMOMAD SFT  CADD  MutProd  sploaid
13 COSWLa05E4L3 Te-d o D N N

okpymewiee papeanta [hgl¥) GOGCTCTAGTTACGAMTT . "AGGTCTATCCOGATCCAD
R L)

MOTE i GEr & B

Hasigmnnte muTepnpeTaymm

Pucyrok 23. Npumep 0603HaYEHMA CUMBONOM «OroHb» BapWaHTa-MyTalUWK OCHOBATENA [ANA HACNEACTBEHHLIX BAPMaHTOR) MK
BapWaHTa, pacnonoxXeHHOro B No3WLMK PEKYPPEeHTHOrO COMaTUYeCKOro MyTareHesa / XoTcnoT BapuaHT [ona comaTtuuecknx BapuanTos)

62



MaHens pUnLTpaLMM MONEKYNAPHbLIX ansTepaunii no3sonseT oTobpaTe BapuaHTsl, koTopsle byayT oTobpaxeHs! B ocHOBHO Tabnuue

OBpatvo k cRWeKyY PeiIyibTATOS

KouTpons kayecTea npoiaeH

Mawuens: Solo Atlas+

Covnewmponamn wa [lumina Neat5Seq, 0270414

. SHVindel . CHv . COMATIMECKISE - HECNEMLTHENH e
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Sample_01
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duENP
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COMATEYRTERE
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okpymviie sapuanta [hgl19l  GEGCTCTASTTACGAACT TAGETCTATCCOGATCCAG
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Pucyrok 24. MNanens dunsTpaumi MonekynNapHeIx anetepaumnii [obo3HaveHa kpacHoi pamkoi]

H2MaHWTh MHTE N PETEYW0
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HaxaTue Ha cTpoKy KOHKPETHOR MoNeKynapHOA ansTepaui B 0CHOBHOM Tabnuue nosgonaeT npocMoTpeTs JeTanbHyo MHGOpMaLKno No
Ka4ecTBy leTeKTUPOBAHWA 3TOr0 BApWaHTa, a TakXKe ero aHHoTalKuio B NPaBol HIKHEW NaHenu.

OBpaTHo K CNWCKY PRIYNLTATON
KoHTpone kavecTea npogeH

. ShW/inded ' CHv . COMATIMECKWE

HarrpeETe emBopuy SNV inds Beegere fon dand Bapnad

. HECNEACTBEHHEE

.Sum= Mo

Mauens: Solo Atlas+

Corspesaponimms v llbumeng NextSeq. J027-04-14

ENWHEECER HETHI M hIE

ApTESETH

Q

MAF % VAF/CH 2 PyaAL 2
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T abpaaus: FFPE

Jalmripadenea: Koioperets tesiaf pas
fava wccangonasas: M2 0414
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Jara wafiopa maropeana: wev TS0
Mapurpopea Matepmang 1728NATT

HAnariapy: C70 Pas mpusssil euiine, e posin- o gdes P o an k3
TihuM{Me, B8 Teanes

PegavmiponaTh

Mesepauws oTieTa |

GTO-IRATh GREYY

| Mousnemanicd uapass. 163 P8 111 I fpodespunsh sapmss 11 ]
Mpepogs migwesTe comaTEEITNE

Jperet napeanta axtinepymaws [GaF]

VAF -« 3% L&D - J4DE; DF - 100210, Yacrota @ mons shpamia - 1% |10/ 10217)
duENP ClrsMic GNOMAD  SIFT  CADD  MutPred

COSVRSISE4T [+ o N

orpysesne paprasTa [hgl19)
L Flt ]

splicehl
N

GOGCTCTAGTTACGAMCT TAGGTCTATCCORATCOAG

Himennte HHTERNPE T M

Pucyrok 25. MNpumMep AeTansHON MHGOPMALIMKM 0 KaYECTEE OETEKTUPOBAHWA BapHaHTa U ero aHHoTauua (BblgeneHsl KpacHoN paMkoi)
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Haxatne kHonkw «aMeHnTh MHTEPNpEeTalMio=» B Npa BOW HAXHEH NaHenn Nno3eonaeT MAMeHWTh npupody BapuaHTa [HEl:.l'l(‘.",JII,II:TEI:EHHhIt-"TI1"I
comatuyeckuin / aptedakt) v buonorudeckun addekt sapuant [LoF/GoF/N). MNocne Buibopa HoBbIX 3HaYeHW HeobxoguMo HaxaTk
KHOMKY «COXPaHUTE, B ocHoBHOM TEEJ‘IMELE‘ C NOMOLWBK NaHeNK ¢'I-'TJ'I ETRALUWK MOREKYNAPHLIX EJ'II:TE.‘FIEU,Hﬁ MOMHD DTDEPHRHTI: KaHOAWOaThE
B reHeTU4eCKHME EapWaHTel, KOTORPBIE NO pesyneTaTaM EHGHH(IJ'GPMETH'-I-ECKDFD aHanu3a beinu MPHU3HaHbI EpTEd)EKTEIMH. N3meHeHue
NpUPoLL! BapuaHTa ¢ «apTedakT» Ha «HacNeACTBEHHLIH»/«coMaTMHeCKUiA» 1 0BpaTHO NO3BONAET pefakTUPOBaTL Pe3ynLTaTkl
OETEKTHROESHWA MEHETUYECKKWX BAPWAHTOE. Mocne BHECEHWA U3IMEHEHUNA HEDEXD,I],MMG Ha¥dThk KHOMKY “rEHE‘paIJ.HH oT4yeTax B npaamﬁ
BEPIHEFI naHenu ona Toro, yTobbl C{I)CIPMM POoEATE HOBEIM OTUYET B COOTBETCTBMM C BEeEeHHBEIMW UZMEHEHWAMK B DEIYNETATEI
AEeTEKTMPOBAHWUA MeHETUYECKMX BAPUAHTOB /MK X MHTEpNpeTaLmu.

" Y
Mpupoga sapnakta HacnegcTeeHnel IreTepoanrora) -
Ippext sapwanTa naepesaaiowmil [LoF] -

VAF - 34% [AD - 3408: DP - 10021); YacTora B mowx obpaauax - 1% 110/ 1021]

dhSMP COSMIC GNOMAD SIFT4E CADD  MutPred CHASM
[Z3A1244  COSVA3185428  0.003 o o 3] 1]
[CNT = £240)

oxpyserme apuanta (hg19)  GGGCTCTAGTTACGAACTCTAGGTCTATCCCGATCCAG
AMINNHUEOHK

OrmeHa CoxpabuTe

\__ y,

FucyHok 246, [lpumMep 0kHa ¢ geTanbHoW MHGopMauMen o
Ka4yecTee ,J]IL—.‘IE'KI MPOE3HKMA H.’-J[.'-L-“IE.-]HF&] 1 ero HHHUIL-‘s'._,ME';}- B

DENWME PENaKTUPOBAHUS
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,D.ETE.J"I bHbIMA MPpOCMOTP Pe3yNeTaTOE aHannia Ka4ecTea JaHHbIX JOCTYNEH B NeBo EEPIHEﬁ MaHenu.

L-||'||,'-!-'-|-: K CRACKY DETYARTETOR [tepets 1 i
Koutpons kavecTea npoRaes Mawens: Solo Atlas+ Sample_01
J ) || | Counsmnponaries o lluming NeatSeq, 7027-04-Th g A Oharapsa, 3. 19930115
Tun alipasia: FFPE
a8 ECna [T i [
- SNV/indel - CHV . CORMATHYBE RIS - HOCNELETRE S il HAMBESEERE HOTHE R apredanTe [flora mermenosamen; 702704 14 Dats 5aGopa MaTEpWARE HEWSHECTIS
Q. Microsnnii Sl omaTERHENG | ¥ e s saTepuann. 1TIILATT
e Mmgrisy; S Pax rgaerod oo, gabope s - G [ Lo S 58 8500 Dbl sk
TiaMOMD), TIE reages
. Auatpmcrte o Tosi 2 MAF = VAFICH = PYAL =
PegaaFupanyri MesiPEatpen STWeTs OrTnpanaTL apawy
BRAF cheT AEEEETTRAAST [y 11 ) mprmmesr : =
GaF /DA ENSTIN0MIZER02 . Val 600G 3.9e-6% 4% 2636
& comurinipcnion ENSTOODDZERE0T . V TFI Tl
HHKﬂOfHTEHﬂHTHaH HecTabunsHOCTE 2605 Mpnpuga papess COMITHEECHNE
Tgbnat napusata suruampyw i [GoF]
TP53 it T PEPRATIGAG |heg 191 @prisnsngn WAF - &% LAD - JL0H; DP - 10007 YactaTe @ waes ofipaaues - 1% 1100 182010
ENSTO00002630% . Sor 1 D8GInta Terd] 0 10% 3234 & % ;
DRSS ENSTIOO00Z4v 05 ¢ T &dus dESNP COsSMIC GHOMEAD SIET C&DD MutProg EF|1CI’:|°¢\.
COSVEsDSebd] B D L] L]
i IGSETIIO ST Py T F Qe i o awra [hgl9)  GEGCTCTAGTTACGAACT. TABGTCTATCCCOATCCAR
PTEN ENSTOOOMEITI753 o LewSTPhets Ters 0 13% 4358 ::ml:*::hllﬂpu wra [hg19) 3 ]
TomaFiranCE el ENSTO0OODI 71953« I Todup
PTEN e Tk O PR T = oy 171 st
ENSTIN000371953 9, Prai 3 ThrisTerk 0 T4% 3575
Tamal ik EMGTOO0MOTI¥53 ¢, M04dup 'Y ——— e
WM esETe MHTEDMPETIUH D

Pucyrok 27. MNpumep aeTansHoro NpocMoTpa pesynsTaTos aHanusa KadyecTsa AaHHbix [Belaened kpacHol pamkoit

[Mocne 3asepwenus pabotel 10 «Solo AVES» pesynetathl aHannia coxpaHalTca B BUAe oTHeTos dopmaTa .pdf no kaxpoMy obpasuy.
Kaxaeii otyeT no oTaensHoMy obpa3uy byaeT uMeTs Ha3BaHue eupa SampleName.pdf, roe SampleName - uMa obpazua, ykazaHHoe npu
2ro ,EI,OEEIEI'IEHHH B OkKHe «32anyCcTTk aHanKM3 JaHHbIX». DTKprTb oT4eT no DEPESLI,}' MOMHO C NOMOLLBID nobom nporpaMmMel ona NpocMoTpa
.pdf dpaitnos [Hanpumep, Adobe Acrobat Reader sepcuu 22 1 Bbiwe).
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B oTuete no kaxpomMy obpasuy ykasbisaetcs
uHdpopMauma ob obHapyXeHHbIX reHeTU4ecKnx
sapuaHTax 8 pernorax resos BRCA1, BRCAZ, ATM,
CHEK2, PALB2, PIK3CA [cm. pucyHok 28], a Takxe
MHGOPMaLWMA O KOHTPONBHBIX METPMKaX Ka4ecTBa
Habopa npoyTeHWi, BKNKDYAA TakWe nokasaTenu Kak:
MHTErpanbHan pacyeTHan YyBCTBMTENBHOCTD
OETeKTMPOBAHKUSA PeKypPeHTHBIX FreHeTUYecKux
BapMaHToB, PABHOMEPHOCTL MNOKPLITUA Nyna
lyHudpopmHocTs), cpegHan rnybuHa NokpeITUA Nyna.

MHTepnpeTayns pesynsTaTos. PesynsTaThl cUUTAIOTCA
BaNWAHLIMU, ECAWN CREYIOLLNE METPUKM KaYecTBa
NaHHbIX CEKEEHUPOBAHWA ANS KaX[0r0 MCCNeyeMoro
oBpa3sua cooTBeTCTBYIOT 3aABneHHbIM [cM. puc.29).
KoHTponbHbIe METPUKM KaYecTea PacCyUTLIBAIOTCA C
noMouwsio MO «Solo AVES» https://aves.oncoatlas.ru/,
sepcun 1.03.04 ot 04.02.2023, v npueopaTca g .pdf
OTYETE B PA3fleNle «KaYecTBO AaHHbIX»

[cm. pucyrok 28).

FucyHok 28, [lpumep oTyeTa, creHepMpoBaHHore no
pesynkTatam aHanuia gadHbix 8 [10 «Solo AVES» (Obpazey,
N'6 w3 TecToBoro Habopa AaHHbIX. KpacHbIM BeligeneHsl
OCHOBHbIE 31eMeHTEI oT4eTa. B paspgene «DbHapyxeHHble
reHeTyeckne sapMaHTel» T1PHBD,|1M[C51 CNUCOK
obHapyxeHHBIX reHETHYECKWX BapHaHToe. B paznene
«KayecTEo gaHHbIX» NPUBOAATCA KOHTPONBHBIE METPHMKK
Ka4ecTea HEIHI—!hII Hh!EUHG[IpDMHHDHH1E'III:HL'II o
cekBeHWpoBaHua|

PeaynbTaThl MONEKYNAEPHO-TEHETUYECKOrD R oncoatlas

uccnepnoeaHwa Metogom NGS

HanpansacaHi Apay Dpasey, Mawekr
reT Andopsg g Tun obpaaa; FFPE matenuas ART PSSR HALAR

Hczurax SuMaTeoaana. Ser isbapHawm Loarn pusctenve: ner nHoupeage
Hara sabops HATEE«EME: BT ahdosnsuma Fabatsaanns {87 WO RE AL
Hagsirndmieatap Walapuana: oT disifashm.ii i

Peaynwrar: MonosMTenoHbid

MHEIIMHIIHE FeHeTHHEL KHE BapHaHTbl:

(EHARYEHRARTER [ SACTHTRA
AFE EEEE RGNS annead 5%

BRCAZ chr1d-3271 45294 (hg 17}
ENZTDCO0EI01 53 0 53V A=
EMSTOOLO0ZADTSE :p Lys 301 3 Ter
rsB0353640

Dnwucanwe ncocnegoBaHneA: VIconennsark e BRiNNNHERD © nomoitki Hahopa pearesTos "HELICOME
ABC Mmec” Inpowzaogutens 000 "Ornkofitnac”, rMackeal

KawerTeo AaHHbIX: EHOWHEORMETHHECKAN KORTEONE K3HECTEA NRORASH, | NyDHHE NOKRLTHA: Don0x
|men 7 - 56043, nyn 2 - 5132%]; yredopmucote |MAPLDL: 1.527 lnyn 1 - 1.500; mya & - 1.527;
pACHETHER YyBCTEUTENLHDETR: 10(1%

0748 NREAHARHALAM AR HCNOREIORAHWR CRALMANHCTAME B OBNACTH KAMHUYSCKOR OHKOROFME WWAK FaHETHE
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KoHTponbHble METPUKM Ka4eCcTBa AaHHbIX CEKBEHWPOBaHUA NpW aHanuae
obpasuos [IHK, BeigeneHHbIX U3 onepauvorHoro (BuoncuinHoro) matepuana
nauweHTa uKcMpoBaHHoro B doopmanuHe u 3aknioyerHoro B napadwuH (FFPE)

BRCA1 He meHee 0.96 He Bonee 3 He meHee 5000x
BRCA2 He meHee 0.96 He Bonee 3 He meHee 5000x
CHEK2 He MeHee 0,96 He Bonee 3 He meHee 5000x
ATM He meHee 0.96 He Bonee 3 He meHee 5000x
PALB2 He meHee 0.96 He Bonee 3 He MmeHee 5000x
PIK3CA He meHee 0.96 He Bonee 3 He meHee 5000x

Buoncna”)

KoHTponbHbIe METPUKK KayecTaa AaHHbiX CeKBEHWPOBaHWA NpK aHanwae
obpasuoe AHK, BeigeneHHoi U3 Nnaamesl KpoBM nauveHTa (“KuakocTHas

PIK3CA

He meHee 0.99

He Bonee 3

He meHee 5000x

KDHTpUanHB MEeTPWUKKW Ka4yecTBa JaHHbIX CeKBEHWpPOBaHWA NpKU aHanuae
obpaauos [IHK, BbigeneHHoON UeNbHON KpOBK

BRCA1 He meHee 0.96 He Bonee 3 He meHee 5000x
BRCAZ2 He meHee 0.96 He Bonee 3 He mexee 5000x
CHEK2 He meHee 0,96 He bonee 3 He meHee 5000x
ATM He meHee 0,96 He Bonee 3 He meHee 5000x
PALB2 He meHee 0.96 He Gonee 3 He meHee 5000x

PucyHok 29. KoHTponbHbie METPUKW K3YeCTBa AaHHLIX CEKBEHMPOBaHMA
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VI. TpaHcnopTupoBKa U XpaHeHue

Habopkl peareHToB MOryT TPAHCNOPTUPOBATLES BCEMM BUAAMM KPLITOro TPAHCNOPTa NPK
Temnepatype 2-8°C B Teyernue b yacos, lNpu Bonee gnuTensHOW TPAHCNOPTUPOBKE Habopkl
AOMKHBI TPAHCMNOPTUPOBATLCA NPYW TeMnepaTtype oT MuHyc 22 o Muryc 20° [npu ncnonb3oBaHum
xnapoanementos (- 20°CJ).

Habopel peareHToB TpaHCNOPTUPYIOTCA BCEMW BMAAMW KpbITOro TpaHCNopTa NpW TeMneparype oT
MuHyc 22 o Munyc 20°C npu ucnonesosaduu xnaposnemertos (- 20°C) B TedeHme cyTok.

Mocne nony4eHns Habopbl peareHTOB A0MXHBI XPAHUTECA NPW TEMNepaType oT MUHYyC 22 [0
MiHyc 20 °C B TedyeHwe BCero cpoka rogHocty, «KoMnnekT ans uenegoro oborawenns JHK»
[O/KEH XpaHKTLEA B 30He «npe-MLLP» [npu Temnepatype Munyc 22 go muHyc 20°CJ, a
«Komnnekt anga npurotoeneruns ubnuotex JHK» [npu Temnepatype muryc 22 no Munyc 20°C) u
«KoMnnekT ansa uupkynapu3saumv bubnuotek» (npw temnepatype muryc 22 ao muHyc 20°C]
LOMKHBl XpaHWTbeA B 30He «nocT-MUP». MarHuTHble YacTUUEI U3 KOMNNEKTa ANA
npuroToeneHda bubnuotex foMKHEl XpaHUTECA NPKU TeMnNepaTtype oT MuHyc 22 no muHyc 20°C go
MEPBOro BCKPLITUA = NOCNE Hero Npu TeMnepatype 2-8°C B Te4eHWe BCEro CpoKa rofHOCTH,

Cpok rogHocTi Habopa = 12 mecauer co gHa npueMkn OTK npeanpuatua-unarotoeutend. Habop
C UCTEKLIWM CPOKOM MOAHOCTW NPUMEHEHKIO He NoanexuT. Cpok rogHoCTH U YCNOBKMA XPaHEHWS
BCKPBITLIX PEAreHTOB COOTBETCTBYIOT CPOKY FOAHOCTH U YCNOBWAM XPaHEHMWSA, YKa3aHHbIM Ha
ITUKETKAX ANA HEBCKPLITEIX peareHToB.
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Mpunoxedus 1. Tabnwua cooTBETCTEMA 3QaNTEPOE MCCRegyembiM obpazyam.

«HELICON® ABC Mnioc C-Ax, «HELICON® ABC Mnioc C-b»,
«HELICON® ABC NMnioc A» «HELICON® ABC Mnwc B»

W ofipazua HazgaHue obpasya Apantep M abpazua HazsaHwe nbpazua Anantep
1 Apantep 1 1 Anantep 85
2 Apantep?2 |2 Barvep
3 Apantep 3 3 Apantep 71
4 ApanTep 4 4 AnanTtep %2
g Lpantep 13 |5 fpanTep 93
& Anantep 14 B Apantep %4
7 Apantep 15 7 Apantep 75
8 Anantep 16 |8 Anantep %6
g Apantep 41 |2 Apantep 37
0 Apantep 42 |10 Anantep %8
1 Aparrep 43 1 Apantep 7%
12 Apantep 44 |12 Apantep 100
13 Apantep 45 |13 Anantep 101
14 Anantep &6 14 Apantep 102
15 Apantep 47 |15 AganTep 103
14 Apantep 4B |14 ApanTep 104
17 Apantep 57 |17 Anantep 121
18 ApanTep 58 |18 ApanTep 122
19 Apantep 5% 19 Apantap 123
20 Apantep 60 |20 ApanTep 124
21 ApanTep &1 21 Apantep 125
22 Apantep 62 |22 Agantep 126
23 ApanTep 63 |23 Apantep 127
24 Apnantep o4 24 Apantep 128
25 Apantep 65 |25 Anantep 25
24 bpantep &6 26 Apnantep 26
27 Apantep &7 |27 Apantep 117
28 ApanTep 48 |28 Anantep 2B
29 ApanTep &% |29 AnanTep 2%
30 Apantep 70 30 Anantep 30
31 Apanmep T1 31 Anantep 114
a2 Apantep 72 |32 Apantep 32
33 Apantep 73 33 Anantep 33
34 ApanTep T4 |34 Anantep 34
a5 Anantep 75 a5 Anantep 35
34 Apantep 76 |36 Anantep 36
a7 Anantep 77 37 Apnantep 37
34 Apantep 78 38 ApnanTep 38
39 ApanTep 79 |39 AnanTep 19
40 bpantep 80 &0 Apantep 115
41 Apnantep 81 &1 Anantep 4%
42 ApanTep 82 L2 Apantep 50
43 Apantep 83 |43 Apantep 51
a4 bhpanTep 84 |44 Anantep 52
A Apantep 85 |45 Apnantep 53
&b ApanTep 86 |46 Anantep 114
47 Apantep 87 |47 Anantep 55
43 ApanTep 88 4B Apantep 5é




Cxema pacnonexeHdWd ajanTepoe B NNawke O3 BapUaHTOE MCNONHEHWA:

«HELICON® ABC Mnioc C-As», «HELICON® ABC Mnioc A»

1 2 3 4 9 6
A 01 4 57 65 73 81
B 02 42 58 66 74 82
c 03 43 27 67 19 83
D 04 44, 60 68 76 84
E 13 45 61 69 7 85
F 14 46 62 70 78 86
G T3 47 63 71 79 87
H 16 48 64 72 80 88

Cxema pacnonoxeH1d afanTepoE B NNaWke 0043 BapUaHTOBE MCNONHEHKWA:
«HELICON® ABC Mnioc C-B», «HELICON® ABC Mnioc B»

1 2 3 4 5 6
A 89 97 121 25 33 49
B 90 98 122 26 34 50
c 71 99 123 117 35 51
D 92 100 124 28 36 52
E 93 101 125 29 37 53
F 94 102 126 30 38 116
G 95 103 127 114 37 55
H 76 104 128 32 115 96




MonHas MHCTPYKLUWUS NO NPUMEHEHWIO NPeROoCcTaBNAETCA Ha ByMaKHOM
HOCWTene OTAeNLHO OT MeguLKUHCKoro u3genus [no sanpocy nons3osartens),
a Takke B hopMe NEeKTPOHHOro AOKYMEHTa, pa3MeLLeHHoro B ceTy
WuTtepHeT no QR-kopy:
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