Inctok-Bknaabiw ansa npuéopos MiSeqDx Instrument ¢ MOS v4

[Mpnbop MiSeq™Dx Instrument

Ona AMATHOCTUKK IN VITRO
TOJIbKO /14 SKCMOPTA

[penycMoOTpPEeHHOE NPUMEHEHNE

Mpnbop MiSeqDx npegHasHayeH A5 TapreTHOro cekBeHMpoBaHua onbnuotek OAHK, nonyyeHHbIX 13
reHomMHon AHK yenoBeka, BblgeneHHOM N3 LefibHOoM nepndepmnyecKomn Kposm Uamn n3 sadmKCMpoBaHHOM
dopmanuHoM u sanuton napapuHom (FFPE, formalin-fixed, paraffin-embedded) TkaHn. 9Tu
OmMbNMoTeKkn NCMosb3yHTCA B X04e NPOBOAUMBIX Ha Npubope aHanMs3oB 418 guarHocTuku in vitro (1VD,
in vitro diagnostic). Mpnbop MiSeqDx He npegHasHayeH A8 NONIHOFEHOMHOIO CEKBEHUPOBaHUA UNn
ceKBeHnpoBaHus de novo. Npu paboTe Ha npnbope MiSeqDx cneayeT ncnonb3oBaTb
3aperncTpupoBaHHble U NPeACcTaBMNEeHHbIE B KaTanore, npowegLne NnpoBepKy nin o4o0peHHble K
NPUMEHEHWIO peareHTbl ANA AMarHOCTUKM in Vitro 1 aHanuTU4eckoe NnporpaMmHoe obecrneyeHue.

[TouHUMNbI NpoBeaeHUsA npouenypbl

Mpnbop MiSegDx Instrument komnaHuu lllumina NnpegHa3Ha4YeH AnNa TapreTHOro pecekBeHNpPoBaHUSA
JHK yenoBeka ¢ NCNOMb30BaHMEM pPacXO4HbIX MaTepnanoB 419 CEKBEHMPOBaHMNA OT KoMNaHuu lllumina
1 6MBNMOTEK, NONYYEHHbIX N3 reHoMHoW [JHK yenoBeka, BblAeNeHHOW U3 LiefbHOW Nepupepmnyeckomn
KPOBM UMK TKaHK, 3adMKCUpPOBaHHOM popManMHOM 1 3anuToi napaduHom (FFPE, Formalin-Fixed,
Paraffin-Embedded). Mpouecc npoBogMTCA NPY NCMOJIb30BAHNN 3apPErNCTPUPOBAHHbIX

M NpefCcTaBfIeHHbIX B KaTanore, NpoLweLwnx npoBepky Ui o4o6peHHbIX K MPUMEHEHMIO peareHTOoB 415
ANarHOCTUKM in vitro. BUBNNMOTEKN rOTOBAT NOCPELCTBOM LieneHanpasieHHONn aMnandukaumnm n
[o6aBneHns ob6pasL,oB, HECYLLMX pa3fiMyHble UHLAEKCHbIE MOCef0BaTENIbHOCTY, a TakXe 4obaBneHns
nocnefoBaTesibHOCTEN AnA 3axBaTa. bubnuotekn o6pasLLoB UMMOBUNINPYIOT B MPOTOYHON AYENKe U
CEKBEHUNPYIOT Ha NpMbope C NOMOLLLIO MPOMNPUEeTaPHbIX peareHToOB N XMMUYECKNX NPOLLECCOB,
ncnosib3yeMblx Npy NPOBEAEHNM CEKBEHMPOBaHMSA NyTeM cuHTe3a (SBS, sequencing by synthesis).

Mpu npoBefeHnn SBS ¢ NOMOLLbHO MPONPUETaPHbIX peareHTOB N XMMUYECKNX NPOLLECCOB MPUMEHSAETCS
MeTOo[, OCHOBaHHbIA Ha NCMOJIb30BaHUM 06paTUMbIX TEPMUHATOPOB, KOTOPbIN NO3BOMSET
OBHapy>XunBaTb O4HOHYKIEOTUAHbIE OCHOBaHMA NO Mepe X BCTpanBaHus B pacTywme Hutu LHK.
MporpammHoe obecneyveHne Real-Time Analysis (RTA) BbINOAHAET aHann3 N3obpa>keHuni n
onpepeneHne NocnenoBaTeNbHOCTM HYKIEOTNL0B, @ TakXKe NpucBanBaeT NokKasaTeb KayecTBa
KaX[40oMy pacno3HaHHOMY OCHOBaHUIO B KaXKA0M LiMKIe CEKBEHMPOBaHUA. locne 3aBepLleHuns
NepBMYHOrO aHanMsa B Xo4,e BTOPUYHOIro aHanu3a Ha npmbope MiSeqDx obpabaTbiBatoTCH faHHbIe,
NnoJsly4YeHHble B pesynbTaTe pacno3HaBaHUs OCHOBaHUN.
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O6paboTKa, Kak NpaBwU/o, BKIOYaeT AeMYNbTUNNEKCMpoBaHue, popmupoBaHmne dannos FASTQ,
BblpaBHUBaHWE, ONpeaefieHne BapmaHTOB, OT/IMYAOLLMNXCA OT pedepeHCHOM NoCnea0BaTeNbHOCTH, U
cosgaHune dpannos B popmaTe onpepeneHus sapmaHtos (VCF, variant call format), cogepxxawmx
MHPOPMaLMIO O BapWaHTax, 06HapY>XXeHHbIX B ONpeaeneHHbIX No3nLmnax pepepeHCHOro reHoma.

B 3aBucumocTun ot paboyero npouecca 48 BTOPUYHOIro aHanmsa Ha npmbope MiSeqDx ncnonbayroTcs
pa3nnyHble MOaYN.

KoHpurypauma MHOrosapuaHTHOMU 3arpysKu

KoHdurypaums ¢ MHOroeapmaHTHOM 3arpy3Kon BKAKOYaeT annapaTHoe obecrneyeHne, nporpaMMHoe
obecneyeHne u Npoueaypbl yCTaHOBKMW, No3Bonsowme npnbopy MiSeqDx BbINOAHATbL aHannsbl
CEKBEHUPOBaHNA KaK Ans gnarHocTtuku in vitro (IVD, in vitro diagnostic), Tak n B Hay4Ho-
nccnegoBaTtenbckmx uensx (RUO, research use only). KoHourypauus ¢ MHOroBapuaHTHOW 3arpy3Kom
NO3BOMSAET NONb30BaTENO NepektoYaTbCA MeXAY AMarHOCTUYECKNUM U Hay4YHO-UCCNe0BaTEeNbCKUM
pexumoMm npubopa. PagrnovactoTHas ngeHtudumkaums (RFID, radio-frequency identification)
pacxogHblX MaTepuanoB 4/ CEKBEHMPOBaAHNA HE NO3BOMIAET UCMOIb30BaTb B X04e AMarHOCTUYECKUX
3anyCKOB CEKBEHUPOBaAHWSA peareHTbl, NpefHa3Ha4yeHHble A1 CEKBEHNPOBaHMA B pexume RUO.

OrpaHunyeHusa npouenypsl

* [lpegHasHayeHO o5 oMarHoCTUKuM in vitro.

* PesynbTaTbl, NpegcTaBfieHHble Ha MapKUPOBKE, MOMyYeHbl 415 penpe3eHTaTMBHbIX NaHenemn
006pasLoB 415 aHanu3a, CoOCTaB/IEHHbIX C MCNONb30BaHMEM LLEefIbHOM NepupeprnyecKori Kposm Unm
KNEeTOYHbIX TIMHUIA 4118 onpefeneHnsa paboymnx xapakTepucTnk moayns Germline, a Takxe ¢
NCMoSIb30BaHNEM 3aPUKCUPOBAHHON GOPManMHOM 1 3annToi napapmHom (FFPE) Tkaum unu FFPE
KNEeTOYHbIX IMHUIA 4118 onpefeneHnsa paboumnx xapakTepmucTuk Moayns Somatic; aTn pesynbTaThl
nony4YeHbl NPV NPMMEHEHNN ONUCAHHbIX PeareHToB 1 Mogynen NporpaMMHOro obecneyeHms.
Mogynn Germline Variant Module 1 Somatic Variant Module 6b111 paspaboTaHbl 419 OLLEeHKN
pabounx xapakTepPUCTMK Npu NPOBELEHNM aHANM30B penpe3eHTaTMBHbIX 06pa3y,oB. Paboune
XapaKTepPUCTUKM NpeaCcTaBNeHbl UCKNKOYMTENBHO B UHOOPMALMOHHbIX Lenax. NpuBegeHHoe
BaIMAALMOHHOE UCTbITaHME CIYXUT UCKITKOUYNTENBbHO ANSA UAMKOCTPaLLUM BO3SMOXHOCTEN Npubopa B
LLeNOM; ero pesynbTaTbl He cliegyeT TPaKToBaTb KaK AoKa3aTeNbCTBO BO3MOXHOCTEN npubopa nnm
NpPMeMNeMOCTHN €ro UCNOoMb30BaHMA ANA NOATBEPXKAEHNS KAKUX-NTNOO KOHKPETHbIX 3aABIEHNIA.
[nAa Bcex AnarHoCTUYecKnx TeCcToB, paspaboTaHHbIX 4718 BbINONHEHNA HAa 3TOM Npubope,
HeobxoAnMa nosiHasi Banmaaunsa B OTHOLLEHWM BCEX acMeKToB paboTbl.

* [lapameTpsbl, OrpaHnymnBatoLLme paboTy gaHHOro npubopa:
— BbIxogHble faHHble cekBeHMpoBaHnA = 5 6 npu AnnHe NpoyTeHunsa 2 x 150 n. o.

— [lpo4yTeHus, npoxogswme yepes GunbTp, = 15 MUAMOHOB NPU ANNHE NpoYvTeHns 2 x 150 n. o.
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— OcHoBaHuA ¢ nokasaTesnieM kavecTtsa Bbiwe Q30; = 80 % npu annHe npoyTteHusa 2 x 150 n. o.
MuHumMyM y 80 % OCHOBaHMI NokasaTenu kayecTBa no wkane ®pega = 30, YTO yKasbIiBaeT Ha
TOYHOCTb pacrno3HaBaHMA OCHoBaHMI Bbiwe 99,9 %.

* [lpmnbop MiSeqDx 6bin BanngmpoBaH TONbKO B OTHOLLEHUN CEKBEHNPOBaHUS bubnmnoTtek HK
yenoBeka, BblAeNeHHbIX U3 LlesibHON nepudepunyeckomn kposun nnn FFPE TkaHen. Mpu paboTe Ha
9TOM npubope f8 oUarHOCTUKN in vitro He cnefyeT UCNob30BaTh BUBANOTEKMU, NOMTYYEHHbIE N3
06pasuLoB gpyrux TMnoB. Paboune xapakTepUCTUKM HacToALWero npnbopa npy CEKBEHNPOBaHN
MUKPOBHbBIX UV BUPYCHbIX HYKNEUHOBBIX KUCNOT, BblGENEHHbIX N3 KITMHUYECKUX 06pasLLoB, HE
YyCTaHOBNEHDI.

* T[lpubop MiSeqDx npegHasHayeH Ans guarHoCTUKM in vitro Npu NCrnosib30BaHNN
3aperncTpMpoBaHHbIX N NPeACTaBAEeHHbIX B KaTanore, npoweimx NnpoBepKy UM og00peHHbIX K
NPUMEHEHWIO peareHToB MU MeToA0B aHanusa IVD. OrpaHnyeHus, NpUMeHNMbIE K peareHTam, 1
paboune xapakTepUCTUKM, ONUCaHHbIE B HAaCTOSALLEM NUCTKe-BKaablWwe, OCHOBaHbl Ha aHanusax
penpeseHTaTMBHbIX 06Pa3sLLOB U XapaKTepUCTUKaX Moy nen NporpaMMHoOro obecrneyeHums.
NHbopmaums o npefyCMOTPEHHOM NMPUMEHEHUI, onpedensaeMbiX Bapnaumnsax n Tmune o6pasLos,
Kacarolascs aHanunsos |VD, npeacTaBneHa B NIMCTKe-BKAaAbllle A1 KOHKPETHOro aHanmsa.

* [lporpaMmMHoe obecrneyeHne A9 aHanmsa He BblpaBHMBAET COAEpPXXaHMe BCTaBOK-AeneLnn
(BCTaBOK, Aeneuunin unm nx KoméuHauum) gnmHom 6onee 25 n. o. CnegoBaTesibHO, NPOrpaMmHoe
obecneyeHne 4NA aHanmsa He obHapy>X1BaeT BCTaBKU-Aeneunn gavHon 6onee 25 n. o.

* CwucTemMa BanuampoBaHa B OTHOLEHNN OBHapYXXeHNA OQHOHYKNeoTUAHbIX Bapmaumnii (SNV, single
nucleotide variant), peneuun onNnHoM 0o 25 n. 0. U BCTaBOK AJIMHOM A0 24 N. 0. NpU UCMNONb30BaHUM
C MOAYNbHbIM MporpaMMHbIM obecnedeHnem Germline Variant Module n Somatic Variant Module.
Mpwn pacnosHaBaHMM COMaTUYECKNX Bapuauni c YactoTom Bapuaumm 0,05 obHapyxmnsanucb
geneunn gnuHom 25 n. o. u BCctasku 18 n. o.

* [IporpamMmHoe obecneyeHune ofsa aHaamsa MoXeT He BblpaBHUBATb MPOYTEHNA aMIMIMKOHOB C
OY€eHb BbICOKUM COEpXaHMEM Bapunaumn, BCNeACTBUE YEro y4acToK OyaeT 3aperucTpupoBaH Kak
Ankuin Tun. OYeHb BbICOKOE cofep>KaHune npegnonaraeT yKasaHHble HUXe Crydan.

— T[lpouTeHus, cogepxalime 6onee Tpex BCTaBOK-AeNeLni.

— [lpouTeHuns gnmHon He MeHee 30 n. 0. ¢ cogepxaHneM SNV 6onee 4 % oT obLEen LLeneBon
ANMHbBI aMMJIMKOHa (3@ UCKFOYEHMEM YYaCTKOB 30HAA).

— [pouTteHusa gnmHon meHee 30 n. o. ¢ cogep>xaHnem SNV 6onee 10 % oT obLLen oNnNHbI
aMMIMKOHa (BKHoYasa y4acTKM 30HAA).

* bonblune BapraLun, BKIKOYaa MyIbTUHYKNEOTUAHbIe Bapuaunmn (MNV, multinucleotide variant) n
60/blUMe BCTaBKM-Aeneunn, MoryT 6biTb YKasaHbl B Gaine BbIXOL4HbIX AaHHbIX B dopmaTe VCF Kak
OTAeNbHble BapnaLnun MeHbLUero pasmepa.

* Bapwauun geneummn MoryT ObiTb OTOUALTPOBAHbI U MPONYLLEHbI MPU OXBaTe ABYX aMMN/IMKOHOB B

obnacTun ckaHMpOBaHWUA, eCnNu AIMHa Aeneunm He MeHbLle ONHbI HANOXEHNA MeXay OBYMS
aMnanKoHamm obnacTu CKaHMpoOBaHUA.
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* CucTeMa He MOXeT onpefenaTb BCTaBKU-AeNneLmmn, eCnmn oHU HeNocpeaCcTBEHHO NpUeraroT K
npaMepy 1 HanararoLWnincs aMnIMKOH OTCYTCTBYeT. B c/lyyae y4acTKOB C HanararowmmMmcs
aMMIKOHaMU B XO/le aHann3a HeBO3MOXHO 0BHaPYXUTb [eNeLnn, eCnin y4acToK HalloXeHUs
MeHbLUe pasMepa Aeneunm, KoTopyr Heo6XxoaAnMo 06HapyXnTb. HanprumMep, ecnv y4acTkoM
HaNnoXeHMA MexXay ABYMSA NPUNErarLLnMmM amniMKoHamMu ABnstoTca 2 (0Ba) OCHOBaHWA, aHanms He
no3sonsieT 06HaPYXUTb Aeneuun, BKovarolne 06a 3T ocHoBaHus. O4HOOCHOBHAA Aeneuus
O HOr0 M3 3TUX IBYX OCHOBaHWI MOXET 6GbITb OGHapYXeHa.

* Kak un npu nobom paboyem npoLecce NoAroToBKM GUGANOTEK Ha OCHOBE rMbpuaunsaumm, nexatwine
B OCHOBE NoNnMopodU3Mbl, MyTaLMn, BCTaBKN MW AeneLnn B ONIMFOHYKNEeOTUAHO-CBA3aHHbIX
yyacTKax MOryT BAWATb Ha annenu, nognexatime soHgmposaHuto. CnefoBaTesnibHO, TakXe
3aTparvBaroTCs pacrnosHaBaHus, BbINOIHAEMble BO BPEMSA CEKBEHMPOBaHMA. Hanpumep:

— Bapwauwus B dpase c Bapmaumen B yyacTke npanmMepa MoXeT He ObiTb aMnanduLmnpoBaHa, 4to
NPWBOAMUT K MNOSTYYEHUIO IOXHOOTPUL,ATENBHOIO pesynbTaTa;

— Bapwuauumn Ha yyacTke npanmMepa MoryT npegoTepallate amniandukaLuio 3TaroHHOro annens,
4YTO NPMBOAUT K HEKOPPEKTHOMY pacrno3HaBaHUO FrOMO3UIOTHON BapuaLum;

— Bapwauuu BCTaBKU-Aeneuunun Ha yyacTke npariMepa MoryT NpuBoAnTb K
NIOXXHOMONOXUTENbHOMY pacno3HaBaHWIO B KOHLE NPOYTEHUSA, NPUIeratoLLero K npanmepy.

° BcTaBku-geneumm MOXHO GuUnbTpoBaTb B CBA3N C OLLUMOKOW HUTK, eCNK OHW HabNrogatoTCA B KOHLE
OAHOro NpPo4YTEHNA N OTCEKAOTCA MANKO BO BpeMA BblpaBHUBAHUA.

*  Manble MNV He 6bln BanmganupoBaHbl.

° Bapuauum konnyecTsa KONUIA UM CTPYKTYPHbIE Bapuaunm, HanpuMmep CANAHUA UK TpaHCNoKauum,
He 6bln BanngnpoBaHbl.

® Huxe YKa3aHbl orpaHn4eHns, cea3aHHble C BapuaynamMm 3apop,b|me30|7| JINHUN.

— Cuctema MiSeqDx ¢ mogynem Germline Variant Module npefgHasHauyeHa s noayyeHus
KauyeCTBEHHbIX pe3ynbTaToB pacno3HaBaHWA BapuaLnii 3apoblLLeBON NMHUK (Hanpumep,
FOMO3UIOTHbIX, FeTEPO3UrOTHbIX, ANKOro TUNa).

— [lpn ucnonbsosaHum Mmoaynsa Germline Variant Module MMHUManbHoe NOKPbITUE Ha aMMNNKOH,
HeobxoAnMoe 4718 TOYHOr 0 pacno3HaBaHUA Bapuaumm, coctasnsaeT 150x. Yucno obpasuos v
obLlee YMcno Lenesbix OCHOBaHWUM BANAIOT Ha NOKpbITUE. Ha NokpbIThe MoryT BAnsaTL GC-
COCTaB W ApYron reHOMHbIN COCTaB.

— Bapwuaumsa uncna konum MoXeT BANATL Ha onpegeneHne BapuaHTa Kak roMO3UroTHOro Un
retTeposnroTHoro.

— Bapwnauuu B onpefeneHHoM NOBTOPHOM KOHTEKCTe oTdunbTpoBbiBatoTcA B pannax VCF.
OunbTp NnoBTopHOCTEN RMXN ncnonbsyeTca ana ¢unbTpoBaHUSa BapuaLuin, eCcim BCA UIN YacTb
nocniegoBaTenbHOCTN Bapuaumm HabnogaeTca NOBTOPHO B pedepeHCHOM reHoMe,
npuaeraroLeM K nosnymnmn sapnaymn. [Ana pacnosHaBaHnsa BapuaLnm 3apoabileBon NMHUN
TpebyeTcs He MeHee 4eBATU MOBTOPOB B pedepeHCHOM reHoMe, 4YTOoObI Bapuaums bbina
OTOUNbTPOBaHa, MNP 3TOM YUMTbIBAKOTCA TOSIbKO MOBTOPbI A/IMHON A0 5 n. 0. (R5x9).
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® Huyke npuBoaAaTCA orpaHUYeHus, CBA3aHHble C COMaTUYECKUMU BapraLnamu.

Cuctema MiSegDx ¢ MmogynemM Somatic Variant Module npegHasHadeHa gnsa nonyyeHms
KayeCTBEHHbIX pe3ynbTaTOB pacrnosHaBaHWsa COMaATUYECKMX BapuaLumi (Hanpumep, Hanmums
COMaTMNYeCKOM BapuaL MM ¢ YacTOTOM BapuaLmmn, pasHon nnu npesbiwarow,en 0,026 npu
npegene obHapyxeHus 0,05).

MNpu ncnonbsoBaHun Moayna Somatic Variant Module MMHMManbHoOe NOKPbITUE HA aMMSINKOH,
HeobxoAnMOe A1 TOYHOrO pacno3HaBaHUA BapuaHTOB, cocTasnsaeT 450x Ha nyn
OJIUTOHYKeoTN[0B. Yncro obpasL,oB 1 obLiee YACNO LieneBbiX OCHOBAHUN BIINAIOT Ha
nokpbIThe. Ha NokpbIThe MoryT BNnATbL GC-cocTas 1 Apyron FeHOMHbIA COCTaB.

Bapuauuun B onpegeneHHOM NOBTOPHOM KOHTEKCTE oToMNbTpoBbIBatoTCA B pannax VCF.
OunbTp nosTopoB RMxN ncnonbsyetca gna GunbTpoBaHUA BapuaLnm, ecnm BCA UK YacTb
nocnefoBaTenbHOCTU Bapnaummn HabmogaeTcsa NOBTOPHO B pehpepeHCHOM reHoMme,
npuneraroLleM K NosnLmm BapmaHTta. [Jns pacnosHaBaHUsa COMaTUYeCKMX BapuaLluin TpebyeTtcs
He MeHee LWeCcTU NOBTOPOB B pedpepeHCHOM reHoMe, YTobbl Bapuaums 6bina oTouUbTPOBaHa,
NPV 3TOM YYNTbIBAOTCA TOJIbKO NOBTOPbLI ANMHOM Ao 3 n. 0. (R3x6).

Mogynb Somatic Variant Module He no3BonseT OTANYNTbL Bapuau My 3apobllLeBON INHAN U
coMaTu4yeckume Bapuaunn. 3ToT MOAY/b NpeaHasHayeH 419 obHapy>XeHUsa BapuaLmm B
AnanasoHe 4acToT BapuaLMii, HO YacToTa BapmaLnin He MOXeT BbITb UCMONb30BaHa AN
pasgeneHns coMaTuyeckmnx BapuaLnm n BapmaLmm 3apogbileBon MMHAN.

TkaHb 6e3 naTonoruin B obpasLe BNMSET Ha 06Hapy>XeHne Bapnauun. Pernctpupyemoin npegen

OB6Hapy>XeHNA OCHOBaH Ha YacToTe Bapunauum oTHocuTenbHo obwen AHK, BbigeneHHom Kak 13
OMyXOJn, TaK 1 U3 HOPMasibHOM TKaHMW.

KOMMOHEHTbI N3aenns

B cocTae cuctemsl lllumina MiSegDx BXogAaT cnegyrowme KOMMOHEHTbI.

Mpnbop MiSeqDx Instrument (Homep no kaTanory DX-410-1001)

[Ons paboTtbl npnbopa MiSeqDx 1 aHann3a gaHHbIX TPebyoTca cnegyrowme KOMMOHEHThI
nporpamMmMHoro obecneyvyeHums.
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lMporpammHoe

DYHKLUNA
NpunoXeHue YHKL

MporpamMmHoe KoHTponb
obecneyeHne ynpasneHus
npunbopa MiSeq npnbopom

Operating

Software

(MOS)

Real-Time BbinonHeHne

Analysis (RTA)  nepBu4yHOro
aHanusa

Local Run WHTepdenc

Manager Ona Bblbopa
Mopayna

OnucaxHne

MporpamMmmHoe npunoxeHne MOS nossonaeT ynpaensaTb
np1MbopoM BO BPEMSA CEKBEHMPOBAHUSA U FeHepnpoBaTh
n3ob6pakeHns 4Na NCnonb3oBaHWA NPOrpaMMHbIM obecnedyeHnem
Real-Time Analysis (RTA). [lononHuTenbHas nHpopmaumns
npeacTaBneHa B okyMeHTe MiSeqDx Instrument Reference
Guide for MOS v4 (CnpaBo4Hoe pyKOBOACTBO M0

npubopy MiSeqDx Instrument gns MOS v4) (GOKyMeHT

N2 200010452).

MporpamMmmHoe npunoxeHne RTA no3sonseT KOHBEPTUPOBATb
n3obpaxeHus, creHepmpoBaHHble MOS ans kaxgon obnacTtu
CKaHWPOBaHWA B LMK/e 3aMnyckKa CeKBEHUPOBaHUA, B daisbl
pacrno3HaHHbIX OCHOBaHWUN, KOTOPbIe coep KaT BXOAHbIe JaHHble
aHanuTnyecknx mogynen Local Run Manager. lNporpammHoe
npunoxeHve RTA He MeeT Nosb30BaTeNbCKOro UHTepdenca.

Local Run Manager sBnsieTcsl BCTPOEHHbIM NPOrpaMMHbIM
obecneyeHnemM ANnA ynpasrieHns Nob30BaTENAMU, BbIMOHEHMUSA
BTOPWUYHOI 0 aHan3a n MOHUTOPUHIa cTaTyca. [JononHUTeNbLHas
MHbOopMaLnA NpefcTaBfeHa B JokyMeHTe Local Run Manager v3
Software Reference Guide for MiSeqDx (CrnpaBo4yHoe
PYKOBOACTBO M0 nporpaMMHomMy obecriedeHuto Local Run
Manager v3 gna MiSeqDx) (gokymeHT N2 200003931).

XpaHeHne n obpalleHne

MapameTp Cneuundukaums

TemnepaTypa TpaHcnopTmpoBKa n xpaHeHue: ot —10 go 40 °C (o1 14 go 104 °F)
YcnoBua akcnnyaTtauum: o1 19 go 25 °C (o1 66 go 77 °F)

BnaxHocTb TpaHCNopTMPOBKa U XpaHeHMe: BNaXXHOCTb 6e3 KoHAeHcaLMm
Ycnosus akcnayaTaumm: oTHOCUTeNbHasa BNaxxHocTb 30-75 % (6e3 KoHgeHcauum)
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Heobxoaonmoe obopynoBaHue u
MaTepuanbl (B KOMMNIEKT HE BXOAAT)

PacxopgHble MaTepuasnbl Anda CeKBeHUpoBaHUA

Habop peareHToB MiSeqDx Reagent Kit v3 (Homep no katanory 20037124)
Habop peareHToB MiSeqDx Reagent Kit v3 Micro (Homep no kaTtanory 20063860)

PacxopgHble MaTepuasbl, NpuobpeTaemMbie
nonb3oBaTenem

lMepen Havyanom 3anycka yéeguTech B HANMYUKN CReayroWmx pacxogHblX MaTepuanos, NpuobpeTaeMblx
nonb3oBaTeeM.

PacxopgHbii MaTepuan HasHaueHue

CnunpToBble candeTkun, 70%-Hbin OuncTtka cTekna v nnoLwaaxkm NpoToYHoOM
M30NPONUAOBLIN CNUPT AYENKN

nnu

70%-HbI 3TUNOBLIN CANPT
HnskoBOpCHble NabopaTopHble canpeTku OuncTka cToNNKa NPOTOYHOW AYENKMK

Bymara ans onTM4eckumx CTekon, O4yncTKa NPOTOYHOWN AYENKN
4 x 6 gronmos (10,16 x 15,24 cm)

TBuH 20 lMpoMmbiBKa npubopa

MUHLET C N1acTMacCoBbIMM KBagpaTHbiIMU  M3BreYeHne NpoTOYHON SYEnKn 13
KOH4YMKamMu (Heoba3aTeNbHO) TPaHCNOPTUPOBOYHOrO KOHTENHEpPa

Boga, ynbTpauncras lMpoMmbiBKa npubopa

OokymeHT N2 200006218, Bepcusa 01 RUS

ONna AUATHOCTUKK IN VITRO
TONbKO A/14 3KCMNOPTA



Inctok-Bknaabiw ansa npuéopos MiSeqDx Instrument ¢ MOS v4

YKa3aHusa B OTHOLUEHUM YNIbTPAuYMCTON BOAbI

Mpw paboTe ¢ NPMBOPOM UCMOSb3YNTE TONIbKO YNbTPAYNCTYHO U AEVNOHN3MPOBAHHYIO BOAY.
3anpeLyaeTcs NCMOb30BaTb BOAOMPOBOAHYHO BOAY.

Mcnonb3yinTe Bogy TOMbKO CNeOYOLWMX KNacCoB NN 3KBUBANEHTbI:
*  [EeNOHN3NPOBaHHasA BOAA;

* ouunweHHas sBoga lllumina PWT;

* Bojga 18 meraom (MQ);

* Bopga Milli-Q;

* Bopa Super-Q;

° BOAa AnA MOJ'IeKyJ'IFIpHO-6I/IOJ'IOFVILIeCKVIX nccnenoBaHun.

[lpepynpeXneHusa n mepbl
NpPeaoCTOPOXXHOCTH

A NPEOYMPEXIEHWE

3TOT Habop peareHTOB COAEPXXUT NOTEHLNANBbHO onacHble XuMuyeckue Belectsa. Mpu nx
BAbIXaHWUW, NpornaTbiBaHMUN, NOMNagaHUM Ha KOXY WK B Fla3a CyLLecTByeT OnacHOCTb
NpUYMHEeHus Bpeaa 340poBbio. Mcnonb3yiiTe COOTBETCTBYIOLLME PUCKY CPpeaCcTBa
VHAVBUAYANbHOW 3alLMTbl, B TOM YAC/e 3alLMTHbIe OUKK, NepyaTKu U NabopaTopHbIi
xanat. C ucnosb3oBaHHbIMMU peareHTamMm crefyeT o6palLaTbCA KaK ¢ XMMUYECKUMU
0TXO[aMu M YTUAN3MPOBaATb UX B COOTBETCTBUUN C AENCTBYIOLLMMU PerMoHasibHbIMU,
rocyfapcTBeHHbIMU U MECTHbIMU 3aKOHAMW U HOPMaTUBHbBIMM aKkTaMu. MHpopmaLms o
3allMTe OKpYXatoLLen cpefbl, OXpaHe 300pOBbs U TeXHMKe 6e30MacHOCTM NpeAcTaBfeHa B
nacnopTe 6e3onacHocTun (SDS, Safety Data Sheet) no agpecy support.illumina.com/sds.html.

* O6palanTtech co BceMu obpasL,aMmn KPOBU, Kak eCcriv 6bl B6bI10 USBECTHO, YTO OHU 3apa’KeHb!
BUPYCOM MMYHoZeduunTa Yenoseka (BUY), Bupycom renatuta B (HBV) unn gpyrumn
nepeHOCUMbIMIN KPOBbLIO NaToreHamm (yHMBepcanbHble NPefoCcTePeXeHuns).

*  HecobnofeHne onmMcaHHbIX MPoLeayp MOXeT MPMBECTU K MOMYYEHUIO OLUMBOYHbIX Pe3ybTaToB
WY 3HaYMTENBHOMY CHUXXEHMIO KayecTBa 06pasLoB.
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* CobnoaainTe 06blYHblE Mepbl NPeAoCTOPOXHOCTU NpKu paboTe B nabopaTopun. 3anpelyaeTca
nMneTupoBaTb PTOM. 3anpellaeTcs ynoTpebnsaTb NPOAYKTbI MUTAaHUS U HAMUTKN U KYPUTb B
0603Ha4YeHHbIX pabouymnx 3oHax. Mpwu paboTe c obpasLaMm 1 peareHTaMu Habopa cneayeT HageBaTb
o[HOpa30Bble NepyaTKn 1 NabopaTopHblit xanaT. MNocne paboTbl ¢ 06pa3LaMu 1 peareHTamu onis
Habopa cneayeT TWaTeNbHO BbIMbITb PYKMU.

* [1nda NnpefoTBpaLLeHns 3arpsasHeHns peareHToB, MHCTPYMEHTOB 1 00pasL,oB reHoMHon HK
npoayKTamMm nonnmepasHom uenHom peakuyum (MLP) Heobxogmmo cobnogaTe Hagexatline
CTaH4apTbl TabopaTOPHON NPaKTUKKU U FTUrMeHy B nabopaTopun. 3arpsasHeHne npogyktamum MNLP
MOXET NPUBECTU K MOSTYYEHNIO HETOYHbBIX N HEAOCTOBEPHbIX Pe3ybTaToB.

* [1na npepoTBpalleHns 3arpA3HEHNA B 30HaxX npeamnanpukaLmnm u noctamnanoumkauum cnegyet
MCrnonb3oBaTb OTAENbHOE 060pYyAOBaHME N pacXogHble MaTepuanbl (Hanpmmep, MUMNETKHN,
HAaKOHEYHUKKN NNNEeTOK, HarpeeaTe/ibHble 6110KMH, BUXpPeEBbIE MeLWLaTIKn 1 Ll,eHTpI/Id)yFI/I).

* [lpn HeO06XOAMMOCTHM B3aMMHOE COOTBETCTBME NHAEKCa U obpasLa 4OKHO TOYHO OTBeYaTb
pacneyaTaHHOW cxeMe nnawku. lNMporpamMmMHoe obecneyeHune Local Run Manager aToMaTU4ecku
pacnpocTpaHaeT npanMepbl MHAEKCa, CBA3aHHble C Ha3BaHUAMN 06pa3LL0B Npu NX BBEAEHWMN B
MoAaynb. Nepen HavyanoM 3anycka CeKBEHUPOBaHNA NOMb30BaTENO PpeKOMeHAYeTCA
BepudnLmMpoBaTh NpaMepbl MHAEKCA, CBA3aHHble C 0bpasL,amMn. HecoBnageHus Mexay obpasyom
M CXeMOW NaLlKy NpMBOAAT K HEBO3MOXHOCTM MONOXUTENbHON naeHTUdmMKaummn obpasya 1
HEKOPPEKTHOMY OTOBpaXXeHuo pesynbTaToB.

* [nA 3awmTbl KOMMbIOTEPA OT BUPYCOB HACTOATENbHO PEKOMEHAYETCSH YCTaHOBUTb aHTUBNPYCHOE
nporpamMmHoe obecrnevyeHune, NpefocTaBnsemMoe nosb3osateneM. 3a MHCTPYKLUMAMW MO YCTaHOBKe
obpallanTtechb K pyKOBOACTBY MOJib30BaTENA.

* 3kcnnyaTauus npnbopa MiSeqDx ¢ nssnevyeHHbIMN NaHenssMm HegonyctnMa. icnonb3oBaHne
npubopa ¢ n3BnevYeHHbIMU NaHeNSAMU CO34aeT PUCK NepenafoB Hanps>XeHs B CETU U HaNps>XXeHUs
NOCTOAHHOr O TOKa.

* 3anpeLleHo KacaTbCs NAoWaaKu NPOTOYHOM SYENKN B OTCEKE MPOTOYHOM AYEelKN. HarpeBaTenb B
OaHHOM oTceke paboTaeT npu TemnepaTtype 22-95 °C 1 MOXET CTaTb MPUYMHOM OXOroB.

* Tpubop BecUT NpUMepHO 126 GyHTOB (57 Kr), ero nageHne unm HenpasuabHoe obpaLleHne ¢ HUM
MOXeT NPUBECTN K CEPbe3HON TpaBMe.

* O mobbIx cepbesHbIX MHUNAEHTAX, CBA3aHHbIX C 3TUM U3AeNveMm, cnefyeT HeMealeHHO coobLaTtb

KoMnaHuu lllumina n KOMNEeTEHTHOMY OpraHy rocyaapcTsa, B KOTOPOM 3apermcTpmpoBaHbl
nosib3oBaTesib U (MNn) NauneHT.

VHCTPYKUMKX NO NPUMEHEHUIO

MpuBeaeHHbIe HUXE NHCTPYKL MU NO NpUMeHeHUo npnbopa MiSeqDx TpebytoT ncnonbsoBaTb
peareHTbl, NOCTaBAseMble B KOMMNNeKTe ¢ Habopom peareHToB MiSeqDx Reagent Kit v3.
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Co3paHue 3anycka ¢ NoMOLLbio NPOrpaMMHOro
obecneyeHunsa Local Run Manager

MoApo6bHble MHCTPYKLMM NO CO3[aHUI0 3anycKa npeacTaBreHbl B LOKYMeHTe Local Run Manager v3
Software Reference Guide for MiSeqDx (CnpaBo4yHoe pyKoBOACTBO 10 MporpamMmMHOMY 06ecrneyeHnro
Local Run Manager v3 gnsa npmnbopa MiSeqDx) (gokymeHT N2 200003931) n pyKOBOACTBE MO

Mopgymnto Local Run Manager, NpMeEHNMOMY K UCMOJSIb3yeMOMY BaMU aHaIMTUYECKOMY MOAYIHO.

NMoaroToBKa KapTpuaKa ¢ peareHTamu

B npviBefeHHbIX HUXe UHCTPYKLMSAX ONMCaHO, Kak pasMopakmBaTb peareHTbl Ha BOAAHON 6aHe
KOMHaTHOW TeMnepaTypbl.

1.
2.

N3BneknTe KapTpuaxX ¢ peareHTaMm n3 Mopo3nsibHOM KaMepbl ¢ TemnepaTypomn oT —25 go -15 °C.

MoMecTnTe KapTPULX C peareHTaMu B BOAAHYHO 6aHo, CogepKallyto 4EVNOHN3MPOBAHHYO BOAY
KOMHaTHOW TemMrnepaTypbl B KOIMYECTBE, LOCTAaTOYHOM 4151 MOrPY>XKEHUS OCHOBAHWA KapTpuaxa
C peareHTamu 4o YKa3aHHON Ha HeM NNHUK. He norpy>ainTe KapTpuax rny6xe, 4em go NuHun
MaKCMMasbHOrO YPOBHS BOAbI.

pucyHoK 1 JIMHUA MaKCUManbHOIO YPOBHA BOAbI

— _ —— —— = = e

l'f"'J 1 =

| |
=

OcTaBbTe KapTPULXK C peareHTaMm pasMopaxxmBaTbCs B BOASAHON BaHe KOMHATHOM TeMnepaTypbl
npnénn3snTenbHo Ha 60-90 MUHYT MNK 4,0 NOMHOIO pasMopaXKBaHUA.

M3BnekuTe KapTpuaX N3 BoAAHOM 6aHN N OCTOPOXKHO MOCTYYUTE UM MO MOBEPXHOCTU CTONA, YTOObI
yoanuTb BO4Y C OCHOBaHUA KapTpuaxa. BelTpuTe oCHOBaHMe KapTpuaxa Hacyxo. YbeguTecs, uTo
BO[a He rnona’sia Ha BEPXHKOK YaCTb KapTpuna>ka C peareHtaMu.

MpoBepka KapTpup)Xa c peareHTaMu

1.

MepeBepHUTE KapTPUAOXK C peareHTaMmn AecaTb pas, YTobbl NepemMellaTbh Pa3sMOPOXEHHbIE
peareHThbl, a 3aTeM BHUMaTeIbHO OCMOTPUTE U MPOBepbTe, YTOGbI BCE NO3ULMMK BbiNn
Pa3MOPOXKEHbI.

2. TpoBepbTe peareHTbl B MONOXKEHNAX 1, 2 1 4 N y6eaAnTeChb B TOM, YTO OHU PaBHOMEPHO
nepemMeLlaHbl N He cogepykaT ocagka.
MNMPUMEYAHWME YpesBbiyaliHO BaXKHO, YTOOLI peareHThl B KapTpua Ke MNOSIHOCTLHO OTTas v 1
nepemewannce. 3To obecrneynT Hagsexallee CeKBEHMpPOBaHMe.
OokymeHT N2 200006218, Bepcusa 01 RUS 10

Ona AUATHOCTUKK IN VITRO
TONbKO A4 3KCMNOPTA



Inctok-Bknaabiw ansa npuéopos MiSeqDx Instrument ¢ MOS v4

3. OCTOPOXHO NOCTYyYnUTE KapTPULAXKEM MO CTONY, YTO6bl YMEHbLUNTL KOSIMYECTBO My3blpbKOB
BO34yXa B peareHTax.

NMPUMEYAHWME CunnepHble Tpybkn MiSeqDx onyckaroTcs 40 AHA KaXX40ro U3 pesepByapoB U
BCacCbIBalOT peareHTbl, MO3TOMY BaXHO, YTObbI B pe3epByapax He 6bi1o
nysblpbKOB BO3A4yXa.

4. TIoMecTUTe KapTPULX C peareHTaMu Ha e, v NonoXXnTe B XONOSUAbHUK C TeMnepaTypon oT 2
00 8 °C (He 6onee yeM Ha WeCTb YacoB) 0,0 Tex Nop, NoKa Bbl HE MOAFOTOBMTECH K HACTpoOlKe
3anycka. 18 nonyyYeHns Hannyudwmx pesynbTaToB NepenanTe HeNnoCcpenCcTBEHHO K 3arpyske
obpasua 1 HacTpoKKe 3anycka.

NMoprotoeka o6pa3LoB A1 CEKBEHUPOBaHUA

YKasaHus no noarotoBke 6mbnnoTek obpasua 411 CeKBEHUPOBaHNSA, B TOM YNCIIe pasBefeHns 1
obbegmHeHna 6nbnnoTek, cM. B pasgene «MHCTPyKLMM NO NPUMEHEHUIO» TNCTKa-BKNagpiwa no
noaroToBke 6MbNMoTek.

MNMopagok passeneHus 6ubnnoTek obpasLa 3aBUCUT OT CJIOXHOCTU NYJI0B ONIUTOHYKIEOTUA0B.

Ha npnbope MiSeqDx TpebyeTcsa onTuMmMsaLmnsa NNOTHOCTM KNacTepoB, a ONTUManbHas NI0THOCTb
KJTaCTepOoB 3aBMCUT OT KOHKPETHOro MeToa noAroToBKM GubInoTeKku.

3arpyska 6ubnmoTtek ob6pasLoB B KapTpuULX

Korpga KapTpugyX ¢ peareHTamMum NofHOCTbIO OTTasAN U FOTOB K UCMOJb30BaHMKO, Bbl MOXETE 3arpy»XaTtb
obpasubl B KApTpPUAX.

1. OTAeNbHbIM YACTbIM U MYCTbIM HAKOHEYHUKOM nuneTku (1 mn) npokonute ¢osbry,

3anevaTblBalOLLYO pe3epByap, Ha KapTpuake ¢ peareHTamm ¢ aTukeTko Load Samples (3arpyska

obpasyos.).

MPUMEYAHWME He npokanbiBaiTe gpyrue nonoXKeHus 4nsa peareHToB. [pyrue nonoxeHmsa ans
peareHTOB NpoKanbIiBatOTCA aBTOMaTUYECKN BO BpeMS 3anyckKa.

2. TuneTkon BHecuTe 600 MK NOAFOTOBEHHbIX BUBNMOTEK 06pa3L,oB pasbaBneHHONn BUGINOTEKN
amnnukoHoB (DAL, diluted amplicon library) B pe3epByap Load Samples (3arpyska o6pa3sLos).
He kacanTtecb 3anevaTbliBaroLLen ¢ponbri.

3. Tllocne 3arpysku o6pasiia NpoBepbTe pe3epByap Ha Hannumne Ny3blpbKOB BO3aAyXa. EC/iv oHK
MPUCYTCTBYIOT, aKKypaTHO NOCTYUYNTE KapTPUOXKEM No nabopaTopHOMY CTONY, YTO6bI UX
BbINYCTUTb.
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PUCYHOK 2 3arpyska bubnmortek

MepengnTe HEMOCPEACTBEHHO K HACTPONKe 3anycKa, UCNoMb3ysi UHTepdelc NporpamMmMHoOro
obecneyeHuns npubopa MiSeq Operating Software (MOS).

HacTponka 3anycka

MonHas MHCTPYKLMA NO HAaCTPONKe 3anycKa npeAcTaBfeHa B [OKyMeHTe MiSeqDx Instrument
Reference Guide for MOS v4 (CnpaBo4Hoe pykoBoAcTBO o npunbopy MiSegDx Instrument gna MOS v4)
(gokymeHT N2 200010452).

1.

Bonaute B cuctemy MiSeqDx ¢ noMoLLbo Naponsa Ansa nporpaMmMHoro obecneyeHus Local Run
Manager.

Ha rnaBHOM aKkpaHe nporpamMmHoro obecneveHmnsa MOS BbibepnTe Sequence (CeKBeHNPOBaTb).

BbiGepuTe 3anyck 13 cnuncka, 3atem Haxxmute Next (Janee).

B npuBefeHHOM HMXKe Nopsagke OTKPOeTCA Cepus aKpaHOB € HacTpoKrKom 3anycka. Load Flow Cell
(3arpyska npoTouyHol Avenkun), Load Reagents (3arpyska peareHToB), Review (0630p) 1 Pre-Run
check (IMpoBepka nepep, 3anyckom).

Mpu nosiBneHmm akpaHa Load Flow Cell (3arpyska NnpOTOYHON SYENKMN) OUNCTUTE U 3arpysnTe
NPOTOYHYHIO AYENKY.

3aKponTe 3aLesnky NPOTOYHOW AYENKM 1 ABEPLLY OTCeKa A8 MPOTOYHON AYENKN.

W 3awenka, 1 gBepua oTceka Ao/KHbI BbITh 3aKPbIThI Mepen HayanoMm s3anycka. Korga sarpy>xeHa
NPOTO4YHasa ayenka, NporpaMMHoe obecnedeHne HaYMHaeT CUNTbIBATb U perucTpuposaTtb RFID.
MopTeepxaeHne Toro, Yto RFID 6bina ycnewHo npoymMTaHa, NOSABUTCSA B HUXKHEM NpaBOM Yrny
3KpaHa.

Cnepys yKasaHUAM nporpaMMHoro obecrnedeHus, sarpysmte byTbinb ¢ pacTBopoM MiSeqDx SBS
Solution (PR2), ybeantecb, 4To 6y Thiflb A8 OTXOA40B NYCTa, U 3arpy3nTe KapTpuaX C peareHTamu.
Korpa 6yTbinb ¢ pacTBopoM MiSeqgDx SBS Solution (PR2) un kapTpuagxx c peareHtamm 6yayT
3arpy>keHsbl, NporpaMmmMa HauyHeT CcYMTbiBaTb M 3anucbiBaTb RFID. MoaTeepxgeHune Toro, 4to RFID
Oblfla yCNeLwHo NpoYmTaHa, NOSBMUTCA B HUXKHEM MPaBOM Yriy aKpaHa.
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7. BHavane sanycka oTkpbiBaeTcs akpaH Sequencing (CekBeHpoBaHue). Ha akpaHe oTobpaxaeTcs
BbIMOSIHAEMbIN 3aMyCK, BK/OYasA 3Ha4YeHNSI UHTEHCUBHOCTW M NMOKa3aTesnM KayecTBa
(nokasaTtenu Q).

Pe3ynbTaThl

BcTpoeHHoe nporpammMHoe obecnedeHune Real-Time Analysis (RTA) BbINONHAET aHann3 n3obpakeHns u
onpepgeneHne nocnegoBaTeNbHOCTN HYKIEOTUAOB, @ TakXe NpUcBanBaeT OLLEeHKY KayecTBa KaXXgoMy
OCHOBaHUHIO B KaX[,0M LKIie ceKBeHNpoBaHUS. [10 3aBepLUeHNN NepBUYHOIo aHanmsa Moaysb Ha
npubope MiSeqDx, BbI6paHHbIN B pasgene CosgaHue 3arycka ¢ noMoLLbko rporpaMmHOro
obecrnieyeHus Local Run Manager Ha cTpaHuue 10, aBTOMaTU4YeCKN HaunHaeT BTOPUYHbIN aHanus.
Opyrune pabouune npouecchbl OnNncaHbl B AOKYMEHTaL MM ONA KOHKPETHOr O aHanmsa.

[poueaypbl KOHTPOS KayecTBa

MporpaMmmHoe obecneyeHne MiSeqDx oueHMBaeT KaX bl 3anyck, obpaseL, n pacnosHaHHoe
OCHOBaHMe B COOTBETCTBMM C NapaMeTpaMm KOHTPOA KayecTBa. [1pn HeobXoaMMOCTM TakxXe cnegyeT
NPOBOAMTb OLLEHKY Ha NpegMeT OXMAaeMbIX Pe3ynbTaToB C UCMONb30BaHNEM MNONOXKUTESNbHbLIX U
oTpuLaTeNibHbIX KOHTPOEN, BKIIKOYEHHbIX B MOATOTOBKY 6MbnnoTek.

JKcnnyaTaunoHHble
XapaKTePUCTUKNK

Bce nccnepoBaHms BbINONHANM Ha npnbope MiSeqDx.

B nccnepgoBaHusAx 3apoablleBO NMHUK UCcnosib3oBanu nnbo peareHTol MiSeqDx Cystic Fibrosis
139-Variant Assay, nn6o peareHTbl TruSeq Custom Amplicon Kit Dx gna nogrotoskun 6nbnnotekun. B
3TUX OBYX Habopax NCMONb3YOTCA OAUHAKOBbIE peareHTbl /15 No4roTOBKY Bubnuotekun, a paboyuni
NPoLLeCC MMEET NULLIb OAHO PasfiMyMe: YNCIOo LMKI0B NonnMmMepasHom LenHom peakuum (MLUP) (25 n 28
COOTBETCTBEHHO). [lononHnTeNbHble Lukbl MNLP no3BonsaoT BBOAUTb MeHbllee KonnyecTBo HK ¢
Habopom TruSeq Custom Amplicon Kit Dx (50 Hr), no cpaBHeHuto ¢ MiSeqDx Cystic Fibrosis 139-Variant
Assay (250 Hr). 3To foKasaHOo B UCCrieaoBaHnM BBOgMMOro Konndectsa [JHK ¢ ncnonbsoBaHnem
Habopa TruSeq Custom Amplicon Kit Dx. BubnuoTeku, nogroToBneHHble ¢ NnoMoLbio MiSegDx Cystic
Fibrosis 139-Variant Assay, cekBeHMpoBanu c peareHTamu A1 CeKBEHNPOBaHMWS, BXOAALWLNMN B HAbop.
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Brnbnuotekn, nogroToBeHHble C MoMoLbio Habopa TruSeq Custom Amplicon Kit Dx, cekBeHupoBanu ¢
ncnonbsoBaHneM Habopa MiSegDx Reagent Kit v3. 3Tu peareHTbl 4N CEKBEHUPOBaHNA YBENUYUIU
BbIXOf, MO CPABHEHMIO C peareHTaMu B aHanuse MiSeqDx Cystic Fibrosis 139-Variant Assay.

NccnepoBaHue oxBaTbiBaeT AManasoHbl NPOU3BOLMTENBHOCTM NPU aHanmse obpasyoB, KOTopble
nogaepxmsaeT Habop MiSegDx Reagent Kit v3 Micro. MiSegDx moxeT nponyckaTtb 1-96
obpasLoB/3anyck, B 3aBUCUMOCTHM OT aHanmsa. Habop MiSeqDx Reagent Kit v3 Micro nogaep>xusaeT
6onee HU3KY NPON3BOANTENIbHOCTb A1 aHanM3a ob6pasy,oB B 3TOM Xe AnanasoHe A AaHHbIX
aHanns3os.

B nccnepoBaHusx coMmaTnyeckom NMHnMM ncrnonbaosanca Habop TruSeq Custom Amplicon Kit Dx ¢
HabopoM peareHToB MiSeqDx Reagent Kit v3.

Paboune npouecchl 411 3apobILeBON NN COMaTUYECKON IMHUK, ONUCaHHble 4na TruSeq Custom
Amplicon Kit Dx no nogrotoBke 6UbNoTeK A1 CEKBEHUPOBAHUA, BbINOMHAMUCH B paMKax aHanusa ¢
ncnonb3oBaHneM Mmogyns Germline Variant Module nnun Somatic Variant Module cooTBETCTBEHHO, C
ABYMS UCKTFOYEHMAMMN. B nccnenoBaHmsx ¢ O4HUM reHoM (paboume xapakTepucTukn mogynsa Germline;
aHanuns MiSeqDx Cystic Fibrosis 139-Variant Assay) nnu aByx reHoB (paboune xapakTepucTUKn Mogyns
Somatic) Kak penpeseHTaTMBHbIX NaHenen MyTaLnin UICNoNb3oBanu pa3paboTaHHble 419 KOHKPETHOr o
aHanumsa paboume NpoLecchl  aHaNUTUYEeCKNe MoAYIN.

MPUMEYAHWME MNpenctasneHa ceogHas nHdopmaumsa no reHOMHOMY COCTaBy aMn/IMKOHa B
CpaBHEHUU C CEKBEHUPYEMON FT€HOMHOM HUTBHO. [1718 aMMIMKOHOB, CO34aHHbIX MO
oTpuLaTeNbHON HATU, pedepeHCHbIM FEHOMHbIM COCTaBOM SIBMISETCH 06paTHbLIN
KOMMNAUMEHT (Hanpumep, obnacTtu nonu (A) Ha aMNANKOHaX OTPULLATENTbHON HUTK
COOTBETCTBYHOT 0bnacTamM nonu (T) Ha pepepeHCHOM reHome).

OnpepaeneHns pacyeToB, UCMOJIb3yeMblX A1 ONUCcaHnsA
pabounx xapakKTepucTuk

* [lokasaTesib COrflacoBaHHOCTU MNONOXUTENbHbIX pesynbTaToB (PPA, Positive Percent Agreement)
paccuynTbIiBaeTCA Kak A018 JTIOKYCOB, KacCUoULMPOBaHHbBIX Kak BapuaLnm no aTasloHHOMY MeToay,
KOTOpble Obl/ KOPPEKTHO 3aperncTpupoBaHbl B NpoLecce aHanmsa.

— (Yucno nokycos BapuaLmn, KOPPEKTHO 3aperncTpmMpoBaHHbIX B NpoLecce aHanunsa) / (obwee
4YNCSI0 NOKYCOB Bapuaumm)
Jlokycbl Bapmnaumm, 3aperncTpypoBaHHble B MpoLLecce aHannsa, cornacyrowmecs ¢ aTaroHHbIM
MeTOoLO0M, ABNATCA MCTUHHOMNONOXUTEeNbHbIMYK (TP, true positive). Jlokycbl Bapmauum, B xoge
aHanusa s3aperucTpupoBaHHble B Ka4eCcTBe 3TaNIOHHbIX pacno3HaBaHUM U B KaYecTBe Opyrux
pacrnosHaBaHWUn Bapuauuii, ABNAOTCS NoxHooTpuuatenoHbiMu (FN, false negative).

* [lokasaTesb CorflacoBaHHOCTUN oTpuLaTenbHbix pesynbTaToB (NPA, Negative Percent Agreement)
paccuynTbiBaeTCA Kak 401 JIOKYCOB, KOTOPbIE KNaccuduLMpoBaHbl Kak IOKYCbl ANKOro Tuna no
9TaNoOHHOMY METOLY U KOPPEKTHO 3aperncTpmMpoBaHbl B NpoLiecce aHanmsa.
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— (Yumcno nokycoB ANKOro TUMa, KOPPEKTHO 3aperMcTpUpoBaHHbIX B NpoLiecce aHanusa) / (obLiee
YMCNO JTIOKYCOB ANKOro TI/II'Ia)
JIOKyCbl AMKOrO TMMa, 3aperncTpmpoBaHHbIe B MPOLECCe aHanmsa, KoTopble COrlacyroTCA C
3Ta/IOHHBbIM METOLOM, ABAATCA UCTUHHOOTpMUaTeNnbHbIMK (TN, true negative). Jlokychbl
ANKOro Tuna, 3aperncTprMpoBaHHble B NPOLLECCEe aHanu3a Kak Bapuaummn, ABNAKTCS
noxxHononoxutenoHoiMu (FP, false positive).

* [lokasaTenb obuwen cornacosaHHocTu (OPA, Overall Percent Agreement) paccunTbiBaeTCs Kak
0018 NTIOKYCOB, KOPPEKTHO 3aperncTpMpoOBaHHbIX B XO4,E aHannsa, OTHOCUTENbHO pesynbTaToB,
NoJTy4YEeHHbIX 3TaNlOHHbIM METOL0M.

— ((Yvncno nokycos BapuaLumm, KOPPEKTHO 3aperncTpuUpoOBaHHbIX B XO4e aHanusa) + (4ncno
NIOKYCOB VKOO TUMa, KOPPEKTHO 3aperncTpupoBaHHbiX B Xoge aHanusa)) / ((obwee uncno
JTOKYCOB Bapuauuu) + (obLiee Y1Co TOKYCOB QMKOro TuMa))

* [na npunoxeHwuin onpegeneHnsa sapnauunin npm sbluncrieHnm sHavyeHm PPA, NPA n OPA He
YyYMTbIBAKOTCA HEPACMNO3HaBaHWSA (TOKYCbl Bapuauum nnmn atTanoHa, He COOTBETCTBYIOLLNE OQHOMY
W HECKOSbKMM GUNbTpam KayecTBa). B AByx uccnefoBaHUAX BKIKOYEHbI HEpacno3HaBaHUA B NX
nokasaTensx «% KOPpPeKTHbIX pacrno3HaBaHNn», N TaKoe BKIKOYEHNE Hepacno3HaBaHUM OTMEeYEHO
AN NPUMEHNMbIX Tabnuu.

* YacToTa pacno3HaBaHWA pacCuyMTbIBaeTCA Kak obLee YNCOo TOKYCOB, MPOXOAALLMX Yepesd PUbTp,
pasgeneHHoe Ha obLiee YMcno No3nLmin, CEKBEHUPOBAHHbIX OJ151 XPOMOCOM 1-22. XpoMocoMbl X 'Y
NCKJSItOYEHbI. [JaHHbI NapaMeTp HE YUYNTbIBAET COrnacoBaHHOCTb pacno3HaBaHUM C 3TaNIOHHbIM
MeTOAOM.

Paboune xapaKTepUCTUKKU, OTHOCSALLMECS K NpeaHanMTu4ecknm Gaktopam (Hanpmmep, MeToabl
N3BMeYEeHNs Unu Bxogaullee sHadeHne [QHK), cM. B TncTKe-BKNagblwe A8 COOTBETCTBYHOWEro MeToaa
MnoAroTOBKN OMONNOTEKN.

UHpekcuposaHue obpasua

MpanMepbl MHAEKCOB 06pasyoB, fobaBneHHble BO BpeMSA NOArOTOBKY BUBIMOTEKW, NpucBansaroT
YHUKanbHY0 NocnenoBaTebHOCTb KaXagomy obpasuy OHK, nossonsas o6begMHATL HECKOBbKO
06pasL,oB B €AUHbIN 3aMNyCK CEKBEHUPOBaHUA. MIHOeKcupoBaHmne obpasu,a 66110 NPoTECTUPOBAHO A4
pabounx NpoLLeccoBs, UCNOMb3yeMbIX AN 3apOAbILLEBON IMHUN U COMATUYECKON NIUHUN.

B obLern cnoxHoOCTN NpoTecTupoBaHbl 96 NMHAEKCOB 06pasL,oB B X04e penpe3eHTaTUBHOIO aHanusa,
npefHasHayYeHHOoro 415 noucka psaga reHos, nokpbiBatowmx 12 588 ocHOBaHWM Ha HUTb BO BCEX

23 XpOMOCOMax YesI0BeKa, C L,esibko MPOBEepPKN CMOoCOBHOCTM aHanmsa CUCTeEMaTUYECKM BbINONHATb
pacnosHaBaHMe reHoTUNa ANA onpefeneHHoro obpasLa B pasnnyHbiX COYETaHUAX NparMepos
WMHAEKCOB. Y-XPOMOCOMa He COAEep>XUT AoBepuTeNbHbIX 06/1acTel, 1 ee OLEeHKY He NpoBogunn. Bocemb
YHUKanNbHbIX 06pasLL0oB NPOTECTMPOBANN C UCMOMb30BAHMEM 12 PasfIMYHbIX COYETaHNN NpanmMepoB
MHAEKCOB Ha obpasel,. PesynbTaTbl aHannsa obpasya, nonydyeHHble Ha mogyne Germline Analysis
Module, cpaBHmBanu ¢ Platinum Genomes Bepcuun 2016-01. PPA (SNV u BcTaBku-geneLnmn) npesbillana
97 % (MCTMHHOMOMOXUTENbHbIE pacno3HaBaHMA cocTaBum He MeHee 70 ansa SNV, 38 gnia BCTaBoK,
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36 ona geneunn), a NPA coctasuna 100 % (MuHumMym 23 440 pedepeHCHbIX MO3NLNIA Ha coYeTaHne
WHOEKCOB) AN KaX40ro n3 covyetaHui 96 nHaekcos. OTAeNbHO Obln NPOTECTUPOBaH OANHOYHbIN
WMHAEKC, YTOObI NOATBEPANTDL, YTO XMMNYECKan peakLna CEKBEHMPOBaHNA C HAOOPOM peareHToB
MiSeqDx Reagent Kit v3 Mo)eT noagep>xnsatb MeHee BOCbMM 06pa3L,oB (MpeaplayLlan XumMmnyeckas
peakums B Habope MiSegDx Universal Kit 1.0 orpaHnynsanace MMHUMYM BOCEMbIO 06pa3sLamm).
OAMHOUHbLIN NHAaEeKC nMen 3HaveHns PPA 98,9 % (180/182) ans SNV, 100 % (38/38) ans BCcTaBoK n
100 % (46/46) pna peneumnin. NPA cocTtasnsana 100 % (23 856 / 23 856).

Bbinn npoTecTupoBaHbl 12 pennuk (24 6ubnuotekn) obpasya, 4Tobbl USMEPUTb TOYHOCTb MHAEKCA C
coMaTn4yecknmMm Bapuaymamm npm yactote 0,05-0,10 ¢ nucnonbaoBaHMeM Mogyna Somatic Variant
Module (8na coMaTUYeCcKnx pacnosHaBaHUn UCNOMb3YHTCA ABE KOMOUHALMM NHOEKCOB Ha Pensnky).
PPA cocTtaensna 100 % ansa SNV (64/64), sctaBok (11/11) n peneuynin (19/19). NPA coctasuna 100 %
(MMHUMYM 11 590 pedepeHCHbIX MO3NLUIA Ha KOMBUHAL MO NHAEKCOB) AN BCeX KOMBUHAL NN MHO,EKCOB.

MNepeHoc 06pa3Lo.

Pabouuni npouecc npmnbopa MiSeqDx noapasymMeBaeT NogroToBkKy 6MBINOTEKU U CEKBEHMPOBaHME
HEeCKOJIbKMX 06pa3LL0oB C KOHTPONAMMK, 0bpabaTbiBaeMbiMUM O4HOBPEMEHHO. MiccneaoBaHue no
nepeHocy ob6pa3su,oB NPOBOANIOCH C LLeSIbto OL,EHKN, BAUAKOT NN Ha pe3ynbTaThl TecTa
JIOXKHOMONOXUTESNbHbIE pPe3ybTaThl, NOly4aeMble U3-3a MepeHOca C 3arpA3HEHNEM OT NTYHKU K NIyHKe
BO BpeMs NoAroTOBKN OMONMOTEKM, a TakxXe OT 3anycKa K 3anycKy Mexgy nocnegoBaTenbHbIMU
3anycKaMu CeKBEHMPOBaHUA. Mcnonb3oBany coMaTUyeckume BapuaLmn, NOCKObKY UX MOXHO
OB6Hapy>XnTb Npu 6onee HU3KOM YacToTe ansenen, YemM BapmaLnum 3apoabllLeBON IMHNN.

Cpepnm o0bpasLoB bblnn YeTblipe obpasua reHoMHon JHK 13 KNneTouHbIX IMHUIA, KaXXAbl N3 KOTOPbIX
cofepykan pasfinyHble MyTalum NaHenen B penpe3eHTaTMBHOM aHanu3e Ha ABa reHa. O6pasubl 6bian
TakuMmn, YToObl MyTaLMs B O4HOM NO3ULMN MMeNa 3TaNIOHHYHO Nocie4oBaTENbHOCTb (AMKOro TMna) B
APYrux.

MNepeHoc 13 NYHKN B NIYHKY onpefenseTca Kak pexumM 0TKasa, BO3MOXHO, BO3HUKLLUA BCNeacTene

3TanoB py4HoON 06paboTku (MMNeTnpoBaHne, CMeLllrBaHne 06pasLoB 1 T. 4.). [1na oLeHKM nepeHoca 13
OLHOW NTYHKM C 06pasL,oM B APYryto BbINONHANM ABa TECTOBbIX 3amnyckKa:

* pacnonoxeHune obpasua reHomHon OHK (rQHK) ¢ BEICOKMMW BXO4HBbIMY 3HAUYEHUSIMU,
cofepyKallero MyTauuio B reHe 1, B LLaxmMaTHOM nopsagke ¢ obpasuom rAHK ¢ HU3KMMM BXOOHbLIMK
3Ha4YeHUsAMM, cogeprKaliiM MyTaLWIo B reHe 2;

* pacnonoxeHue obpasua rHK ¢ BbICOKUMN BXOLHBIMU 3HAYEHUAMU, COAEPXKALLErO MyTaL MO B
reHe 2, B WWaxmMaTHOM nopsgke ¢ obpasuomM rAHK ¢ HU3KMMK BXOLHBIMU 3HAYEHUAMMN, COAEP KALLNM
MyTauuo B reHe 1.

B kakaoM 3anycke oueHMBanu Bcero 12 pensvk Ha 10XXHOMOMOXUTENbHbIE pe3ybTaTbl (Hanpumep,

MyTaumsa B reHe 1, 3adpnKcnpoBaHHas B IyHKe, 0603HaYeHHas Kak obpasel, C MyTaunen B reHe 2 unm
HaobopoT).
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MNepeHocC OT 3anycKa K 3anycKy ornpenenaeTcsa Kak peXxxnum oTkasa, NnoTeHLnanbHO CO34aHHbIN
OCTaTKOM OT NpeblAyLLero 3anycka ceKBeHMpoBaHUA. YTobbl onpenennTb, Obi N NePEHOC MeX Ay
3anyckamMum ceKBeHMpOBaHMUA, MOArOTOBUAN ABe NNaLlKKW, B KaXX4on no 11 pennuk oguHapHoro
YHUKanbHoro obpasua rHK ¢ BbICOKMMM BXOHLIMW 3HAYEHUAMUN MKOC XONOCTON obpasel,.

Mx cekBeHMpoBanu nocnenoBaTefnibHO Ha ogHOM npunbope MiSeqDx 1 oLeHMBanu Ha
JIOXKHOMONOXUTENbHbIE pesybTaThl. [NepBbl 3anyck cogepxan 11 pennvk obpasiua ¢ MyTaumen B reHe
2 nNnoc ogHa xofnocTana Npoba. Bropow 3anyck cogeprxan 11 pennuk obpasya ¢ MyTaunen B reHe 1 nnoc
ofiHa xonocTasa npoba. CHayana cekBeHMpoBanu 6ubnnmoTeky obpasua c MyTaLuen B reHe 2, fanee
BbIMOJIHANM 3aMyCK CEKBEHMPOBaHNA ¢ bubnmuoTekon obpasua c MyTaumen B reHe 1, a 3aTeM eLle 0auH
NOBTOPHbIN 3aMyCK CEKBEHNPOBaHNA BUBINOTEKM obpasya ¢ MyTaLmen B reHe 2. ECnu Habnroganucs
Kakue-nmbo MyTauunm B reHe 2 B 3anycke, rae obisia ToAbKO MyTaums B reHe 1, n HaobopoT, 3To
yKasblBasno Ha nepeHoc.

JI0XKHOMONMOXNTENbHbBIX PE3Y/IbTAaTOB U3-3a NEPEHOCA OT JTYHKM K JIYHKE 3aPUKCUPOBAHO He Bblnio
(0/24, 0 %). Bce oxnpgaemble MyTaLum 66111 06Hapy>KeHbl. JTOXXHOMONOXUTENbHbIX pe3ybTaToB U3-3a
nepeHoca oT 3arnyckKa K 3arnycky 3adpukcmpoBaHo He 6bi10 (0/24, 0 %). Bce oxungaemMblie MyTaLumn Obinn
0bHapy>XeHbl. JTOXXHONONOXMTENbHbBIX Pe3yNbTaTOB N3-3a 06Lyero nepeHoca (0T NYHKM K NYHKe 1 OT
3anycka K 3anycky BMecTe) 3apukcupoBaHo He 6bino (0/48, 0 %).
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Pa6bouune xapaktepuctuku mogyna Germline

B onuncaHHbIX 30ecb UccnenoBaHUsax 415 aHanmsa gaHHbIX CEKBEHMPOBaHMSA UCMONb30Banu Moay b Germline Variant Module, 3a
NUCKIIKOYEHMEM TEX UCCNeL0BaHUN, B KOTOPbIX MPUMEHAETCA NaHeNb ¢ 0AHUM reHOM. B HUX NpUMEHANM cneunanbHbin Mogyb AN
KOHKPETHOro aHanmsaa.

ToYHOCTb

OnucaHHoE HUXXe nccnegoBaHue 6b110 NPoBefeHO ANA OLLEHKN TOYHOCTKU Npubopa MiSeqDx npu ncnonb3oBaHUM ¢ HABOPOM
peareHToB MiSeqDx Reagent Kit v3 n [1HK BbicOKoro kayecTtBa. 3T0 uccnegoBaHme 6b1/10 BbIMOHEHO NYTEM PENPE3EeHTaTUBHOIO
aHanusa, NpefHasHa4YeHHoro 418 Noucka paga reHos, NOKpbiBaoLwmx 12 588 oCHOBaHUI B 23 pasMyHbIX XPOMOCOMaXx C
ncnosbsoBaHneM 150 aMNANKOHOB. Y-XpOMOCOMa He COAEPXMUT AOBEPUTENbHbBIX 061acTel, 1 ee oLueHKy He NnpoBoaunun. [lBeHaguaTtb
YHUKasbHbIX 06pasL 0B, MCNONb30BaHHbIX B 3TOM UCCeA0BaHMM, B3SiTbl U3 OAHON CEMbM (ABOE poanTenein n oecaTb AeTen) 1 4acTto
CEKBEHUPYIOTCA B pasnyHbIX NabopaTopusax No pasfinyHbiM METOLO0NOMMNAM CEKBEHMPOBaHMA. [M8Tb 06pasL,0oB — OT XEHLLMH, 1

CeMb — OT MY>XUMH. Bce obpasu,bl NPOXOANNN TECTUPOBaHME B ABYX NOBTOPEHUAX. TOYHOCTb onpegenany gnsa SNV, BCTaBoK U
Jeneunn nocpeAcTBOM CPaBHEHWNA AaHHbIX UCCeoBaHus ¢ NoApobHO onncaHHon pedpepeHcHom 6a3oi AaHHbIX. NocnegoBaTeNlbHOCTb
n3 pedepeHcHom 6asbl gaHHbIx (Platinum Genomes, Bepcus 2016-01) nonyvanun nocpefcTBOM KOMBUHALNN HECKONIBKUX METOL0/10r NiA
CEeKBEHUPOBaHWSA, NyOMYHO JOCTYMNHbIX AaHHbIX U HaCNeACTBEHHON NHPopMaLnn. [loBepuTesnbHble FreHOMHble ob6nacTu 6biu
onpepeneHbl Ha OCHOBE L aHHOM0 3TafIOHHOro MEeTOoAa, eC/iN He YKasaHo MHoe. Bcero 3anyck o6pasyoB NpoOBOAUIIM BOCEMb pas.
MpuBeaeHHble Tabnnubl C AaHHLIMW O TOYHOCTM CHOPMMPOBaHbI HA OCHOBAHWUW AaHHbIX U3 MEPBOro 3anycka.

B Tabnuue 1 npuBegeHbl faHHble UccnefoBaHus, NpefAcTaBeHHble C NMONOXUTENbHON N OTpULaTeNIbHON COracoBaHHOCTLIO OJ1A
oTAenbHoro obpasua, rae pesynbTaThl BapuaLnum cpaBHUBaAKOTCA C NOAPOOHO ONMCaHHbIM 3TaflOHHLIM METOL,0M aHanns3a cocTtasa A4
pacyeToB PPA. lNpeacTaBneHa COBOKYMHOCTb Tpex TUnoB Bapuauuin (SNV, BcTaBku 1 geneuymmn). NMockonbKy 3TanoHHbIA MeTog,
No3BOJISAET NMONYUYNTb Pe3y/ibTaTbl TONbKO A1 €ANHUYHbBIX HYKEOTULHbIX BapuaLlnii n BCTaBOK/AeneLumnid, pesynbTaTbl pacno3HaBaHns
HeBapUaHTHbIX OCHOBAHUIM CPaBHUBAIOT C pesyfibTaTaMy CEKBEHUPOBaHUA pedepeHCHOro reHoMa vesnoseka B cbopke hg19 ansa
pacuyeTa NPA.
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Tabnunua1 CornacoBaHHOCTb pPe3yNbTaToOB MO pacno3HaBaHUKO OCHoBaHU NpubopoM MiSeqDx Instrument no ka)kgomy obpasuy

C 06
bl O6Lee O6Lee O6Lwee O6Lee yncno S

yacToTa yucno TN
O6pasel, yucno yucno TP yucno FN HepacnosHa- PPA NPA OPA

pacnosHa- . . N . pacnosHa-

Bapuauui Bapvauuii  Bapuauuii  BaHuUW N

BaHUs BaHUN
NA12877 > 99,9 152 152 0 4 24 024 100 100 100
NA12878 > 99,9 270 266 0 4 23 856 100 100 100
NA12879 >999 192 190 1 1 24 054 99,5 100 >99,9
NA12880 >99,9 222 220 0 6 24 052 100 100 100
NA12881 > 99,9 250 247 1 2 23 862 99,6 100 > 99,9
NA12882 > 99,9 200 196 2 2 23962 99,0 100 > 99,9
NA12883 >99,9 226 224 0 6 23870 100 100 100
NA12884 >99,9 228 226 1 1 23942 99,6 100 > 99,9
NA12885 > 99,9 244 240 2 2 23942 99,2 100 > 99,9
NA12886 > 99,9 230 228 1 1 23 888 99,6 100 > 99,9
NA12888 >99,9 216 216 0 4 24 002 100 100 100
NA12893 > 99,9 236 234 0 2 23810 100 100 100
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PenpeseHTaTUBHbIN aHann3 cocToan n3 150 aMnankKoHOB, CO34aHHbIX 418 pas3fIMYHOro reHOMHoro cocTtasa. [lnanasoH GC-cocTaBa
aMMIMKOHOB: 26-87 %. [LNs aMNIMKOHOB TakKXe MMeeTCs AnanasoH eAUHUYHbBIX HYKNeoTUaHbIX (Hanpumep, nonu (A), nonwu (T)),
OVIHYKNeOoTUAHbIX N TPUHYKNEeOTULHbIX MOBTOPOB. [aHHble Obl/i KOMAUANPOBaHbI MO aMMIMKOHaM (Tabnvua 2)Ha NPOLLEHTHYHO 400
KOPPEKTHbIX pacno3HaBaHWi. NpoLeHTHasa 4018 KOPPEKTHLIX pacno3HaBaHUM COCTOUT U3 pacno3HaBaHU BapuaLmmn 1N aTanoHHbIX
pacno3HaBaHui u coctaenseT MeHee 100 %, eCv UMEKOTCA HEKOPPEKTHbIE pacno3HaBaHUA UK Hepacno3HaBaHUsA. HepacnosHaBaHus
BO3HMKAOT BCNEeACTBUE HecobNoAeHMs TpeboBaHUM /15 O4HOMO UN HECKONLKUX GUIbLTPOB MNPU pacno3HaBaHWK Bapuaumm
(Hanpumep, HegoCcTaTOYHOE MOKPbITUE).
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N3 BocbMu FN Bapunauunim ns tabnmubl 2 ceMb BO3HUKII0 CO BCTaBKOM 1 M. 0. Ha aMnainkoHe 111, KOTOpbIN TakXe COAEPXUT roMononmmep

nonu (A) n GC-cocTtas 0,29. OcTtanbHo 1 FN (HeBepHOe pacno3HaBaHWe) BO3HUK U3-3a HEOXXMAAHHOM reTepo3nroTHon SNV Ha
amMnnunkoHe 125 ¢ GC-cocTtaBom 0,68, pacrnosHaHHbIM Kak FOMO3UroTHas Bapuauma. YactoTa Bapuaumm SNV 6bina 0,71, uto 6onbLue
nopora 0,70, NO3BONAAIOLLEIr0 OTHECTU €€ K FOMO3UIOTHOM BapuaLnun. AMMIMKOHOM C CaMbIM HU3KUM MPOLLEHTOM BEPHbIX
pacno3HaBaHui (98,2 %) 6611 amnankoH 17 ¢ 40 HepacnosHaBaHMAMM, cogepxxalmin nostopbl AT n GC-cocTas 27 %.

Tabnumua 2 TOYHOCTb Ha YPOBHE aMMIMKOHOB A/1A npnbopa MiSegDx Instrument

Hayvano
AMMNAVKOH Xpomocoma

aMnaInKoHa
1 1 36450499
2 1 109465122
3 1 218353867
4 1 223906657
5 1 228526602
6 1 236372039
7 1 247812041
8 2 55862774
9 2 87003930

KoHely
aMMnKoHa

36450591

109465200

218353957

223906748

228526682
236372108

247812128

55862863

87004009

Pasmep

dparmMeHTa

93

79

91

92

81
70

88

90

80

OcHoBaHuA B
aHanMsMpyemMoro [oBepuUTeNbHbIX

obnacTsax

93

79

91

92

81
70

88

90

80

eHOMHbIN
cocTaB
aMMIMKoHa

BcTaBka-
aeneuns

Monu (A)
(5), nonu (C)
(3),
BCTaBKa-
neneums

BcTaBka-
geneuus

BcTaBka-
aeneuns

Monu (G) (5)

Monwu (T)
(10),
BCTaBKa-
neneuus

Monwn (A)
(5), CT(3),
TAA(3),
BCTaBKa-
neneuus

BcTaBka-
aeneuns

BcTaBka-
neneuus

CoCTaB

0,22

0,38

0,4

0,49

0,69
0,39

0,27

0,28

0,38

Obuwee yncno
KOPPEKTHbIX
pacnosHaBaHui

2232

1896

2184

2208

1944
1680

2112

2160

1920

Obuwee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

MpoueHTHan

Obuwee yncno nons
HepacrnosHaBaHWN  KOPPEKTHbIX

pacnosHaBaHui

0 100

0 100

0 100

0 100

0 100

0 100

0 100

0 100

0 100

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf
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LC

AMNANKOH

10

12
13

14

15
16

17

18
19

20

21

22

Xpomocoma

N TN NN

Hayvano
aMnanKoHa

177016721
186625727
190323504
200796740

212245049

228147052
235016350

4466229

46620561
49851331

189713161

190106030

2233667

KoHey,
aMnanKoHa

177016805
186625801
190323591
200796826

212245139

228147144
235016422

4466321

46620643
49851400

189713248

190106104

2233744

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

85
75
88
87

91

93
73

93

83
70

88

75

78

OcHoBaHuA B

obnacTax

81
75
88
87

91

93
73

93

83
70

88

74

78

eHOMHbIN
cocTaB
aMnankKoHa

H/N
Monu (A) (8)
Monwn (T) (5)

Monwu (T)
(3),
BCTaBKa-
aeneums

Monm (T)
(5), nonu (A)
(6),
BCTaBKa-
neneuus

H/n

Monw (T)
(%),
BCTaBKa-
neneuus

AT(3),
BCTaBKa-
neneuus

H/n

CT(3),
BCTaBKa-
neneuuns
Monu (A)

(5), nonu (T)
(5), nonu (A)
(9), TG(3)
BcTaBka-
neneuuns

Monu (A) (6)

GC-
cocTaB

0,65
0,35
0,42
0,31

0,3

0,43
0,42

0,27

0,43
0,49

0,41

0,57

0,26

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

1944
1800
2112
2088

2184

2232
1752

2192

1992
1680

2112

1774

1872

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0
0
0
0

O6uee yncno
Hepacrno3HaBaHui

o o o o

40

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100
100
100
100

100

100
100

98,2

100
100

100

99,9

100

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf
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(44

AMNANKOH

23

24
25

26
27

28
29

30
31

32
33

34

35
36

37

Xpomocoma

Hayvano
aMnanKoHa

7780541

15688604
56236521

102839244
164446743

1882081
14769061

41069808
74077114

147475343
149323731

155662213

6318713
24949983

31084900

KoHey,
aMnanKoHa

7780637

15688681
56236586

102839314
164446804

1882158
14769144

41069871
74077196

147475409
149323821

155662287

6318814
24950074

31084999

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

97

78
66

71
62

78
84

64
83

67
91

75

10
92

100

OcHoBaHuA B

obnacTax

97

78
62

69
62

75
84

64
83

67
91

75

10
92

94

eHOMHbIN
cocTaB
aMnankKoHa

Monu (G)
(6), nonm (T)
(5), nonu (A)

(5)
H/N

Monwn (A)
(%),
BCTaBKa-
neneuus

Monu (A) (5)
Monu (A)
@),
BCTaBKa-
neneuus

H/M
GT(3),CCA
(3)
H/N
Monu (A)
(6),

BCTaBKa-
peneyus

Monu (T) (5)
CT(4), AG
(3)
BcTaBka-
aeneuus
Monwu (G) (6)
BcTtaBka-

neneuus

GCT(5),
BCTaBKa-
aeneums

GC-
cocTaB

0,42

0,29
0,36

0,46
0,27

0,78
0,62

0,39
0,3

0,37
0,55

0,43

0,68
0,63

0,61

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

2328

1872
1488

1656
1488

1800
2016

1536
1992

1608
2184

1800

2448
2208

2244

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

O6uee yncno
Hepacrno3HaBaHui

12

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100

100
100

100
100

100
100

100
100

100
100

100

100
100

99,5
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44

AMNANKOH

38

39

40
41

42
43
44

45

46

47

48

49
50

51

Xpomocoma

Hayvano
aMnanKoHa

32147987

32986864

33408498
41647401

112435865
22202076
66276100

77365735

110939946

128533468

149503875

154404519
156476507

1817312

KoHey,
aMnanKoHa

32148084

32986958

33408583
41647495

112435955
22202148
66276187

77365821

110940030

128533557

149503965

154404599
156476599

1817394

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

98

95

86
95

91
73
88

87

85

90

91

OcHoBaHuA B

obnacTax

98

95

86
94

91
73
88

87

85

90

91

66
93

83

eHOMHbIN
cocTaB
aMnankKoHa

Monwn (T)
(3), TCT(3),
CTT(3)
BcTaBka-
neneuus

Monu (C) (8)

Monun (G)
(5),
BCTaBKa-
neneuus

Monu (A) (5)
H/N
BcTaBka-
neneuus
Monwn (A)
(7), AG(4)
BcTaBka-
aeneuus
Monu (G)
(%),

BCTaBKa-
feneuns
Monu (G)

(6), nonu (C)

(6),
BCTaBKa-
neneuuns

H/N
BcTaBka-

peneyus

H/N

GC-
cocTaB

0,55

0,7
0,61

0,44
0,44
0,35

0,26

0,71

0,31
0,35

0,42

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

2352

2280

2064
2256

2184
1752
2112

2088

2040

2160

2184

1584
2232

1992

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

O6uee yncno
Hepacrno3HaBaHui

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100

100

100
100

100
100
100

100

100

100

100

100
100

100

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf
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144

AMNANKOH

52

53

54
55

56
57
58

59

60
61
62

63

64

65

66
67

Xpomocoma

Hayvano
aMnanKoHa

24811020

76518625

103054909
105586150

107620823
123769149
138995345

5987120

11784629
27317777
33018351

45084159

55892599

101611250

118351373
8159816

KoHey,
aMnanKoHa

24811109

76518691

103055006
105586214

107620918
123769231
138995441

5987198

11784726
27317855
33018440

45084253

55892687

101611329

118351453
8159912

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

90

67

98
65

96
83
97

79

98
79
90

95

89

80

81
97

OcHoBaHuA B

obnacTax

89

67

98
65

96
83
97

78

91
79
90

95

88

80

81
96

eHOMHbIN
cocTaB
aMnankKoHa

Monu (G)
(7), CTC(4),
BCTaBKa-
neneuus

BcTtaBka-
feneuns

Monu (G) (6)

BcTaBka-
neneuus
H/N
AT(3)
Monwm (C)
(6),

BCTaBKa-
aeneums

Monu (G)
(3),
BCTaBKa-
naeneums

GC(3)
Monwn (T) (5)

Monwn (A)
(5), nonu (T)
(5)

BcTaBka-
neneuus

AC(11),
BCTaBKa-
aeneums

H/N
H/n
H/N

GC-
cocTaB

0,61

0,3

0,67
0,32

0,49
0,37
0,68

0,47

0,87
0,3
0,2

0,35

0,42

0,49

0,51
0,45

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

2113

1608

2352
1560

2304
1992
2328

1872

2184
1896
2160

2280

2102

1920

1944
2304

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

O6uee yncno
Hepacrno3HaBaHui

23

10

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

98,9

100

100
100

100
100
100

100

100
100
100

100

99,5

100

100
100
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14

. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui
68 1" 30177648 30177717 70 70 BcTaBka- 0,46 1680 0 0 100
neneuus
69 1 47470345 47470444 100 100 H/N 0,65 2400 0 0 100
70 1 59837679 59837740 62 62 BcTaBka- 0,37 1488 0 0 100
aeneuus
71 1" 64418856 64418957 102 102 H/N 0,59 2448 0 0 100
72 1" 93529612 93529684 73 73 Monu (A) (5) 0,4 1752 0 0 100
73 1" 101347052 101347136 85 85 H/M 0,42 2040 0 0 100
74 1" 102477336 102477426 91 91 Monu (G) (6) 0,55 2184 0 0 100
75 1" 118406285 118406369 85 85 BcTaBka- 0,53 2040 0 0 100
neneuus
76 1" 120357801 120357885 85 85 Monu (A) 0,34 2040 0 0 100
(), CA(3),
BCTaBKa-
neneuus
77 1" 125769313 125769397 85 85 GA(3) 0,52 2040 0 0 100
78 12 2834770 2834853 84 84 Monwu (C) 0,52 2016 0 0 100
(3),
BCTaBKa-
neneuus
79 12 26811004 26811096 93 93 Monu (A) 0,33 2232 0 0 100
(7), AC(4)
80 12 30881766 30881846 81 81 H/N 0,49 1944 0 0 100
81 12 88474105 88474175 71 71 Monu (A) (6) 0,35 1704 0 0 100
82 12 120966872 120966966 95 95 Monun (G) (5) 0,68 2280 0 0 100
83 13 24167504 24167576 73 73 H/M 0,52 1752 0 0 100
84 13 25816961 25817049 89 88 Monu (A) 0,22 2112 0 0 100
(5), nonu (T)
(7), nonn (A)
7,
BCTaBKa-
neneuuns

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf
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9¢

. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui
85 13 44880112 44880200 89 89 BcTaBka- 0,49 2136 0 0 100
neneuus
86 13 77665218 77665294 77 77 BcTaBka- 0,39 1848 0 0 100
neneuus
87 14 31619327 31619393 67 67 GA(3), TA 0,39 1608 0 0 100
(3)
88 14 39517884 39517966 83 83 H/M 0,25 1992 0 0 100
89 14 46958962 46959034 73 72 Monwu (T) 0,19 1727 0 1 99,9
(%),
BCTaBKa-
aeneuus
90 14 58050030 58050110 81 81 BcTaBka- 0,38 1944 0 0 100
neneuus
91 14 82390559 82390649 91 91 BcTaBka- 0,35 2184 0 0 100
aeneuus
92 14 92549544 92549609 66 66 Monmn (A) (5) 0,41 1584 0 0 100
93 14 102808496 102808589 94 94 BcTaBka- 0,62 2256 0 0 100
neneuus
94 15 43170751 43170848 98 96 Monun (C) (5) 0,45 2304 0 0 100
95 15 63446149 63446216 68 68 BcTaBka- 0,25 1632 0 0 100
aeneuus
96 15 77879807 77879901 95 93 Monu (G) 0,68 2232 0 0 100
(%),
BCTaBKa-
neneuus
97 15 81625334 81625428 95 95 Monun (T) (6) 0,43 2280 0 0 100
98 15 85438263 85438334 72 71 BcTaBka- 0,65 1704 0 0 100
neneuus
99 15 89817413 89817503 91 91 H/N 0,36 2184 0 0 100
100 15 89864274 89864343 70 70 BcTaBka- 0,56 1680 0 0 100
neneuus
101 16 1894910 1894972 63 63 H/N 0,27 1512 0 0 100

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

LT

AMNANKOH

102
103
104
105

106
107

108

109

110
m

112
113

14

115
116
17

Xpomocoma

16
16
16
16

17
17

17

17

17
17

17
17

17

17
17
18

Hayvano
aMnanKoHa

28997904
53682908
57954406
85706375

3563920
3594191

3970090

16084945

33998759
39589691

41244394
45438866

61502432

64023582
72308237
2616456

KoHey,
aMnanKoHa

28997998
53682994
57954509
85706465

3564008
3594277

3970180

16085037

33998849
39589774

41244484
45438957

61502510

64023667
72308320
2616522

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

95

87
104
91

89
87

91

93

91
84

91
92

79

86
84

OcHoBaHuA B

obnacTax

95
87
104
91

89
87

91

93

89
82

91
92

79

86
84
67

eHOMHbIN
cocTaB
aMnankKoHa

Monu (C) (5)
TA(3)
Monu (C) (5)

Monwu (T)
(3),
BCTaBKa-
aeneums

GC(3)

Monwm (C)
(8),
BCTaBKa-
aeneuus

BcTaBka-
neneuus

BcraBka-
feneuuns

Monwn (T) (5)

Monu (A)
(13),
BCTaBKa-
neneyms
(x2)

Monu (A) (5)

Monu (A)
(7), AT(3),
AT(4), AT
(4),
BCTaBKa-
aeneuus

BcraBka-
feneuns

Monu (T) (7)
GAG(3)
GA(3)

GC-
cocTaB

0,67
0,41
0,67
0,37

0,64
0,67

0,46

0,26

0,54
0,29

0,34
0,26

0,41

0,22
0,62
0,31

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui
2280
2088
2496
2184

2136
2088

2184

2232

2136
1944

2184
2208

1887

2064
2016
1608

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0
0
0
0

O6uee yncno
Hepacrno3HaBaHui

o o o o

17

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100
100
100
100

100
100

100

100

100
98,8

100
100

99,5

100
100
100
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8¢

. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui
118 18 6980478 6980568 91 91 H/M 0,37 2184 0 0 100
119 18 9888026 9888094 69 69 Monn A (6), 0,43 1656 0 0 100
TG(3)
120 18 38836999 38837073 75 75 Monu (A) 0,37 1800 0 0 100
(5),
BCTaBKa-
aeneuus
121 18 47405382 47405462 81 81 CTC(3), 0,47 1944 0 0 100
BCTaBKa-
aeneuus
122 18 54815665 54815749 85 85 CT(3), 0,45 2040 0 0 100
BCTaBKa-
aeneuus
123 18 59773996 59774060 65 65 H/N 0,48 1560 0 0 100
124 19 625143 625241 99 99 H/M 0,59 2376 0 0 100
125 19 18121418 18121491 74 74 H/N 0,68 1775 1 0 99,9
126 19 18186574 18186643 70 70 H/M 0,64 1680 0 0 100
127 20 746056 746149 94 94 H/N 0,61 2256 0 0 100
128 20 10633195 10633276 82 82 AC(3) 0,59 1968 0 0 100
129 20 17705633 17705708 76 76 CT(3) 0,58 1824 0 0 100
130 20 21766821 21766890 70 70 GT(3), TG 0,46 1680 0 0 100
(4),
BCTaBKa-
neneuus
131 20 25278421 25278521 101 101 BcTaBka- 0,63 2424 0 0 100
neneuus
132 20 50897302 50897368 67 67 BcTaBka- 0,36 1608 0 0 100
neneuus
133 20 62331904 62331994 91 88 Monun (G) (6) 0,73 2112 0 0 100
134 20 62690860 62690946 87 87 BcTaBka- 0,57 2088 0 0 100
neneuus

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf
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. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui

135 21 30300823 30300888 66 66 BcTaBka- 0,35 1584 0 0 100
neneuus

136 21 33694176 33694273 98 98 Monwu (T) 0,54 2352 0 0 100
(6), CA(3)

137 21 36710706 36710792 87 87 GT(3), 0,39 2088 0 0 100
BCTaBKa-
aeneuus

138 21 46644924 46644992 69 69 Monu (A) 0,32 1656 0 0 100
(6), AG(3),
BCTaBKa-
neneuus

139 21 46705575 46705664 90 90 Monwu (T) 0,5 2160 0 0 100

(5), nonu (A)
(6)

140 22 25750774 25750873 100 100 BcTaBka- 0,63 2400 0 0 100
aeneuus

141 22 32439233 32439329 97 97 H/N 0,68 2328 0 0 100

142 22 37409844 37409940 97 97 BcTaBka- 0,46 2328 0 0 100
neneuus

143 22 37637596 37637694 99 99 H/N 0,6 2376 0 0 100

144 22 47081347 47081438 92 92 BcTaBka- 0,66 2208 0 0 100
neneuus

145 X 15870424 15870492 69 69 Monun (T) (5) 0,26 1656 0 0 100

146 X 135288543 135288611 69 69 Monmn (C) (5) 0,62 1656 0 0 100

147 X 135290777 135290847 71 71 H/M 0,52 1704 0 0 100

148 Y 2655397 2655461 65 0 H/N 0,55 0 0 0 H/N

149 Y 2655519 2655609 91 0 H/M 0,48 0 0 0 H/M

150 Y 2655609 2655679 71 0 Monu (A) (5) 0,37 0 0 0 H/N

Bapwuauum, KoTopble He Bblniv pacnosHaHbl, NpeacTaBneHsbl B Tabnvue 3. B Tabnuue npeacTaBnieHbl KOHKPETHbIE GUNLTPLI, N3-3a
KOTOPbIX BO3HUKIIN Hepacno3HaBaHuA. BCcTaBka Ha annimkoHe 111 6bina oTounbTpoBaHa B AeBATU U3 16 cnydyaes, Npun 3TOM OCTallbHble
CeMb Cy4aeB 6bINM pacnos3HaHbl Kak 3TasoH U, cnegoBaTenibHo, cumTatoTcs FN.
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Tabnunua 3 CeopgHas Tabnuua no HepacnosHaBaHUAM BapuaLmin

CocTas Oxunpaemoe
Homep Xpomocoma: Mponyu,eHHble FN
Bapuauna cooTBeTcTByloWwero OunbTp yucno
aMMJIMKoOHa  No3uuuA Bapuauumm . pacnosHaBaHuA
aMnnukKoHa Bapuauui
64 10:55892600 TAC>T AC(11),42 % GC R5x9' 10 10 0
M 17:39589692 C>CA Monu (A) (13), R5x9 9 16 7
29 % GC

TR5x9: ®dunbTp NOBTOPOB. Bapmaunsa ¢punbTpyeTcs, eCnu BCA UM YacTb Bapmauumn HabnrogaeTca NOBTOPHO B pedepeHCHOM reHoMe, nNpueratoLlLemM

K nosnuunm sBapunauumnn. Tpe6yeTc;| HEe MeHee eBATU NMOBTOPOB B ped)epeHCHOM reHomMe, nNpm 3TOM y4nTbiBakOTCA TOJIbKO MOBTOPbI /J,J'II/IHOI?I ao 5n.o.
PesynbTaTbl cekBeHMpoBaHnA obpasu,a NA12878 cpaBHUAM ¢ napamMeTpamu reHoTmna NA12878 ¢ BbICOKOW CTEMNEHBIO LOCTOBEPHOCTH,
yCTaHOBMEHHbIMWN HaLMoHanbHbIM MHCTUTYTOM CTaHgapTos 1 TexHonorui (NIST, National Institutes of Standards and Technology)
(v.2.19). 3150 aMmnAnKOHOB 92 NONHOCTLIO COAEPXaNNCh BHYTPU FEHOMHbIX YY4aCTKOB C BbICOKOWN CTEMNEHBIO LOCTOBEPHOCTH,
41 aMNINKOH UMEN YaCTUYHOE HanoxeHne, n 17 aMnankoHOB HE UMESIN HanoXeHnsa B nocnegosaTtenbHoCcTU NIST. B pesynbTaTe
nony4deHo 10 000 koopAuHaT Ha OfHY MOBTOPHOCTbL A1 CPaBHEHUsA. HeBapmMaHTHble pacno3HaBaHMUs OCHOBAHUA CPaBHUN C
nocnefoBaTesibHOCTbIO pepepeHCHOro reHoMa yenoseka B cbopke 19. PesynbTaTbl aHann3a TOYHOCTU NpUBeAeHbI B TabnvLe 4.

Tabnunua 4 CornacoBaHHOCTb pe3yNbTaToB MO pacno3HaBaHUKO OCHoBaHMM NpubopomM MiSeqDx Instrument gnst o6pasua NA12878 ¢
6ason gaHHbIx NIST

Yncno CpepHsas O6uee O6uiee O6uwee yncno O6uee yncno
O6pasel, yacToTa yncno TP uncnoFN TN FP PPA NPA OPA
aMnJIMKOHOB . N . .
pacnosHaBaHUs Bapuwauui BapuauMi  pacnosHaBaHWM pacrno3HaBaHUW
NA12878 133 99,98 208 0 19 380 0 100 100 100

3aTeMm o6pasubl 661N MPoaHaNM3nMpoBaHbl 4115 pacno3HaBaHWs ManbiX BCTaBOK W Aeneuuni (BCTaBok-geneunn) (tabnuua 5). B
HEKOTOpPbIX CNyYasx BCTaBKa-geneuns boina obwen ons geyx nnm bonee obpasLoB, Kak NokasaHo B cTonbue «ObLee 4ncno pennmk
obpasua co BcTaBkon-geneumen». PesynbtaTbl ons obenx pennuk 12 oencTBuTeNbHbIX 06pasLoB NpeacTaBfeHbl B Tabnvue 5. bbina
obHapyXeHa 71 BcTaBKa-geneyunsa pasmepomM ot 1 40 24 n. o. (BcTaBkn) n oT 1 4o 25 n. o. (aeneunn). Kaxxgasa ns 69 BcTaBok-geneymm
6blna 0bHapy>XXeHa ¢ NoKasaTesleM COrflacoBaHHOCTM NONOXUTENbHbIX pe3ynbTaToB 100 %. OgHa aeneuns (aMniavMkoH 64, aeneuusn

2 n. 0. (chr10 55892600 TAC>T) He nMena BepHbIX pacno3HaBaHW, MOCKObKY KaXaas U3 aTUX BapuaLuui 6bina Hepacno3HaHHOM 1U3-3a
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dunnbTpa R5x9. MNMoatomy PPA, KoTopas ucktoyaeT Hepacno3HoBaHUA, He Morfa ObiTb paccunTaHa. Ewe ogHa BCcTaBka-geneyms,

BCcTaBka 1n. 0. (chr17 39589692 C>CA Ha amnnnkoHe 111), Takxe He UMefa BEPHbIX pacrno3HaBaHWii, MOCKObKY AEeBATb BapuaLuii

6b151M HepacnosHaHHbIMUK U3-3a dunbTpa R5x9, a ceMb 6bINN pacno3HaHbl Kak FN.

Tabnuua 5 CeopHasa nHdopmaumsa 06 obHapy>XeHnn BCTaBoK-Aeneunn npnéopom MiSegDx Instrument

AMMNINKOH

Xpomocoma

MonoxeHne aHanUanpyemoro

36450544

109465165

218353908

223906701

236372081

247812083

55862804

87003972

200796749

212245090

235016388

4466274

49851375

Pasmep

dparmeHTa

93

79

91

92

70

88

90

80

87

91

73

93

70

Tunwn
ANvHa
BCTaBKMU-
neneuun
aMnMKoHa

Oeneyms
25n.o.

Heneuns
3n.o.

BcTaBka
23n.o0.

Leneuuna 17
n.o.

BcTtaBka 5
n. o.

BcTaBka
3n.o.

BcTaBka
7n.o.

Leneuuns
6n.o.

BcTaBka
5n.o.

BcTaBka
12 n.o.

BcTaBka
2n.o.

Leneuuns
23n.0

BcTaBka
9n.o.

BcTaBka-geneuus

GAAAATTTAATGAAACACATTGTCCT>G

ACTT>A

T>TTTTAATAGCAAAAAGAGGCTAGA

GACAGACTGTGAGGAAGA>G

C>CTTAAG

C>CATG

T>TTTGGTAA

TTATCTC>T

T>TTAAAA

C>CTGAAAATAGGAT

A>ATG

TAACTTAAAATTACAAAATAACCC>T

C>CCTGGCTCCT

Obuwee

yncno

pennuk Yucno
obpasua co HepacnosHaBaHWi
BCTaBKOM-

neneuuen
2 0
12 0
24 0
10 0
10 0
10 0
14 0
6 0
24 0
14 0
12 0
2 0
4 0

Ob6uiee yncno
HEKOPPEKTHBIX

pacnosHaBaHWn  pacno3HaBaHUN

BCTaBOK-
neneuun

0

Obuwee yncno
KOPPEKTHbIX

BCTaBOK-
geneunn

24

10

10

10

14

24

14

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100
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AMMNNKOH

21

25

27

31

34

36

37

39

41

44

46

47

48

50

52

53

Tunwn
Pasmep ONVHa
Xpomocoma [lonoxeHne aHanusMpyemoro  BCTaBKW-
dparmeHTa neneuun
aMMnIMKOHa
3 190106071 75 Heneuns
1n.o.
4 56236567 66 Oeneuyus
8n.o.
4 164446785 62 BcTaBka
11 n.o.
5 74077155 83 Heneuns
4n.o.
5 155662255 75 BcTaBka
8n.o.
6 24950035 92 Oeneuyus
21n.0.
6 31084942 100 Leneuuns
3n.o.
6 32986905 95 Heneuns
25n.0.
6 41647442 95 Heneuns
23n.o0.
7 66276142 88 BcTaBka
1n.o.
7 110939983 85 Leneuyuns
4n.o.
7 128533514 90 BcTaBka
1n.o.
7 149503916 91 Heneuns
4n.o.
7 156476548 93 Oeneuyus
11n.o.
8 24811064 90 Oeneyms
1n.o.
8 76518677 67 BcTaBka
4n.o.

BcTaska-geneuuns

AG>A

TAACCGAAA>T

T>TTATGGTATTGA

TAGTA>T

G>GCCTACTGA

CCCTGGGTGCTATAGCCCACCA>C

GCTT>G

CTTTCACTTTCCCGTCTCATGCAAAG>C

GGCATGAGGCTTGGTGACATGGCA>G

C>CT

CAAGT>C

T>TC

GGATA>G

GAATCTGCACTT>G

AG>A

T>TACTG

Obuwee

ynucno

pennuk Yucno
obpasla co HepacrnosHaBaHWUi
BCTaBKOW-

neneuunen
20 0
12 0
12 0
10 0
20 0
10 0
14 0
12 0
8 0
16 0
12 0
24 0
8 0
12 0
24 0
14 0

Obuwee yncno
HEKOPPEKTHBIX

pacnosHaBaHUn  pacnosHaBaHWi

BCTaBOK-
neneuyunn

0

Obuwee yncno
KOPPEKTHbIX

BCTaBOK-
aeneunn

20

10

20

10

14

16

24

24

14

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Obuee
Tvnn qm?no Obuwee yncno Obuwee yncno
Pasmep OvHa HEKOPPEKTHbIX KOPPEKTHbIX
pennuk Yucno . .
AMMNNKoH XpomocomMa [lofioXeHne aHanM3npyemoro  BCTaBKU- BcTaska-geneuuns . pacnosHaBaHu pacnosHaBaHui PPA
obpasla co HepacrnosHaBaHWUi
dparmeHTa neneuun N BCTaBOK- BCTaBOK-
BCTaBKOW- . o
aMMnIMKOHa N neneyuin aeneuni
neneuuen
55 9 105586193 65 BcTaBka C>CAATT 2 0 0 2 100
4n.o.
58 9 138995370 97 Heneuns TCTGGGGGGCAGCCCCTGAGGG>T 14 0 0 14 100
21n.0.
59 10 5987158 79 Oeneuuns TAAC>T 10 0 0 10 100
3n.o.
63 10 45084202 95 Oeneuus AGCGTCTATAACCAAAT>A 12 0 0 12 100
16 n. o.
64 10 55892600 89 Heneuns TAC>T 10 10 0 0 H/N
2n.o.
68 " 30177690 70 BcTaBka C>CTG 10 0 0 10 100
2n.o.
70 1" 59837721 62 BcTaBka T>TTATGAAAA 12 0 0 12 100
8n.o.
75 il 118406328 85 Oeneuus CAGTGTGGA>C 10 0 0 10 100
8n.o.
76 " 120357842 85 Heneuns CTT>C 10 0 0 10 100
2n.o.
78 12 2834814 84 BcTaBka T>TTCTCAGTACGGTGAACCCCAG 24 0 0 24 100
21n.0.
84 13 25817002 89 BcTaBka C>CAAAATATAAAAAGCTCCCT 24 0 0 24 100
19 n.o.
85 13 44880152 89 BcTaBka C>CCTGT 12 0 0 12 100
4n.o.
86 13 77665265 77 Heneuns ATCTATTTTCTAATAGACGGC>A 14 0 0 14 100
20n.o.
89 14 46958967 73 Heneumns TTTAAAATTTGAATGTGATAAAA>T 24 0 0 24 100
22 n.o.
90 14 58050081 81 BcTaBka C>CTGAT 20 0 0 20 100
4n.o.
91 14 82390602 91 Oeneuus CTTGCTCTATAAACCGT>C 10 0 0 10 100
16 n. o.
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AMMNNKOH

93

95

96

98

100

105

107

108

109

m

112

13

14

120

121

122

Xpomocoma

14

15

15

15

15

16

18

18

18

Pasmep
MonoxeHue aHanMsnMpyemoro
dparmeHTa

102808554 94
63446199 68
77879862 95
85438311 72
89864316 70
85706416 91
3594276 87
3970133 91
16084985 93
39589692 84
39589739 84
45438886 92
61502459 79
38837054 75
47405425 81
54815706 85

Tunwn
OvHa
BCTaBKM-
neneuun
aMnIMKoHa

Oeneuyusn
5n.0.

LOeneuuns
6n.o.

Leneuuns
25n.o.

BcTaBka
3n.o.

BcTaBka
4n.o.

Leneuuns
7n.o.

Leneuyuns
1n.o.

BcTaBka
18 n.o.

BcTaBka
4n.o.

BcTaBka
1n.o.

BcTaBka
24n.0.

Heneuns
4n.o.

Oeneuymsn
12 n.o.

BcTaBka
22n.o.

BcTaBka
3n.o.

Heneuns
2n.o.

BcTaska-geneuuns

CGTGGA>C

CAAAATT>C

GCCCCTGAGCCAGCCTCCCGCTCTTA>

G

C>CTTG

G>GCTAC

ATTATTTC>A

TG>T

A>ATCCTATTCTACTCTGAAT

A>AACAC

C>CA

T>TTCTGAAGGTCAAGTCTATCCCTGA

CAGTG>C

TTTGTATCTGCTG>T

T>TGTATCTTAGCAAAAGTTTCTCA

T>TGAG

ACT>A

Obuwee

ynucno

pennuk Yucno
obpasla co HepacrnosHaBaHWUi
BCTaBKOW-

neneuunen
10 0
12 0
14 0
8 0
8 0
16 0
2 0
10 0
10 0
16 9
24 0
12 0
20 0
24 0
20 0
20 0

Obuwee yncno
HEKOPPEKTHBIX

pacnosHaBaHUn  pacnosHaBaHWi

BCTaBOK-
neneuyunn

0

Obuwee yncno
KOPPEKTHbIX

BCTaBOK-
aeneunn

10

12

14

16

10

10

24

20

24

20

20

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Tunwn
Pasmep ONVHa
AMMNNKoH XpomocomMa [lofioXeHne aHanM3npyemoro  BCTaBKU-
dparmeHTa neneuun
aMMnIMKOHa
130 20 21766863 70 Heneuns
15n. 0.
131 20 25278464 101 BcTaBka
5n.o.
132 20 50897361 67 BcTaBka
11 n.o.
134 20 62690925 87 Heneuns
16 n. o.
135 21 30300873 66 BcTaBka
11 n.o.
137 21 36710749 87 Oeneuyus
21n.0.
138 21 46644985 69 Oeneuus
5n.o.
140 22 25750814 100 BcTaBka
6n.o.
142 22 37409885 97 BcTaBka
5n.o.
144 22 47081407 92 Oeneuyus
10 n.o.

BOCHpOI/ISBOIJ,VIMOCTb

BcTaska-geneuuns

TACTTGAGAACTGAGG>T

A>AGTGGG

G>GGAATGTCAGCC

TCCTGGCTGGCCTGTGG>T

G>GATAAAACTTTA

ACTCAAGATAACTCATGTTATC>A

GTTGTT>G

C>CAGGGCA

C>CTGTTT

GGGCACAGGCA>G

Obuwee

ynucno

pennuk Yucno
obpasla co HepacrnosHaBaHWUi
BCTaBKOW-

neneuunen
4 0
20 0
24 0
10 0
10 0
16 0
8 0
20 0
2 0
12 0

Obuwee yncno
HEKOPPEKTHBIX

pacnosHaBaHUn  pacnosHaBaHWi

BCTaBOK-
neneuyunn

0

Obuwee yncno
KOPPEKTHbIX

BCTaBOK-
aeneunn

4

20

24

10

10

16

20

YT06bl OLEHNTb BOCMPON3BOAMMOCTbL pe3yfibTaToB, NOAYYEHHbIX Ha Npubope MiSeqDx, 6bi1n0 NpoBeAeHO ABa UCCen0BaHNA C
KNeTOYHbIMU NNHUAMU (MccnefoBanue 11 2) nnam obegHeHHOM NenKoLMTaMn KPOBBHO, C A06aBNEHMEM KNETOYHbIX IMHUIA

(MCCﬂeﬂOBaHMez).BMCCﬂeﬂOBaHMM'IMCHOﬂb3OBaﬂOCbHeCKOﬂbKOﬂpM60pOB.BMCCﬂeﬂOBaHMVI2yqaCTBOBaﬂOHeCKOﬂbKOI4eHTpOB

PPA

100

100

100

100

100

100

100

100

100

100
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NccnepoBaHue 1

BocnpounsBoanmMocTb pesynbTaToB, NoNyYeHHbIX Ha Npubope MiSeqDx, onpegensnu Ha aByx npubopax npu paboTe ABYX ONepaTopoB U
MCMONIb30BaHUM ABYX NapTUIA peareHTOB BO BpeMsi B 06LL e CNIOXXHOCTM BOCbMW 3aMyCKOB. Pernpe3eHTaTuBHbIN aHanns, 06pasubl 1
3TaNIOHHbIV METOA, ABNAIOTCS TaKUMU Xe, KakK 1 ONUCaHHble A1 UcClefoBaHUs TOYHOCTY.

PesynbTaTbl NpeacTaBieHbl Mo KaXaoMy aMIMKOHY A1 KaXkaoro npuéopa (Tabnvua 6) u AeMOHCTPUPYIOT BOCMPOM3BOAUMOCTb
pacno3HaBaHWA Ha pa3Hbix Npubopax. MNMpoLeHTHasa 40NA KOPPEKTHbIX pacnosHaBaHWUii BKOYa a Kak HEKOPPEKTHbIe pacno3HaBaHus,
TaK W HepacnosHaBaHus (BCreacTBne Heco6MoAeHUs TPe6oBaHWIN A1t OAHOr0 UM HECKOMbKUX GUIbTPOB NPK pacrno3HaBaHK
Bapuauuu). Npubopbl gaBann ConocTaBUMOE YMC/I0 HePaCcNo3HaBaHUN M HEKOPPEKTHbIX pacrno3HaBaHWi, B 3aBUCUMOCTM OT

KOHKPETHOro aMnJinkoHa

Tabnuua 6 PesynbTaTbl NO BOCAPOM3BOAMMOCTI OT O4HOIO TECTMPYEMOro npmnbopa K gpyromy aaa npunbopa MiSeqDx Instrument

(ypoBeHb aMMNNKOHOB)

Havano
AMNNuKoH Xpomocoma
aMMAMKoHa

1 1 36450499
2 1 109465122
3 1 218353867
4 1 223906657
5 1 228526602
6 1 236372039

KoHely
aMMnMKoHa

36450591

109465200

218353957

223906748

228526682

236372108

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

93

79

91

92

81

70

OcHoBaHuA B

obnacTax

93

79

91

92

81

70

eHOMHbIV
cocTaB
amnInKoHa

BcTaBka-
Aeneumns

Monwn (A)
(5), nonn
(C) (5),
BCTaBKa-
neneuus

BcTaBka-
neneyus

BcTtaBka-
Aeneumns

Monu (G)
()
Monwn (T)
(10),
BCTaBKa-
neneums

GC-

CcocCTaB

0,4

0,49

0,69

0,39

Obuiee yncno
KOPPEKTHbIX

MiSeqDx 1 MiSegDx 2

Obujee yncno  Obuiee umcno  Obuiee yncno O6uiee yncno  Obuiee yncno
HEKOPPEKTHBIX ~ HEpacno3Ha-  KOPPEKTHbIX HEKOPPEKTHBIX  HepacnosHa-

pacnosHaBaHWii  pacrno3HaBaHuii BaHW pacnosHaBaHuii  pacrno3HaBaHuii BaHW
8928 0 0 8928 0 0
7584 0 0 7584 0 0
8736 0 0 8736 0 0
8832 0 0 8832 0 0
7776 0 0 7776 0 0
6720 0 0 6720 0 0
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AMMNIMKOH

10

12

13

15
16

17

18

Xpomocoma

Havano
aMMAKoHa

247812041

55862774

87003930

177016721
186625727

190323504

200796740

212245049

228147052
235016350

4466229

46620561

KoHeLy
aMMnMKoHa

247812128

55862863

87004009

177016805
186625801

190323591

200796826

212245139

228147144
235016422

4466321

46620643

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

88

90

80

85
75

88

87

91

93
73

93

83

OcHoBaHuA B

obnactax

88

90

80

81
75

88

87

91

93
73

93

83

eHOMHbIV
cocTaB
amMnInkKoHa

MNonwn (A)
(5), CT(3),
TAA(3),
BCTaBKa-
neneuus

BcTaBka-
neneyus

BcTaBka-
neneyus

H/n

Monwn (A)
(8)

Monn (T)
(5)

Monu (T)
(5),
BCTaBka-
neneuus

Monn (T)
(5), nonun
(A) (6),
BCTaBKa-
neneuus

H/n

Monun (T)
(5),
BCTaBKa-
neneums
AT(3),
BCTaBKa-
neneyms

H/N

GC-
cocTaB

0,27

0,28

0,38

0,65
0,35

0,42

0,31

0,3

0,43
0,42

0,43

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

8448

8640

7680

7775
7200

8448

8352

8736

8928
7008

8761

7968

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

Obuee yncno
HepacnosHa-
BaHW

0

167

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

8448

8640

7680

7775
7200

8448

8352

8736

8928
7008

8760

7968

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

Obuyee yncno
HepacnosHa-
BaHW

0

168

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

8¢

AMMNIMKOH

19

20

21

22

23

24
25

26

27

28
29

30

Xpomocoma

3

Havano
aMMAKoHa

49851331

189713161

190106030

2233667

7780541

15688604
56236521

102839244

164446743

1882081
14769061

41069808

KoHeLy
aMMnMKoHa

49851400

189713248

190106104

2233744

7780637

15688681
56236586

102839314

164446804

1882158
14769144

41069871

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

70

88

75

78

97

78
66

71

62

78
84

64

OcHoBaHuA B

obnactax

70

88

74

78

97

78
62

69

62

75
84

64

eHOMHbIV
cocTaB
amMnInkKoHa

CT(3),
BCTaBKa-
neneuus

Monwn (A)
(5), nonun
(T) (5)
Monwu (A)
(9), TG(3)

BcTaBka-
neneyus

Monu (A)
(6)

Monun (G)
(6), nonmn
(T) (5)
Monwu (A)
()
H/N
Monwn (A)
(5),
BCTaBKa-
neneuus

Monu (A)
(5)

Monwn (A)
(7),
BCTaBKa-
neneuus
H/N
GT(3),
CCA(3)

H/M

GC-
cocTaB

0,49

0,41

0,57

0,26

0,42

0,29
0,36

0,78
0,62

0,39

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

6720

8448

7096

7488

9312

7488
5952

6624

5952

7200
8064

6144

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

Obuee yncno
HepacnosHa-
BaHW

0

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

6720

8448

7096

7488

9312

7488
5952

6624

5952

7200
8064

6144

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

Obuyee yncno
HepacnosHa-
BaHW

0

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

6€

AMMNIMKOH

31

32

33

34

35

36

37

38

39

40

41

42

43
44

Xpomocoma

Havano
aMMAKoHa

74077114

147475343

149323731

155662213

6318713

24949983

31084900

32147987

32986864

33408498

41647401

112435865

22202076
66276100

KoHeLy
aMMnMKoHa

74077196

147475409

149323821

155662287

6318814

24950074

31084999

32148084

32986958

33408583

41647495

112435955

22202148
66276187

Pasmep

83

67

91

75

102

92

100

98

95

86

95

91

73
88

OcHoBaHuA B
aHaNU3NPyEMOro  [LOBEPUTENBHBIX

dparmeHTa obnacTax

83

67

91

75

102

92

94

98

95

86

94

91

73
88

eHOMHbIV
cocTaB
amMnInkKoHa

Monwn (A)
(6),
BCTaBka-
neneuus

Monn (T)
(5)
CT(4), AG
(3)

BcTaBka-
neneumns

Monu (G)
(6)

BcTaBka-
neneyus

GCT(5),
BCTaBKa-
neneuus

Monu (T)

(5), TCT

(3),CTT
(3)

BcTaBka-

neneums

Monwm (C)
(6)

Monu (G)
(3),
BCTaBKa-
neneuus

Monwn (A)
(5)

H/n

BcTaBka-
neneyus

GC-
cocTaB

0,3

0,43

0,68

0,63

0,61

0,53

0,7

0,61

0,44

0,44
0,35

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

7968

6432

8736

7200

9792

8832

8979

9408

9120

8256

9024

8736

7008
8448

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

Obuee yncno
HepacnosHa-
BaHW

0

45

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

7968

6432

8736

7200

9792

8832

8979

9408

9120

8256

9024

8736

7008
8448

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

Obuyee yncno
HepacnosHa-
BaHW

0

45

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

oy

AMMNIMKOH

45

46

47

48

49
50

51
52

53

54

55

56
57
58

Xpomocoma

Havano
aMMAKoHa

77365735

110939946

128533468

149503875

154404519
156476507

1817312
24811020

76518625

103054909

105586150

107620823
123769149
138995345

KoHeLy
aMMnMKoHa

77365821

110940030

128533557

149503965

154404599
156476599

1817394
24811109

76518691

103055006

105586214

107620918
123769231
138995441

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

87

85

90

91

81
93

83
90

67

98

65

96
83
97

OcHoBaHuA B

obnactax

87

85

90

91

66
93

83
89

67

98

65

96
83
97

eHOMHbIV
cocTaB
amMnInkKoHa

Monwn (A)
(7), AG(4)

BcTaBka-
neneumns

Monwn (G)
(5),
BCTaBKa-
neneuus

Monu (G)
(6), nonn
(C) (8),
BCTaBKa-
neneuus

H/N
BcTaBka-
neneumns

H/N
Monwn (G)

(7),CTC

(4),
BCTaBKa-
neneuymns

BcTaBka-
neneyus

Monu (G)
(6)
BcTtaBka-
Aeneumns
H/N
AT(3)

Monwm (C)
(6),
BCTaBKa-
neneyus

GC-
cocTaB

0,71

0,31
0,35

0,42
0,61

0,3

0,67

0,32

0,49
0,37
0,68

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

8352

8160

8550

8736

6336
8928

7968
8452

6432

9408

6240

9216
7968
9312

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

Obuee yncno
HepacnosHa-
BaHW

0

90

92

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

8352

8160

8550

8736

6336
8928

7968
8449

6432

9408

6240

9216
7968
9312

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

Obuyee yncno
HepacnosHa-
BaHW

0

90

95

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

Ly

AMMNIMKOH

59

60
61

62

63

64

65

66

67
68

69
70

71
72

73
74

75

Xpomocoma

10

10
10

10

10

10

Havano
aMMAKoHa

5987120

11784629
27317777

33018351

45084159

55892599

101611250

118351373

8159816
30177648

47470345
59837679

64418856
93529612

101347052
102477336

118406285

KoHeLy
aMMnMKoHa

5987198

11784726
27317855

33018440

45084253

55892687

101611329

118351453

8159912
30177717

47470444
59837740

64418957
93529684

101347136
102477426

118406369

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

79

98
79

90

95

89

80

81

97
70

100
62

102
73

85

85

OcHoBaHuA B

obnactax

78

91
79

90

95

88

80

81

96
70

100
62

102
73

85
91

85

eHOMHbIV
cocTaB
amMnInkKoHa

Monwn (G)
(5),
BCTaBka-
neneuus

GC(3)

Monu (T)
()

Monwn (A)
(5), nonun
(T) (5)

BcTaBka-
neneyus

AC(11),
BCTaBKa-
neneums

H/N
H/n
H/N

BcTaBka-
neneumns

H/M

BcTtaBka-
Aeneumns

H/n

Monu (A)
(5)

H/n

Monu (G)
(6)

BcTaBka-
neneyus

GC-
cocTaB

0,47

0,87
0,3

0,2

0,35

0,42

0,49

0,51

0,45
0,46

0,65
0,37

0,59
0,4

0,42
0,55

0,53

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

7488

8644
7584

8640

9120

8408

7680

7776

9216
6720

9600
5952

9792
7008

8160
8736

8160

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

o o o o

Obuee yncno
HepacnosHa-
BaHW

0

91

40

o o o o

o

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

7488

8644
7584

8640

9120

8407

7680

7776

9216
6720

9600
5952

9792
7008

8160
8736

8160

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

o o o o

o

Obuyee yncno
HepacnosHa-
BaHW

0

91

41

o o o o

o

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

1A%

AMMNIMKOH

76

77
78

79

80
81

82

83
84

85

86

87

88
89

Xpomocoma

12

12

12
12

12

13
13

14
14

Havano
aMMAKoHa

120357801

125769313
2834770

26811004

30881766
88474105

120966872

24167504
25816961

44880112

77665218

31619327

39517884
46958962

KoHeLy
aMMnMKoHa

120357885

125769397
2834853

26811096

30881846
88474175

120966966

24167576
25817049

44880200

77665294

31619393

39517966
46959034

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

85

85
84

93

81
71

95

73
89

89

77

67

83
73

OcHoBaHuA B

obnactax

85

85
84

93

81
71

95

73
88

89

77

67

83
72

eHOMHbIV
cocTaB
amMnInkKoHa

MNonwn (A)
(5), CA(3),
BCTaBka-
neneuus

GA(3)

Monn (C)
(3),
BCTaBKa-
neneyus

Monwn (A)
(7), AC(4)

H/N
Monu (A)

H/n

Monu (A)
(5), nonun
(T) (7),
nonu A)
(7),
BCTaBKa-
neneuus

BcTaBka-
neneyms
BcTtaBka-
Aeneumns
GA(3), TA
(3)
H/N
Monu (T)
(5),

BCTaBKa-
neneums

GC-
cocTaB

0,34

0,52
0,52

0,49
0,35

0,68

0,52
0,22

0,49

0,39

0,25
0,19

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

8160

8160
8064

8928

7776
6816

97

7008
8448

8544

7392

6432

7968
6830

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

Obuee yncno
HepacnosHa-
BaHW

0

82

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

8160

8160
8064

8928

7776
6816

9119

7008
8448

8544

7392

6432

7968
6835

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

Obuyee yncno
HepacnosHa-
BaHW

0

77

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

1474

AMMNIMKOH

90

91

92

93

94

95

96

97

98

99
100

101
102

103
104

105

Xpomocoma

15

15

15

15

15

15
15

16
16

16
16

16

Havano
aMMAKoHa

58050030

82390559

92549544

102808496

43170751

63446149

77879807

81625334

85438263

89817413
89864274

1894910
28997904

53682908
57954406

85706375

KoHeLy
aMMnMKoHa

58050110

82390649

92549609

102808589

43170848

63446216

77879901

81625428

85438334

89817503
89864343

1894972
28997998

53682994
57954509

85706465

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

81

91

66

94

98

68

95

95

72

91
70

63
95

87
104

91

OcHoBaHuA B

obnactax

81

91

66

94

96

68

93

95

71

91
70

63
95

87
104

91

eHOMHbIV
cocTaB
amMnInkKoHa

BcTtaBka-
Aeneumns

BcTaBka-
neneumns
Monwn (A)
(5)
BcTaBka-
peneyms
Monwm (C)
(5)
BcTaBka-
neneumns
Monu (G)
(%),
BCTaBKa-
Aeneumns

Monu (T)
(6)

BcTaBka-
neneyus

H/N
BcTaBka-
neneymns

H/N
Monwn (C)

(5)
TA(3)
Monu (C)
(5)

Monu (T)
(5),
BCTaBKa-
neneuus

GC-
cocTaB

0,41

0,62

0,45

0,43

0,65

0,36
0,56

0,27
0,67

0,41
0,67

0,37

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

7776

8736

6336

9024

9216

6528

8928

9120

6816

8736
6720

6048
9120

8352
9984

8736

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

Obuee yncno
HepacnosHa-
BaHW

0

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

7776

8736

6336

9024

9216

6528

8926

9120

6816

8736
6720

6048
9120

8352
9984

8736

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

Obuyee yncno
HepacnosHa-
BaHW

0

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

174%

AMMNIMKOH

106
107

108

109

110

m

112

13

14

115

116
17
118
119

Xpomocoma

17
17

17

17

17

17

17

17

17

17

17
18
18
18

Havano
aMMAKoHa

3563920
3594191

3970090

16084945

33998759

39589691

41244394

45438866

61502432

64023582

72308237
2616456
6980478
9888026

KoHeLy
aMMnMKoHa

3564008
3594277

3970180

16085037

33998849

39589774

41244484

45438957

61502510

64023667

72308320
2616522
6980568
9888094

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

89
87

91

93

91

84

91

92

79

86

84
67
91
69

OcHoBaHuA B

obnactax

89
87

91

93

89

82

91

92

79

86

84
67
91
69

eHOMHbIV
cocTaB
amMnInkKoHa

GC(3)

Monwn (C)
(5),
BCTaBKa-
neneuus

BcTaBka-
neneymns

BcTaBka-
neneyus

Monun (T)
(5)
Monwn (A)
(13),
BCTaBka-
neneuus
(x2)
Monwn (A)
(5)
Monu (A)
(7), AT(3),
AT(4), AT
(4),
BCTaBKa-
neneyus

BcTtaBka-
Aeneumns

Monu (T)
(7)

GAG(3)
GA(3)
H/M

Monwn (A)
(6), TG(3)

GC-
cocTaB

0,64
0,67

0,46

0,26

0,54

0,29

0,34

0,26

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

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

8544
8347

8736

8928

8544

7776

8736

8832

7546

8256

8064
6432
8736
6624

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0
0

o o o o

Obuee yncno
HepacnosHa-
BaHW

0
5

89

38

o o o o

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

8544
8347

8736

8928

8544

7777

8736

8832

7547

8256

8064
6432
8736
6624

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0
0

12

o o o o

Obuyee yncno
HepacnosHa-
BaHW

0
5

83

37

o o o o

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMNLOOHIVUT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

1%

AMMNIMKOH

120

121

122

123
124
125
126
127
128
129
130

131

132

133

134

135

136

Xpomocoma

18

18

18

18
19
19
19
20
20
20
20

20

20

20

20

21

21

Havano
aMMAKoHa

38836999

47405382

54815665

59773996
625143
18121418
18186574
746056
10633195
17705633
21766821

25278421

50897302

62331904

62690860

30300823

33694176

KoHeLy
aMMnMKoHa

38837073

47405462

54815749

59774060
625241
18121491
18186643
746149
10633276
17705708
21766890

25278521

50897368

62331994

62690946

30300888

33694273

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

75

81

85

65
99
74
70
94
82
76
70

101

67

91

87

66

98

OcHoBaHuA B

obnactax

75

81

85

65
99
74
70
94
82
76
70

101

67

88

87

66

98

eHOMHbIV
cocTaB
amMnInkKoHa

Monwn (A)
(5),
BCTaBka-
neneuus

CTC(3),
BCTaBKa-
neneums

CT(3),
BCTaBKa-
neneums

H/n
H/n
H/N
H/n
H/N
AC(3)
CT(3)

GT(3), TG
(4),
BCTaBKa-
neneums

BcTtaBka-
aeneumns

BcTaBka-
neneymns

Monu (G)
(6)

BcTaBka-
neneyus

BcTtaBka-
Aeneumns

Monu (T)
(6), CA(3)

GC-
cocTaB

0,37

0,47

0,45

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

0,73

0,57

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

7200

7776

8160

6240
9504
7102
6718
9024
7872
7296
6720

9696

6432

8360

8352

6336

9408

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

o o o o N N o o

Obuee yncno
HepacnosHa-
BaHW

0

O o o o o o o o

88

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHuii  pacrno3HaBaHuii

7200

7776

8160

6240
9504
7104
6718
9024
7872
7296
6720

9696

6432

8360

8352

6336

9408

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX

0

O o o o N O o o

Obuyee yncno
HepacnosHa-
BaHW

0

O/ 0o o o o o o o

88
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AMMNIMKOH

137

138

139

140

141
142

143
144

145

146

147
148
149
150

Xpomocoma

21

21

21

22

22
22

22
22

< < < x

Havano
aMMAKoHa

36710706

46644924

46705575

25750774

32439233
37409844

37637596
47081347

15870424

135288543

135290777
2655397
2655519
2655609

KoHeLy
aMMnMKoHa

36710792

46644992

46705664

25750873

32439329
37409940

37637694
47081438

15870492

135288611

135290847
2655461
2655609
2655679

Pasmep

AHaNN3npyemMoro [O0BEPUTENbHbIX

dparmeHTa

87

69

90

100

97
97

99
92

69

69

OcHoBaHuA B

obnactax

87

69

90

100

97
97

99
92

69

69

71

eHOMHbIV
cocTaB
amMnInkKoHa

GT(3),
BCTaBKa-
neneuus

Monwn (A)
(6), AG(3),
BCTaBKa-
neneuus

Monn (T)
(5), nonun
(A) (6)

BcTaBka-
neneyus

H/n

BcTaBka-
neneyus

H/N

BcTaBka-
neneumns

Monun (T)
(5)

Monu (C)
(5)

H/n
H/N
H/n

Monwn (A)
(5)

GC-
cocTaB

0,39

0,32

0,5

0,63

0,68
0,46

0,6
0,66

0,26

0,62

0,52
0,55
0,48
0,37

Obuiee yncno
KOPPEKTHbIX

pacnosHaBaHWii  pacrno3HaBaHuii

8352

6603

8640

9600

9312
9312

9504
8832

6624

6624

6816

MiSeqDx 1

O6uyee yncno
HEKOPPEKTHbIX

0

o o o o

Obuee yncno
HepacnosHa-
BaHW

0

21

o o o o

Obuiee yncno
KOPPEKTHbIX
pacnosHaBaHuii

8352

6601

8640

9600

9312
9312

9504
8832

6624

6624

6816

MiSegDx 2

O6uyee yncno
HEKOPPEKTHBIX
pacnosHaBaHuUi

0

o o o o

Obuyee yncno
HepacnosHa-
BaHW

0

23

o o o o

PesynbTaTbl UCCeA0BaHMs BOCMPOU3BOANMOCTM Gbliv NPOAHaNN3MpoBaHbl AN KaX40ro onepatopa ¢ UCMoSIb30BaHNEM YacTOoThl
Bapuauui (Tabnuua 7). 9TOT aHanu3 nokasars, YTo YacToThbl Bapuauuii 66111 eguHoo6pasHbl y pasHbix onepaTopoB. MpeacTaBneHbl
cpefHuve 3HayeHus No YacToTaM Bapuauui +/— 1 cTaHgapTHOE OTKIOHEHME.
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Tabnuua 7 PesynbTaTbl OT onepaTopa K onepaTopy A4nsa npubopa MiSeqDx Instrument

AwnanasoH yacTtoTt
Bapuauui

[[OMO3UroTHbIE
(0,70-1,00)

FeTeposunroTHble
(0,20-0,70)

Yucno
YHUKaNbHbIX
Bapuauui

2424

8240

O6uiee yncno
NpoaHaNn3upPoBaHHbIX
Bapuauuii, onepatop 1

2424

8132

O6uiee yncno
NpoaHaNn3upPoBaHHbIX
Bapuauui, onepartop 2

2422

8128

CpepgHee
3asiBNeHHoe
3Ha4eHue 4acToTbl
Bapuauuin (CO),
onepatop 1

0,94 +/-0,07

0,48 +/-0,04

CpepnHee
3afB/IEHHOEe
3HayeHue 4YacToThbl
Bapuauui (CO),
onepatop 2

0,96 +/-0,05

0,49 +/-0,04

PesynbTaTbl nccnegoBaHns BOCANPOM3BOAMMOCTM MO KaxXaoMy obpasuy npefcTaBfieHbl B COBOKYMHOCTU CO BCEX BOCbMM 3aMyCKOB
(Tabnuua 8). ObHapy>XeHWe oueHMBaKOT 15 KaX[0ro Tuna sapuaHTa — SNV, BCTaBOK 1 geneynn — oTAeNbHO. TaNoHHbIE MO3ULLUN

NCKIKOYEHbI. DTOT aHanmMs3 nokasars, YTo pesynbTaTbl 418 Bapuaumin 66111 BOCNPOM3BOANUMbBIMUM NO BCeM obpasL,aMm.

Tabnunua 8 CornacoBaHHOCTb pe3y/bTaToB MO pacrno3HaBaHMO OCHOBaHUM npubéopom MiSeqDx Instrument no kaxgomy obpasuy

Obpasel, Bcero
NA12877 592

NA12878 1456
NA12879 912

NA12880 1072
NA12881 1248
NA12882 944

NA12883 1088
NA12884 1088
NA12885 1200
NA12886 1104
NA12888 1056
NA12893 1168

Bcero TP

592
1456

912
1071
1247
943
1087
1088
1189
1102
1054
1168

SNV
BceroF BceroF Bcero F
0 0 336
0 0 320
0 0 336
0 0 384
0 1 384
0 1 352
0 1 368
0 0 400
0 7 400
0 2 368
0 2 368
0 0 352

BcTaBku Heneuunn
Bcero TP Bcero FP Bcero FN Bcero Bcero TP Bcero FP Bcero FN
336 0 0 288 288 0 0
304 0 0 384 368 0 0
320 0 2 288 288 0 0
384 0 0 320 304 0 0
368 0 0 368 368 0 0
336 0 4 304 288 0 0
368 0 0 352 335 0 0
384 0 5 336 336 0 0
382 0 4 352 336 0 0
352 0 3 368 368 0 0
368 0 0 304 304 0 0
336 0 1 368 368 0 0
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[aHHble, NonyyYeHHble MO BOCbMM 3anyckam B 3TOM UCClie0BaHMN BOCMPOU3BOAMMOCTH, NOATBEPXKAAOT 3asiBNIEHNE O TOM, YTO Npu
CeKBeHVpoBaHuM Ha Npubope MiSeqDx MOXHO NonyyaTb cornacyrolmecs pesynbTaTbl:

GC-cocTaB = 19 % (BCce pacno3HaHHble OCHOBaHWA B 192 13 192 cekBeHMPOBaHHbLIX aMNANKoHoB ¢ GC-cocTaBoM B o6beme 19 %,
pacno3HaHHbIX KOPPEKTHO C YacTOTOM HepacnosHaBaHua 1,1 %);

GC-cocTaB = 78 % (BCe pacno3HaHHble OCHOBaHWA B 192 13 192 ceKBEHMPOBAHHbIX aMMIMKOHOB ¢ GC-cocTaBoM B 06bemMe 78 %,
pacno3HaHHbIX KOPPEKTHO 6e3 Hepacno3HaBaHWN);

3HaYeHus oMK XBocToB nosnun (A) < 8 (moBTop nosnn (A) BOCbMM HYKNeoTUA,0B 6bi1 pacno3HaH KoppekTHO B 192 n3 192
CEKBEHNPOBaHHbIX aMMJINKOHOB, cogepXalmx nonm (A) = 8);

3HayeHusa ganH xsocTtoB nosnu (T) = 10 (noeTop nonu (T) AecaTn HyKIeoTMAoB 6bl1 pacno3HaH KOPPEKTHO B 192 n3 192
CEKBEHNPOBaHHbIX aMMIMKOHOB, cogepxatmx nonm (T) = 10);

3HayeHus ganH xBocTtoB nonu (G) = 7 (nosTop nonm (G) ceMmn HyKNeoTUAOB Bbisl pacno3HaH KOPPEKTHO B 192 n3 192
CEeKBEHNPOBaHHbIX aMMJIMKOHOB, cogepXaluunx nonm (G) = 7);

3HavyeHus gnamH xsocTtoB noan (C) < 6 (noeTop nonu (C) wecTn HyKNeoTMaoB Obl1 pacno3HaH KOPPEKTHO B 576 13 576
CEeKBEHNPOBAHHbIX aMMIMKOHOB, cofepXalmnx noam (C) = 6);

3HaYeHns OJIMH OAUHYKNeoTuagHoro nostopa < 11x (Bce pacnosHaHHble 0OCHOoBaHMA B 192 13 192 cekBeHUPOBaHHbIX aMM/INKOHOB,
copepXalmx ANHYKNeoTUAHble NOBTOPLI pasmepoM 11X, 6biiv pacno3HaHbl KOPPEKTHO C YacTOTOoM HepacnosHaBaHus 0,5 %);

3HAYEHUs A/IVH TPUHYKNEOTULHOro NOBTOPa < 5X (BCe pacno3HaHHble OCHOBaHUS B 192 13 192 CeKBEHUPOBAHHbIX aMMJIMKOHOB,
cofepxalmx TPUHYKNEOTUAHbIE MOBTOPbLI PasMepom 5X, 6bin pacno3HaHbl KOPPEKTHO C YacTOToW Hepacno3HaBaHus 0,5 %);

24 nnn MeHee BCTAaBOK OCHOBaHWUM 1 25 N MeHee feneunii OCHOBaHUMN:
— BCTaBKW 24 OCHOBaHWUN, pacno3HaHHble KOPPEKTHO B 192 n3 192 obpasuos;

— Jeneuunmn 25 oCHOBaHWUI, pacno3HaHHble KOPPEKTHO B 223 obpasuax 1 3asaBNeHHble Kak HEBEPHO pacrno3HaHHbIe B O4HOM
obpasue ns 224.

NccnepoBaHue 2
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MccnepoBaHme BOCNPON3BOAMMOCTM pesyibTaTOB aHanmsa oT LeHTpa K LLeHTpY Npu NpoBefeHnn penpeseHTaTMBHOrro aHanusa lllumina
MiSeqDx Cystic Fibrosis 139 Variant Assay Bk/to4ano aHanus paga KIMHNYeCcKn AOCTOBEPHbIX FreHeTU4ecknx Bapmaunm reHa CFTR,
npoaHann3npoBaHHbIX C MOMOLLbHO MporpaMMHoro obecneveHusa MiSeq Reporter ¢ ncnonbsosaHmemM paboyero npowuecca TapreTHoro
cekBeHuposaHua HK MiSeqDx Platform. B cnenom nccnegosaHum NpyHUManu yyactme Tpu UCCnefoBaTeNbCKMX LEHTPA, B KaXXA0M U3
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KOTOpbIX y4aCcTBOBa/M Mo ABa onepaTtopa. KaXablh onepaTtop B KaXKA0M LLeHTpe NpoTecTMpoBan aAse NogpobHO oxapaKTepusoBaHHbIe
naHenu ns 46 obpasyoB kaxpaas, scero 810 pacrnosHaBaHuin Ha LeHTp. MNaHenn cogepXann cMecb reHoMHon JHK 13 KneToYHbIX IMHNIA
C M3BECTHbIMN Bapuaumsamm B reHe CFTR, a TakxXe ob6efHEeHHYH NenKoLMTaMn KpoBb, C f06aBAEHNEM KNETOYHbIX IMHWUIA C N3BECTHLIMMU
Bapuaymsamm B reHe CFTR. bbinu npegocTaBneHbl 06pasLbl KPOBMW, YTO NO3BONMIO NPOBECTU 3Tarbl BblAENEHUS, UCNONb3yeMble AN
nogrotoBku r4HK, KoTopas cny>XmnT nepBUYHLIMN BXOAHBbIMU AaHHbIMMK 415 paboyero npouecca aHanmsa. lNokasaTefb yCnewHoro
NPOXoXaeHns obpasy,oB, onpefensaemMblin Kak YNCno obpasL,oB, COOTBETCTBOBABLUMX NoKasaTeaM KOHTPOSA KayecTBa Npu nepsomn
nonblTke, coctasnn 99,88 %. Bce pesynbTaTbl TECTOB OCHOBaHbI Ha NePBOHAaYaibHOM TECTUPOBaHUN.

Tabnuua 9 CeopHble pe3dynbTaTbl MCCNeaoBaHNsA BOCMPON3BOANMOCTM, BbIMOSIHEHHOIO C MPUMEHEHNEM PenpeseHTaTUBHOIO
aHanmsa MiSeqgDx Cystic Fibrosis 139-Variant Assay

MonoxuTtenbHble OTpmuaTenthle
cornacyoumecs cornacymouvecs Cornaco- Cornaco- O6uwas
O6pazey Beero 5 pacnosHaBaHus pacnosHaBaHWs (LUKuit Hucno Hucno RIS RS ETRE-
MaHenb e leHoTWN 06pasua Bapwuauuu pacnosHaBaHwit (BapvaLyn) T1n) HeBepHbIX ) Hepacno: R g
Ha LeHTp pacnosHaBaHWit  3HaBaHUMN o o o
Lentp Lentp LenTp LenTp LenTp LieHTp pesynbTaToB (%) pe3synbTaToB (%) (%)
1 2 3 1 2 3
A 1 S549N (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 2 1812-1 G>A (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 3 Q493X/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 4 F508del/2184delA (HET) 810 12 12 12 797 798 798 0 1 100 100 100
A 52 Y122X/R1158X (HET) 810 12 10 12 798 665 798 0 1352 94,44 94,44 94,44
A 6 F508del/2183AA>G 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 7 R75X (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 8 1507del/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 98 F508del/W1282X (HET) 810 12 " 12 798 797 798 28 0 97,22 99,96 99,92
A 108 F508del/3272-26A>G 810 12 " 12 798 797 798 28 0 97,22 99,96 99,92
(HET)
A " F508del/3849+10kbC>T 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 12 621+1G>T/3120+1G>A 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
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0S

MaHenb

Obpasel,
Ne

14

15

19

20

21

22

23

24

25

26

28

29

30

'eHoTun obpasua

E60X/F508del (HET)
M1101K (HET)
M1101K (HOM)

F508del (HOM)

F508del/3659delC (HET)

R117H/F508del (HET)

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

G85E/621+1G>T (HET)

A455E/F508del (HET)

F508del/R560T (HET)

F508del/Y1092X (C>A)
(HET)

N1303K (HET)
G542X (HOM)
G542X (HET)
G551D/R553X (HET)
3849+10kbC>T (HOM)
WT

F508del (HET)

MonoxwuTenbHble OTpuuaTenbHble
cornacyouimecs cornacymouecs
Beero pacnosHaBaHus pacnosHaBanus ([UKWi
Bapwauun pacnosHaBaHuii (Bapuauum) 1)
Ha LEeHTp
Llentp UeHTp UeHTp LeHTp LUentp UeHTp
1 2 8 1 2 3

810 12 12 12 798 798 798

810 6 6 6 804 804 804

810 6 6 6 804 804 804

1506V, 1507V, 828 6 6 6 822 822 822

F508C

OTCYTCTBYIOT

810 12 12 12 798 798 798

(TG)10(T)9/ 816 18 18 18 798 798 798

(TG)12(T)5

810 12 12 12 798 798 798

810 12 12 12 798 798 798

810 12 12 12 798 798 798

810 12 12 12 798 798 798

810 12 12 12 798 798 798

810 6 6 6 804 804 804

810 6 6 6 804 804 804

810 6 6 6 804 804 804

810 12 12 12 798 798 798

810 6 6 6 804 804 804

810 0 0 0 810 810 810

810 6 6 6 804 804 804

Yucno
HeBepHbIX
pacnosHaBaHui

Yucno
Hepacno-
3HaBaHUi

Cornaco-
BaHHOCTb
NONOXMUTENbHbIX
pesynbTaTtoB (%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

H/N

100

Cornaco-
BaHHOCTb
oTpuLaTeNbHbIX
pesynbTaToB (%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

Obwan
cornaco-
BaHHOCTb
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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LS

MaHenb Copsssl

Ne
A 31
A 32
A 33
A 34
A 35
A 36
A 37
A 38
A 39
A 40
A 41
A 42
A 43
A 44
A 45
A 46
B 47
B 48

'eHoTun obpasua

1717-1G>A (HET)
R1162X (HET)
R347P/G551D (HET)

R334W (HET)
WT

G85E (HET)

1336K (HET)
WT

F508del/3849+10kbC>T
(HET)

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

F508del/3659delC (HET)

R117H/F508del (HET)

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

CFTR dele2, 3/F508del
(HET)

Bapwuauun

(TG)10(T)9/
(TG)12(T)5

Bcero
pacnosHaBaHuii
Ha LEeHTp

810

810

810

810

810

810

810

810

810

810

810

816

810

810

810

810

810

810

MonoxwuTenbHble
cornacyouimecs

pacnosHaBaHua
(Bapwuaumm)

OTpuuaTtenbHble
cornacymouecs
pacrosHaBaHusa (AnKun

Llentp UeHTp LUeHTp LeHTp

1
6

6

12

12

12

12

18

12

12

12

12

2
6

12

12

12

12

12

12

12

12

3
6

6

12

12

12

12

18

12

12

12

12

1
804

804

798

804

810

804

804

810

798

798

798

798

798

798

804

798

804

798

T™]N)

LleHTp
2

804

804

798

804

810

804

804

810

798

798

798

798

798

798

804

798

804

798

LleHTp

798

804

810

804

810

798

798

798

798

798

798

Yucno
HeBepHbIX
pacnosHaBaHui

Yucno
Hepacno-
3HaBaHUi

Cornaco-
BaHHOCTb
NONOXMUTENbHbIX
pesynbTaTtoB (%)

100

100

100

100

H/n

100

100

H/N

100

100

100

100

100

100

100

100

100

100

Cornaco-
BaHHOCTb
oTpuLaTeNbHbIX
pesynbTaToB (%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

Obwan
cornaco-
BaHHOCTb
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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[A°

MaHenb O

Ne
B 49
B 50
B 51
B 52
B 53
B 54
B 55
B 56
B 57
B 58
B 59
B 60
B 61
B 62
B 63
B 64
B 65
B 66
B 67

'eHoTun obpasua

F508del/1898+1G>A
(HET)

WT
F508del/2143delT (HET)
3876delA (HET)
3905insT (HET)
394delTT (HET)
F508del (HET)
WT
WT
F508del (HET)
WT
L206W (HET)

WT
G330X (HET)

WT
R347H (HET)
1078delT (HET)
G178R/F508del (HET)

S549R (c.1647T>G)
(HET)

Bcero
Bapwauun pacnosHaBaHuii
Ha LleHTp

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

810

MonoxwuTenbHble

cornacyouimecs
pacnosHaBaHua
(Bapwuaumm)

OTpuuaTtenbHble
cornacymouecs
pacrosHaBaHusa (AnKun

Llentp UeHTp LUeHTp LeHTp

1
12

12

12

2
12

12

12

3
12

12

12

1

798

810

798

804

804

804

804

810

810

804

810

804

810

804

810

804

804

798

804

T™]N)

LleHTp
2

798

810

798

804

804

804

804

810

810

804

810

804

810

804

810

804

804

798

804

LleHTp
3

798

810

798

804

810

804

810

810

Yucno
HeBepHbIX
pacnosHaBaHui

Yucno
Hepacno-
3HaBaHUi

Cornaco-
BaHHOCTb
NONOXMUTENbHbIX
pesynbTaTtoB (%)

100

H/n

100

100

100

100

100

H/N

H/n

100

H/N

100

H/n

100

H/N

100

100

100

100

Cornaco-
BaHHOCTb
oTpuLaTeNbHbIX
pesynbTaToB (%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

Obwan
cornaco-
BaHHOCTb
(%)

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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N
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oy)

D

g B 7

=
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X

C

» B 73
B 74
B 752
B 76
B 77
B 78
B 79
B 80
B 81
B 82
B 83
B 84
B 85
B 864

€S

MonoxwuTenbHble OTpuuaTenbHble
cornacyouimecs cornacymouecs

Beero pacnosHaBaHus pacnosHaBanus ([UKWi

'eHoTun obpasua Bapwauun pacnosHaBaHuii (Bapuauum) 1)

Ha LEeHTp
Llentp UeHTp UeHTp LeHTp LUentp UeHTp
1 2 8 1 2 3
S549N (HET) 810 6 6 6 804 804 804
W846X (HET) 810 6 6 6 804 804 804
WT 810 0 0 0 810 810 810
E92X/F508del (HET) 810 12 12 12 798 798 798
621+1G>T/1154insTC 810 12 12 12 798 798 797
(HET)
G542X (HET) 810 6 6 6 804 804 804
F508del (HET) 810 6 6 6 804 804 804
F508del (HET) 810 6 5 6 804 670 804
F508del (HET) 810 6 6 6 804 804 804
621+1G>T/A455E (HET) 810 12 12 12 798 798 798
1812-1 G>A (HET) 810 6 6 6 804 804 804
WT 810 0 0 0 810 810 810
F508del/R553X (HET) 810 12 12 12 798 798 798
F508del/G551D (HET) 810 12 12 12 798 798 798
R347P/F508del (HET) 810 12 12 12 798 798 798
R117H/F508del (HET) (TG)10(T)9/ 816 18 18 18 798 798 798
(TG)12(T)5

1507del (HET) 810 6 6 6 804 804 804
2789+5G>A (HOM) 810 6 6 6 804 804 804
CFTR dele2, 3/F508del 810 12 12 12 798 797 798

(HET)

Yucno
HeBepHbIX
pacnosHaBaHui

Yucno
Hepacno-
3HaBaHUi

0
0
1352
0

0

14

Cornaco-
BaHHOCTb
NONOXMUTENbHbIX

pesynbTaTtoB (%)

100
100
H/N
100

100

100
100
94,44
100
100
100
H/M
100
100
100

100

100
100

100

Cornaco-
BaHHOCTb
oTpuLaTeNbHbIX

pesynbTaToB (%)

100
100
100
100

99,96

100
100
94,44
100
100
100
100
100
100
100

100

100
100

99,96

Obwan
cornaco-
BaHHOCTb
(%)

100
100
100
100

99,96

100
100
94,44
100
100
100
100
100
100
100

100

100
100

99,96
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MonoxwuTenbHble OTpuuaTenbHble
cornacyouimecs cornacymouecs Cornaco- Cornaco- O6uwas
. SEean ; . Beero ) pacrnosHaBaHus pacrnosHaBaHus (GUKUil Hucno Hucno BAHHOCTb BAHHOCTb cornaco-
aHenb Ne eHoTun obpasua apuauum pacnosHaBaHuin (BapuaLm) Tvn) HEBEepHbIX ) Hepacno: T e —
Ha LEeHTp pacnosHaBaHuit  3HaBaHUMN o o o
Lentp LenTp LenTp LenTp LenTp LienTp pesynbTatoB (%) pesynbTaToB (%) (%)
1 2 8 1 2 3
B 87 F508del/1898+1G>A 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
B 88 WT 810 0 0 0 810 810 810 0 0 H/N 100 100
B 89 F508del/2143delT (HET) 810 12 12 12 798 798 798 0 0 100 100 100
B 90 3905insT (HET) 810 6 6 6 804 804 804 0 0 100 100 100
B 91 394delTT (HET) 810 6 6 6 804 804 804 0 0 100 100 100
B 92 F508del (HET) 810 6 6 6 804 804 804 0 0 100 100 100
Bcero 74 556 2209 221182 4 273 99,77 99,88 99,88

' NMonosxenune MyTaLmMm AMKOro TMNa, CooTBeTCTBYOLee BapuaLmm N1303K A5 0AHON peninki, He pacnosHaHo U3-3a He0CTaTOYHOrO MOKPbLITHA.

2 OpHa pennuka 06pasLioB 5 1 75 MMerna nokasaTenb pacrnosHasanui 0 %. [lanbHeiilas NpoBepKa nokasana, YTo 06pasLibl MOr/N 6biTb He Jo6aBeHb!
B NawkKy gnsa obpasua go npuroToBieHnsa 6ubanoTekun, MOCKoNbkKy o6beMbl 06pasL 0B, ocTaBLMeCH B NPOBMpPKax, yKasblBaau Ha To, YTO U3
NPOOMPOK HNYEro B3ATO He BbIno.

3 [laHHble YKa3bIBalOT Ha TO, YTO ONepaTop, BEPOSTHO, NepenyTan o6pasLibl 9 1 10 40 NOArOTOBKM BUBAMOTEKMN.

4 MonoseHne MyTaLmMn ANKOro TUNa, COOTBETCTBYHOLLee BapuaLm M1V Ans 0fHOM PENNNKM KaXAoro U3 AByX 06pasLioB, He Pacno3HaHo 13-3a
HefOoCTaTOYHOr0 NOKPbLITUA.

Paboune xapakTepucTukm moayna Somatic

B onncaHHbIX 34ecb UccnenoBaHusax s aHanmsa gaHHbIX CEKBEHMPOBaHMA UCMNOMb30Banu Moaynb Somatic Variant Module, 3a
NUCKJTIOYEHMEM TEX UCCEL0BaHUN, B KOTOPLIX NPUMEHAETCA NaHesb ¢ ABYMSA reHaMu. B HUX NPUMEHANN cnelnanbHbii Moy b 418
KOHKPETHOro aHanmsa.

TOoYHOCTb

Y106kl OLEHNTb TOYHOCTb Npmnbopa MiSeqDx, 661510 NpoBeaeHo Tpu nccnegoBanus ¢ [HK, nsesnedyeHHom N3 3apuKCMpoBaHHbIX
dopMannHoMm n 3annTbix napaduHom (FFPE, Formalin-Fixed, Paraffin-Embedded) o6pasuos.
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NccnepoBaHue 1

9To nccnepoBaHue 6b110 BLINOHEHO NyTEM pPenpe3eHTaTUBHOMO aHanNusa, NpefHasHauYeHHoro 419 NoucKa paga reHoBs, NOKPbIBakoLWmMX
12 588 ocHOBaHU B 23 pasfINYHbIX XPOMOCOMaXx € Ucnosib3oBaHMeM 150 aMMNIMKOHOB. Y-XPOMOCOMa HE COAEPXUT LOBEPUTENbHbIX
obnacTei, n ee oLeHKY He npoBoguan. MNATb YHUKaNbHbIX 06pasL,oB, UCMONbL30BaHHLIX B 9TOM UCCNef0BaHNN, B3ATbl U3 O4HON CEMbMU
(aBOE pogmTenen n Tpoe AeTel) N YaCcTO CEKBEHMPYHOTCA B Pas3/iMyHbIX labopaTopmax No pasnnyHbiM METOLOSIOTNAM CEKBEHNPOBAHUA.
Tpw obpasua — OT XEHLMH, 1 fBa — OT MY>XX4uH. [lo BbigenerHnsa OHK gns atoro nccnepoBaHms Bce obpasubl 6b11m 3adnKCMpoBaHbl
dopManmnHom 1 3anuTbl napadpunHom. Obpaszel, GM12877 passogmnn Ha yposHe [AHK obpasyom GM12878, uTobbl nonyuynte GM12877-D
N cospaTh pAL BapuaLui ¢ YacToTaMu NpubamsnTensHo 5 % 1 10 %. Bce obpa3subl TECTUPOBaNN C ABYMS NOBTOPEHUAMMU, 3a
ncknrodeHnem GM12877-D, KOTOpbI TeCTUPOBaNKM € NATbIO pennmkaMn. ToYHoCTb onpeaensanu ans SNV, BCTaBoK 1 aeneyuni
NoCpPeACTBOM CpaBHEHNSA AaHHbIX UCCNefoBaHNs C NOAPOOHO onncaHHoOM pedepeHCcHOoM 6ason AaHHbIX. lNocnefoBaTenbHOCTb U3
pedepeHcHon 6a3bl gaHHbIX (Platinum Genomes, Bepcus 2016-01) nonydanun nocpencTBOM KOMBUHAL NN HECKONTbKUX METOL0/10M NI
CeKBEHNPOBaHUSA, NyBANYHO JOCTYMHbLIX AAHHbIX U HAacNeaCTBEHHON NHPopMaLuK. [JoBepUTebHble FreHOMHble 061acTu 6bIIn
orpeperneHbl Ha OCHOBE L aHHOr O 3TasIOHHOr0 MeToAa, eC/Nin He YKasaHo MHoe. Becero 3anyck o6pasyoB NpoBOAUIIM BOCEMb pas.
MpuBepeHHble Tabnnubl ¢ MHGOpMaLMen 0 TOYHOCTM CHOPMMPOBAHbLI HA OCHOBAHUKN JaHHbIX NEPBOro 3anycka.

B tabnuue 10 npuBegeHbl faHHble UCCeaoBaHns, NpeAcTaBeHHbIe C NONOXUTENBHOMN N OTpULLaTENBbHOM COrNacoBaHHOCTbLIO ANA
oTAenbHOro obpasua, rae pesynbTaTbhl Bapnaynum cpaBHMBaOTCA C NOAPOOHO ONMUCaHHbIM 3TaslIoHHbIM METOAOM aHanMsa cocTaBa ons
pacuyeToB PPA. lpeacTaBneHa COBOKYMHOCTb Tpex TUMNoB Bapuaunin (SNV, BCcTaBku 1 genewuunm). NMocKonbKy 3TanoHHbIN MeTOL,
NO3BOJISIET MNONYUNTb pe3ybTaTbl TOMbKO ANA e ANHUYHBIX HYKIEOTUAHbIX BapuaLui u BCTaBOK/aeneyuin, pesynbTaTbl pacno3HaBaHuUs
HeBapWaHTHbIX OCHOBaHWUI CPaBHMBAIOT C pesyfibTaTaMu CEKBEHUPOBaHUA pedepeHCHOro reHoMa YyenoBeka B cbopke hg19 gns
pacyeTta NPA.

Tabnunuya 10 CornacoBaHHOCTb pe3y/bTaToB MO pacrno3HaBaHMO OCHOBaHUM Npunbéopom MiSeqDx Instrument ¢ pedepeHCHbIMIK
OaHHbIMK N0 6 NoAPOBHO onncaHHbIM obpasLam

Obpasel,  CpepfHsas yacToTa pacnosHaBaHus O6uee yicno Bapmaunn O6uwee yncno TP Bapraumi  O6uwee umcno FN Bapuayuin  Obuee yncno TN pacnosHasaHuin PPA NPA  OPA

GM12877 98,7 152 147 0 23719 100 100 100
GM12878 98,4 270 260 0 23482 100 100 100
GM12879 98,7 192 186 0 23744 100 100 100
GM12885 99,1 244 236 0 23713 100 100 100
GM12886 98,7 230 226 0 23652 100 100 100
GM12877-D’ 675 650 0 100 100 100
98,4 57608
GM12877-D? 155 155 0 100 100 100

A SO 2 1uawnsu| xgbasiy godogundu BT MIGTeUXg-M0LOULf



V1dOLOME BUT ONqUOL
OYLIA NI UMMLOOHIVNT BUT

SNy L0 B1Oda8 ‘81290000 N LtHan/xo

9S

" Bapuauuu ¢ yacToToi cabliwe 20 %.

2 Bapuaunm c yactoTtom Hmxe 20 %.
[nsa pasnmMyHoro reHOMHoOro coctasa 6bi/10 cosgaHo 150 amnnnkoHoB. [AnanasoH GC-cocTaBa aMnIMKOHOB: 26—-87 %. AMMNNMUKOHbI
Take obnaganu psaoM ogHOHYKNeoTUAHbIX (Hanpumep, nonu (A), nonu (T)), ANHYKNEOTUAHbBIX U TPUHYKNEOTUAHbIX MOBTOPOB.
B aHanuse ncnonb3oBanoch 6 yHUKanbHbIX 06pasy,oB. [aHHble 66111 KOMOUANPOBaHbl MO aMMnMKoHaM (Tabnuua 11), 4Tobbl
onpepennTb BINSHNE FTEHOMHOIO COCTaBa Ha NPOLLEHTHYIO OO/ KOPPEKTHbIX pacnosHaBaHui. MpoLeHTHas 00159 KOPPEKTHbLIX
pacrnosHaBaHWn COCTOUT N3 pacno3HaBaHUN BapuaLnm 1 3TanoHHbIX pacrno3HaBaHuin n cocTaBnsaeT meHee 100 %, ecnn nmeroTCs
HEKOPPEKTHbIE pacnosHaBaHWsA UMK HepacnosHaBaHUA. HepacnosHaBaHWsA BO3HUKAKOT BCIEACTBME HeCcobtogeHns TpeboBaHu AN
OLHOI0 NN HECKONBbKNX GUNbTPOB NPU pacno3HaBaHUM Bapuaumm (Hanpumep, He4oCTaTOYHOE NOKPbITUE). HEKOPPEKTHbIX
pacnosHaBaHUi He 6blf10. YNcNo Hepacno3HaBaHUM 3HAYNTENBHO Pasnyanoch nNo amnankoHam. GC-cocTaB U HECKOSBbKO
B3anmMopgencTeuim c GC-coctaBoM bbInn Hanbonee [OCTOBEPHBIMU NPOrHOCTUYECKNMIN NMapaMeTpaMmn HepacnosHaBaHus. N3
2580 HepacnosHaBaHuin 2040 (79 %) BO3HUKIIM N3-3a HECOOTBETCTBUA TPEHOBaHUAM K NOKPbLITUHO. AMMIMKOHBI ¢ GC-COCTaBOM CBbILLE
78 % paBanv HamboJsbllee YNCo Hepacno3HaBaHUn. PenpeseHTaTUBHbLIN aMnnkoH ¢ GC-cocTtaBoM 78 % pan Bcero
675 HepacrosHaBaHuin. PernpeseHTaTUBHbBIV aMMIMKOH ¢ 87 % pan Bcero 1365 HepacnosHaBaHWUN. [TOKPbITUE MOXHO YBENNUYNTb, CHU3UB
4YUCNO 3arpy>Kaembix 06pasL,oB Ha MPOTOYHYIO AYENKY, YTO MO3BOMUT NOMyYaTb OOHapY>XXMBaeMble pe3ybTaTbl Ha aMMIMKOHaX C
BbICOKMM GC-cocTaBoM.

Tabnunua 11 [JaHHble N0 TOYHOCTU Ha YPOBHE aMMIMKOHOB

. MpoueHTHas
Pasmep OcHoOBaHuA B eHOMHbIN Obuwee yncno Ob6uee yncno
Hayvano KoHeL, GC- Obuee yncno nons
AMMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMIMKOHa  aMmnyMKoHa cocTaB . . HepacrosHaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrno3HaBaHWin  pacno3HaBaHui .
pacnosHaBaHui
1 1 36450499 36450591 93 93 BcTaBka- 0,22 1395 0 0 100
neneuus
2 1 109465122 109465200 79 79 Monu (A) 0,38 1185 0 0 100
(5), nonu (C)
(%),
BCTaBKa-
neneuus
3 1 218353867 218353957 91 91 BcTaBka- 0,4 1364 0 1 99,9
neneuus
4 1 223906657 223906748 92 92 BcTaBka- 0,49 1380 0 0 100
neneuus
5 1 228526602 228526682 81 81 Momu (G) (5) 0,69 1215 0 0 100
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. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui
6 1 236372039 236372108 70 70 Monu (T) 0,39 1050 0 0 100
(10),
BCTaBKa-
neneuus
7 1 247812041 247812128 88 88 Monu (A) 0,27 1320 0 0 100
(5), CT(3),
TAA(3),
BCTaBKa-
neneuus
8 2 55862774 55862863 90 90 BcTaBka- 0,28 1350 0 0 100
aeneuus
9 2 87003930 87004009 80 80 BcTaBka- 0,38 1200 0 0 100
neneuus
10 2 177016721 177016805 85 81 H/M 0,65 1215 0 0 100
1 2 186625727 186625801 75 75 Monwn (A) (8) 0,35 117 0 10 99,1
12 2 190323504 190323591 88 88 Monu (T) (5) 0,42 1320 0 0 100
13 2 200796740 200796826 87 87 Monu (T) 0,31 1302 0 8 99,4
(%),
BCTaBKa-
aeneuus
14 2 212245049 212245139 91 91 Monwm (T) 0,3 1365 0 0 100
(5), nonu (A)
(6),
BCTaBKa-
aeneuus
15 2 228147052 228147144 93 93 H/N 0,43 1395 0 0 100
16 2 235016350 235016422 73 73 Monu (T) 0,42 1095 0 0 100
(%),
BCTaBKa-
neneuus
17 3 4466229 4466321 93 93 AT(3), 0,27 1349 0 46 96.7
BCTaBKa-
neneuus
18 3 46620561 46620643 83 83 H/M 0,43 1245 0 0 100
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AMNANKOH

19

20

21

22
23

24
25

26
27

28
29

30
31

32

Xpomocoma

Havano KoHey,
aMMnVKoHa  aMmMankoHa

49851331 49851400

189713161 189713248

190106030 190106104

2233667 2233744
7780541 7780637

15688604 15688681
56236521 56236586

102839244 102839314
164446743 164446804

1882081 1882158
14769061 14769144

41069808 41069871
74077114 74077196

147475343 147475409

Pasmep

70

88

75

97

78
66

71
62

84

64
83

67

OcHoBaHuA B
aHanNM3nMpyemMoro [oBEPUTENbHbIX

dparmeHTa obnacTax

70

88

74

78
97

78
62

69
62

75
84

64
83

67

eHOMHbIN
cocTaB
aMnankKoHa

CT(3),
BCTaBKa-
neneums

Monwn (A)
(5), nonu (T)
(5), nonu (A)

(9), TG(3)

BcTaBka-
feneuns

Monwu (A) (6)
Monu (G)
(6), nonu (T)
(5), nonu (A)
(5)

H/N

Monwn (A)
(5),
BCTaBKa-
aeneuus

Monu (A) (5)

Monwu (A)
),
BCTaBKa-
neneuus

H/n

GT(3),CCA
(3)
H/N
Monwn (A)
(6),
BCTaBKa-
neneuus

Monwn (T) (5)

GC-
cocTaB

0,49

0,41

0,57

0,26
0,42

0,29
0,36

0,46
0,27

0,78
0,62

0,39
0,3

0,37

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

1050

1305

1108

1170
1455

1169
930

1035
920

450
1260

960
1245

1005

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

O6uee yncno
Hepacrno3HaBaHui

30

675

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100

97,8

99,8

100
100

99,9
100

100

98,9

40,0
100

100
100

100
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AMNANKOH

33

34

35
36

37

38

39

40
4

42
43
44

45

46

47

Xpomocoma

Hayvano
aMnanKoHa

149323731

155662213

6318713
24949983

31084900

32147987

32986864

33408498
41647401

112435865
22202076
66276100

77365735

110939946

128533468

KoHey,
aMnanKoHa

149323821

155662287

6318814
24950074

31084999

32148084

32986958

33408583
41647495

112435955
22202148
66276187

77365821

110940030

128533557

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

91

75

102
92

100

98

95

86
95

91
73
88

87

85

90

OcHoBaHuA B

obnacTax

91

75

102
92

94

98

95

86
94

91
73
88

87

85

90

eHOMHbIN
cocTaB
aMnankKoHa

CT(4), AG
(3)
BcTaBka-
neneuus

Monu (G) (6)

BcTaBka-
neneuus

GCT(5),
BCTaBKa-
geneuus
Monwu (T)
(5), TCT(3),
CTT(3)
BcTaBka-
neneuuns

Monu (C) (8)

Monn (G)
(9),
BCTaBKa-
neneuus

Monwu (A) (5)
H/N

BcTaBka-
feneuns

Monwn (A)
(7), AG(4)

BcTaBka-
neneuuns

Monu (G)
(3),
BCTaBKa-
aeneums

GC-
cocTaB

0,55

0,43

0,68
0,63

0,61

0,55

0,53

0,7
0,61

0,44
0,44
0,35

0,38

0,62

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

1365

1125

1530
1380

1383

1455

1425

1290
1410

1365
1095
1320

1299

1275

1350

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

O6uee yncno
Hepacrno3HaBaHui

27

15

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui
100
100

100
100

98,1

99,0

100

100
100

100
100
100

99,5

100

100
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. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui
48 7 149503875 149503965 91 91 Monu (G) 0,71 1365 0 0 100
(6), nonu (C)
(6),
BCTaBKa-
neneuus
49 7 154404519 154404599 81 66 H/N 0,31 990 0 0 100
50 7 156476507 156476599 93 93 BcTaBka- 0,35 1395 0 0 100
neneuus
51 8 1817312 1817394 83 83 H/N 0,42 1245 0 0 100
52 8 24811020 24811109 90 89 Monu (G) 0,61 1305 0 30 97,8
(7), CTC(4),
BCTaBKa-
aeneuus
53 8 76518625 76518691 67 67 BcTaBka- 0,3 1005 0 0 100
neneuus
54 9 103054909 103055006 98 98 Monu (G) (6) 0,67 1470 0 0 100
55 9 105586150 105586214 65 65 BcTaBka- 0,32 973 0 2 99,8
aeneuus
56 9 107620823 107620918 96 96 H/N 0,49 1440 0 0 100
57 9 123769149 123769231 83 83 AT(3) 0,37 1242 0 3 99,8
58 9 138995345 138995441 97 97 Monwu (C) 0,68 1455 0 0 100
(6),
BCTaBKa-
neneuus
59 10 5987120 5987198 79 78 Monu (G) 0,47 1170 0 0 100
(%),
BCTaBKa-
neneuus
60 10 11784629 11784726 98 91 GC(3) 0,87 0 0 1365 0
61 10 27317777 27317855 79 79 Monwu (T) (5) 0,3 1185 0 0 100
62 10 33018351 33018440 90 90 Monu (A) 0,2 1350 0 0 100
(5), nonu (T)
(5)
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. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui

63 10 45084159 45084253 95 95 BcTaBka- 0,35 1425 0 0 100
neneuus

64 10 55892599 55892687 89 88 AC(11), 0,42 1290 0 69 94,9
BCTaBKa-
neneuus

65 10 101611250 101611329 80 80 H/N 0,49 1200 0 0 100

66 10 118351373 118351453 81 81 H/M 0,51 1215 0 0 100

67 1" 8159816 8159912 97 96 H/N 0,45 1440 0 0 100

68 1" 30177648 30177717 70 70 BcTaBka- 0,46 1050 0 0 100
neneuus

69 1" 47470345 47470444 100 100 H/N 0,65 1500 0 0 100

70 1" 59837679 59837740 62 62 BcTaBka- 0,37 930 0 0 100
neneuus

71 1" 64418856 64418957 102 102 H/M 0,59 1530 0 0 100

72 1 93529612 93529684 73 73 Monwu (A) (5) 0,4 1095 0 0 100

73 1" 101347052 101347136 85 85 H/M 0,42 1275 0 0 100

74 1 102477336 102477426 91 91 Monu (G) (6) 0,55 1365 0 0 100

75 1 118406285 118406369 85 85 BcTaBka- 0,53 1275 0 0 100
neneuus

76 1" 120357801 120357885 85 85 Monu (A) 0,34 1275 0 0 100
(5), CA(3),
BCTaBKa-
neneuus

77 1 125769313 125769397 85 85 GA(3) 0,52 1275 0 0 100

78 12 2834770 2834853 84 84 Monwu (C) 0,52 1260 0 14 98,9

(%),

BCTaBKa-
neneuus

79 12 26811004 26811096 93 93 Monu (A) 0,33 1395 0 0 100
(7), AC(4)

80 12 30881766 30881846 81 81 H/N 0,49 1215 0 0 100

81 12 88474105 88474175 71 71 Monu (A) (6) 0,35 1065 0 0 100
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AMNANKOH

82
83
84

85

86

87

88
89

90

91

92
93

94
95

96

97

Xpomocoma

12
12
13

Hayvano
aMnanKoHa

120966872
24167504
25816961

44880112

77665218

31619327

39517884
46958962

58050030

82390559

92549544
102808496

43170751
63446149

77879807

81625334

KoHey,
aMnanKoHa

120966966
24167576
25817049

44880200

77665294

31619393

39517966
46959034

58050110

82390649

92549609
102808589

43170848
63446216

77879901

81625428

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

95
73
89

89

77

67

83
73

81

91

66
94

98
68

95

95

OcHoBaHuA B

obnacTax

95
73
88

89

77

67

83
72

81

91

66
94

96
68

93

95

eHOMHbIN
cocTaB
aMnankKoHa

Monu (G) (5)
H/N
Monwn (A)
(5), nonu (T)
(7), nonwn (A)
@),
BCTaBKa-
aeneuuns
BcTaBka-
neneuuns
BcTaBka-
neneuus
GA(3), TA
(3)

H/N
Monwu (T)
(3),
BCTaBKa-
aeneuus

BcTaBka-
neneuus

BcTaBka-
neneuus

Monu (A) (5)

BcTaBka-
neneuus
Monu (C) (5)
BcTaBka-
aeneuus
Monu (G)
(%),
BCTaBKa-
feneuns

Monwu (T) (6)

GC-
cocTaB

0,68
0,52
0,22

0,49

0,39

0,39

0,25
0,19

0,38

0,35

0,41
0,62

0,45
0,25

0,68

0,43

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

1425
1095
1305

1335

1155

1005

1245
1038

1215

1365

975
1410

1440
1020

1395

1425

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0
0

O6uee yncno
Hepacrno3HaBaHui

42

60

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100
100

98,9

100

100

100

100
96,1

100

100

94,2
100

100
100

100

100
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. MpoueHTHasA
Pasmep OcHoBaHus B eHOMHbIN Obuee uncno Obuwee yncno
Havano KoHey, GC- O6uee yncno nons
AMNIMKOH Xpomocoma aHanNM3nMpyemMoro [oBEPUTENbHbIX cocTaB KOPPEKTHbIX HEKOPPEKTHbIX .
aMMMKOHa  aMnyvKoHa cocTaB . . Hepacrio3HaBaHWA  KOPPEKTHbIX
dparmeHTa obnacTsx aMMINKoHa pacrnosHaBaHWin  pacno3HaBaHuWi .
pacnosHaBaHui
98 15 85438263 85438334 72 71 BcTaBka- 0,65 1065 0 0 100
aeneuus
99 15 89817413 89817503 91 91 H/N 0,36 1365 0 0 100
100 15 89864274 89864343 70 70 BcTaBka- 0,56 1050 0 0 100
aeneuus
101 16 1894910 1894972 63 63 H/M 0,27 945 0 0 100
102 16 28997904 28997998 95 95 Monun (C) (5) 0,67 1425 0 0 100
103 16 3682908 53682994 87 87 TA(3) 0,41 1305 0 0 100
104 16 57954406 57954509 104 104 Monmn (C) (5) 0,67 1560 0 0 100
105 16 85706375 85706465 91 91 Monu (T) 0,37 1362 0 3 99,8
(9),
BCTaBKa-
neneuus
106 17 3563920 3564008 89 89 GC(3) 0,64 1335 0 0 100
107 17 3594191 3594277 87 87 Monwu (C) 0,67 1303 0 2 99,8
(%),
BCTaBKa-
neneuus
108 17 3970090 3970180 91 91 BcTaBka- 0,46 1365 0 0 100
aeneuus
109 17 16084945 16085037 93 93 BcTaBka- 0,26 1395 0 0 100
aeneuus
110 17 33998759 33998849 91 89 Monn (T) (5) 0,54 1335 0 0 100
m 17 39589691 39589774 84 82 Monu (A) 0,29 1215 0 78 94,0
(13),
BCTaBKa-
neneuus
(x2)
112 17 41244394 41244484 91 91 Monu (A) (5) 0,34 1365 0 0 100
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AMNANKOH

113

14

115
116
17
118
119

120

121

122

123
124
125
126
127
128
129

Xpomocoma

17

17

Hayvano
aMnanKoHa

45438866

61502432

64023582
72308237
2616456
6980478
9888026

38836999

47405382

54815665

59773996
625143
18121418
18186574
746056
10633195
17705633

KoHey,
aMnanKoHa

45438957

61502510

64023667

72308320
2616522
6980568
9888094

38837073

47405462

54815749

59774060
625241
18121491
18186643
746149
10633276
17705708

Pasmep

92

79

86
84
67
91
69

75

81

85

65
99
74
70
94
82
76

OcHoBaHuA B
aHanNM3nMpyemMoro [oBEPUTENbHbIX

dparmeHTa obnacTax

92

79

86
84
67
91
69

75

81

85

65
99
74
70
94
82
76

eHOMHbIN
cocTaB
aMnankKoHa

Monwu (A)
(7), AT(3),
AT(4), AT
(4),
BCTaBKa-
neneuus

BcTaBka-
neneuuns

Monu (T) (7)
GAG(3)
GA(3)

H/N

Monn A (6),
TG(3)

Monwn (A)
(5),
BCTaBKa-
aeneuus

CTC(3),
BCTaBKa-
aeneuus

CT(3),
BCTaBKa-
aeneums

H/N
H/n
H/N
H/n
H/N
AC(3)
CT(3)

GC-
cocTaB

0,26

0,41

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

0,37

0,47

00,45

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

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

1365

1175

1289
1260
1005
1365
1035

1121

1215

1275

975

1478
1110
1050
1410
1230
1140

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

o o oo o

O o o/lo o o o

O6uee yncno
Hepacrno3HaBaHui

15

10

o o o o

O O O o o N o

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

98,9

99,2

99,9
100
100
100
100

98,3

100

100

100
99,5
100
100
100
100
100
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AMNANKOH

130

131

132

133
134

135

136

137

138

139

140

141
142

143
144

145

Xpomocoma

20

20

20

20
20

21

21

21

21

21

22

22
22

22
22

Hayvano

aMIJIMKOHa

21766821

25278421

50897302

62331904
62690860

30300823

33694176

36710706

46644924

46705575

25750774

32439233
37409844

37637596
47081347

15870424

KoHey,
aMnanKoHa

21766890

25278521

50897368

62331994
62690946

30300888

33694273

36710792

46644992

46705664

25750873

32439329
37409940

37637694
47081438

15870492

Pasmep

aHanMsmpyemoro noBepuTesnbHbIX

dparmeHTa

70

101

67

91
87

66

98

87

69

90

100

97
97

99
92

69

OcHoBaHuA B

obnacTax

70

101

67

88
87

66

98

87

69

90

100

97
97

99
92

69

eHOMHbIN
cocTaB
aMnankKoHa

GT(3), TG
(4),
BCTaBka-
aeneuns
BcTaBka-
feneuns
BcTaBka-
aeneuuns

Monu (G) (6)

BcTaBka-
feneuns

BcTaBka-
aeneuus
Monwu (T)
(6), CA(3)
GT(3),
BCTaBKa-
neneuuns

Monu (A)
(6), AG(3),
BCTaBKa-
neneums

Monwu (T)
(5), nonu (A)
(6)

BcTaBka-
neneuuns

H/N

BcTaBka-
geneuus

H/N

BcTaBka-
feneuns

Monwn (T) (5)

COCTaB

0,46

0,54

0,39

0,32

0,5

0,63

0,68
0,46

0,6
0,66

O6uee yncno
KOPPEKTHbIX
pacnosHaBaHui

1050

1515

1005

1320
1305

990

1470

1305

1029

1350

1500

1455
1455

1485
1380

1035

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0

O6uee yncno
Hepacrno3HaBaHui

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100

100

99,4

100
100

100

100

100

99,3

100

99,9

100
100

100
100

100
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AMNANKOH

146
147
148
149
150

Xpomocoma

< <| =< x| x

Pasmep OcHoBaHuA B
Havano KoHey,
aHanMsMpyemoro [oBepuUTebHbIX
aMMnVKoHa  aMmMankoHa
dparmeHTa obnacTax

135288543 135288611 69 69
135290777 135290847 71 71
2655397 2655461 65 0
2655519 2655609 91 0
2655609 2655679 71 0

eHOMHbIN
cocTaB
aMnankKoHa
Monwu (C) (5)
H/N
H/N
H/N
Monu (A) (5)

GC-

0,62
0,52
0,55
0,48
0,37

O6uee yncno
KOPPEKTHbIX

cocTaB .
pacno3HaBaHui

1035

1065

0
0
0

O6uee yncno
HEKOPPEKTHbIX
pacnosHaBaHui

0
0
0
0
0

O6uee yncno
Hepacrno3HaBaHui

o o o o o

MpoueHTHasA
nons
KOPPEKTHbIX
pacnosHaBaHui

100
100
H/N
H/N
H/N

Bapwuauuun, KoTopble He Obifiv pacnosHaHbl, NpeacTaBfeHbl B Tabnvue 12. B Tabnuue npegcraBfieHbl KOHKPeTHble GUibTpbl, U3-3a
KOTOPbIX BO3HUKN HEpacno3HaBaHUA.

Tabnuua 12 CeopgHas Tabnuvua no HepacnosHaBaHUAM BapuaLmit

Homep amnnvkoHa

28
52
60
64
m

Xpomocoma:nosu
5:1882129
8:24811064
10:11784633
10:55892600
17:39589692

uvs

Bapwuauusa
T>G
AG>A
C>T
TAC>T
C>CA

CocTaB COOTBETCTBYIOLLEr0 aMMnnKoHa

78 % GC

Monu (G) (7), CTC(4), 61 % GC

Monm (GC) (3), 87 % GC

AC(11),42 % GC

Monu (A) (13), 29 % GC

dunbTp

LowDP'
R3x62

LowDP
R3x6
R3x6

MponyLieHHble Bapuauun

8
15
13

9
13

OxunpaemMoe Yncno BapuaLni

13
15
13

9
13

" LowDP — Huskoe nokpbiTHe. Baprauymna ¢punbtpyeTtcs, ecnu rnybrHa xoTs 66l B O4HOM M3 MYNOB B 3TOW KOHKPETHOM nosuuun Huxe 900.
2R3x6 — dbuNbTP NOBTOPOB. Bapuaunsa ¢unbTpyeTCA, €Cnv BCA MW YacTb Bapuauum HabnrogaeTcsa NOBTOPHO B pedpepeHCHOM reHoMe,

npuneraroLLem K No3nLmmn sapnaunn. Tpebyetca He MeHee LeCTW NOBTOPOB B pepepeHCHOM reHOMe, NPu 9TOM YUYNTbIBAKOTCA TOJIbKO MOBTOPbI
AonnHom go 3 n. o.

PesynbTaTbl cekBeHMpPOBaHUA obpasu,a cpaBHUNM ¢ NapameTpamm reHoTuna NA12878 ¢ BbICOKOW CTENEHbIO J,OCTOBEPHOCTH,
YCTaHOB/IEHHbIMW HauMoHanbHbIM MHCTUTYTOM CTaHAapToB 1 TexHonoruin (NIST, National Institutes of Standards and Technology)
(v.2.19). U3 150 aMnnnKoHoB 92 NOMHOCTbI COAEPXANUCh BHYTPWU FTEHOMHbIX Y4aCTKOB C BbICOKOM CTEMNEHbIO fO0CTOBEPHOCTH,

41 aMnNNKOH UMen YaCcTUYHoe HanoxeHune, 1 17 aMnankoHOB He UMeNN HanoXxeHuns B nocneposaTenbHocTU NIST. B pesynbTaTe
nony4yeHo 10 000 koopgmHaT Ha OAHY NOBTOPHOCTb ANA CpaBHeHUs. HeBapmaHTHbIE pacno3HaHHble OCHOBAHWUA CPaBHUIN C
nocnefoBaTesibHOCTbIO pedepeHCHOro reHoMa B cbopke hgl9. PesynbTaTbl aHanMsa TOYHOCTU NpMBeAEHbI B Tabmue 13.
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Tabnuua 13 CornacoBaHHOCTb pe3yfibTaTOB MO pacno3HaBaHWKO OCHOBaHU Npnbopom MiSeqDx Instrument ¢ pedepeHCHbIM FreHOMOM
NIST gna obpasuya GM12878

Obuwee yncno TP Obuwee uncno FN
Yucno CpefHssa yacTtoTa . . O6bwee yncno TN Obuwee yncno FP
ObpaseL, pacno3HaBaHuin pacnosHaBaHun . . PPA NPA  OPA
aMMINKOHOB pacnosHaBaHus . . pacnosHaBaHui pacnosHaBaHui
Bapuaummn Bapuauum
GM12878 150 98,43 206 0 19 231 0 100 100 100

3aTeM NATb HepasBeAeHHbIX 06pa3LL0B HblM NPOaHaNN3npPOoBaHbl 411 pacno3HaBaHMA MasblX BCTAaBOK U Aefeunin (BCTaBoK-geneLni)
(Tabnuua 14). B HeKoToOpbIX CNy4vyasx BCTaBKa-Aeneums boina obwen ana asyx nnm 6onee ob6pasLioB, Kak NokasaHo B cTonbue «Obuee
4yncno pennuk obpasLa co BCTaBKoN-geneumen». PesynbTathl gna o6enx penavk natn o6pasLos npegcTaBneHbl B Tabnvue 14. boina
obHapy>eHa Bcero 71 BcTaBka-geneuns pasmepom ot 140 24 n. o. (BcTaBkun) noT 140 25 n. o. (aeneunn). Kaxxgaa ns 68 BCTaBok-
Jeneunn boina obHapy>XeHa ¢ NokasaTesieM CorfnacoBaHHOCTU NOSIOXUTENbHbIX Ppe3ynbTaToB 1. Y Tpex BCTaBOK U feneuumn He 66110
KOPPEKTHbIX pacno3HaBaHW, MOCKOAbKY KaXxaas U3 3TUX BapuaLluni 6bina Hepacno3HaHHOM U3-3a punbTpa R3x6. MoaTtomy PPA,
KOTOpas UCKJItoYaeT Hepacrno3HaBaHusA, He Morna 6biTb paccunTaHa. Tpems Bapuaumsamm 6einm geneumns 1n o. (chr8 24811064 AG>A),
neneums 2 n. o. (chr10 55892600 TAC>T)) nuscTtaBka 1. o. (chr17 39589692 C>CA).

Tabnuua 14 CsopgHasa nHbopmaums o6 obHapyXeHuu BCTaBOK-Aeneuun npubopom MiSeqDx Instrument

Obuee

Tunn aneno Ob6uee yncno Ob6uee yncno
Pasmep ANvHa oK Uneno HEKOPPEKTHbIX KOPPEKTHbIX
AMMNNKOH XpomocoMa [lofioXXeHne aHanmM3npyemoro  BCTaBKU- BcTaska-geneuus P . pacnosHaBaHun pacrnosHaBaHun PPA
obpasua co HepacrnosHaBaHWi
dparmeHTa aeneuuu . BCTaBOK- BCTaBOK-
BCTaBKOMN- . .
aMMINKoHa . Aeneuunn Aeneuni
feneuunen
1 1 36450544 93 Heneumns GAAAATTTAATGAAACACATTGTCCT>G 7 0 0 7 100
25n.o0.
2 1 109465165 79 Heneuns ACTT>A 9 0 0 9 100
3n.o.
3 1 218353908 91 BcTaBka T>TTTTAATAGCAAAAAGAGGCTAGA 15 0 0 15 100
23n.0.
4 1 223906701 92 Heneumns GACAGACTGTGAGGAAGA>G 1 0 0 " 100
17 n.o.
6 1 236372081 70 BcTaBska C>CTTAAG 9 0 0 9 100
5n.o.
7 1 247812083 88 BcTaBka C>CATG 9 0 0 9 100
3n.o.
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AMMNNKOH

14

21

25

27

31

34

36

37

39

41

Tunwn

Pasmep ONVHa

Xpomocoma [lonoxeHne aHanusMpyemoro  BCTaBKW-

dparmeHTa neneuun

aMnIMKoHa

2 55862804 90 BcTaBka
7n.o.

2 87003972 80 Oeneuyusn
6n.o.

2 200796749 87 BcTaBka
5n.o.

2 212245090 91 BcTaBka
12 n.o.

2 235016388 73 BcTaBka
2n.o.

3 4466274 93 Oeneuyus
23n.0.

3 49851375 70 BcTaBka
9n.o.

3 190106071 75 Heneuns
1n.o.

4 56236567 66 Heneuns
8n.o.

4 164446785 62 BcTaBka
11n.o.

5 74077155 83 Leneuuns
4n.o.

5 155662255 75 BcTaBka
8n.o.

6 24950035 92 Heneuns
21n.0.

6 31084942 100 Oeneuyus
3n.o.

6 32986905 95 Leneuuns
25n. 0.

6 41647442 95 Heneuns
23n.o0.

BcTaska-geneuuns

T>TTTGGTAA

TTATCTC>T

T>TTAAAA

C>CTGAAAATAGGAT

A>ATG

TAACTTAAAATTACAAAATAACCC>T

C>CCTGGCTCCT

AG>A

TAACCGAAA>T

T>TTATGGTATTGA

TAGTA>T

G>GCCTACTGA

CCCTGGGTGCTATAGCCCACCA>C

GCTT>G

CTTTCACTTTCCCGTCTCATGCAAAG>C

GGCATGAGGCTTGGTGACATGGCA>G

Obuwee

ynucno

pennuk Yucno
obpasla co HepacrnosHaBaHWUi
BCTaBKOW-

neneuunen
13 0
" 0
15 0
i 0
9 0
13 0
7 0
13 0
9 0
9 0
7 0
13 0
M 0
15 0
7 0

1 0

Obuwee yncno
HEKOPPEKTHBIX

pacnosHaBaHUn  pacnosHaBaHWi

BCTaBOK-
neneuyunn

0

Obuwee yncno
KOPPEKTHbIX

BCTaBOK-
aeneunn

13

1

1

13

13

13

1

1

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Obuee
Tvnn qm?no Obuwee yncno Obuwee yncno
Pasmep OvHa HEKOPPEKTHbIX KOPPEKTHbIX
pennuk Yucno . o
AMMNNKoH XpomocomMa [lofioXeHne aHanM3npyemoro  BCTaBKU- BcTaska-geneuuns . pacnosHaBaHu pacnosHaBaHui PPA
obpasla co HepacrnosHaBaHWUi
dparmeHTa neneuun N BCTaBOK- BCTaBOK-
BCTaBKOW- . o
aMMnIMKOHa N neneyuin aeneuni
neneuuen
44 7 66276142 88 BcTaBka C>CT 13 0 0 13 100
1n.o.
46 7 110939983 85 Leneumns CAAGT>C 13 0 0 13 100
4n.o0.
47 7 128533514 90 BcTaBka T>TC 15 0 0 15 100
1n.o.
48 7 149503916 91 Oeneuus GGATA>G 7 0 0 7 100
4n.o.
50 7 156476548 93 Heneuns GAATCTGCACTT>G 13 0 0 13 100
11n.o.
52 8 24811064 90 Oeneuyus AG>A 15 15 0 0 H/N
1n.o.
53 8 76518677 67 BcTaBka T>TACTG 9 0 0 9 100
4n.o.
55 9 105586193 65 BcTaBka C>CAATT 13 0 0 13 100
4n.o.
58 9 138995370 97 Heneuns TCTGGGGGGCAGCCCCTGAGGG>T 9 0 0 9 100
21n.0.
59 10 5987158 79 Oeneuyus TAAC>T 1" 0 0 " 100
3n.o.
63 10 45084202 95 Oeneuyuns AGCGTCTATAACCAAAT>A ik 0 0 1 100
16 n.o.
64 10 55892600 89 Heneums TAC>T 9 9 0 0 100
2n.o.
68 " 30177690 70 BcTaBka C>CTG 7 0 0 7 100
2n.o.
70 " 59837721 62 BcTaBka T>TTATGAAAA 1 0 0 1 100
8n.o.
75 1 118406328 85 Oeneuuns CAGTGTGGA>C 9 0 0 9 100
8n.o.
76 il 120357842 85 Oeneuus CTT>C ik 0 0 " 100
2n.o.
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AMMNNKOH

78

84

85

86

89

90

91

93

95

96

98

100

105

107

108

109

Tunwn
Pasmep ONVHa
Xpomocoma [lonoxeHne aHanusMpyemoro  BCTaBKW-
dparmeHTa neneuun
aMMnIMKOHa
12 2834814 84 BcTaBka
21n.o0.
13 25817002 89 BcTaBka
19 n.o.
13 44880152 89 BcTaBka
4n.o.
13 77665265 77 Heneuns
20n.o.
14 46958967 73 Heneuns
22n.o.
14 58050081 81 BcTaBka
4n.o0.
14 82390602 91 Leneuyuns
16 n.o.
14 102808554 94 Heneuns
5n.o.
15 63446199 68 Heneuns
6n.o.
15 77879862 95 Oeneuyus
25n.o0.
15 85438311 72 BcTaBka
3n.o.
15 89864316 70 BcTaBka
4n.o.
16 85706416 91 Heneuns
7n.o.
17 3594276 87 Oeneuyus
1n.o.
17 3970133 91 BcTaBka
18 n.o.
17 16084985 93 BcTaBka
4n.o.

BcTaska-geneuuns

T>TTCTCAGTACGGTGAACCCCAG

C>CAAAATATAAAAAGCTCCCT

C>CCTGT

ATCTATTTTCTAATAGACGGC>A

TTTAAAATTTGAATGTGATAAAA>T

C>CTGAT

CTTGCTCTATAAACCGT>C

CGTGGA>C

CAAAATT>C

GCCCCTGAGCCAGCCTCCCGCTCTTA>

G

C>CTTG

G>GCTAC

ATTATTTC>A

TG>T

A>ATCCTATTCTACTCTGAAT

A>AACAC

Obuwee

ynucno

pennuk Yucno
obpasla co HepacrnosHaBaHWUi
BCTaBKOW-

neneuunen
15 0
15 0
i 0
9 0
15 0
13 0
" 0
9 0
M 0
9 0
9 0
9 0
M 0
13 0
i 0
7 0

Obuwee yncno
HEKOPPEKTHBIX

pacnosHaBaHUn  pacnosHaBaHWi

BCTaBOK-
neneuyunn

0

Obuwee yncno
KOPPEKTHbIX

BCTaBOK-
aeneunn

15

1

13

1

1

1

13

1

PPA

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100

100
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Obuee
Tvnn qm?no Obuwee yncno Obuwee yncno
Pasmep OvHa HEKOPPEKTHbIX KOPPEKTHbIX
pennuk Yucno . .
AMMNNKoH XpomocomMa [lofioXeHne aHanM3npyemoro  BCTaBKU- BcTaska-geneuuns . pacnosHaBaHu pacnosHaBaHui PPA
obpasla co HepacrnosHaBaHWUi
dparmeHTa neneuun N BCTaBOK- BCTaBOK-
BCTaBKOW- . o
aMMnIMKOHa N neneyuin aeneuni
neneuuen
m 17 39589692 84 BcTaBka C>CA 13 13 0 0 100
1n.o.
112 17 39589739 84 BcTaBka T>TTCTGAAGGTCAAGTCTATCCCTGA 15 0 0 15 100
24n.0.
13 17 45438886 92 Oeneuuns CAGTG>C 7 0 0 7 100
4n.o.
114 17 61502459 79 Oeneuus TTTGTATCTGCTG>T 13 0 0 13 100
12 n.o.
120 18 38837054 75 BcTaBka T>TGTATCTTAGCAAAAGTTTCTCA 15 0 0 15 100
22n.o.
121 18 47405425 81 BcTaBka T>TGAG 1 0 0 1 100
3n.o.
122 18 54815706 85 Oeneuuns ACT>A 13 0 0 13 100
2n.o.
130 20 21766863 70 Oeneuus TACTTGAGAACTGAGG>T 9 0 0 9 100
15n. 0.
131 20 25278464 101 BcTaBka A>AGTGGG 13 0 0 13 100
5n.o.
132 20 50897361 67 BcTaBka G>GGAATGTCAGCC 15 0 0 15 100
11n.o.
134 20 62690925 87 Oeneuuns TCCTGGCTGGCCTGTGG>T 9 0 0 9 100
16 n. o.
135 21 30300873 66 BcTaBka G>GATAAAACTTTA 9 0 0 9 100
11 n.o.
137 21 36710749 87 Heneuns ACTCAAGATAACTCATGTTATC>A 9 0 0 9 100
21n.o0.
138 21 46644985 69 Heneumns GTTGTT>G 13 0 0 13 100
5n.o.
140 22 25750814 100 BcTaBka C>CAGGGCA 13 0 0 13 100
6n.o.
142 22 37409885 97 BcTaBka C>CTGTTT 13 0 0 13 100
5n.o.
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Obuee
Tunwn qu::J'no Obuee uncno Obuee uncno
Pasmep OvHa HEKOPPEKTHbIX KOPPEKTHbIX
pennuk Yucno . .
AMMNNKoH XpomocomMa [lofioXeHne aHanM3npyemoro  BCTaBKU- BcTaska-geneuuns . pacnosHaBaHu pacnosHaBaHui PPA
obpasla co HepacrnosHaBaHWUi
dparmeHTa neneuun N BCTaBOK- BCTaBOK-
BCTaBKOW- . N
aMMnIMKOHa N neneyuin aeneuni
neneuuen
144 22 47081407 92 Heneuns GGGCACAGGCA>G 7 0 0 7 100
10n.o.

NccnepoBaHue 2

B aTOoM nccnegoBaHnmn ncnosb3oBannchb obpasubl TKaHe KonopeKkTanbHoro paka FFPE ns 6aHka 1 penpeseHTaTUBHbINA aHanns3 Ha ABa
reHa, KOTOpbli CpaBHMBaNN C 3TaflOHHbIM METOL,0M, ABYHanpaBieHHbIM CEKBEHUpPOBaHMeM no CaHrepy (Metopg CaHrepa). Y 44113
1183 yyacTHNKOB 6bINU LENCTBUTENbHbIE Pe3yNbTaTbl aHanmMsa no Metony CaHrepa v penpeseHTaTUBHOIro aHanusa. lNpu oueHke Ha
YPOBHEe y4YacTHMKOB (Tabnuua 15) y 230 n3 441 yyacTHUKa 661511 NONOXUTENbHbIE pe3ybTaTbl aHanmMsa no MeToay CaHrepa (MyTaums,
BblfABIeHHaA MeToaoM CaHrepa). N3 H1X y 227 y4aCTHUKOB Oblnn MONOXUTENbHbIE pe3yibTaTbhl penpe3eHTaTUBHOIO aHanusa. ¥y
ocTanbHbIX 211 13 441 yyacTHMKa aHann3 no metopy CaHrepa gan otTpuuaTesnbHble pedyfbTaTbl (OTCYTCTBME MYyTaL N, BbIBIIEHHOW
MeToaoM CaHrepa). I3 Hux y 206 y4aCcTHUKOB MOJSlyYeHbl OTpUL,aTesibHble pesynbTaThbl B XO4e penpe3eHTaTUBHOMO aHanmsa. 3To
NO3BOJINIIO MNOSTYYNTb NOKa3aTeNb COrlacoBaHHOCTM NOMOXUTENbHbIX pe3ynbTaToB (PPA, Positive Percent Agreement) 98,7 %

1 noKasaTeslb COracoBaHHOCTM oTpuLaTenbHbiX pesynbTaTtoB (NPA, Negative Percent Agreement) 97,6 % (tabnuua 15).

Tabnuua 15 TlokasaTenn cornacoBaHHOCTY MNOMOXUTESNbHbBIX Y OTPULLATENbHbIX Pe3y/IbTaTOB Ha YPOBHE Y4YaCTHMKOB

MeTtopg CaHrepa Bcero
PenpeseHTaTMBHbLIN aHann3
MonoXuTenbHbIN OTpuuaTenbHbIf
MoNOXUTENbHbI 227" 5 232
OTpuLaTenbHbI 3? 206 209
Bcero 230 211 441

CornacoBaHHoOCTb CTaTUCTUNKa

3dpdeKkTnBHOCTL Pestome

ToyeyHas oueHKa

TouHbIn 95 % [N
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. MeTopg CaHrepa Bcero
PenpeseHTaTnBHbIN aHanms
MonoXuTenbHbIN OTpuLaTesnbHbIN

3dpdeKkTnBHOCTL Pestome

CornacoBaHHOCTb CTaTuUCTUKa To4yeyHas oLeHKa TouHbIn 95 % [N
PPA 227/230=98,7 % [96,2 %,99,7 %]
NPA 206/211=97,6 % [94,6 %,99,2 %]

Mo pesynbTaTaM B Npefenax ogHoro y4acTHMKa U Ha YpOBHE BCexX MyTaL i 6b110 224 TOYHbIX COBMaeHus. Y AByX y4acTHMKOB npubop MiSeqDx
NO3BOJINA OOHAPYXXNTb MyTaL MO, BbISBNIEHHYO MeTOL,0M CaHrepa, 1 OgHy AOMONMHUTENbHYO MyTaLuio. Y 04HOro yyacTHuka npmnbop MiSeqDx 1
aHanus no metogy CaHrepa BbIABUAN Pas3fiMyHble MyTaLuu.

2y OAHOrO yYacTHIKa 6bINO fiBE MYTaLWM, BbIBIEHHbIE MeTOLOM CaHrepa. Y ByX YUYaCTHUKOB Gblla 04Ha MyTaLus, BbIABNEHHas METOA0M CaHrepa.

UccnepoBaHue 3

B aTOM nccneposaHum oueHmBany 6ubnunotekn AHK, nogrotosneHHble ¢ obpasyamu FFPE 13 HeckonbKkux Tvnax TkaHen. Bcero
ncnonb3oBanu 109 obpasyoB FFPE n3 BOCbMU pa3Hbix TKaHen (ToncTas KULWKa, AMYHKK, NogKenyaodHas xesnesa, HaanoyeyHuk,
MOYEBOW Ny3blpb, NEYEHb, WUTOBULHAA N MOTOYHASA Xesesbl), MPY 3TOM KaXAblI TUMN TKaHW NPeACTaBAANN MUHUMYM

11 o6pasyoB FFPE. B TkaHW Hagno4ye4yHrKa Takxe bblin MmeTacTasbl OT OnyXoJen NMweBoa, erkmx n TONCTOM KULWKK. B ocTanbHbIX
TKaHsAX Oblnin nepBuYHbIe onyxonu. ccnepoBaHue 66110 BbINOMHEHO MYTEM pPenpe3eHTaTUBHOMO aHanmsa, npeaHasHayYeHHoro gJis
nouncka 26 reHoB, NoKpbiBaroLWmnx 21 577 ocHoBaHWin B 17 pasnnyHbix XpoMocomax. Bcero wecTb pasnnyHblx reHoB (KRAS, NRAS, TP53,
PIK3CA, EGFR v BRAF) 6b111 cekBeHUpoBaHbl No CaHrepy, Npm 9TOM B KaX 401 onyxonu 1-3 reHa 6binm cekBeHnpoBaHbl No CaHrepy Ha
OCHOBaHUM OXNpaeMon pacnpoCTPaHEHHOCTU COMaTUYECKMX My TaL M Ana gaHHon onyxonn. CekseHnpoBaHue no CaHrepy BbIABUIO
39 comatunyeckmnx mytaumm SNV B 33 n3 109 obpasuos FFPE. MNpubop MiSeqDx BbisiBUI 36 coMaTndecknx mytaunn SNV B 32 n3

109 obpasuos FFPE ¢ 0gHUM NOXHOMONOXUTENIbHBIM Pe3y/ibTaTOM 1 ABYMSA Hepacno3HaBaHUAMK No3nL i Bapunauun. PPA cocTasuna
97,3 %. MNpunbop MiSeqDx BbisiBUI 78 975 pedepeHcHbIx ocHoBaHuin B 109 obpasuax FFPE ¢ 29 n0XHONONOXNTENbHbIMU pe3yibTaTamu
B COMoOCTaBNeHnn ¢ cekBeHnpoBaHue no CaHrepy n 2437 HepacnosHaBaHuin. NPA cocTasuna 99,9 %. [leneuma aByx ocCHoBaHuiM Bbina
COMOCTaBMMOWM B BYX MeToax. B TabnuLe 16 KpaTKO U3IOXEHbI pe3ynbTaThl MO TUNaM TKaHeN.
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Tabnuua 16 [okasaTesib cornacoBaHHOCTU NOSIOXUTENbHbIX U oTpunuaTesbHbIX PE3YJIbTaTOB NO TUMaM TKaHewn

S—— Yucno O6uee yncno O6uee uncno TP O6uee umcno FN O6uwee umncno TN O6uwee yncno FP O6uee yncno PPA NPA
obpasuos Bapuaummn Bapuaummn Bapuaummn pacrnosHaBaHui pacnosHaBaHui HepacnosHaBaHuin
HapnoyeyHuk 16 6 4 1 11823 2 607 80 >99,9
MouyeBoii nysbipb 12 4 4 0 7070 3 273 100 >99,9
MonoyHas xenesa 16 3 3 0 13439 7 479 100 99,9
ToncTan KuLKa " 6 5 0 8720 2 133 100 >99,9
MeyeHb 13 3 3 0 7984 1 59 100 >99,9
ANYHKK 13 7 7 0 10581 1 724 100 >99,99
MopxxenypnoyHas 17 7 7 0 11929 12 489 100 99,9
xenesa
LLnToBugHas 1 3 3 0 7429 1 652 100 >99,9
xenesa
Bcero 109 39 36 1 78974 29 3416 97,3 >99,9
BocnponssogumMocTb

YTo6bl OLEHNTb BOCMPOU3BOAUMOCTb pPe3ybTaToB, MONYUYeHHbIX Ha Npubope MiSeqDx, 6bino npoBefeHo aBa nccnegosanmsa ¢ AHK,
n3BneyeHHom ns obpasuyos FFPE. B nccnegoBaHmm 1 ncnonb3oBanocb HECKONbKO NpnbopoB. B nccnegosaHnmn 2 yd4acTBoBasno
HECKOJIbKO LLEHTPOB.

NccneposaHue 1

BocnpounsBogMMOoCTb pesynbTaToB, MONYyYeHHbIX Ha Npubope MiSeqDx, onpeaensanu Ha AByx npubopax npu paboTte ABYX
KBanMULMPOBaHHbIX ONepaTopoB; BCEro BOCEMb 3aMyCcKoB. Penpe3eHTaTMBHbIA aHann3, FfeHOMHbIA KOHTEKCT aMMIMKOHa, 06pa3sLbl 1
3TaNOHHbIA MeTO[, ABNAIOTCA TaKUMU XXe, KaK U ONUCaHHble AN\ UCCNefoBaHUA TOYHOCTH B uccnenoBaHmn 1 Bbiwe. PesynsTaTbl
NnpeAcTaBNeHbl N0 KaXA40oMYy aMMIMKOHY AN KaXK4oro npubopa (tabnuua 17) n 4eMOHCTPUPYHOT BOCAPOM3BOLMMOCTb PacnosHaBaHus
Ha pasHbIX Npubopax. MNpoueHTHasa 40 KOPPEKTHbLIX pacrnos3HaBaHWUn BKKOYaa Kak HEKOPPEKTHbIE pacrno3HaBaHUA, Tak 1
HepacnosHaBaHuWsA (BCNeAcTBUE HecobntogeHns TpeboBaHUI A5 O4HOMO UM HECKOMbKNX GUIbTPOB NpU pacno3HaBaHUM BapuaLmmn).
Mpunbopbl faBanu conocTaBMMOE YNUCO Hepacno3HaBaHU B 3aBUCMMOCTU OT KOHKPETHOro aMnnkoHa. [na npubopa MiSeqDx 1
Habnr4anocb O4HO HEKOPPEKTHOE pacrno3HaBaHne B OBEpUTENIbHON obnacTu, onpegeneHHoe pedepeHCHbIMU reHomMamm Platinum
Genomes. HekoppekTHoe pacrnosHaBaHue BbIsio TOXHOMONOXUTENbHbIM pacno3HaBaHNEM BapuaL M BCTaBKW B aMMNIMKOHe 64 npwu
N3yyeHnm xpomMocomsbl 10 B no3unumnax 55892599-55892687. Y amMnnmkoHa 6bii1 AUHYKNeoTULHbIA nosTop 11.
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Tabnuua 17 PesynbTaTbl O BOCAPON3BOAMMOCTIN OT OQHOI0 TECTUPYEMOro npubopa K Apyromy ans npubopa MiSeqDx Instrument
(ypoBeHb aMMNNNKOHOB)

. MiSeqDx 1 MiSeqDx 2
Pasmep OcCHoBaHusA B eHOMHbIN
AMnan- XpomMoco- GC-
aHanU3MpyeMoro A0BepPUTENbHbIX cocTaB
KOH Ma cocTaB
dparmeHTa o6nactsx AMILIRORE O6uee uncno  O6Lyee Yncno O6uee uncno  OBLLee YnCcno
Obuee yncno O6Lwee yncno
KOPPEKTHbIX  HEKOPPEKTHbIX . KOPPEKTHbIX  HEKOPPEKTHbIX .
. . Hepacrno3sHaBaHui . . HepacnosHaBaHuii
pacno3HaBaHWin pacno3HaBaHWUiA pacrnosHaBaHWn pacrno3HaBaHWUi
1 1 93 93 BcTaBka- 0,22 5580 0 0 5580 0 0
neneuus
2 1 79 79 Monu (A) 0,38 4740 0 0 4740 0 0
(5), nonmn
(C) (3),
BCTaBKa-
neneums
3 1 91 91 BcTaeka- 0,4 5448 0 12 5453 0 8
neneums
4 1 92 92 BcTaBka- 0,49 5518 0 2 5518 0 2
neneuuns
5 1 81 81 Monu (G) 0,69 4858 0 2 4860 0 0
(5)
6 1 70 70 Monwm (T) 0,39 4200 0 0 4200 0 0
(10),
BCTaBKa-
neneums
7 1 88 88 Monwu (A) 0,27 5279 0 1 5279 0 1
(5), CT(3),
TAA(3),
BCTaBKa-
neneums
8 2 90 90 BcTaBka- 0,28 5400 0 0 5400 0 0
neneums
9 2 80 80 BcTaBka- 0,38 4800 0 0 4800 0 0
neneums
10 2 85 81 H/N 0,65 4859 0 1 4859 0 1
1 2 75 75 Monwn (A) (8) 0,35 4468 0 40 4468 0 40
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. MiSeqDx 1 MiSeqDx 2
Pasmep OcCHoOBaHusA B eHOMHbIN
AMnan- XpomMoco- GC-
aHaNM3npyemMoro [oBepuTesbHbIX cocTaB
KOH Ma cocTaB
dparmeHTa obnactsx MILIARORE O6uiee uncno  OBLee Yncno O6uee uncno  ObLLee YNCo
Obuee uncno Ob6Lwee yncno
KOPPEKTHbIX  HEKOPPEKTHbIX . KOPPEKTHbIX  HEKOPPEKTHbIX N
. . HepacrnosHaBaHui . . HepacnosHaBaHuii
pacno3HaBaHWin  pacno3HaBaHWii pacnosHaBaHWn pacrno3HaBaHWUi
12 2 88 88 Monu (T) (5) 0,42 5280 0 0 5280 0 0
13 2 87 87 Monwm (T) 0,31 5211 0 43 5214 0 40
(5),
BCTaBKa-
geneuus
14 2 91 91 Monwu (T) 0,3 5453 0 7 5449 0 i
(5), nonmn
(A) (8),
BCTaBKa-
aeneuus
15 2 93 93 H/N 0,43 5579 0 1 5579 0 1
16 2 73 73 Monwu (T) 0,42 4378 0 2 4379 0 1
(5),
BCTaBKa-
aeneuus
17 3 93 93 AT(3), 0,27 5396 0 184 5396 0 184
BCTaBKa-
aeneuus
18 3 83 83 H/N 0,43 4980 0 0 4980 0 0
19 3 70 70 CT(3), 0,49 4193 0 7 4194 0 6
BCTaBKa-
feneuus
20 3 88 88 Monu (A) 0,41 5220 0 120 5220 0 120
(5), nonmn
(T) (5),
nonu (A)
(9), TG(3)
21 3 75 74 BcTaBka- 0,57 4432 0 8 4432 0 8
aeneuus
22 4 78 78 Monu (A) (6) 0,26 4676 0 4 4676 0 4
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AmMnnu-
KOH

23

24
25

26
27

28
29

30
31

32
33

34

35

Xpomoco-
Ma

Pasmep

aHannusmnmpyemoro noBepuTesbHbIX

dparmeHTa

97

78
66

71
62

78
84

64
83

67
91

75

102

OcCHoOBaHusA B

obnacTsax

97

78
62

69
62

75
84

64
83

67
91

75

102

eHOMHbIN
cocTaB
aMMInKoHa

Monu (G)
(6), nonn
(T) (5),
nonwu (A) (5)
H/N

Monu (A)
(5),
BCTaBKa-
neneuus

Monu (A) (5)
Monwn (A)
),

BCTaBKa-
aeneuus

H/N

GT(3), CCA
(3)
H/N

Monwn (A)
(6),
BCTaBKa-
neneuns

Monu (T) (5)

CT(4), AG
(3)

BcTaBka-

aeneuus

Monu (G)
(6)

GC-
cocTtas

0,42

0,29
0,36

0,46
0,27

0,78
0,62

0,39
0,3

0,37
0,55

0,43

0,68

O6bwee uncno
KOPPEKTHbIX

pacrnosHaBaHUin pacrno3HaBaHUmn

5820

4679
3720

4140
3676

3368
5040

3840
4979

4020
5460

4498

6120

MiSeqDx 1

Obuwee yncno
HEKOPPEKTHbIX

0

O6uee yncno
Hepacno3HaBaHui

0

45

1132

Obuwee yncno
KOPPEKTHbIX

pacrnosHaBaHWin pacrno3HaBaHUn

5820

4677
3720

4140
3671

3485
5040

3840
4980

4020
5460

4500

6120

MiSeqDx 2

Obuee uncno
HEKOPPEKTHBIX

0

Obwee uncno
HepacnosHaBaHui

51

1015
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AmMnnu-
KOH

36

37

38

39

40

41

42
43
44

45

46

47

Xpomoco-
Ma

Pasmep OcCHoOBaHusA B
aHaNM3npyemMoro [oBepuTesbHbIX
dparmeHTa obnacTsx
92 92
100 94
98 98
95 95
86 86
95 94
91 91
73 73
88 88
87 87
85 85
90 90

eHOMHbIN
cocTaB
aMMInKoHa

BcTaBka-
neneuns

GCT(5),
BCTaBKa-
aeneuus

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

BcTaBka-
neneuns
Monum (C)
(6)
Monu (G)
(9),
BCTaBKa-
neneuns

Monwu (A) (5)
H/N

BcTraBka-
feneuns

Monwu (A)
(7), AG(4)

BcTaBka-
neneuns

Monu (G)
(5),
BCTaBKa-
neneuus

MiSeqDx 1 MiSeqDx 2
GC-
cocTaB
O6bwee uncno Obuwee yncno Obuwee yncno Obuee uncno
Obuee uncno Ob6Lwee yncno
KOPPEKTHbIX HEKOPPEKTHbIX . KOPPEKTHbIX HEKOPPEKTHbIX N
. . HepacnosHaBaHui . . HepacrnosHaBaHui
pacnosHaBaHMn pacrnosHaBaHWUi pacnosHaBaHWn pacrnosHaBaHui

0,63 5520 0 0 5520 0 0

0,61 5532 0 108 5532 0 108

0,55 5820 0 60 5820 0 60

0,53 5697 0 3 5698 0 2

0,7 5159 0 1 5160 0 0

0,61 5638 0 2 5638 0 2

0,44 5460 0 0 5460 0 0

0,44 4380 0 0 4380 0 0

0,35 5279 0 1 5276 0 4

0,26 5184 0 36 5181 0 39

0,38 5100 0 0 5100 0 0

0,62 5398 0 2 5399 0 1
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AmMnnu-
KOH

48

49
50

51
52

53

54

55

56
57
58

59

60

Xpomoco-
Ma

10

10

Pasmep OcCHoOBaHusA B
aHaNM3npyemMoro [oBepuTesbHbIX
dparmeHTa obnacTsx
91 91
81 66
93 93
83 83
90 89
67 67
98 98
65 65
96 96
83 83
97 97
79 78
98 91

eHOMHbIN
cocTaB
aMMInKoHa

Monwn (G)
(6), nonn
(C) (),
BCTaBKa-
neneuuns

H/N
BcTaBka-
neneuns

H/N

Monu (G)
(7), CTC(4),
BCTaBka-
neneuuns
BcTtaBka-
feneuns
Monn (G)
(6)
BcTaBka-
neneuns
H/N
AT(3)
Monu (C)
(6),
BCTaBka-
geneuns
Monu (G)
(%),
BCTaBKa-
feneuns

GC(3)

MiSeqDx 1 MiSeqDx 2
GC-
cocTaB
O6bwee uncno Obuwee yncno Obuwee yncno Obuee uncno
Obuee uncno Ob6Lwee yncno
KOPPEKTHbIX HEKOPPEKTHbIX . KOPPEKTHbIX HEKOPPEKTHbIX N
. . HepacnosHaBaHui . . HepacrnosHaBaHui
pacnosHaBaHMn pacrnosHaBaHWUi pacnosHaBaHWn pacrnosHaBaHui

0,71 5460 0 0 5459 0 1

0,31 3960 0 0 3960 0 0

0,35 5580 0 0 5579 0 1

0,42 4980 0 0 4980 0 0

0,61 5219 0 121 5220 0 120

0,3 4020 0 0 4020 0 0

0,67 5879 0 1 5880 0 0

0,32 3894 0 6 3895 0 5

0,49 5760 0 0 5760 0 0

0,37 4973 0 7 4978 0 2

0,68 5817 0 3 5818 0 2

0,47 4679 0 1 4680 0 0

0,87 450 0 5010 632 0 4828
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AmMnnu-
KOH

61

62

63

64

65

66

67
68

69
70

71
72
73
74

75

76

77

Xpomoco-
Ma

10

10

10

10

10

10

11
1

1
1

1
11
1
11

1

1

1

Pasmep

aHannusmnmpyemoro noBepuTesbHbIX

dparmeHTa

79

90

95

89

80

81

97
70

100
62

102
73
85
91

85

85

85

OcCHoOBaHusA B

obnacTsax

79

90

95

88

80

81

96
70

100
62

102
73
85
91

85

85

85

eHOMHbIN
cocTaB
aMMInKoHa

Monu (T) (5)

Monwn (A)
(5), nonmn

(1) (5)

BcTtaBka-
feneuns

AC(11),
BCTaBKa-
aeneums

H/n
H/n
H/n

BcTaBka-
neneuuns

H/n

BcTaBka-
neneuns

H/N
Monu (A) (5)
H/N

Monu (G)
(6)
BcTaBka-

aeneuus

Monu (A)
(5), CA(3),
BCTaBKa-
neneuus

GA(3)

GC-

COCTaB

0,3

0,2

0,35

0,42

0,49

0,51

0,45
0,46

0,65
0,37

0,59

0,4
0,42
0,55

0,53

0,34

0,52

O6bwee uncno
KOPPEKTHbIX

pacrnosHaBaHUin pacrno3HaBaHUmn

4740

5400

5699

5157

4800

4860

5760
4199

5999
3720

6120
4380
5100
5437

5100

5100

5100

MiSeqDx 1

Obuwee yncno
HEKOPPEKTHbIX

0
0

o o o o o

o

o o o o

O6uee yncno
Hepacno3HaBaHui

0
0

276

N o o o

23

Obuwee yncno
KOPPEKTHbIX

pacrnosHaBaHWin pacrno3HaBaHUn

4740

5400

5699

5153

4800

4860

5760
4200

5998
3720

6118
4380
5100
5441

5100

5100

5100

MiSeqDx 2

Obuee uncno
HEKOPPEKTHBIX

0
0

o o o o o

(@

o o o o

Obwee uncno
HepacnosHaBaHui

273

o o o
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AmMnnu-
KOH

78

79

80
81
82

83
84

85

86

87

88
89

90

Xpomoco-
Ma

13
13

13

13

14

14
14

14

Pasmep

aHannusmnmpyemoro noBepuTesbHbIX

dparmeHTa

84

93

81
71
95

73
89

89

77

67

83
73

81

OcCHoOBaHusA B

obnacTsax

84

93

81
71
95

73
88

89

77

67

83
72

81

eHOMHbIN
cocTaB
aMMInKoHa

Monwn (C)
(5),
BCTaBKa-
neneuus

Monwu (A)
(7), AC(4)

H/N
Monwu (A) (6)

Monu (G)
()

H/n

Monwu (A)
(5), nonmn
(M) (7),
nonu (A)
7,
BCTaBKa-
aeneuus

BcTaBka-
geneuns

BcTaBka-
neneuns

GA(3), TA
(3)
H/N

Monwu (T)
(%),

BCTaBKa-

aeneuus

BcTaBka-
geneuns

GC-
cocTtas

0,52

0,33

0,49
0,35
0,68

0,52
0,22

0,49

0,39

0,39

0,25
0,19

0,38

O6bwee uncno
KOPPEKTHbIX

pacrnosHaBaHUin pacrno3HaBaHUmn

5040

5577

4860
4260
5605

4380
5220

5340

4620

4020

4980
4173

4860

MiSeqDx 1

Obuwee yncno
HEKOPPEKTHbIX

0

O6uee yncno
Hepacno3HaBaHui

60

95

60

147

Obuwee yncno
KOPPEKTHbIX

pacrnosHaBaHWin pacrno3HaBaHUn

5038

5573

4860
4260
5605

4379
5220

5340

4620

4020

4980
4173

4860

MiSeqDx 2

Obuee uncno
HEKOPPEKTHBIX

0

Obwee uncno
HepacnosHaBaHui

63

95

60

147
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. MiSeqDx 1 MiSeqDx 2
Pasmep OcCHoOBaHusA B eHOMHbIN
AMnan- XpomMoco- GC-
aHaNM3npyemMoro [oBepuTesbHbIX cocTaB
KOH Ma cocTaB
dparmeHTa obnactsx MILIARORE O6uiee uncno  OBLee Yncno O6uee uncno  ObLLee YNCo
Obuee uncno Ob6Lwee yncno
KOPPEKTHbIX HEKOPPEKTHbIX . KOPPEKTHbIX HEKOPPEKTHBIX N
. . HepacrnosHaBaHui . . HepacnosHaBaHuii
pacno3HaBaHWin  pacno3HaBaHWii pacnosHaBaHWn pacrno3HaBaHWUi
91 14 91 91 BcTaBka- 0,35 5459 0 1 5460 0 0
aeneuus
92 14 66 66 Monu (A) (5) 0,41 3900 0 240 3900 0 240
93 14 94 94 BcTaBka- 0,62 5637 0 3 5637 0 3
aeneuus
94 15 98 96 Monu (C) 0,45 5760 0 0 5760 0 0
(5)
95 15 68 68 BcTaBka- 0,25 4079 0 1 4078 0 2
feneuus
96 15 95 93 Monu (G) 0,68 5475 0 105 5487 0 93
(5),
BCTaBKa-
aeneuus
97 15 95 95 Monun (T) (6) 0,43 5699 0 1 5700 0 0
98 15 72 71 BcTaBka- 0,65 4260 0 0 4260 0 0
aeneuus
99 15 91 91 H/N 0,36 5460 0 0 5460 0 0
100 15 70 70 BcTaBka- 0,56 4200 0 0 4200 0 0
aeneuus
101 16 63 63 H/M 0,27 3780 0 0 780 0 0
102 16 95 95 Monwu (C) 0,67 5700 0 0 5700 0 0
(5)
103 16 87 87 TA(3) 0,41 5220 0 0 5220 0 0
104 16 104 104 Monu (C) 0,67 6238 0 3 6238 0 3
(5)
105 16 91 91 Monwu (T) 0,37 5443 0 17 5444 0 16
(5),
BCTaBKa-
geneuus
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AmMnnu-
KOH

106
107

108

109

110
m

112
113

14

115
116
117
118
119

Xpomoco-
Ma

Pasmep

aHannusmnmpyemoro noBepuTesbHbIX

dparmeHTa

89
87

91

93

91
84

91
92

79

86
84
67
91
69

OcCHoOBaHusA B

obnacTsax

89
87

91

93

89
82

91
92

79

86
84
67
91
69

eHOMHbIN
cocTaB
aMMInKoHa

GC(3)

Monwm (C)
(5),
BCTaBKa-
geneuus

BcTaBka-

aeneuns

BcTaBka-

feneuns
Monm (T) (5)

Monu (A)
(13),
BCTaBKa-
neneums
(x2)

Monu (A) (5)

Monu (A)
(7), AT(3),
AT(4), AT
(4),
BCTaBKa-
aeneuus

BcraBka-
feneuns

Monu (T) (7)
GAG(3)
GA(3)

H/N

Monn A (6),
TG(3)

GC-
cocTtas

0,64
0,67

0,46

0,26

0,54
0,29

0,34
0,26

0,41

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

O6bwee uncno
KOPPEKTHbIX

pacrnosHaBaHUin pacrno3HaBaHUmn

5251
5212

5459

5580

5340
4860

5459
5460

4699

5153
5039
4020
5460
4132

MiSeqDx 1

Obuwee yncno
HEKOPPEKTHbIX

0
0

o o o o o

O6uee yncno
Hepacno3HaBaHui

89
8

308

60

41

© O o

Obuwee yncno
KOPPEKTHbIX

pacrnosHaBaHWin pacrno3HaBaHUn

5339
5212

5459

5580

5340
4860

5459
5460

4700

5156
5039
4020
5460
4131

MiSeqDx 2

Obuee uncno
HEKOPPEKTHBIX

0
0

o o o o o

Obwee uncno
HepacnosHaBaHui

07

60

40

© o o
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. MiSeqDx 1 MiSeqDx 2
Pasmep OcCHoOBaHusA B eHOMHbIN
AMnan- XpomMoco- GC-
aHaNM3npyemMoro [oBepuTesbHbIX cocTaB
KOH Ma cocTaB
dparmeHTa obnactsx MILIARORE O6uiee uncno  OBLee Yncno O6uee uncno  ObLLee YNCo
Obuee uncno Ob6Lwee yncno
KOPPEKTHbIX HEKOPPEKTHbIX . KOPPEKTHbIX HEKOPPEKTHBIX N
. . HepacrnosHaBaHui . . HepacnosHaBaHuii
pacno3HaBaHWin  pacno3HaBaHWii pacnosHaBaHWn pacrno3HaBaHWUi
120 18 75 75 Monu (A) 0,37 4475 0 85 4480 0 79
(%),
BCTaBKa-
aeneuus
121 18 81 81 CTC(3), 0,47 4860 0 0 4860 0 0
BCTaBKa-
aeneuus
122 18 85 85 CT(3), 0,45 5098 0 2 5098 0 2
BCTaBKa-
aeneuus
123 18 65 65 H/M 0,48 3900 0 0 3900 0 0
124 19 99 99 H/n 0,59 5926 0 14 5924 0 16
125 19 74 74 H/M 0,68 4440 0 0 4438 0 2
126 19 70 70 H/n 0,64 4199 0 1 4200 0 0
127 20 94 94 H/M 0,61 5640 0 1 5638 0 3
128 20 82 82 AC(3) 0,59 4920 0 0 4920 0 0
129 20 76 76 CT(3) 0,58 4559 0 1 4558 0 2
130 20 70 70 GT(3), TG 0,46 4200 0 0 4200 0 0
(4),
BCTaBKa-
geneuus
131 20 101 101 BcTaBka- 0,63 6060 0 0 6060 0 0
aeneuus
132 20 67 67 BcTaBka- 0,36 4020 0 31 4020 0 25
neneuus
133 20 91 88 Monu (G) 0,73 5277 0 3 5274 0 6
(6)
134 20 87 87 BcTaBka- 0,57 5218 0 2 5218 0 2
geneuus
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. MiSeqDx 1 MiSeqDx 2
Pasmep OcCHoOBaHusA B eHOMHbIN
AMnan- XpomMoco- GC-
aHaNM3npyemMoro [oBepuTesbHbIX cocTaB
KOH Ma cocTaB
dparmeHTa obnactsx MILIARORE O6uiee uncno  OBLee Yncno O6uee uncno  ObLLee YNCo
Obuee uncno Ob6Lwee yncno
KOPPEKTHbIX  HEKOPPEKTHbIX . KOPPEKTHbIX  HEKOPPEKTHbIX N
. . HepacrnosHaBaHui . . HepacnosHaBaHuii
pacno3HaBaHWin  pacno3HaBaHWii pacnosHaBaHWn pacrno3HaBaHWUi
135 21 66 66 BcTaBka- 0,35 3959 0 1 3957 0 3
aeneuus
136 21 98 98 Monwu (T) 0,54 5880 0 0 5880 0 0
(6), CA(3)
137 21 87 87 GT(3), 0,39 5220 0 0 5220 0 0
BCTaBKa-
feneuus
138 21 69 69 Monu (A) 0,32 4119 0 31 4113 0 37
(6), AG(3),
BCTaBKa-
aeneuus
139 21 90 90 Monwu (T) 0,5 5399 0 1 5399 0 1
(5), nonmn
(A) (6)
140 22 100 100 BcTaBka- 0,63 5998 0 7 5997 0 5
feneuus
141 22 97 97 H/M 0,68 5819 0 1 5819 0 1
142 22 97 97 BcTaBka- 0,46 5818 0 2 5816 0 4
aeneuus
143 22 99 99 H/n 0,6 5940 0 0 5940 0 0
144 22 92 92 BcTaBka- 0,66 5519 0 1 5519 0 1
aeneuus
145 X 69 69 Monu (T) (5) 0,26 4139 0 1 4140 0 0
146 X 69 69 Monwm (C) 0,62 4136 0 4 4137 0 3
(5)
147 X 71 71 H/N 0,52 4260 0 0 4260 0 0
148 Y 65 0 H/n 0,55 0 0 0 0 0 0
149 Y 91 0 H/N 0,48 0 0 0 0 0 0
150 Y 71 0 Monu (A) (5) 0,37 0 0 0 0 0 0
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PesynbTaTbl MCCNefoBaHMA BOCMPOM3BOAUMOCTM BbIN NPOaHannM3npoBaHbl A KaXKA4oro ornepaTopa C UCMNofib30BaHWEM 4acToThl
Bapuauun (tabnuua 18). 9TOT aHanMs3 Nokasan, YTo YacToTbl BapmaLmin Obinn eguHoobpasHbl y pasHbix onepaTopoB. [peacTaBneHsbl
cpefHve 3HayeHns no YacToTaM Bapuauun +/—1 ctaHgapTHOE OTKOHEHNe.

Tabnuua 18 PesynbTaTbl OT onepaTopa K onepaTopy A4na npubopa MiSeqDx Instrument

CpepaHee 3asaBneHHoe CpepHee 3anB/eHHOe

AnanasoH Yucno O6Lw,ee yncno O6Lw,ee yncno

yacToT YHUKaANbHbIX  MPOaHaNU3UPOBaAHHbIX  MPOaHaNU3NpPOBaHHbIX 3HatieHne HacTorbl sHatienne Hactorbl

Bapuvauu Bapuvauumn Bapuauui, onepatop 1 Bapuauun, onepartop 2 Bapuauui (CO), Bapuauui (CO),
punay, punay, pualun, p p puaLun, p p onepaTtop 1 onepaTtop 2

Bbicokas 1112 1072 1072 0,96 +/- 0,05 0,96 +/- 0,05

yacToTa

(~100 %)

CpepgHsis 3240 3151 3161 0,49 +/-0,04 0,49 +/-0,04

yacToTa

(~50 %)

Huskas 620 618 612 0,05 +/-0,01 0,05 +/-0,01

yacToTa

(3-7 %)

Pe3ynbTaTbl UCClef0BaHNSA BOCMPOU3BOANMOCTM MO Kax4oMy o6pa3sLy npeacTasneHbl B COBOKYMHOCTU CO BCEX BOCbMM 3aMyCcKoB
(tabnmua 19). OBHapy>KeHUe oLeHMBAIOT A5 KaX40oro Tvna sapuaLmm — SNV, BCTaBoK U feneLmnin — oTaensHo. PepepeHcHble
NO3ML MU UCKITOYEHbl. 3TOT aHann3 nokasarsi, YTo pesynbTaThbl ANA BapuaLuii 66111 BOCMPOU3BOAMMbIMUY MO BCeM o6pasLiam.
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Tabnunua 19 CornacoBaHHOCTb pe3y/bTaToB MO pacrno3HaBaHMO OCHOBaHUM Npnbopom MiSeqDx Instrument no kaxxgomy obpasuy

SNV BcTaBku Deneuun
SRl Beero Bcero  Bcero Bcero Beero Bcero Bcero Bcero Beero Bcero Bcero  Bcero
TP FP FN TP FP FN TP FP FN

GM12877 592 574 2 0 336 336 0 0 228 272 0 0
GM12878 1456 1432 0 0 320 304 0 0 384 352 0 0
GM12879 912 896 0 0 336 320 0 0 288 272 0 0
GM12885 1200 1192 0 0 400 384 0 0 352 320 0 0
GM12886 1104 1104 0 0 368 352 0 0 368 352 0 0
GM12877- 3640 3582 0 0 800 760 0 0 960 880 0 0
D1’

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

'BapuaLuu ¢ yacToToi Bbiwe 20 %.
2BapwuaLu ¢ 4acToTom Huxe 20 %.

[aHHble, MONy4YeHHbIEe MO BOCbMM 3amnyckaM B 3TOM UCCNefoBaHMM BOCNPON3BOANUMOCTU, NOATBEPXKAAOT 3aABIEHNE O TOM, YTO MNpU
CeKBEHNPOBaHWM Ha Npubope MiSeqDx MOXHO nonyyaTb cornacyrLwmnecs pesybtaThbl:

* GC-cocTaB = 19 % (BCce pacno3HaHHble ocHoBaHMA B 120 13 120 cekBeHMPOBaHHbIX aMMIMKOHOB ¢ GC-cocTaBoM B o6beme 19 %,
pacrno3HaHHbIX KOPPEKTHO C YacTOTOM HepacnosHaBaHus 3,4 %);

¢ GC-cocTaB =73 % (BCce pacno3HaHHble ocHoBaHUA B 120 13 120 cekBeHMPOBaHHbIX aMnanKoHoB ¢ GC-cocTaBoM B obbeme 73 %,
pacno3HaHHbIX KOPPEKTHO C YacTOTOM Hepacno3HaBaHusa 0,1 %);

®  3HayeHuA A4SMH XBOCTOB Nonu (A) < 8 (noBTOp Nonn (A) BOCbMU HYKIEOTMAOB OblNl pacnosHaH KoppekTHo B 120 n3 120
CEeKBEHNPOBaHHbIX aMMJIMKOHOB, cogepXXawux nonu (A) = 8);

*  3HavyeHusa gnmH xBocTtoB noaum (T) < 10 (nosTop nonu (T) pecaTn HykNeoTuaoB 6bl1 pacnosHaH KoppekTHo B 120 n3 120
CEeKBEHNPOBAHHbIX aMMIMKOHOB, cogepXawwmnx noam (T) = 10);

*  3HayeHuna 4SMH xBocToB Nonu (G) < 6 (moeTop Noam (G) WecTu HyKIeoTMAoB OblN pacnosHaH KOPPeKTHo B 720 n3 720
CEKBEHNPOBaHHbIX aMMJIMKOHOB, cogepalmx nonm (G) = 6);
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*  3HayeHus ganH xBocToB nonum (C) < 6 (nosTop nonu (C) WecTn HYKNeoTUA0B 6bii pacno3HaH KOPPEKTHO B 359 n3
360 cekBeHMPOBaHHbIX aMMIMKOHOB, cogep XaLnx noam (C) = 6, ¢ 0gHMM Hepacno3HaBaHUEM);

*  3Ha4YeHus 4VH OUHYKNEOTUAHOro NoBTopa < 4x (BCe pacnosHaHHble ocHoBaHMA B 600 13 600 ceKBEHNMPOBaHHbBIX aMMIMKOHOB,
copepXalmx oUHYKNeoTUAHbIe NOBTOPLI pa3MepoM 4X, Oblin pacnosHaHbl KOPPEKTHO C YacTOTON HepacnodHaBaHua 0,4 %);

*  3HAYeHWA OJIMH TPUHYKIeOoTUAHOro NoBTopa < 5x (BCe pacnosHaHHble 0cHOBaHUS B 120 13 120 CEKBEHNPOBAHHbIX aMMIMKOHOB,
copepXalmx TPUHYKNEOTUAHbIE MOBTOPbI padMepoM 5X, BblIM pacno3HaHbl KOPPEKTHO C YaCTOTON HepacrnosHaBaHua 1,9 %);

* 24 nnn MmeHee BCTaBOK OCHOBaHUM N 25 NN MeHee aeneuunn oCHoOBaHNN:
— BCTaBKW 24 OCHOBaHWUN, pacno3HaHHble KOpPeKTHO B 120 13 120 06pasuos.;

— Jeneuunmn 25 oCHOBaHWI, pacno3HaHHble KOPPEKTHO B 182 obpasLax 1 3asiBfeHHbIe Kak Hepacno3HaHHble B ABYX obpasuax
13 184.

NccnepoBaHue 2

[nsa oLeHKM BOCNpON3BOAUMOCTM penpeseHTaTUBHOMO aHain3a Ha ABa reHa, onUCaHHOro B UccnefoBaHMM TOYHOCTH 2, 6bino
npoBeneHo AOMNONHUTENbHOE NCCNef0BaHne B TPeX UCCeAoBaTeIbCKMX LLeHTpax (No ABa onepaTopa Ha LLeHTp), B HEM UCMOJ1b30Bann
peareHTbl U3 04HOM NapTUK, a NPOBOAUNM €ro B TEYEHNE TpeX HenocnenoBaTeNbHbIX AHEN TECTUPOBAHUSA. TeCTUpOBaHWE NPOBOANN C
NCNOMb30BaHMEM LLIECTN NOLPOBHO OXapaKTepnsoBaHHbIX NaHenen obpasLos reHoMHon HK 13 knnHnyeckmnx obpasuos FFPE nan
KNeTOoYHbIX TMHMA. KaXaasa naHenb cocToANa n3 gecatu npeacrasmtenen. Bcero — 60 npeacTtaBuTenen no BCEM NaHENsaM.

Y aTux 60 npeacraBuTene 6bIN MOBTOPHOCTU YETbIPEX YHMKaNbHbIX 06pa3L,0oB AUKOro TMna (gNns MyTaunin naHenn), 12 yHUKanbHbIX
MYTaHTHbIX 06pa3LLoB (C 0gHOM MyTaLMen), NoArOTOBNEHHbIX Kak NP BbICOKOW, TaK U HU3KOM YacToTe MyTaL Wi, U ABa YHUKaNbHbIX
MYTaHTHbIX o6pasua (c ogHOM MyTaunein), No4roTOBEHHbIX TOMbKO NPU HU3KOM YacToTe MyTauMit. Y KaXkaoro yHukanbHoro obpasua /
obpasua C KaX[on 4YacToTon MyTaLui (NPOTEeCTUPOBAHHbLIX B AiBYX MOBTOPHOCTAX B KaX4O0M 3anycke) 0b1s10 36 BO3MOXXHbIX
pes3ynbTaToB (2 MOBTOPHOCTM x 2 onepaTtopa x 3 AHA x 3 LeHTpa), ecniv Bce pe3ynbTaTthbl 6blIn 4EACTBUTENBHBIMN.

MpoueHT oxugaemsbix pacnosHasaHun (PEC, Percent Expected Call) no BceM NONOXUTENbHLIM U OTpULLATENBHbLIM Bapualnsmm
OL,eHUBanun cpaBHeHNeEM pesynbTaTa penpes3eHTaTMBHOMO aHanmsa c 0XXngaemMboiM pesybTaToM MyTauun (oXxmngaemas BbisiBneHHas
U HEBbIBNEHHaA MyTaLmsa) B KaxxaoM obpasue. PEC paccunTbiBaeTcs kak 100 %, YMHOXEHHOE Ha YMCN0 OXMAaEMbIX
pacrnosHaBaHWin, AeneHHOe Ha YMCIo NPeanpPUHATLIX pacno3HaBaHni. [BYCTOPOHHUI 95%- [oBepUTENbHbIN NHTepBan
paccunTbiBaeTCA No MeToay YUICOoHa.
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Mo BCeM LeHTpaM nokasaTesib YCMNELWHOoro NpoxoXgeHns obpasyoB cocTasun = 94,7 % Ana nepBoro sanycka obpasua nnm y obpasuos,
NPOTECTUPOBAHHbIX B 3aryckax, KoTopble 6bINn AeNCTBUTENbHbIMUY NPU NEPBOM NPOXoXaeHnn. PEC Ha ypoBHe MyTaLuni No BCEM
MyTaHTHbIM obpasuam coctasma 99,6 % (905/909) (95%-n ON; 98,9, 99,8). Yncno npeanprHATBLIX pacno3HaBaHW NO BCEM

56 MyTauunsam naHenen (He3aBUCMMO OT TOro, Oblna Nv BbiABIEHHAA MyTaLMs 0XNAAEMON NN HET) ONA BCEX AEeNCTBUTENbHbIX
obpasuoB cocTaBuio 58 856 (56 x 1051). N3 aTux 58 856 HabntogaeMblx pesyibTaToOB Ha YpOBHE MyTaLuii 66110 BCEro WecTb C/lyYaes,
Korfaa Habnmogaemble N oXugaemMble pesynbTaTbl He coBnanu. PEC Ha ypoBHE MyTauuii MO BCEM NOSOXUTENbHBLIM U OTpULLaTENbHbIM
BapuayusaM oT BCex NpeacTaBuTenen naHenm ¢ MyTaunaMm n gUKoro Tuna esMecTe cocTasun 99,99 % (58 850 / 58 856).

AHanuTnyeckas YyBCTBUTENbHOCTb (Npegen xonocTtou npobbl [LoB] n npeaen o6Hapy>xeHus [LoD])

B 3TOM nccnepoBaHmm NpoBepsanun orpaHMyYeHe aHanmsa n ycTaHaBnmBanm npegen obHapyxenua (LoD, Limit of Detection) gns
npubopa MiSegDx npu UCnosnb3oBaHUN penpes3eHTaTUBHOM NaHenn. BkpaTue, NogpobHO oxapaKTepmusoBaHHbIe K1IeTOYHbIe

nnHuK Platinum Genome GM12878 n GM12877 6binu 3admKcupoBaHbl popManMHOM U 3anTbl NapadrHOM, a 3aTEM U3 HUX BbI4ENNN
OHK. NnHna GM12878 6bina pasBeaeHa nuHnen GM12877 Tak, 4Tobbl YacToThl Bapunauuii ansa 70 sapuauni (52 SNV, oeBATb BCTABOK U
0eBATb geneuunn) coctasnanun npubnmsutensHo 0,05. [1Ba obpasuya [JHK TecTnpoBanu gea onepaTtopa Ha oByx npnbopax, MCnosb3ys
OBe NapTun peareHToB BCEro B AleCATU 3aMnyckax CEKBEHMPOBaHUA Ha npubope MiSeqDx. B pesynbTaTe nonyyeHo 40 pennvk gns
Kaxxgon Bapunaunm B GM12878 1 60 pennuk Ans Kaxaon CoOOTBETCTBYOLEN KoopauHaThl gukoro Tnuna B GM12877 onsa Ka)gon napTum
peareHToB. 3HayeHnA LoB 1 LoD BblYUCEHbI C NPUMEHEHNEM KlaCcCUYecKoro noaxona, ykasaHHoro B CLSI EP17-A2, c npMMeHeHneM
HenapameTpuyeckoro metoga. 3HayeHms LoB 1 LoD 6binm paccumTaHbl 4na SNV, BCTaBOK 1 geneunn oTAeNbHO nyTeM 06begnHeHNs
yacToT Bapuauum gna sagaHHoro Tmna Bapunaumnm. Owmnbka Tmna | 6eina onpegeneHa kak 0,01, owmnbka Tmna ll 6bina onpegeneHa

kak 0,05.

[na 3HayeHns LoB 4acToTbl 06beANHEHHbIX BapuaLui 6b1n 0OTCOPTUPOBaHbI OT HM3LWEN K Bbiclel. Bbina paccuntaHa nosmumnsa 99-ro
paHra 4nsa KaXgon napTum peareHTa g8 Kaxgoro Tuna sapuauymm (tabnuua 20). Ana nporpaMmmHoro obecnedyennsa MiSeqDx
ncnonbayeTcs orpaHnyeHme (apdpekTnBHoe 3HadyeHne LoB) yacTtoTbl Bapraunin 0,026 gns KONMYeCTBEHHOMO onpeesieHns BapmaLni.
PaccunTaHHbIN Npefen XonocTonm npobbl NoATBEPXKAAET, YTO AlaHHOE OrpaHNYeHne NPUBOANUT K olnbKe Tuna |, cocTaBnsAloLwen He
6onee 0,01.

Tabnuua 20 [Mpegen xonocTtom npobbl

Twun O6Lw,ee Yncno yactoTt 3HayeHue LoB napTuu peareHTa 1 3HayeHue LoB napTuu peareHTta 2
Bapuauuu Bapuauui (%) (%)
SNV 3120 0,87 0,75
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Twvn O6uw,ee yacno 4yacToT 3HauyeHue LoB napTum peareHTa 1 3HauyeHue LoB napTumn peareHTa 2
Bapuauum Bapuauumn (%) (%)

BcTaBka 540 0,79 0,60

Heneuyunsa 540 0,96 0,84

[nsa sHayeHus LoD Obina paccunTaHa NpoLeHTHas 4019 MHANBUAYaNbHOM YacTOoThl MyTau Wi 419 KaXX40N NapTun peareHToB 4
Ka)k4oro Tvna BapmaLnmn H1XXe npegenbHoro sHadeHunsa 0,026 (tabnuua 21). MocKonbKy NPOLEHTHbIe 401 COCTaBNAMN MeHbLUEe

3HayeHue, yemM owmnbka Tuna ll 5 % (0,05), MmeanaHy o6begMHEHHbIX YaCTOT BapMaHTOB pacCyYMTbIBaan Kak 3HadyeHue LoD (Tabnvua 22).

3HayeHune LoD ansa kaxaoro tuna Bapunaunn npuHnManm Kak 6onblee n3 OBYX 3Ha4YeHUN, pacCUYMTaHHbIX OJ15 ABYX NapTUA peareHTos:

5,45 % ona SNV, 4,88 % ona BcTaBok U 5,44 % ona peneyun.

Tabnuua 21 lMpegen obHapy>XeHus

MapTus Twun O6Lee yncno yactotr Yucno nsmepeHui MpoueHTHaa ponsa
peareHTOB Bapuavuu Bapuvauuim VF<2,6 % nsmepeHunin VF < 2,6 %
1 SNV 2080 5 0,20

BcTaBka 360 0 0,00

Jeneuyuns 360 3 0,80
2 SNV 2080 26 1,30

BcTaBka 360 0 0,00

[deneuyuns 360 0 0,00

Mpepen
o6Hapy>xeHusa (%)

5,45
4,86
5,44
5,44
4,88
5,24

Cnepyroume nccnefoBaHua LEMOHCTPUPYIOT paboumre xapakTepucTukm npnudopa MiSeqDx ¢ gpyrum penpeseHTaTUBHbIM aHaNn30M,
Haue/leHHbIM Ha 56 MyTaumMin B ABYX KITMHUYECKM 3HAUYMMbIX PaKOBbIX FreHax (maHenb MyTauui). MNaHenb MyTaunm cneymanbHO
pa3paboTaHa ANns obHapy>XeHnsa 56 MyTauunii B ABYX KIIMHUYECKUN 3HAYMMBbIX PAKOBbIX reHax (reH 1 v reH 2). AHanms ogHOBPEMEHHO
onpegenseT Hanuune UM oTCYTCTBUE KaXK4oM U3 56 MyTaLui B KaXXA0M CEKBEHMPOBaAHHOM obpasue. PedbepeHCHbIM MeTOLOM 418

3TUX UccnepoBaHui 6bino OBYyHanpaBneHHoOe CeKBEHNPOBaHME NoO CSHrepy.
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Mpeyn3MoHHOCTb OT NapTUX K NapTun

YTo6bl OLEeHNTb paboumne xapakTepuUcTnkm npnbopa MiSeqDx € pasnnyHbIMU NPOM3BELEHHBIMU NAPTUSAMM HABOPOB peareHToB
(cocToAWMX N3 peareHToB A4NA KBanndmkaunum obpaswL,os, NOAFOTOBKM BUBANOTEK U CEKBEHMPOBaHMSA), BbIN0 NPOBEAEHO UCCeAoBaHMe
Ha NPeuM3NoOHHOCTb OT MapTUM K NapTUKM C MOMOLLbKO penpe3eHTaTUBHOMO aHanmsa Ha ABa reHa ¢ UCnonNb30oBaHMEM NaHeNn N3 NaTu
CMellaHHbIX o6pasyos FFPE, oTBevarowmnx TpeboBaHNAM K KBannpukaumnm obpasuos. Kaxgbin obpasey, FFPE cogepxxan ase
YHUKanNbHbIe MyTaLUKN: OQHY C HU3KON (NpUbnsnTenbHoO 8 %) YacTOTOM MyTaL WA 1 OOHY C BbICOKOW (MpnbnnsnTensHo 14 %) yacToTon
MyTauuin. B TedeHne Tpex HenocneaoBaTeNbHbIX GHEN C UCMONb30BaHNEM Tpex NapTu HabopoB peareHToB NpoBenun 12 HabraeHUN
KaXkon 13 NATK cMecen obpasLoB. Bcero B uccnegosaHnm no BCeM NapTUSAM peareHToB 6bino caenaHo 180 HabnogeHun ons scex
cMecei obpasuos 1 360 HabnrogeHW ANA BCex YacToT MyTauuii. Bo Bcex napTtusax 1 Bo Bce AHK 99,7 % (359/360) HabnrogeHui
nokasanum oXxugaemMbll pesyfibTaT B OTHOLWEHUM MyTaunn. OgHa MyTaLKnsa C HU3KOW YacTOTON Bbl1la HEKOPPEKTHO pacno3HaHa Kak
OVKUIA TUN. YTOObI OLEHNTb N3MEHUYUBOCTb CUCTEMDI, ANIA KaXA0N YaCTOThbl MyTaL U BbINOHAN aHanM3 KOMMOHEHTa Aucnepcumn.
ObLee cTaHgapTHOE OTKIOHEHMe BapbupoBano oT 0,011 go 0,029. KOMMOHEHT NapTuK peareHToB B 06LLEM CTaHAAPTHOM OTK/IOHEHUM
BapbupoBan ot 0 go 0,015.
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VIicTopna nusmeHeHnin

N2 npokymMmeHTa HOaTta OnucaHue N3aMeHeHun

N2 nOoKyMeHTa Man HobasneH nuctok-Bknagbiw CN no Habopy
200006218, 2022r. peareHToB MiSeqDx Reagent Kit v3 Micro B

Bepcusa 01 pasgen «Heobxogumoe obopygoBaHue n MaTepuansl

(B KOMNIEKT HE BXOOAT)».

[ob6asneHa nHpopmaLnsa o TeECTMPOBaAHUM NO Habopy
peareHtoB MiSeqDx Reagent Kit v3 Micro B

pa3gen «Paboyme xapaKTepuUcTUKN».

W3 pasgena «[pepynpexneHus n Mepbl
NPeAOCTOPOXHOCTU» yaaneHo yBegomreHne o6
ocTopoxHocTu gna CLUA.

Ne nokymMeHTa Hoabpb [MepBoHayvanbHbIN BbiNycK Ha noagep>xky MOS v4.0 n Local
200006218, 2021r. Run Manager v3.0.
Bepcusa 00

[TaTEeHTbl N TOBaApPHble 3HAKWU

HacTofwmin LOKYMEHT 1 ero cofep XaHue ABatTCA COBCTBEHHOCTbLIO KomnaHuu lllumina, Inc. n ee adpdmnmpoBaHHbIX uL,
(Ilumina) n NnpegHa3HayeHbl AN NCNONb30BaHMA UCKMKOUYUTENBHO B paMKax 4OroBopa 3aKka3ymMKoM Mpu aKcnnyaTaumm

n3genus (-i), onMcaHHoro (-bix) B HaCTOALWEM AOKYMEHTE, Y HY AN151 KaKO MHOW Lenn. HacToAWwmMn LOKYMEHT U ero cofepiKaHune
He NoAnexaTt UCNOoSIb30BaHMIO U PacNpOCTPaHEHMIO HE MO HadHaYeHWo 1 (Unn) nepegaye, PackpbITUIO UM BOCNPOU3BELEHUIO
Kaknm-nnbo cnocobom 6e3 npeaBapmuTENbHOro MMCbMEHHOMO cornacusa komnanum lllumina. HacToAwmMM LOKYMEHTOM KOMMNaHUsA
lllumina He NnepefaeT HUKaKUX NIMLEH3UIA Ha CBOW MaTEHTbI, TOBapHbIe 3HAKWN, aBTOPCKME NpaBa unm npasa, NpusHaBaemble
06LWMM NpaBoOM, UMM aHaNornyHble NpaBa TPeTbUX NKL.

MHCTPYKLMN, N3NOXEHHbIE B HACTOALLEM [OKYMEHTE, [OMXKHbI CTPOr0 1 TOYHO cCoboaaThCA KBannGULMPOBaHHbIM U
NpoLUeALM COOTBETCTBYOLLEE 0OYYEHNE NepcoHanoM Ans obecneyeHns NnpaBubHoN 1 6esonacHoOmn akcnyaTaumm Usgenun,
OMNMCaHHbIX B HACTOALEM JOKyMeHTe. MNepeq HayanoM UCnofib3oBaHMSA Takoro n3genus (-uin) HeobxoanMo B MONHOM 06beme
npoYecTb 1 YCBOUTb BCIO MHPOPMaALNIO, MPeACTaBNEHHYIO B HACTOALLEM AOKYMEHTE.

HEBbLINOIHEHME TPEBOBAHWMI MO MOSIHOMY MPOYTEHUIO 1 TOYHOMY BbINMONTHEHWUIO BCEX MHCTPYKLINNA,
COJEPXALLMXCHA B HACTOSALEM JOKYMEHTE, MOXET MPUBECTWU K MOBPEXAEHWUIO M3OENUA, TPABMAM
(MONB3OBATENSA NN UHBIX NALL) 1 MOBPEXAEHWIO UMYLLECTBA U MPUBELET K OTMEHE JIIOBbIX TAPAHTUMHbBIX
OBA3ATENBLCTB, MPUMEHUMbIX K U3OEJTNAM.

KOMMAHUS ILLUMINA HE HECET HYKAKOW OTBETCTBEHHOCTW, BO3HWKAIOLLEEM BCNEACTBUE HEHAOJIEXALLIETO
NCMNONb30BAHUA U3OENNIA, OMUCAHHbBIX B HACTOALWEM OOKYMEHTE (BK/TKOYASA UX YACTU UMW YACTU
MPOrPAMMHOIO OBECIMNEYEHNSA).

© lllumina, Inc., 2022. Bce npaBa 3aluLeHbl.

Bce ToBapHble 3HaKKM ABAAIOTCA COBCTBEHHOCTLIO KoMMaHuu lllumina, Inc. unu cooTeBeTCTBYIOWMX BNagenbLes. MHbopmaLuo o
KOHKPETHbIX TOBapPHbIX 3Hakax CM. Ha Beb-cainTe no agpecy www.illumina.com/company/legal.html.
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KOHTaKTHada MHpopmaLms
ul q3

lllumina

5200 lllumina Way IVD
San Diego, California 92122 U.S.A. (CLLA)

+1-800-809-ILMN (4566)

+1858 202-45-66 (3a npepenamu CesepHon AMepukm) EC | REP

techsupport@illumina.com
www.illumina.com

lllumina Netherlands B. V.
Steenoven 19

5626 DK Eindhoven

The Netherlands (Hnoepnangpl)

MapKnpoBka nsgenus

MonHaa MHpopMaLma 0 CUMBOaX, KOTOPble MOTYT 6bITb N306paXkeHbl Ha YMaKOBKE U 3TUKETKEe
n3nenvs, NnpeacTasfieHa B ONMCaHMM YCOBHbIX 0603HaYeHW ona Bawwero Habopa no agpecy
support.illumina.com.
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