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State of Maryland, Anne Arundel County, Set,

I, SCOTT A. POYER, Clerk ofthe Circuit Court for Anne Arundel County. Maryland,
a court ofrecord, do hereby certify that Ahmad Miski was a commissioned/appointed
and qualified Notary Public commencing on the 10th day of May, 2021.

In Testimony Whereof, | have hereunto set my hand and affixed the
seal of the court July 11, 2022

Scott A, Poyer, Clerk
Circuit Court for Anne Arundel County, Maryland
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My CommH iiim on May H 202s
Manufacturer:
IHllumina, Inc
Address:
5200 Illumina Way, San Diego, California 92122, USA
LEVI P, HOPE K

On behalfof lHlumina, Inc. Not3f7 P'-biic « California

San Diego County |
Commission T 2377029
My Comm. Expires sec 30. 2025
1

Date: July 11, 2022
Aurelia Brownridge
Sr. Regulatory Affairs Specialist
Illumina, Inc.
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HHlumina

Genetic sequencer MiSeq
variant: MiSegDx

I, Hanadi Ajamt, hereby certify
that thia this document Is
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Manufacturer:
Illumina, Inc
Address:
5200 Illumina Way, San Diego, California 92122, USA
LEVI P. HOPE
On behalfof lllumina, Inc. Notary P'jblic - California

San Dtego County
Commission ~ 2377029
My Comm. Expires Sec 30, 2025

Date: July 11, 2022
Aurelia Brownridge
Sr. Regulatory Affairs Specialist
IHlumina, Inc.
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CALIFORNIA ACKNOWLEDGMENT CIVIL CODE § 1189

A notary public or other officer completing this certificate verifies only the identity of the individual who signed the document
to which this certificate is attached, and not the truthfulness, accuracy, or validity of that document.

State of California

County of >SAU D\g6o0 }
on Q-7j\4 before me, n ~n.pT~aay

Date Here Insert Name and Title of the Officer
personally appeared _ UR)\ D(SA

Name(s) of Signer(s)

who proved to me on the basis of satisfactory evidence to be the person(™\whose nam ™ j”™are subscribed
to the within instrument and acknowledg”to me that he/||™~they executed the same in his,<”g[)their
authorized capacity(ib€), and that by his™~Q”heir signaturefj™ on the instrument the personf”™, or the entity
upon behalf of which the person” acted, executed the instrument.

I certify under PENALTY OF PERJURY under the
laws of the State of California that the foregoing
paragraph is true and correct.
LEVI P, HOPE
Notarv Public < Californie
San Oie”o Councy

Corriinission T 237T029

My Comm. Expires Sep 30. 2025

WITNESS my hand and official seal.

Signature
Place Notary Seal and/or Stamp Above Signature of Notary Public

OPTIONAL

Completing this information can deter alteration of the document or
fraudulent reattachment of this form to an unintended document.

Description of Attached Document ctvtcR Pa <3E m I~-ta.Px
Title or Type of Document: \ SAfNgrry
Document Date: o7 /1/ .NumberofPages:.

Signer(s) Other Than Named Above:

Capadty(les) Claimed by Signer(s)

Signer's Name: Signer’'s Name:

O Corporate Officer - Title(s): O Corporate Officer - Title(s):

O Partner - O Limited O General O Partner - O Limited O General

O Individual O Attorney in Fact O Individual O Attorney in Fact

O Trustee O Guardian or Conservator O Trustee O Guardian or Conservator
O Other: O Other:

Signer is Representing: Signer is Representing:

©2019 National Notary Association
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[eHeTnyecknin cekseHaTop MiSeqDx

VIHCTPYKUMS MO 6€30MacHOCTU U COOTBETCTBUS

TpeboBaHNAM

ANS AVUATHOCTUKU IN VITRO

BeepeHune
TexHnka 6e30NacHOCTM U MapKMpPOBKa
CunmBonbl
CooTBeTcTBME TPeOGOBAHUSAM U HOPMATUBHbLIM AOKYMEHTaM
TexHnyeckad NOMOoLLb

COBCTBEHHOCTb KOMMAHWUMN ILLUMINA
JokymeHT Ne 15034477 Bep. 04
ABryct 2021 r.
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[aHHbIi LOKYMEHT 1 ero cogepXXxnuMmoe AABAATCA COOGCTBEHHOCTbIO KoMnaHuu lllumina, Inc. n ee adhdunmpoBaHHbIX
nuy (lllumina), n nNpegHasHayYeHbl UCKAKOYUTENLHO A1 UCNOMb30BaHWUS OMMUCAHHOro 3A4ecb ulgenuns (U3genuii)
KMeHTaMy KOMNaHWW COrnacHo Aorosopy. [JaHHbIli LOKYMEHT U ero cofepXnmoe He nognexaT Ucnosib30BaHunio
WAN  pacnpocTpPaHeHUD [ANA WHbIX uenei w/wuanm nepepadve, packpbiTUIO U BOCNPOM3BELEHUIO KakUM-1n60
cnocobom 6e3 npeABapuUTENbHOrO0 MUCbMEHHOrO paspelweHns KomnaHuy lllumina. [JaHHbIM AOKYMEHTOM
komnaHua lllumina He npegocTaBnseT HMKAKMX paspelleHunii No cBOeMY naTeHTy, TOBApHOMY 3Haky, npasBam B
pamkax o6LL,ero npasa Wan aHanorMyHbIM nNpasam TPeTbUX NnL,.

[ns oGecneyeHus nNpaBWILHOTO W 6GE30MACHOr0 MWCMO/Sb30BaHUS MpPoAyKTa(oB), MHCTPYKUWW, W3/I0XKEHHbIE B
[AHHOM [OKYMeHTe, [AO/KHbl CTPOro W 4YeTKo co6n0AaThCA KBANUMUUUPOBAHHBIM U [LO/DKHBIM 06pasom
06YyYeHHbIM nepcoHanom. Mepes NCMONb30BaAHWEM TakUX U3Aennil 06513aTeNlbHO cliefyeT 03HaKOMUTLCS CO BCEN
WHopMaumnen, NnpefCcTaBNeHHOM B HACTOSIWEM AOKYMEHTE.

HECOB/IIOAEHVE BCEX WHCTPYKLMI, COAEPXALLUXCH B HACTOSILEM [JOKYMEHTE, MOXET MPUBECTU K
MOBPEX/JEHWIO MPOJYKTA{OB), TPABMAM JIIOJEV, B TOM UMC/E MOJIb3OBATENEN VAW APYIUX MWL, A
TAKXE K MOBPEX/EHWIO APYTOro UMY L, EaBA.

KOMMNAHWA ILLUMINA HE BEPET HA CEBA OTBETCTBEHHOCTb 3A MOCNAEACTBUA HEHAOMNEXALLErO
NCMO/Ib30BAHNA MPOAYKTA (MPOAYKTOB), OMNCAHHOIO B JAHHOM AOKYMEHTE (BK/THOYAA OTAE/bHbIE
YACTW, A TAK)XXE NPOrPAMMHOE OBECMEYEHUE).

© 2021 r. lllumina, Inc. Bce npaBa 3awuLeHbl.

llumina, MiSeqDXx, TbIKBEHHO-OpaHXeBbI LBET, U Au3aliH NepeTekawwmx MnocnefoBaTelbHOCTeN HYK1eoTUA0B
ABNAKOTCA TOBApPHbIMM 3HakKamMy KomnaHuu lllumina, Inc. n/unn ee adunnpoBaHHbIX Komnauuin B CLUA w/vnun

LPYrux cTpaHax. Bce ocTafibHble Ha3BaHWs, IOTOTUMbLI U ApYyrue TOBapHble 3HAKU SBAATCA COGCTBEHHOCTHLIO UX
COOTBETCTBYIOLMX BNaAeNbLes.
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NcTopuss nameHeHUM

AJOoKyMeHT Ne farta OonucaHne M3MEHEHUM
15034477 v04 ABryct  OG6HOBNEH afipec yNnoJIHOMOYEHHOTO npeacTaBuTens EC.
2021 r.
15034477 v03 [ekabpb OGHOBNEH ajpec yNnoSHOMOYEHHOTO npeacTaBmuTens EC.

2019 1. O6HOBMEH agpec aBCTPaANUINCKOro cnoHcopa.
15034477 v02 ABrycT O6HOBMIEH CMMCOK CNpaBOYHbIX PYKOBOACTB MO nNpubopam B pasgene
2017 r.  «TexHuKa 6€30MacHOCTV M MapKUPOBKa».
O6HOBNEeHbl pekomeHpaumm FCC no EMC oTHOCMTeNnbHO paguonomex B
6bITOBbIX YCIOBUAX.
[Nob6aBneHbl cnepyolw,me HOPMaTUBHO-NPABOBbIE AJOKYMEHThI;
RoHS 2011/65/EU;
OupekTtnea no pagnoobopyposaHuto 2014/53/EU
O6HOBMEHbI CeaylOLW e HOPMATUBHO-NPABOBbIE JOKYMEHThI;
EMC;
AVpPEeKTUBA NO HU3KOBONIbTHOMY 060pyAOBaHNUIO;
O6HOBNEHO 3asdB/ieHWEe O COOTBETCTBMM HOPMaM pafMoyvYacTOTHOrO
BO3JeiCTBMA Ha 4YesioBeka. Jlob6aBneHO 3asdBfeHWE O COOTBETCTBUM
Tpe6oBaHUAM K MW3NYyYeHWIO W MNOMEexXoycToWymBoCcTM B pasjgene
«Tpeb6oBaHusa no AMC».
YpaneHol HeKOTOpble HOPMaTWBHO-NPAaBOBble AOKYMEHTbI, TaK Kak OHU
Tenepb A4OCTYNHbI No agpecy support.ilumina.com/certificates.html.
YpaneH pa3gen «HopmMaTWBHO-NMpaBoOBOe COOTBETCTBME U MApPKNUPOBKa».
[Jo6aBneHo 3asBfeHMe O pafuMoyvYacToTHbIX MNomexax B pasgen
«HopmMaTnBHO-NpaBOBble Tpe6oBaHuA Kopeun». O6HOBNEHA
o6si3aTeNlbHas MapkupoBKa Ha 3agHel KpbIlKe.
15034477 vOl OKTA6pb O6HOBNEHA 06A3aTeNlbHAA MapPKUPOBKA Ha 3afHei KpbllKe.
2015 r. [o6aBneHa UCTOPUA U3MEHEHWUI.
M3vmeHeH nopAfoK cnepoBaHMsA pas3fenoB pPyKoOBOACTBaA B rfase
«CooTBETCTBME MU3[eNIud U HOPMAaTUBHO-NPaBOBble TPeboBaHNA».
YKasaHo npumeyaHue, yto  pgarta N3roTOB/IEHUA n cTpaHa
NPONCXOXAEHNA yKa3aHbl Ha aTMKeTKe npubopa.
Lob6aBneHbl 3aaBneHns o cooTBeTcTBUM AnA bpaswnuun, Kopeun wun
MeKcukm.
BHeceHbl cnegylolwmne m3mMeHeHusa B pasgen «HopmaTMBHO-MpaBoOBOE
COOTBETCTBUE U MAPKMPOBKa»:
po6asneH 3Hak gna Kopewu;
yaaneH 3Hak FCC.
No6aBneHa [AupektuBa R&TTE 1999/5/EC B pasgen «CepTudukayms
U3nennsa n HopMaTUBHO-NPaBoOBble TpeboBaHUA».
YpaneHa vHopmauma no askpaHMpoBaHHbIM Kabenam.
Lo6aBneH pa3aen, NnocBslWeHHbIN kKabenam Ethernet n Bonpocam 3MC.
B npegynpexgeHnn no anektpobesonacHocTn o603HaYeHNE MCTOYHMUKA
0ONacHOro HanpsXeHwsa nmnepeHeceHO C NeBOoW 6GOKOBON nNaHenu Ha
npaByt 60KOBYK NaHesb.

YacTtb deBpanb [lepBblii BbINYCK
Ne 15034477 pep. 2014 r.
A.
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BBeneHune

B JaHHOM pYKOBOACTBE OMnucaHa BaxKHasi MH(opMauus no mepam 6e30MacHOCTM
Npu YycTaHOBKE, CEPBUCHOM OGCNY>XXWUBAHUW W 3KCNayaTauun reHeTU4eckoro
cekBeHatopa MiSeqDx, a TakXe MHhOpMaLUS O COOTBETCTBMM NPOAYKLUUM 1
HOpMAaTUBHO-NMpaBoBass WHGpopMauus. [lMpounTaiiTe I3TOT AOKYMEHT nepef
BbINO/IHEHMEM M06GbIX PaboT Ha reHeTUYeckoM cekBeHatope MiSeqDx.

CTpaHa nPOUCXOXAEHNA TeHeTU4yecKoro cekBeHatopa MiSegDx wn pata
N3roTOB/IEHNA Hane4yataHbl Ha 3TUKeTKe npubopa.

PykoBoACTBO no obecrneyvyeHuto 6e30NacHOCTM U COOTBETCTBUA TpeboBaHUAM AN
reHetu4yeckoro cekseHartopa MiSeqDx
OokymeHT Ne 15034477 Bep. 04
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TexHMKa 6e30MacHOCTU 1 MapKUPOBKa

Lenb gaHHOro pasgena — BbIIBUTb MOTEHLMa/IbHble OMacHOCTWU, CBA3aHHbIE C

yCTaHOBKOI\/’I, O6Cl'ly)KVIBaHI/IeM " 3KcnnyaTaL|,|/|e|‘/’| reHeTn4eckoro cekKkBeHatopa

MiSeqDx. He BbinonHsiite ¢ npu6opom Takume paboTbl, KOTOpble MoABepratT
nonb3oBaTens PUCkKy BO3AeCTBUS JaHHbIX ONacHbIX (haKTOpPOB.

OnacHocTh, 0603HaYeHHblE MAapPKUPOBKOIA Ha Npubope, onvcaHbl B 3TOM pasjerne.

Bce onucaHHble onacHble (akTopbl MOXXHO WCKIKUYUTbL, Cnefys ykKasaHuam
CTaHAApPTHbIX  ONepauuoHHbIX  Mnpoueayp, BK/AKYEHHbLIX B CNpaBOYHOE
PYKOBOZACTBO MO reHeTuyeckomy cekseHatopy MiSeqDx.

Tun reHeTnyeckoro ChnpaBo4YyHOE PYKOBOACTBO MO rlpM6opy

CeKBeHaTopa
MiSeqDx
MOSv2 CnpaBoyHoe PYKOBOACTBO rno
reHeTu4YeckKMM cekBeHaTopam MiSeqDx ¢
MOS B.2 (AOKyMeHT N9

1000000021961)— pana  reHeTUYecKmnx
cekBeHatopoB MiSegDx ¢ MOS Bep. 2. (Bce
npuéopbl ¢ MOS v2 nOCTaBnsAlTCA B
KOHMUrypaumm ¢ ABOMHOM 3arpy3Koi.)

Obwme npepynpexaeHna o6 onacHOCTU

Mepen a3kcnyatauMen reHeTMYeCKOro cekBeHatopa MiSeqDx Becb nepcoHan
AOMKEH OblTb 06yyeH komnaHuein lllumina npaBunbHOW paboTe ¢ NpPMGOPOM M
npaBuiaM TEXHUKN 6e30MNacHOCTMU.

BHUMAHWE!

AN MUHUMU3auMKM PUCKOB TPaBM WM MOBPEXAEHUs 060pyaoBaHUst Npu
paboTe B 30HaXx, OTMEYEHHbIX AaHHbIM 3HAKOM, BbINO/HANTE BCE yKa3aHWA
pabounx UHCTPYKLUMIA.

MpeaynpexaeHne 06 0NacHOCTW 3/IEKTPUUYECKOTO Hanps>XeHus

He cHumaiTe KpblWwKkM Kopnyca npubopa. BHyTpu npubopa OTCYTCTBYHOT
KOMMOHEHTbI, 06cnyXnBaemble rMosb3oBaTenemMm. lcnonb3oBaHne npubopa co
CHSATbBIMW  KpbIWWKaMW CcO3[4aeT PUCK MOPaKEHUA 3MEKTPUYECKMM TOKOM C
HanpsHKeHMeM CeTW, a TakKe C MOCTOSAHHbIMU HanpPsXeHNAMN,

PykoBoAcTBO No obecrneyeHuto 6e30MacHOCTU U COOTBETCTBUA TpeboBaHUAM ANns
reHeTM4yeckoro cekseHatopa MiSeqDx
OokymeHT Ne 15034477 Bep. 04
& 000 LMPMM (] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU



A HanpsbkeHne nutaHusi npubopa cocTtasnsieT 100-240 B nepemMeHHOro Toka

yactoton 50-60 U BONbLIMHCTBO MCTOUHUKOB HamnpshKeHUsS pacrnofioXeHbl 3a

npaBoii 6OKOBOV MaHesIbio, HO OHW TakXe MOryT ObITb AOCTYMHbI, €C/IN CHATbI

Apyrve naHenu. HekoTopble BHYTPEHHME 4Yactu npubopa MOryT ocTaBaTbCA

nog, HanpsHKeHNeM faxke nocsie OTKIHYEHNS 3/1IeKTponuTaHms. Bo nsbexaHme

NOPaXKEHNA 3N1EKTPUYECKMM TOKOM WCMNOMb3yHTe Npuobop, TOMbKO eciv Bce
KPbILIKX KOpryca 3aKpbITbl.

TpeboBaHMA K 3N1EKTPONUTAHUIO
Hopma

HanpsikeHue cetu 100-240 B nepem. Toka 50/60 Iy,

MNoTpebnsiemasi 400 BTt
MOLLHOCTb
SNeKTpuyeckne coeguHeHns
MoaknountTe NPUGOP K 3a3eM/IEHHON CeTn, KOoTopas paccymtaHa Ha cnenyroLlyto
MUWHUMANIbHYI Harpysky:
> 10 amnep gna uctoyHmka nutaHma 100-110 B;
> 6 amnep ANa UCTOYHMKA nNuTaHusa 220-240 B.

Ans  nonyyeHuMa [QONONHWUTENbHOIW  WHGoOpmauum cM. «PyKoBoACTBO MO
NOArOTOBKM MecTa ANnd yCTaHOBKM FeHeTUYeckoro cekBeHaTopo MiSeqDx ¢
KoHdurypaumeii gBoliHol 3arpy3km» (4okymeHT Ne 15070066).

3alnTHoe 3a3eM/ieHune

Ha npubope npeaycMOTPEHO NOAK/IOUEHNE K 3aLLMTHOMY 3a3eM/IEHUI0 Yepes
Kopnyc. [MpoBoja NpefoXpaHUTENbHOrO 3a3eM/ieHVMss B Kabesne nuTaHus

coefMHAeTCA C TOYKOM 3alMTHOrO 3a3emsieHMs Ha Kopryce npubopa. Bo
BpPEMS 3KCM/yataumm yCTPOMCTBa COeAUHEHNE 3aLLUUTHOIO 3a3eM/IEHNs Yepes
Kabenb NUTaHua AO/MKHO OblTb B HOPMa/lbHOM paboyvemM COCTOSHUM.

MNpepoxpaHuTenu

FeHeTM4YecKnii cekBeHatop MiSegDx He cofep>XWUT 3aMeHsieMbIX MOb30BaTe/ieM
npegoxpaHuTesnen.

MpepynpexaeHve 06 ONacHOCTM FOpsYMX NMOBEePXHOCTeN

He ucnonb3ayiite reHeTUYecknii cekseHatop MiSeqDx CO CHATbIMU KpbILLKamMK
Kopnyca.

He npukacantecb K gep>xaresito, pacnonoXxeHHOMY BHYTPU OTCEKA MPOTOYHOM
AYEenKn. TepMO3NEKTPUYECKMIA  HarpeBaTenb €  addektom  lenbTbe,
ncnonb3yembli B 06nacTM  fepxkarens, O0O6blMHO npu  paboTe uUMeeT
Temnepartypy B AuanasoHe OT KoMHaTHoh (22 °C) go 95 °C. Boapeicteue
TemnepaTtyp B BEPXHEe 4acTu 3TOro gnanasoHa MOXKET MPUBECTM K OXKOraMm.

PyKOBO,D,CTBO no o6becneyeHnto 6e30NacHOCTN M COOTBETCTBMUSA TpeﬁOBaHVIFIM ana

reHeTmyeckoro cekBeHatopa MiSeqgDx

LokymeHT Ne 15034477 Bep. 04
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MpeaynpexaeHne 06 ONacHOCTU TSHXKENbIX NPeaMeToB

A Macca npubopa cocTasnseT npubansuTenbHo 126 yHToB (57 Kr) 1 MOXET
NPMBECTM K Cepbe3HbIM TpaBMaM, €C/M ero YPOHWUTb WM HenpaBWU/IbHO
MCMOob30BaTh.

PacnakoBKa, yCTaHOBKa U NepemelleHve npubopa

PacrnakoBKy, yCTaHOBKY W MNepeMelleHne reHeTnyeckoro cekseHatopa MiSeqDx
[O/DKEH NPOBOAUTL TOMbKO YMO/IHOMOYEHHbIM KomnaHuel lllumina nepconan.
Ecnn npubop Heobxogmmo rnepemectuTb, obpaTtutecb B CnyxX0y nopaepx ku
komnaHuun lllumina, 4To6blI OpraHM30BaTh Bble3[ CEPBUCHOIO MHXXeHepa.

KoHTakTHasi MHopMaumsa npuBefeHa Ha BHYTPEHHEW CTOPOHe 3afHeil 06M0XKK
AAHHOTO AOKYMEHTA.

OrpaHUYeHnsa No OKPYXKaroLUM YCTOBUSM

MapamveTp Hopma
TemnepaTtypa TpaHCnopTUpOBKa U xpaHeHue: oT -10 o 40 °C
(o1 14 po 104 °F); ycnosusa akcnayaraumu: ot 19
[o 25 “C (o1 66 go 77 °F)
BnaxkHOCTb ~ TpaHCNOpPTUPOBKa M XpaHeHMe: BNaXXHOCTb 6e3
KOHAeHcaumn B ycnosusax akcnnayataunm: 30-
75 % OTHOCUTENbHAsS BNaXXHOCTb (6e3
KOHAeHcaLumn)
Bbicota Hag,  YcTaHaBnuBalite nNpubop Ha BbicoTe Hke 2000
ypoBHeM Mops  MeTpoB (6500 thyToB) Haj ypOBHEM MOpPS.
KauecTBo Bo3fyxa  Vcnonb3yite Nproop B YCNOBUSAX C BO3YXOM
cTeneHun 3arpasHeHuns Il unn dyuwe. Bosgyx
cTerneHun 3arpsasHeHus Il 06bIYHO coaepXKnT
TO/IbKO HEMPOBOAALLME 3arpAsHAIOLLMEe
BeLlecTBa.
BeHTunAauma  MpOKOHCYNbTUPYIMATECH C COOTBETCTBYIOLLM
OTAENOM Balleil KoMNaHun, YTo6bl BbipaboTaTtb
TpeboBaHMA K BEHTUALMN HA OCHOBaHU
XapakTepucTUK TenoBblgeneHns npuobopa.

PykoBoacTBO no obecrnevyeHuto 6e30nacHOCTV U COOTBETCTBUA TpeboBaHUAM AN
reHeTnyeckoro cekseHartopa MiSeqDx

JokymeHT Ne 15034477 Bep. 04
& 000 LMPMM (] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU



CnmMmBObI

ivd| 419 AMarHocTukm in vitro

EC REP YMNOSIHOMOYEHHbI NpeAcTaBuTeNb B EBponenckom
coobuiecTse

MpounssoauTens

M1

Jata n3rotoeneHus

REF  Homep no katanory

1 1 CepuitHbIA HOMep

O BbIKNHOUYNTL
BKounTb

[nanasoH BNaXHOCTU (Ha YyNaKoBKe; yKa3biBaeT
AONyCTUMblE Npeaenbl AN TPAHCNOPTUPOBKN U XpaHEHUS)

TemnepaTypHbIii Anana3oH (Ha ynakKoBKe: yKa3biBaeT
i AOMYCTUMble NMpeaenbl AN TPAHCMNOPTUPOBKN U XPaHEHUS)

PYKOBOACTBO MO 06ecnevyeHnto 6€30NacHOCTM U COOTBETCTBUA TpebGoBaHUAM Ans
reHeTM4yeckoro cekeeHatopa MiSeqDx

OokymeHT Ne 15034477 Bep. 04
& 000 LMPMM (] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU
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3asaBieHnA O COOTBETCTBUA Tpe6OBaHVIFIM n HOPMaTUBHbLIM
OOKYMEHTaM

CepTudukaumns npoayKLmMm 1 cooTBETCTBME Tpe6GoBaHUAM

Hactoswmm komnaHmsa lllumina 3aaBnfeT, 4TO TEeHETUYECKUi CcekBeHaTop
MiSeqDx cooTBeTcTBYeT TpeboBaHMAM cnegytowmx AUpeKkTus:

N EMC 2014/30/EU;

IVD 98/79/EC,;

HN3KOBO/IbTHOe ob6opypoBaHne 2014/35/EU;
pagnoo6opynoBaHune 2014/53/EU;

RoHS 2011/65/EU;

R&TTE 1999/5/EC.

v vvVvyyVvyy

C NonHbIM TEKCTOM fAeknapaynii 0 COOTBETCTBUM U CEepPTURUNKATOB COOTBETCTBUSA
TpeboBaHUAM EC MOXHO 03HaKOMUTLCH no agpecy:
support.illumina.com/certificates.html.

OKpyxatoLaa cpeja

3JTa 3TMKEeTKa YKasblBaeT Ha TO, 4YTO MNpubop He cnepyeTt yTUAU3MPOBATb
BMeCTe C OObIYHbIMW OGbITOBLIMW OTXO4aMM.
_—— BepHuTe MHCTpyMeHT B KomnaHuto lllumina gnsa ytunmsauun.

PagnoyactoTHoe BO3A€I710TBVI€ Ha 4YenoBeKa

[JaHHOoe o6opypoBaHMe COOTBETCTBYeT TpeboBaHMSAM MO  MakKCUMasibHO
[OonycTMMOMY pagnmoyactoTHoOMy Bo3genctsuio (MPE) Ha HaceneHue B LENOM B
cooTtBeTcTBUM cO CBogoM (hefepanbHbix 3akoHoB (CFR), pasgen 47, § 1.1310,
Tabnuuya 1.

[JaHHOe obopyaoBaHMe COOTBETCTBYET npuBegeHHbIM B pasgenax EN 50364:2010
4.0 Tpe6oBaHMAM MO OrpaHMYEHUN0 BO3LENCTBUA 3/1IEKTPOMArHUTHBLIX MONEn ot
ycTpoicte, paboTtawowmx Ha 4actote ot O go 10 ITu, wucnonb3yembix A
paguo4vactoTHOW wunaeHtTugukaynm (RFID) B ObITOBbIX W NpPOdeccuoHasnbHbIX
yCNoBUSAX.

CootBeTcTBME TpeboBaHusaAM FCC

[JaHHOe YyCTpOWCTBO COOTBETCTBYeT Tpeb6boBaHuMsM 4actu 15 npasun FCC.
JKkcnnyataums gonyckaeTca Npuv BbINOMHEHUW CNeAYHOWNX ABYX YCNOBUNA:

1. [laHHOEe yCTPOIACTBO He A0/MKHO CO3A4aBaTh BPEAHbIX MOMEX.
2. [laHHOe  yCTpOIACTBO YCTOWUYMBO KO BCEM MPUHMMAEMbIM
noMexam, B TOM uuc/ie TeM, KOTOpble MOryT BbI3biBaTb C60M B paboTe

PYKOBOACTBO Mo o6ecneyeHnto 6e30MacHOCTA M COOTBETCTBUA TPeGOBaHUAM ANS
reHeTM4YecKoro cekBeHatopa MiSeqDx

JNokymeHT Ne 15034477 Bep. 04
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yCTpoOlicTBa.

A BH/IMAHME!
V3meHeHnss unnM fopaboTkM JaHHOro M3fenus, BbINOSIHEHHble 6e3 ABHOro
NOATBEPXAEHNS CTOPOHbI, OTBEYalollelrl 3a COOTBETCTBME TpeboBaHMAM,
MOTYT IMWNTb NOMb30BaTe/NA Npasa Ha MCNosib3oBaHe 060pya0BaHuA.
MPUMEYAHWE
[aHHOe o60opyfoBaHMe MNPOLLIO MPOBEPKY Ha COOTBETCTBME TpeboBaHMAM K
UMpPoBbLIM YCTpPOMCTBaM Knacca A cornacHo npaswunam FCC, uvactb 15. 3tn
TpeboBaHMA npefHasHa4vyeHbl Ans obecnevyeHUss [OCTATOYMHOM 3awuTbl OT
BPeAHOro BO3AENCTBUS MNOMEX nNpu  3KcnjyataumMm obopyaoBaHus B
KOMMEPYECKNX YCIOBUSAX.
[JaHHoe o6opygoBaHMe reHepupyet, WCNONb3yeT W MOXET Wu3yyarb
pagnMoYacToTHYO 3HEPIUK0 W, €C/IM OHO YCTAaHOB/IEHO W UCMOMb3yeTca 6e3
COOGMIOAEHNA YyKa3aHU PYKOBOACTBA MO 3KchayaTauuun, MOXKET SBNSATbCH
MCTOYHUKOM BpeAHbIX MOMex [N CPeAcTB pPajgnocBsa3n.  JKcnyataums
JAHHOrO  06opyAOBaHMS B XXW/bIX  paioHaXx  MOXET  Bbi3bIBaTb

pPagno4actoTHble MOMEXWN, MPU 3TOM MOJ/1Ib30BarTe/lb 6y,qu 06s3aH YCTPaHUTb
3TV NOMEXW 3a CBOW CYeT.

Kabenn Ethernet

Mcnonb3yinTe HeskpaHMpOBaHHbIN Kabenb Ethernet CAT-5e, uTo6bl 06ecneynTb
cooTBeTCcTBME TpeboBaHUsAM HOpM mn3nyyeHus CISPR 11, knacc A.

CBepneHua no SI'IeKTpOMaFHI/ITHOI‘/JI COBMECTUMOCTH

n [JaHHOoe o6opypoBaHue IVD ypoBneTBopsieT TpeboBaHUAM MO
N3/Ty4YEHUIO NMOMEX U MOMEXOYCTOMUYMBOCTU cornacHo IEC 61326-2-6.
N 910 o6opypoBaHMe Obl10  pa3paboTaHO UM UCMbLITAHO B

cooTBeTCcTBUM ¢ TpeboBaHuaMUM ctaHgapTa CISPR 11, knacca A. OHO MOXeT
BbI3blBaTb pagnonomMexn B ObITOBbIX yCTpoicTBax. B aTom cnydae cnepyert
NPUHATL Mepbl AN CHUXXEHUA YPOBHA NMOMEX.

N He wucnonb3yinte paHHoe YCTPOWCTBO BOAM3N  MOLLHbIX
MCTOYHNKOB 3/IEKTPOMArHUTHbIX W3yYeHUA, T. K. OHW MOTYT BAMATb Ha ero
HOpMasbHY paborTy.

> Mepen wcnonb3oBaHMEM YCTPOWUCTBA MNpoOBeAUTe  OLEHKY
YCNIOBUI C TOYKN 3PEHUNSA 3NEKTPOMArHUTHOIO N3yYeHus.

CooTtBeTcTBUE TpeboBaHnAM 1C ona KaHaapbl
[aHHOe unppoBoe yCTPOICTBO Knacca A yLoBneTBOpseT TpeboBaHUA KaHafCKoro
cTaHgapTa no obopypoBaHuto, nsnydatowemy pagmonomexu (ICES).

YCTPOIACTBO COOTBETCTBYET TPE6OBAHMNSAM KaHa[CKOM MPOMbILINEHHOW NNLLEH3UN,
KpoMe cTaHgapToB RSS. 3kcnayatauusi gonyckaetcss nNpu  BbIMONHEHUN

PykoBofCcTBO no o6ecnevyeHnto 6e30MacHOCTM M COOTBETCTBUA TpebOBaHUAM ANS
reHeTnmyeckoro cekseHatopa MiSeqDx
NokvmeHT Ne 15034477 Bep, 04
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cneayoLwmx AByX YCNOBUIA:
[laHHOE YCTPOICTBO He MOXET co3AaBaTb MOMEXMU.

[JaHHOe yCTPOMCTBO AOMKHO YyYUTbIBATb HaNM4Yne nNomex, B TOM
yncne Tex, KoTopble MOTYT Bbl3biBaTb COON B paboTe yCTPOMCTBA.

B  cooTBeTcTBUM C  HOPMAaTMBHbIMM Tpe6oBaHUAMMU MUHUCTEPCTBA
NPOMbILWNEHHOCTM KaHajbl, AaHHbIA paguonepeaaTymk MOXXHO 3KCMIyaTUpoBaThb
TONbKO C UCNO/Ib30BAHNEM TaKOW aHTEHHbI, TUM Y MaKCMManbHbI (MU MEHbLUWIA)
KO3 (DULMEHT yCUNEHUS KOTOPOW YyTBEPXKAEHbI 3TUM MUHUCTEPCTBOM.

ANna ymeHblUeHUs BO3MOXHbIX paguonoMex Ans APYrux nonb3oBatenei tmun u
KO3PMPULUMEHT YCUNEHUA aHTEeHHbl AO/DKHbI OblTb Nogob6paHbl TakMm o6pasom,
4TOObl  3KBMBAJIEHTHAasA  M30TPOMHO-M3/lydyaemas  MouwHOCTb  (BMUM)  He
npesbllWana HeoBXoAMMYHO ANSA YCMNEWHOro OCYLW,eCcTB/IEHUA CBA3N.

310T pagnonepepatymnk (Mg. Ne 1C 9859A-MISEQ) 6bIn 0406pPEH MUHUCTEPCTBOM
NPOMbILW/IEHHOCTN KaHagbl TONbLKO ANA paboTbl ¢ NOAK/IHOYEHHOW BCTPOEHHOM
NeTneBOM aHTEHHOW. Mcnonb3oBaHMe [aHHOro YCTpoicTBa C NHOOGLIM ApYyrum
TUMNOM aHTEHH CTPOro 3anpeLLeHo.

PykoBoACTBO No obecneyeHnto 6€30MNacHOCTM U COOTBETCTBUA TpebOBaHNAM AN
reHeTM4yeckoro cekseHatopa MiSeqDx
OokymeHT Ne 15034477 Bep. 04
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TexHnyeckas NomMoLlb

ANna nonyyeHuss TexXHWYecKol MNOMOLM o6paTtuTecb B CNYXGY TeXHUYecKol

noanepXkn komnaHmm lllumina.

Ta6bnmua 1 O6uwiasi KOHTakTHas MHhopmaumsa komnaHumm lllumina

Beb-canT: www.illumina.com

3n. nouta techsupport@illumina.com

Tabnuua 2 TeneoHbl CNYy>XObl KNMEHTCKOM noagep>Xkn komnanmu lllumina

PervoH KOHTaKTHbI PervoH
TenedoH
CeepHasa Amepuka 1.800.809.4566 Ntanua
Australia 1.800.775.688 HunaepnaHap!
(ABCTpanns)
ABCTpUSA 0800.296575 Hosasa 3enaHgus
benbrua 0800.81102 Hopserus
JdaHunA 80882346 VicnaHns
dHNAHONA 0800.918363 LLiBeuus
dpaHuus 0800.911850 LLseiiyapus
repmaHus 0800.180.8994 BenukobputaHus
WNpnaHams 1.800.812949 Apyrvne cTpaHbl

MacrnopTa 6e30MnacHOCTM

KoHTaKTHbI TenedoH

800.874909
0800.0223859

0800.451.650
800.16836
900.812168
020790181
0800.563118
0800.917.0041
+44.1799.534000

MacnopTa 6e3onacHOCTM Ha MaTtepuansl (SDS) gOCTynHbl Ha Beb6-calTe KOMNaHUm

lllumina no agpecy support.illumina.com/sds.html.

[OoKyMeHTauus No NpoaykTy

[JokymMeHTauua no Nnpoaykty B popmare PDF gocTynHa Ans 3arpysku c Beb-canta
komnaHum lllumina. Mepeiigute Ha Be6-canlT supportillumina.com, Bbibepute

npoaykKT, 3atem «[lokyMeHTaums n nuteparypa» (Documentation & Literature).

PykoBoacTtBo no obecneyeHnto 6e30NacHOCTN M COOTBETCTBUSA Tpe6OBaHI/IF|M ans

reHeTnyeckoro cekseHatopa MiSegqDx
JokymeHT N9 15034477 Bep. 04
& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU
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lHHlumina

5200 llluminaWay

San Diego, California 92122
U.5.A. (CLLWA)

+1.800.809.1LMN (4566)
+1.858.202.4566 (3a npegenamu
CeBepHoOW AMepukn)
techsupport@iliumina.com

www.illumina.com
& 000 LMPMU €] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

CE VD

lllumina Netherlands B. V.
Steenoven 19

5626 DK Eindhoven

The Netherlands
(HupgepnaHgbl)

CnoHcop B ABCTpanumn
llumina Australia Pty Ltd
Nursing Association Building
Level 3, 535 Elizabeth Street
Melbourne, VIC 3000
Australia (ABcTpanus)



lMepeBoA C aHIMIACKOTO A3biKa HA PYCCKUIA S3bIK

WTat MapuneHpg

AMUHUCTPALMA CeKpeTapsa LiTaTa

HacToswuii anocTunb He feicTBUTENEH ANA Ucnonb3oBaHusa B CoefuHeHHbIX LLITaTax AMepuku,
Ha TEPPUTOPUSAX U BO BNafeHUSAX, MpUHagNexaumux faHHOMY rocyaapcTBy.

ANOCTUNIb He YAOCTOBEPSIeT cofepXaHue JOKYMEHTA, AN KOTOPOro OH 6bl/1 BblfaH.

Apostille (anocTunb)
(Convention de La Haye du 5 octobre 1961 (laarckas KOHBeHLUSA 0T 5 0kTA6pa 1961 r.)
1. CtpaHa: CoegnHeHHble LLITaTbl AMepukn
HacTtoawnii opnymanbHbIin QOKYMEHT
2. Noanucan CKoTTOM A. Moiepom (Scott A, Poyer)
3. BbicTynawowmm B KayecTBe CEKPETapa OKPY>XXHOro cyga
4. CkpenneH neuaTbo/wramnom CeKpetTapa OKPYXHOro cyga okpyra AHH-ApaHpaen
Y [LOCTOBEpPEHO
5. B r. AHHanonuce, wrat MapuneHg
6. 11 nona 2022 r.
7. CekpeTtapem wrtata MapuneHg
8.3aNe 604687
9. MeyaTb: 10. Mognuck:
/MevaTs/: NEYATbD AOMUHWCTPALNIN /Mognuce/

CEKPETAPA LLUTATA WUTAT M3PUNEH]
CekpeTapb WwraTa

& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU
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L tat MapuneHg, okpyr AHH-ApaHgen

Hactosawmum s, CKOTT A. MOWEP. cekpetapb OKPYXHOro cyfa okpyra AHH-ApaHgen, wrat
MapuneHp, KOTOPbIA ABASeTCA CYLOM MUCbMEHHOrO MPOM3BOACTBA, YAOCTOBEPSAID, UTO AXMaj
Munckn (Ahmad Miski) sBnfetca [OMKHbIM 06pa30M  Ha3HAYeHHbIM Ha [0/HKHOCT,
YNONHOMOYEHHbIM U KBA/IMDULNPOBAHHBIM HOTapUycoM, AeicTeyrowmum ¢ 10 maa 2021 roga.

B y40CTOBEPEHME YEr0 8 CKPensao HaCTOALLMA JOKYMEHT
COGCTBEHHOPYYHOI MOANMUCHIO U NeYaTbo Cyfa CErofHs.

. . 11 nons 2022 .
/MevaTb/: OKPYXXHOW /Moanucs/

CY [ OKPYTA CkoTT A. MNoiiep, cekpeTapb
AHH-APARLET, LUTAT OKpy>XXHOW cyf okpyra AHH-ApaHfjen, wrtaT MapuneH
M3PUNEH by YAOKRY PRRAST: PR

& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



iHlumina

«["eHeTUYeCKMi cekBeHaTop Miseq

WNHCTpyKUMA no
besonacHoOCTU

MponssognTens:

: MiseqDx»

LTamn : HacToswmm 5. XaHabu
An>kamn (Hanadi Ajami), y>60cTTBepsito.
YTO flaHHbIi AOKYMEHT SiBNSAeTCA
MOANMHHOI Konueii opicntnaia.

/Mognuce/
LUTaT MapuneHa, okpyr AHH-ApaHgen * 'MevyaTb/: LUTAT M3PUN EH,U, *

MoanucaHo XaHaan Ag>kamm nog,

MPUCATOii B MOEM NpUCY TCTBAN. * OKPYTI AHH-APAHLEN *
Axmaa Micki HOTAPUYC *AXMAL MUCKW

HoTapuyc

/Moanuce/

11 NoNA 2022 r.

CpoK AeiicTBUSA NONHOMOUMIA UCTeKaeT
28Mman 2025 .

«MnmomuHa, MHK.» (Illumina, Inc.)

Agpec:

5200 UnnomuHa Yaii. CaH-Auero, KanngopHusa 92122, CLUA (5200 Illumina Way. San Diego,

California 92122, USA)

/WTamn/: TMBAM M. XOYM (LEVIP. HOPE) * HoTapuyc,
wTaT Kauudopuna * Okpyr Can-Auero * JlnueHsns Ns
2377029 * Cpok [AeiAcTBMa NONHOMOYMIA  UCTeKaeT
30 ceHTsA6pas 2025r. /BONMbLIAA TMEUATb LUTATA
KATM®OPHWA/

Co cTopoHbl «nnommHa, NHK.»

/Mognuce/

Oarta: 11 monga 2022 .

Aypenua bpayHpuax (Aurelia Brownridge)
"NaBHbIN cneunanucT HOPMaTUBHO-MPABOBOrO OTAENA

«MnnromunHa. IHK.»
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HOTAPHAJBHOE YAOCTOBEPEHHE § 1189 TPAXKAAHCKOI'O KOAEKCA
LHITATA KATHOOPHUA

Hmapuyc HAH HHOC JAOMKHOCTHOC JIALO, 3alOJRUBIUCE HACTOslee CBHACTENLCTBO,
YAOCCTOBEPACT TONBKO JIHYHOCTD JIHUA, NOANHCABIIETO AOKYMEHT., K KOTOPOMY NPHAOXKEHO
HACTOAWICE CBHICTEABCTBO, @ HE AOCTOBEPHOCTD, NpaBRALHOCTL WAN JACHCTBUTEABHOCTH
YKa3aHHOTO AOKYMEHTA.

Lrar Kanmdopuns }
Oxpyr CAH-IUETO

Ceroans, 12.07.2022 Ko mue. Horapuycy JIUBAIO I1. XOYNY.
Hama Yrazams uma, gpamuiuio u doaxenocme
odpuyuarbnozo auya

Jmyno obparunach AYPEJIUA BPAYHPUX.
Huena, pavuruy 1uy. noonucaswux ooxysenm

NPEAOCTABHBINAN JIOCTATOUHBIC A0KA3ATECALCTBA, YTO HBAKETCA ARLOM, YbHM HMEHEM ITOANKCAH
NpHAaracMelf  AOKYMEHT, M NOATBEpAHNA, YTO YNOMHOMOYEHAa Ha €ro NMOANMCAHHE W YTO
NOCPEACTBOM MOANHCAHUA €10 HACTOSILErO AOKYMEHTa GH3INYECKOE HAN IOPHIWYECKOE JHIIO, OT
HMCHH KOTOPOro OHA AciicTROBANA, HaTeKaliluM 06pa3zoM oGOPMUIIO HACTOANIMY AOKYMEHT.

/UImamr/: IHBAA I1. XOVIT * Homapuyc, B COOTBETCTBHM ¢ 3aKOHOJATENBCTBOM LITATA
wmam Karugopnun * Oxpy> Can-/Jueco *  Kanndopuua MO YIPO30M HAKA3AHHUA
JTuyensun Ne 2377029 * Cpor Oeiicmeun 3A IMPEAOCTABJIEHHUE 3ABEJOMO

noanomouusi ucmexaem 30 cenmabps JIOXHbIX CBEAEHUH noarsepmaaio, uro
2025 2. * /bOJIBLIAA HEYATD LITATA NPHBENCHHLIH Boitlie al3al ABAAETCA BEPHLIM H
KAJIUDOPHHA/ TOYHbBIM.

3ACBUAETEJNBCTBOBAHO mMoe#l noanuceio
H opHUHANBHON NeYaThIo.
HNoanuce: /Modnucey/

Mecmo newamu u (uru) wimavna nomapuyca TToonucw nomapuyca

JIOTIOTHHTEJIbHBIN PA3JE
3anoanenue ungpopmaruu 8 danHoM pazdene MoXcem npecOMEPAMUMb GHeCenue UMenenUil 6

OOKYMENM WIU HENPABOMEPHOe NPUCOeOuHenue 0ainoil Gopmut K OPy2oMy 0oKyMenmy.
Onncanne NPHACKCHHOTO AOKYMENTA

Ha3ssanue nan an aokymenta: TUTYJIbHBIA JUCT UHCTPYKILIUM O BE3OINACHOCTH
H A MISEQODX

Hara nokymenra: 11.07.2022 Konuuectso crpanuu; 1
IloanucaBinne JOKYMEHT JIHUA, He YKa3aHHEIe BHILLE:
Noomouns, 3assaennbie JHIAME, NOAHCABITAMH J0KYMEHT

M. $mMiunua TULIA. NOMNHCABIETG AGKYMEHT: Hina, GaMIINA THUA, HOMIHCARIIEIO OKYNCHT:

D JIOMKHOCTHOE IHI0 KOMNANKN, SOTKHOCTH: O JIUnKHOCTHOC THUO KOMAAHHH, 201KIOC TN

D Maptivep: O orpavcHiol D no-Nai 0 Tapriep: O c orpanscHnol O RoAWLIA
OTBETCTBCHHOCTHIO a Jlnno, aciicreyiouiee no OTBCICTECHIOCTR IO O Jinuo, peficraytonne 10
O rmUcCKoe NI AORCPEHHOCTH D OHsHeccKoe B0 AOBCPCHIOCTH

D foscpurennmty o Onexys HAW NoRCYHTCIDL o Aoscparcanini D Otiexys han nonewvens
YOPARIROWMH yIpasmioni

o fipyroe: o fipyroc:

ST, NoMMCABINEE IOKYNEHT. NPE/CTIMINCT: JIHIN0, MOANNCABLBEE SIOKYMERT, NPCACTARINCT:

©2019r. I-I accounanms uorran o
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MepeBof fAHHOIO TEKCTa BbINOAHEH MHOM, NepeBogYMKOM TymaHoBbIM Bnagumumpom Onerosuyem.

Poccunitckas denepaupns
"opog Mocksa
TpeTbero asrycTa Age ThiCAYM ABaALATH BTOPOro roga.
A. InTeuHoBa TaTbsHa HUKoNaeBHa, BPEMEHHO MCNOMHAOWAsA 0683aHHOCT M HOTapuyca ropoga Mocksr
FAKy60BOI TaTbsHbI ONEroBHbI, CBUAETENLCTBYI0 NOAIMHHOCTb NOANMCH NepeBoAUnKa TymaHoBa
Bnagumupa Onerosnya.
Mognuck caenada B MOEM MPUCY TCTBUM.
JInyHocTb nognucasLLEro JOKYMeHT yCTaHoB/eHa.

3aperncTpuposaHo BpeecTpe: Ng 77/2171-H/77-2022- T'Y '/ Y f
YnnayeHo 3a CoBepLUEHNE HOTapuanbHoro geicTans: 400 py6. 00 kon.

Bcero npoLuHypoBaH
W CKpenieHo nevaT

BPWMO HoTapuyca
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The State of Maryland

Office of the Secretary of State

This Apostille is not valid for use anywhere within the United States of America, its temtories or possessions.

This Apostille does not certify the content of the document for which it is issued.

Apostille

(Convention lie La Haye du 5 Octohre 1961)

1. Country: United States of America

This public document

2.  has been signed by Scott A. Poyer
3. acting in the capacity of Clerk ofthe Circuit Court
4.  bears the seal/stamp of the Clerk of Circuit Court of Anne Arundel County

Certified

5. at Annapolis. Maryland
6. the nth day ofJuly, 2022

7. by The Secretary of State of Maryland

8 No. 604683

9. Seal

10. Signhature

Secretary ofSlate

IJUJ 0.\JJ
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State of Maryland, Anne Arundel County, Set.

I, SCOTT A. POYER, Clerk of the Circuit Court for Anne Arundel County, Maryland,
a court of record, do hereby certify that Ahmad Miski was a comxnissioned/appointed
and qualified Notary Public commencing on the 10th day of May, 2021.

In Testimony Whereof, | have hereunto set my hand and affixed the
seal of the court July 11, 2022

/9 -7

Scott A. Poyer, Clerk
Circuit Court for Anne Arundel County, Maryland

Ope rational instruction Sito ot Miing 11 M AumM County

land SvK>m to twforam by

ahMOnUI A K I IA
NoUfyPitoac /

ISutrn w

My Com nrtW dn nn e*on **

Manufacturer:

[llumina, Inc

Address:

5200 Illumina Way, San Diego, California 92122, USA

On behalf of lllumina, Inc. LEVi P. HOPE

Notary P'jbiic « California 1
San Diegc County
Commission ? 2177029
My Comm. Expires Seo 30. 2025

Date: July 11,2022
Aurelia Brownridge

Sr. Requlatory Affairs Specialist
& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR RU



iHlumina

» Genetic sequencer MiSeq

variant: MiSeqDx

I, Hanadi Ajam|. hereby certify
that thA this document is
a true copy of the origtnal

Operational instruction “STETHW YW K, A TK AundetTpunty
p SIInn;ﬁ d gnd Sworn to batoM IM by

AmMMemL >
M oiayl*jbic

w11 w

My CoranMaMn omun* on M*y 3b 3035

Manufacturer:

[llumina, Inc

Address:
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Hlumina

eHeTu4ecknii cekBeHaTtop MiSegDx

A1A NMPMMEHEHNA B AJNATHOCTUKE IN VITRO
Ne no katasnory DX-410-1001

Ha3HaueHne

CeHeTuyecknii cekBeHaTop MiSeqDx npegHasHauyeH AN LENEeBOro CeKBEHMPOBaHUA 6UBNNOTEK
OHK un3 reHomHoin AHK u4enoBeka, BbI4eNEeHHON W3 LENbHON Meputepuyeckori KpoBu wam u3
(hMKcmpoBaHHON B hopManuHe u 3annTol B napaguH (ganee FFPE ot formaldehyde fixed-paraflin
embedded) TkaHW, Npu MCNONb30BaHUM B AmarHocTuke W vitro (IVD, ot in vitro diagnostic),
BbINO/IHAEMONM Ha 3TOM npubope. eHeTUyeckuin cekBeHaTop MiSeqDx He npefHasHayeH ans
CEKBEHMPOBaHMA BCEro reHoma unm cekBeHMpoBaHus de novo. FeHeTuyeckuii cekBeHatop MiSeqDx
npefHasHayeH [N UCMNONb30BAHUS C 3aperucTpuMpoBaHHbIMM W BHECEHHBIMU B MEPeYeHb WK
YTBEPXAEHHbIMY peareHTamu Ana 1VD v aHaIMTUYECKUM MPOrpamMMHbIM 06ecreyeHnem.

MPUHLMNBI METOANKMN

leHeTuyecknii cekBeHatop MiSegqDx npoussoactBa Komnanum  «Unnwomuua»  (Hllumina)
npeaycMOTpeH [ANS LEeneBoro NOBTOPHOro cekBeHupoBaHus [AHK uyenoBeka € MCMosib30BaHWEM
PacxofHbIX MaTtepuasnos AN CEKBEHWPOBAHNA NPou3BOACTBA KOMNaHum «nnomuHa» (lllumina) un
6161M0TEK, NONYYEHHbIX C FreHOMHoOW [HK 4yenoBeka, BblaeneHHON 13 neputeprnyecKon LieNbHOM
KpoBu unn FFPE TKaHW, C MCMOMb30BaHWEM 3aperncTpMpoBaHHbLIX U BK/KOYEHHbLIX B MepeyeHsb,
[OMYCKaeMbIX peareHTOB WN peareHToB, YTBEPXAEHHbIX And IVD. BUbnnoTtekn nonyyarT nyTem
amnanuKauum MULLEHEA WM NPUCOEAMHEHMS WHAEKCOB K ob6pasyam M NocnefoBaTe/lbHOCTAM
3axBata. BubnnoTekn KCNbITyeMblX 06pasyoB MMMOOMAM3YIOT Ha MNPOTOYHOW fAveiike W
CEKBEHMPYIOT Ha nNpubope C MCNONb30BAHMEM XWMWYECKOrO0 METOfa CEeKBEHWPOBAHUA MNYTEM
cuHTesa (manee SBS o1 sequencing by synthesis,)). B xumuuyeckoil TexHonorum SBS ans
0OHapy>XeHUs OTAENbHbIX a30TUCTbIX OCHOBAHWIA HYKNEOTUAOB MO Mepe UX BK/KOYEHUS B pacTyLyme
uenn AHK mncnonb3yoT MeTof 06paTnMbIX TEPMUHATOPOB. MporpaMmHoe obecrneyeHne aHannsa B
pexxume peanbHoro spemeHn (RTA oT RealTime Analysis,) BbINOMHAET aHann3 n306paxeHUn u
pacno3HaBaHue a30TUCTbIX OCHOBAaHUIA W NPUCBaMBaeT KaX[OMYy a30TUCTOMY OCHOBaHWIO Gannbl
KayecTBa ANS KaX4Oro UMKNa CeKBeHWpoBaHUA. 0 3aBepLUeHMM OCHOBHOrO aHanm3a o6paboTka
pe3ynbTatoB  pacrno3HaBaHMA  a30TUCTbIX  OCHOBAHWW  OCYLLeCTBMSeTCH B MpoLecce
[OMONHUTENBHOI0 aHanun3a Ha npubope MiSeqDx. O6paboTka BKIHOYAET LeMYbTUMNIEKCUPOBaHNE,
reHepupoBaHue ainna FASTQ, BbipaBHMBaHMWE, ONpeaenieHne BapuaHTOB 1 reHepupoBaHue ainos
B (hopmaTte onpegeneHHbIXx BapuaHToB (ganee VCF ot variant call format,), cogepxxawmnx
NHpOopMaLMI0 O BapuaHTaX, OOHAPYXXEHHbIX B KOHKPETHbIX MOJIOKEHUAX MO OTHOLIEHWUIO K
CTaHZapTHOMY 06pa3uy pedepeHCHOW cbopku reHoma. B 3aBucumocTy OT paboyero npouecca B
reHeTUYeCKOM cekBeHaTope MiSeqDx Ans AOMONHUTENbHOrO aHann3a MUCNOJb3YHTCA pas3/inyHble
mogynu. [lOCTynHbl Kak MOAY/NV ONpefeneHns AN TePMUHANIbHbIX BapuvaHToB WM A
COMaTUYeCKNX BapuaHTOB, TaK M MOLY/N ONpeAeNieHns ANS CNeLmanbHoro npuMeHeHus.

KoHurypaumsa agByxBapraHTHO 3arpy3ku

KoHturypaumus [ByXBapuMaHTHOM 3arpy3ky BK/KOYaeT annapatHble CpeAcTsa, MNporpamMMHoe
obecreyeHne W npouefypbl YCTaHOBKW, MO3BONAIOLME TEeHETMYeCKOMY cekBeHaTopy MiSeqDx
BbIMO/IHATL UCC/IE0BaHUS MOC/EA0BATE/IbHOCTM KaK AN MPUMEHeHUs B [AMArHOCTUKe in Vitro
(IVD), Tak M WCKNOUYMTENLHO B uccnegoBatenbckmx uensx (RUO ot research use only,).
KoHpurypaumsa [ByXBapuvaHTHOM 3arpy3ku MNO3BONSET MO/MIb30BATENO  MEepPekoYaTb  PeXxmm
npubopa ¢ ANarHOCTUYECKOro Ha uccnefoBaTe/lbCKMii. PagnovactoTHble naeHTUugukaropsl (PYHNL
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I enernanreennii cexrenatap MiNegh

(RFID) Ha pacxoaHbIX MaTepHanax CeKBEHUPOBAHWA NPENOTBPAMIAIOT MCMONL30BAHHE PeareHToB
RUO ans IVD cexpeHHpoBaHHA.

OrpaHnyeHHA METOARKH

1.  Jlna npuMeHEHNA B AWArHOCTHUKE in Vitro.

2.  Pesynbrarh, npeacTaBiekkbie B MHPOPMALHH 0 NPOAYKTE, 6bnu NosyyeHb NPU NOCTAHOBKE
penpe3eHTaTHBHLIX NaHeell aHANH30B C HCNONBL30BAHKEM KIETOK nepudepHyeckoil uensHol
KpPOBH WK NHHHA KNETOK ANIA ONPEACNCHKHA TEPMHHANLHLIX MYTauHi nnu NuHuMA Knetox
FFPE ans onpeaeneHs#a cOMaTHYECKMX MYTaUHid C MOMOWbLIO ONMHCHIBAEMbIX PEAreHTOB M
moayne#i nporpaMmHoro obecnevennsa. Paboune  XapakTepHCTHKH  NPEACTaBACHBI
HCKJIOYHTENBbHO B HHpopMaUHOHHBIX uensx. [Ipeacrasnenroe BanuAAUHORHOE HCANITAHHE B
COOTBETCTBMH ¢ TPeGOBAHHAMM CNELUMANLHOTO KOHTPOMA  BHICOKOMPOH3IBOAHTENbHBIX
ananusatopo nocnenosatensiocty JIHK npeznasHaveHo UCKAIOYHTENBHO B  LENAX
HANOCTpaLMK O0WMX BO3MOXHOCTEH NpHGOpa M HE NO3BOMACT YCTAHOBHTH BO3MOXKHOCTH
HAH NPHrOAHOCTb NpHOOpa NMPHMEHWTENBHO K Kakum-14Go onpeaeneHHnM TpeGoBaHMAM.
Jinn Boex HBMAarHOCTHYECKHMX TECTOB, pa3paboTaHHLIX ANA HCNONL3OBAHHA HA AGHHOM
npubope, neo6xomMMO npoBeseHWe BanKHIAUHM B NOAHOM OOBEME ANA BCEX ACTEKTOB
pabouux XapaKrepucTuK.

3. OrpannucHHa JaHHOTO YCTpolicTBa BXIIOYAIOT obecneyenne:

- Buixona cexsenuporanus >5 I'G

Puaw (npourennus) npoxoasuse GuabTpul =15 Man
- Jnunbl npouTeRns (NPH NPOroHe CEKBEHUPOBAKHA N0 THNY MAPHOTO APOYTEHHA) 2 X

150 n. o.

- OcnoBannii ¢ kauecTsoM Buitne Q30>80% npu annne npourenna 2 x 150 n. o.
Bonbwe wan pasroe 80% ocHosaumii umeloT xavectso no wxane Phred swiwe 30, yro
yXa3biBA€T Ha TOYHOCTH PacNo3HaBaHUA ocHoBakKi Gonee 99,9%.

4, levernueckuii  cexkpenatop MiSeqDx  Owin sannampoBaH  TOABKO  AnA
nocnenosarenboctTel Gnénnorexk uenoseueckodl JHK, BoipeneHHo# u3 nepudepuueckoit
uenbHol xposu u Tkanr FFPE. Bu6GanoTexn, noayyeHHbie H3 APYrHX THNOB obpa3uos, He
MOANEKAT HCMONL3OBAHHIO HA JAHHOM NpHGOpe ANR AMATHOCTHKH in vitro. XapakTepHCTHKH
AaHHOTO NpHOOpa JUIA CEKBEHMPOBAHHA HYKNCHHOBLIX KHCAOT MHKPOOPraHM3MOB M3
KIKHHYECKHX 00pasLioB He YCTAHOBNICHM.

5. I'eneTnuecknil cekpeHatop MiSeqDx npeanazHayen AN NPUMEHEHHA B AHATHOCTHKE in
Vitro ¢ 3aperHCTPHPOBAHHBIMH H BHECEHHBIMH B NepeyeHb, AOMYCTHMBIMH PCareHTaAMH WX
YTBEPKACHHLIMH PEareHTaMH WIH TecT-cHcTeMamu ana TVD. I'eHeTuueckuit cexsenarop
MiSeqDx moxer O6ubiTL 3ameficTBOBAH B NpPHMEHEHHWW ANA OWATHOCTHKH in vitro ¢
NEPEUNCACHHBIMH  HHAXC TecT-CHCTeMaMW/HabopamH peareHTOB AN aHanW3a HIH
3aperucrpupoeantbiMu ang IVD pearerramn.

Hasnaune ‘N RO KATBANY t& ASKYMEHTE NNCTPYKNNN NO
MERENR N
Habop pecarexToB Praxis® Extended RAS Panel anm xawecteeHwo 1243) 1000000037190

ONPENCTCHUA CTATYCA CneundiucckuX Nyvauwi renos RAS (KRA

(x30Hb 2. 3 1 4) 1 NRAS (3x30HU 2, 3 it 4)) METOZOM CEXBEHHPORAN

HOBOTO NIOKONCHKA B npobe renomuolt JIHK uenosexa. suacncHHoN

ofpazuos Txawch KOAOPEXTANLHOrO  paKa, HHKCHPOBAHHAIX
MATIHHE, H FaRMOYCHHLIX ® ilapaduiionsie G10kn

MiSeqDx Cystic Fibrosis 139-Variant Assay® X-102-1004 15038347

(MiSeqDx Myxosncustnos sapuant anannsa -§39-) X-102-1003 I

MiSeqDx Cystic Fibrosis Clinical Sequencing Assay® X-102-1001 15038344
MiSegDx Knuninaecionii cuxaeroonm i ananw w1038

Habop pearenvoe TruSeq Custom Amplicon Kit Dx* 0005718 1000000029772

HaGop pearentos HBJL MiSeqDx v3 (MiSeqDx Reagent Kit v3) wl1200l252/2w37124 IIWOOG)BOS-W
SEKPCHNDOBAHUS HYKICHHOBMX KHCAOT

*He npumensmo ans Pocchiickoll ®eacpaunn
Asryer 2021 r. Joxyment Ne 10000000219638.03 | 2
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I encvnveckuil cerrenalop Mideghh

OnucasHbie B HAHHOK WHCTPYKUMM OFPaHHYEHHA ANA YHHMBEPCANbHLIX PEareHToB M paboune
XapaKTEePHCTHKN OCHOBAHLI HA PEMPE3eHTATHBHLIX Hccaenopanusx. Ilo Tecr-cucremam VD
HEOOXORHMO CMOTPETb HHCTPYKUHMIO 1O MPUMECHEHHIO, ONpeleNseMble BapHAHTH W THNbI
HCRBITYEMbIX 00Pa3LOB 219 KOHKPETHOHN TECT-CHCTEMBI.

6. [porpaMmuoe olecnesieHne He CnNOCOOHO BLIPABHHBATL MPOYTEHWA, COAepKaHE
MHCEPUHH HAW Aeneunii (MHCEpUMB, AeNeunu M MX KoMGnnauuu) anuxoii Gonee 25 n.o.
CneposarenvHo, nporpaMmHoe obecneyeHne TECT-CHCTEMBl HE MOXET ONpPeACInTb WHAESSbE
annuoil 6onee 25 n. o.

7. CucremMa BanHAMPOBAHA AN ONpEAENCHHA OZHOHYKNEOTHAHLIX BapuanroB (OHB) u
aeneunit enaoTh 10 25 N. 0. U BHcepuwit 24 N, 0. NPH KCNONBLIOBAHHH MOAY/A NPOrPaAMMHOrO
ofecneyeHus AnA repMuHanbHbiX BapHawToB (Germline) u ana comathueckux (Somatic
Variant). Jng onpeeneHns COMaTHYECKHX BapHaHTOB ¢ vactoroil Bapuantos 0,05 Ouian
obHapyxent aeneuuy 25 n., 0. n uucepurn 18 n. o.

8. [MporpaMmuoe obecneyeHne MOXKET HEBLIPABHHBATL TNPOYTEHHN AaMNAKKOHOB ¢
GonblINM KORHYECTBOM BAPHAHTOB, H B pe3ysbTaTe onpeaeiscman obnacts GyleT yxasaHa B
oTyere Kak ANKHA THD. K npoureHHaM ¢ SONBIIHM KONHYECTBOM BAPHAHTOB OTHOCATCA:

- Ilpoyrenns, coaepxamue Gonee Tpex HHCEpiHit AN Aencuni,

- Tpoutenna anuHoii kak MuHumyM 30 n. o. ¢ coaepxanuem OHB Gonee 4% or
obweli AnuHB AMIAHKOHA-MHLICHH (33 HCKJIOMEHHEM YYACTKOB 30HAa) H

- IMpoyrenns anuHoit menee 30 n. 0. ¢ conepxannem OHB Gonee 10% ot oGk
JUTHHBI AMIBIHKOHA-MHIUEHH {BKIIOYAs Y4acTKH 30HAQ).

9. Bapnantel Gonbleli anuHbl, BruOvalomue B e MHOTOHYKICOTHAHBIE BAPHAHTH!
{MHB) u Gonbwne wnaenwl, Moryr GuTh ykasawbi B (paiine pesynavraroB VCF B BHae
OTRE/IbHbIX BAPHAHTOB MEHbIIEH ANHNBL.

10. JeneuvonHbie BapHaHThI, OXBATHIBAIOWME ABA PASMEINCHHBIX PAAOM AMMIHKOHA, MOTYT
OLITh OTOUALTPOBAHBI HIH NPONYWEHL, €CNH ANWHA AcNetHK Gonblie WK PABHA PErHOHY
NEPEKpLIBAHNA MEXAY PAIMELICHHHIMH PAAOM aMILTHKOHAMH.

11. Cucrema He MoXeT O0HapYXHTb MHAENB, €CIH OHH HENOCPSACTBEHHO MPHUMLIKAIOT K
npalimepy ¥ He NEPEKPHIBAIOTCA HH OAHUM aMNANKOM. Jna yuacTKoB ¢ NepeKpHBalOIIHMHCA
aMNABKOHaMH NPOrpaMMHOE ofecneueHHe He MOXET OGHApYXHTb AeNeuHH, ecan obaactob
MepeKpLiBAHUA MeHblle, YeM pasmep onpeaensemolf aeneunwn. Hanpumep, ecnn obnacts
NEpeKpHBAHHA MEXLY ABYMA NPHMBIKAIOWKWMH APYT K APYTY aMIUIHKOHAMH COCTOHT U3 ABYX
(2) ocuoBanuii, TecT-CHCTeMa He MOXeT OGHApYXHTb Kakne-THGO AeneUnH, BKIIOYalouhe
06a i ocHoBaHHA. lenennio OAHOro U3 3THX OCHOBAHKI MOXHO OOHAPYXKHTbD.

12. [lpx moGom sapuanTe npurorosnenus GuGanorex Ha ockose rubpuansaumn, Ha
reGpuan3yeMbie ainein W, CIeAoBaTeNbHO, Ha ONpejeneHHe B MPOLECCe CEKBEHHPOBaHHA
MOCYT BJIHATH HCXOAHbIE NOAUMOPOHIMBI, MYTALUHH, HHCEPLUHMH AW ACNEUHH B YYACTKAX,
CBA3LIBAIOMMUX ONUNOHYKNeoTHAN. Hanpumep:

- BapuauT B 0aHO# dase ¢ BapHAHTOM, HAXOAAIHMCA B 0ONACTH NpaiiMepa, MOXKET He
aMnAKPUUUPOBATHCA, YTO NPHBOANT K JIOKHO OTPHLATENLHOMY PE3yIbTaTy,

- BapHauThi, Haxoasmmecs B ofnacty  npaliMepa, MOrYT NpensTCTBOBATHL
aMnanpuKaunn  peepeHCHOro auens, 4TO NPHBOAMT K HEBEPHOMY ONPEACNCHHIO
BapHaHTa KaK FOMO3HTOTHbIH,

- BapuaHThl ¢ HHCEPUMSMHCEPLUNAMH WIH AehAeUHWAMH B o0nacTH npaiiMepa MOryT
NPUBOANTL K JIOKHO TONOKHTENBHOMY ONPEACACHHIO B KOHLE NPOYTEHHA, KOTOpoe
NpUMbIKEET K npaiimepy.

13. - BapHaHThi ¢ HHCCPUHANHCEPLUNAMH WTH JENEUBAMA MOTYT GbiTh OTOHABLTPOBAHMI 38 CUET
cmemteHns HHTH JIHK, ecnn oM BCcTpeualoTca BO6AM3M XoHLA OAHOTO NPOYTEHHS W
YAANAIOTCA B NPOLECCE BLIPABHHBAHUA,

14, MHB neGonbuoro pazmepa ne 6puin BANWANPOBAHDIL.

15. BapHaHThI H3MEHEHHR KOIHYECTBA KONUA reHa WK CTPYKTYPHbIE BAPHAHTHI, TAKHE KaK
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Venernaecknis censeatop MiSegih

CTMAHNA WM TPAHCJIOKAUMH, He ObIIH BaJIHAUPOBAHLI,

16. OrpaHnyeHHA NO MPOTOKONY AN repMHHANLHBX BAPHAHTOB:

- Cucrema reHeruueckoro cekseHatopa MiSeqDx, ucnmoapsylomas moayns ans
repMUHaNbHBIX BAPHAHTOB MpPCAHA3HAYCHA IR BhIa4YH PE3YALTATOB ONpEACNCHHA
rEpMUHANLHLX BAPHAHTOB MyTatuMH (T. €. TOMO3HIOT, NETEPO3HIoT, AMKOIO THNA).

- lpy HCNONL3OBAHMH MOAYNA AN TepPMHHANLHLIX BapUaHTOB MHUHHMAaNbHOE
NIOKPLITHE Ha aMILTHKOH, HEOOXOAMMOE I8 TOMHOIO ONpPEACACHHSA BAPHAHTA, COCTaBNASET
150x. Ha nokpuiTHe BIHACT KONMHECTBO HCAMTYeMHX O0pasuoB H obmee KonmuecTso
uenesuix ocHoBaHWi. Ha nokpbirue moxer sanaTe GC-cocTaB W APYroe COCTOAHHE
reHOMa.

- Hsmenenne uMcna xonuii FeHa MOXCT BAMATH Ha ONpPEACNCHHE BAPHAHTA Kak
FOMO3HIOTHEIH HIH KaK reTepO3HIOTHLIN.

- B ¢afinax VCF BepHanTH B  ONpelciicRHOM  KOHTEKCTE MOBTOPOB
otpuneTpoBkiBaioTca. GuabTp nosropos RMxN ucnoassyercs, yroful oTGHNLTPOBLIBATE
BApPHAHTH, €CJAH BCA NOCACAOBATENBLHOCTb BAPHAHTA MAM €€ YYaCTOK INOBTOPACTCH B
NPUMLIKAIOIEM K BapHaHTy MONOXKeHHH B pedepeHcHom rewome. [lpu onpeaenennu
TePMHHANBLHONO BAPHAHTA JIA TOrO, YTOOK BapuaHT Ghli oTrdunbTpoBaH, Heobxoaumo no
MeHbliet Mepe 9 MOBTOPOB B PSPEPCHCHOM I'CHOME, M YUHTHIBAIOTCA TOABKO NOBTOPLI
anunoilt Meree 5 n. 0. (R5x9).

17. OrpaHHYeHUA NPOTOKONA JUIA COMATHYECKHX BAPHAHTOB:

- Cucrema reHerHvyeckoro cexeeHatopa MiSeqDx, mucnoapsylomas MOAyAb AnR
COMaTHYECKMX BApPHAHTOB, NpelHA3HaueHa IUIA BHIAAYH KadeCTBCHHBIX Ppe3y/bTATOB
onpeneNicHHA COMATHMECKMX BApHaHTOB MYTallMi (T. €. MPUCYTCTBHE COMAaTHMECKOro
BapHaHTA ¢ 4aCTOTOHW BapHaMTa, Gonbieli unn pasHoii 0,026 npu npeaene oGHapyXeHHR
0,05).

- [lpn ucnone30BAHWK MOAYAN INIA COMATHYECKMX BApPHAHTOB MUHMMANBHOE MOKPBITHE Ha
AMIVIHKOH, HEOOXOAMMOE AR TOYHOTO OnpelciieHUs BapuaHTa, cocrasinser 450x Ha nya
ONUroHYKeoTHAOB. Ha MOKpHTHE BIMACT KOAMYECTBO MCIIBITYeMbiX ofpasiios M obuice
KOnWYeCcTBO LeAeBhX ocHosanuii. Ha nokphitHe moxer sndath GC-coctaB ¥ aApyroe
COCTOAHHE NCHOMA.

- B ¢ailinax VCF papuaHTel B ONPEACNCHHOM KOHTEKCTE OBTOPOB OTQHILTPOBHIBAIOTCA.
@unbTp norropor RMXN ucnonsyercs, yrobbl OTGHALTPOBLIBATL BAPHAHTH BO BCEH
NOCACAOBATENBHOCTH BAPHAHTE WJIH €€ YYaCTKE, €CJIH OHA HOBTOPACTCH B NMPHMLIKAIOWIEM
K BapMaHTy HONoxenRWH B pedepeHcHoM reHome. [Ipr onmpesencHHA comaTHYeCKoro
BapHaHTa A1 TOro, YTo6b BapHaT Gbin OTPHALTPOBAH, HEOOX0AHMO NO MeHbIIEH Mepe 6
NOBTOPOB B PEPESPEHCHOM FEHOME, H YUHTHIBAIOTCA TOJIBLKO MOBTOPHI Anktoli Bi1oTh Ao 3
n. 0. (R3x6).

- Moayns aAns COMaTHYECKHX BAPHAHTOB HE MOXET OTAHYHTL NEPMUHANLHLIC BAPHANTH OT
COMATHYECKMX. ITOT MOAYNh MNpeAHazHaueH AN o6HApYXKCHHS BApHAHTOB BO BCEM
AUana3oHe YacTOT BapHAHTOB, HO 4YaCTOTY BAPHAHTOB HENK3R MCNONL3OBATE AAd

- AudrpepeHUHALMH COMaTHYECKHX BapHMaHTOB OT repMHHanbHbiX. Hopmanehas Txaub B
obpasue saMser Ha oOHapyxeHue BapHaHTOB. Perncrpupyemuili npezen obnapyxeHws
OCHOBaH HA YaCTOTE BapHaHTa oTHocuTensHo cymmapHoil JIHK, BuiaeneHHol kak w3
OITyXOJIEBOH, TAK W U3 HOPMANLHOH TKAHM.
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FeHeTnueckunin cekBeHarop MiSeqOx

KOMMOHEeHTbI n3nenus
CeHeTMYeckmnin cekBeHaTtop MiSeqDx cocTOWUT U3 CeAy oL MX KOMMOHEHTOB:
eHeTuyeckmii cekseHatop MiSeqDx (Ne no katanory DX-410-1001)

[Ans paboTbl FeHeTUYecKoro cekBeHaTopa MiSeqDx W aHanu3a [aHHbIX TPebyrOTCs crnegylollue
KOMMOHEHTbI NPOrPaMMHOro o6ecrneyeHus:

MporpammHoe HasHauyeHue OnucaHune

npunoxeHune

OnepauunoHHoe KoHTponupyet MporpammHoe npunoxenne MOS ynpaenseT paboToii npubopa B npouecce
nporpaMmHoe pa6oTy npu6opa CEKBEHWPOBAHMA 1  TreHepupyeT U306paKeHuAa, UCNOMb3yeMble NPOrpPamMMHbLIM
obecneyeHune MiSeq obecneyeHnem aHanusa B pexume peanbHoro spemeHu (Real-Time Analysis, RTA).
(MiSeq Operating LononuutencHyo uHpopmauuio cMm. B gokymente CNpaBoyHoe pykoBoacTsBo K MOS
Software, MOS) BEpPCUA 2 reHeTUYECKOro cekseHaTopa MiSeqDx (gokymeHT Ne 1000000021961).
MporpammHoe BboinonHaeTt MporpammHoe npunoxeHne RTA npeo6pasyeT nsobpaxeHus, reHepupyembie MOS ana
ob6ecneyeHne aHanusa B MNEPBUYHbIN KaXX[,0/f A4ekn Ha NPOTOH LMKNa CEKBEHUPOBaHWA. B (haiinbl pacno3HaBaHUsA a3o0TUCTbIX
pexume peanbHOro aHanus OCHOBaHWii, KoTOopble sBAAlTCA (aiknamu BBOAA ANA MOAYNeil aHanusa NO0KanbHOro
BpemeHun (RTA) MeHegxepa nporoHa (Local Run Manager). MporpammHoe npunoxeHue RTA He

BK/lOYaeT B ce65 N0ONb30BaTENbCKNIF UHTepdeiic.
NlokanbHbI meHeaxep UHTepdeiic ana MporpammHoe obecneyeHne «JlokanbHblli MeHefxep nporoHa» (Local Run Manager)
nporoHa (Local Run BbiGopa moayns npefctaenfer co6oit cuctemy, BCTPOeHHyW B npouecc pab6oTel npubopa, And
Manager) ynpaBneHna nonb3oBaTenem, BbIMONHEHWA AOMNONHUTENbHOTO aHanu3a U MOHUTOPUHra
coCcToAHUA. [lONONHUTEeNbHYD  WHGOpPMAaLWID CM. B  [OKYMeEHTe CnpaBquoe
OYKOBOACTBO K mporpamMMHomy o6ecrneveHuto Local Run Manager reHeTWYecKoro
cekseHaTopa MiSeqDx (gokymeHT Ne 1000000011880).

Moaynb Ans Boinonuser 3TOT MOAYNb aHanusa NporpamMMHOro o6ecneyeHus «J/lokanbHblii MeHegXep NpPoroHa»
comMaTU4YeCcKNX BapuaHTOB BTOPUUHbI ALocal Run Manager) BbinonHaeT 06paboTKy pacno3HaBaHUs a30TUCTbIX OCHOBaHUN
(Somatic Variant aHanus nocpeAcTsoMm [ONONHNUTENBHOTO aHanmsa. O6pab6oTka BKAOYaeT
Module) AMynbTUNNEKCUPOBaHUE, reHepupoBaHue thaiina FASTQ, BblpaBHMUBaHME,

onpefeneHve BapuMaHTOB W co3jaHuWe oTyeTa. [lporpamma onpepeneHns BapuaHTOB
[Pisces) reHepupyeT ¢aiinel VCF, copepXxauue WHPoOpMaLUl O BapuaHTax,
06Hapy>XeHHbIX B KOHKPETHbIX NONIOXEHNAX pe)epeHCHOro reHoma, U BKAYaeT B cebs
onpefjeneHne 4acToTbl BapuMaHTOB.

Moaynb ans BeinonHset 3TOT MOAYNb aHanM3a NporpaMMHOro o6ecnevyeHus «J/lokanbHblli MeHeg)Xep NporoHa»
repMuHanbHblX aononHuTenbHblii [Local Run Manager) BbinonHAeT 06paboTKy pacno3HaBaHUA a30TUCTbIX OCHOBaHWIA
BapuaHToOB (Germline aHanus nocpeAcTBom AONONHUTENbLHOTO aHanusa. O6paboTka BKIOYaeT
Variant Module) aeMynbTUNNEeKCMpoBaHue. reHepupoBsaHue thaiina FASTQ, BblpaBHMUBaHMKE,

onpejeneHue BapuaHTOB M cO34aHue oTyeTa. [lporpamma onpejeneHus BapuaHToB
(Pisces) reHepupyeT aiinel VCF, cogepxauwue WHPOpMauul O BapuaHTax,
06HapYXEHHbIX B KOHKPETHbIX MONOXEHUAX pedepeHCHOro reHoma, UM onpegenset
KaXK/ibll BapuaHT Kak reTepo3nroTy Uau roMmosunroTy.

XpaHeHue 1 obpaLleHue

OnemeHT Crieuunpunkaumnm

TemnepaTypa TpaHCnopTUpPoBKa 1 XpaHeHue; oT -10 °C go 40 °C (14 °F- 104 °F)
Ycnosus pa6oTbl: oT 19 °C go 25 °C (66 °F- 77 °F)

BnaxHocTb TpaHCrnopTMPOBKa W XpaHeHWe; BIXKHOCTb, He Bbi3blBatoLLas 0bpasoBaHne KoHAeHcaTa
YcnoBus paboTbl: OTHOCUTENIbHasA BakHocTb 30-75% (He BbI3biBaOLas 06pasoBaHue
KOH[ieHcaTa)
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| eHernyeck’'nii cekBeHatop MiScqDx

Heobxoaumoe 060pyoBaHWe U MaTepuasbl, He NOCTaB/IsIEMble B KOMIMIEKTE

PaCXO,quIE MaTepunanbl ona CEKBEHUPOBaHNA

Habop peareHtoB WBJ MiSeqDx v3 (MiSeqDx Reagent Kit v3) Aansa cekBeHUpOBaHWA
HYKNenHoBbIX kncnot (Ne no kartanory 20012552/20037124)

PacxofHble MaTepuansl, obecneymBaemble NoMb30BaATENEM

Mepea Hayanom nporoHa ybeanTech, UTO CreayroLme obecneymBaemble Nosb3oBaTeNeM PacxXofHble
maTepuasnbl UMEKTCA B HaMUmnW.

PacxofHblli MmaTepuan HasHaueHue

CnumpToBble candeTkn, 70% un30nponuaoBbIi cnupT mam OUNCTKA NPOTOYHOW AYeKU 1 MOACTaBKM
aTaHon, 70%

JlabopaTopHble caneTKn 13 6e3B0PCOBOIN TKaHN OuncTKa NOACTaBKM NPOTOYHOW AYeiKn

Bymara 19 onTUYeCKUX CTeKON, 4 X 6 AtoiMoB OuncTKa MPOTOYHOM AYeKN

TBuKH-20 MpombiBaHMe Npubopa

MUHLETLI MNAcTMAacCoBble C MPAMOYrO/ibHbIMM  KOHLaMuM VI3BnedyeHne  MPOTOYHOW  AYeiku M3 TPaHCMNOPTHOro
(Heobs3aTeNbHO) KOHTeliHepa

Boga nabopaTopHOro Knacca YniCcToThl MpombiBaHWe npubopa

PekomMeHaauuu ans Bofbl Na6opaToOpHOro Knacca YUCTOThI

[ns npoBeaeHns npoueayp no yxody 3a nNpubopom Bcerja WUCNonb3yinTe BOAYy 1abopaToOpHOro
Knacca YncToTbl. HM B KOEM Cryyae He MCMO/b3yiTe BOAONPOBOAHYIO BOAY.

MoXeT 6bITb MCMONb30BaHO NHO60E U3 nepevyncrieHHOro HMxe:

Ilumina PW1

Boga 18 Meraom (MQ)

Boga Milli-Q

Bopa Super-Q

Boga monekynsapHo-61M010rnyeckoro Knacca

Ocobble YKaszaHWUsi U Mepbl NPeoCTOPOXHOCTU
MPEAYTIPEXXOEHUE

denepanbHblil 3aKOH paspellaeT MNPOAaXy AaHHOr0 YCTPOCTBA TONbKO BpayaM WX MO 3aKasy
Bpaueil unuM Apyrux MpakTUKYIOLWMX CNEeLuanncTos, UMELWMUX NNLEH3UIO B COOTBETCTBUU C
3aKOHOAATeNbCTBOM lUTaTa, B KOTOPOM OHM paGoTaloT, Ha WCMONb30BaHWME WM  3aKas3
MCMONb30BaHMS aHHOTO YCTPOICTBA.

1 HekoTopble KOMMOHEHTbI peareHTOB, MOCTaBAsSieMblX KoMnaHuen «WMnnoMmuHa»
(Ilumina) gna Mcnonb3oBaHWA C FeHETUYECKMM cekBeHaTopoMm MiSeqDXx, cogepxart
NOTEHUMAaNbHO BpeAHble XUMW4YECKMe BeulecTBa. Bpes MOXeT ObiTb MPUYUHEH
COTPYAHMKaM MpW BAbIXaHWMW, NpOrnaTbiBaHWU, NONajaHUM Ha KOXY W nonagaHuu B
rnasa. Monb3yiitecb 3aWUTHbIM 060pyLOBaHUEM, BKOYaA CpeAcTBa 3alMThl rnas,
nepyaTku nM nabopaTtopHbIN XxanaT, COOTBETCTBYHOLME YPOBHIO pUCKa BO3AENCTBUSA.
Mcnonb3oBaHHble peakTUBbI NOAMeXaT obpaleH0 Kak ¢ XUMUYECKUMIN OTX04aMun ©
yTUnnM3aynm B COOTBETCTBUMN C NPUMEHUMbIMWN PErMOHANIbHLIMU, TOCYLAapPCTBEHHbIMM
W MECTHbIMW 3aKOHaMu W npaBunamu. VIHQopmaLmio 0 rMrmeHe OKpyKatolein cpefbl
6e3onacHocTn CM. B nacnopTax 6e3onacHocTyH (SDS) Ha canTe
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encumrcewnii cexseranop Mideqih

support.illumina.com/sds.html.

2. Co Bcemu oOpasilaMH KpoBH crieayet o0palllaThCa TaK, kKak eciH On ObUio HIBECTHO, YTO
OHH MHPUUMPOBaHR BHPYCOM HMMyHoRepuuuta uenosexa (BHY), supycom renatuta B
(HBV) u apyrumMn nepeaaiommmucs uepe3 KpoBb Bo3byautenammn 3abonesanuit
{yHMBEpCANbHBIC MEPL! NPEAOCTOPOKHOCTH),

3. Hecobmoaenue onucaHHBLIX BHILIE NPOLEAYP MOXET MPHBECTH K OWHGOYHBLIM
PE3YNbTATAM HAH 3HAYHTENILHOMY CHHIKCHHIO Ka4ecTBa HCNbITYEMbiX o0pasuos.
4, CobmogaaiiTe cranazapTHbie Mephl NMpPeROCTOPOXHOCTH npu paGote B nabGoparopun. He

Habnpaiite xHaAKOCTb B NHNETKY proM. He npuHuMaiiTe nuuly, RANKHTKH W HE KYPHTE B 30HaX,
npeayCMOTPeHHBIX Ana paborn. [Ipu obpauenns ¢ oGpasuamMn U peareHTaMH H3 Habopa
NoL3yHTeCh O/IHOPA3OBLIMH NEPYATKAMH H HocKHTe naboparophbie xanarhl. [locne paborni ¢
oGpa3siamu 1 peareHTamu 13 Habopa TWATEALHO BLIMOTE pyKH.

S. Jns npenoTBpaleHUA 3arPAHEHRA PEareHTOB, HHCTPYMEHTANLHLIX CPeacTB ¥ obpastios
reHomHoli JIHK npoayxramu [ILP neobxomumo cobmoaaTe npasuna Haanexateh
naboparopsoi npakTWkH KM TwarenbHol rurueHss nipn pabote B naGoparopun. 3arpasuenve
npoaykramu [TLIP MoXeT npuBecTH K NOAYHEHHIO HETOYHBIX H HEAOCTOBEPHBIX PE3YALTATOB,

6. Jna  npenorepaiienua 3arpasHeHHA yOeaurech, 4TO B 30Hax oOpaboTkk no
aMIIHPHKAUMH H Nocie aMNIUMPHKauMM HaXOAWTCA HeodxoanMoe ofopynoBande W
PacXo/iHle MarepHanm (HanpUMEpP, NMHNETKH, HAKOHEYHHKH A NHMNETOK, TepMOGIIOKH,
BOpTEXCH! M LEHTPHGYTH).

7. Pacnonoxenue nap wHaekc-obpasew A0KHO TOMHO COOTBETCTBOBATL NEYaTHOH cxeme
pasmeuerna Ha naaHuere. [lpy BBoAE AaHHBIX B MOAYNb JIOKANLHONO MEHEDKepa nporoxa
{Local Run Manager) nporpaMma aBTOMaTHYECKH BBOAHT HHACKCHbIC MpaliMepbl, CBA3AHHbIC
¢ HassaHMAMK oOpazuos. Tlosb3oBaTeNO PEKOMEHAYETCA NPOBEPATH CBA3L HHACKCHBIX
npaiimepos ¢ oGpasuamMu nepea HauanoMm MporoHa cexseHUposaHua. HecooTsercTBHe cxeme
pasmelienns obpa3ios Ha nnaHweTe NPHBOAMT K yTpare naeHTHOHKaMH oOpa3uos
NOAOKHTENBLHONO KOHTPONA ¥ HEKOPPEKTHOH OTYETHOCTH O pesyibTaTax.

8. Jna 3amuTLl KOMNBIOTEPA OT BHPYCOB HACTOATENIBHO PEKOMEHAYETCA YCTAHOBHTD
obecneunsaemoe nobL30BATEAEM aHTHBHPYCHOE nporpaMmuoe obecnieuenne. Jing nonyuenns
HHCTPYKLHKH NO YCTAHOBKE OOPATHTECH K PYKOBOJCTBY ONBL3OBATENA.

9. He paoraiite ¢ renernyecknm cexpesaropoM MiSeqDx npn cHaToit kaxoli-nuGo u3
naveneii. Pabora ¢ npubopoMm, B KkoTopoM cHaTa mobas H3 naxencH, oKasbiBaeT
NOTEHUHANbHOE BO3ACHCTBIE HA HANpPAXKEHHE B CETH B HANPAXKECHHE NOCTOAHHONO TOKA.

10. He «xacailitecs ycTaHOBKH npoTousol sAuelxm B OTceke NPOTOMHOW  Aveliku,
Harpeparenbuuit aneMenT B 3TOM oTceke pabotaeT npH Temneparype ot 22 °C g0 95°C, u
KOHTAKT ¢ HUM MOXET NPHUBECTH K OXKOTaM.

11 IlpuGop BecuT npuOGAM3NTENbHO 126 GYHTOB, M €ro nNafeHHe WIH HENPABHABHOC
obpallieHHe C HHM MOXET NPHBECTH K CEPLE3HBIM TPaBMaM.

HHcTpyskunu no npuMeHeHHI0

Ana cobmoaeHns NpUBeACHHBIX HWKE HWHCTPYKUHHE MO NPHMEHEHHIO NEHETHYECKOTO CEKBEHATOPA
MiSeqDx TpeGytotca pearenTnl, nocraensemuie ¢ Habop pearenror UB]J] MiSeqDx v3 (MiSeqDx
Reagent Kit v3) ana cexBeHHpOBAHUS HYKISHHOBBIX KHCIIOT.

Co3aanne NporoHa ¢ NOMOILIO JOKANBHOIO MeHeaxepa nporona (Local Run Manager)

TMoapoOHBIE MHCTPYKUMH CM. B JAOKYMeHTe C(npasouroe pyKoGoOCMSEO K NpOZDAMMHOMY
obecneuenwo Local Run Manager zenemuuecxozo cexeenamopa MiSeqDx (Ooxkymenm Ne
1000000011880) » pyKoBOACTBO K MOAYNIC JIOKAILHOTO MEHEKEPa MPOTOHA NO HCTIONB3YCMOMY
MOAYRIO aHANKU3A.

1. Buibepure «Coszaate nporom» (Create Run) u BbiGepure moaynb n0KanbHOro
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Venernneckiil cennenarop MiScgha

MECHEIDKEpa MPOroHoB AJIA COMATHYCCKHX BAPHAHTOB MITH ILIA ICPMHHANIBHBIX BAPHAHTOB.

2. Beeaure HassaHWe nporoHa, mossonsioliee WACHTHPHUMPOBATL ITOT NPOTOH BO BCEX
TEKYIHX aHANU3AX CEKBEHHPOBAHMA.

3. Hcnonwayiite GyksenHo-unppopbie CHMBONBI, npolensi, NoayepkHyThle npobens WK
aeduchl.

4. [HeoOs3arensho] Beeaure onucanue nporoHa, nomorawiliee HAeHTHGHUUPOBATDH
NpOroH.
Ucnoneayiite OykBeHHO-UMPOBLIE CUMBONBI, NPOOENH, NOAUEPKHYTHE NPodenn MM
aeduchl.

Hwvnopr $aiinos manudecta aas nporona

1. YGeanrech, YTO B AOCTYNHOM PACNONOKEHHH CETH, MOACOCAMHEHHOH K npubopy, unn Ha
USB-HocHTeNe HMEKTCA HeoOXxoauMele Bam daiinm Manudecta ans umnopra.

2 Buibepure «Mmmopt datinons maundecra» (Import Manifests).

3. flepeiiaure x ¢aiiny manudecra u Beibepute Qalinm mManndecra, KoTOpbie XOTHTE
A00ABHTD.

YxazaHue Henmryemuix o6pasuos ana nporona
YKaknuTe HCRBITYeMbie 00pasisl AN NPOroHa, HCNONB3YA CJEAYIOLIHE ONILIMK:

BBoa HCObITYeMBbIX 06pa3NOB BPYIHYI0 — UCMIONB3YiTE MYCTYIO TAGAMIYY HA PKPAHE CO3NAHMA
nporoxa (Create Run).

Hmnopr HensiTyembix ofpasnos — nepeilaute Bo BHewHni dafin B dopmare 3uavenuit c
pazlenHTENAMH-3anaThiMu (comma-separated values; *.csv), lllabnon aoctynen ang 3arpys3ku Ha
3KpaH co3aanua nporoHa (Create Run).

[locne BcraBku Tabnuup dcnuTyemblx ofpasuos Bel Moxere sxkcrniopTHpoBath HHpopMauxio ob
ofpasuax Bo BHemHud ¢alin ¥ Mcnons3opatk 3TOT ¢aiin B KauecTBe CNPaBOYHOTO MpH
NPHroTOBACHHH GNOINOTEK MM HMNOPTHPOBATH 3TOT aiin AN APYroro Nporoxa.

Beoj HenbITyeMbIX 06pasiioB BpYIHYIO

1. Brifepute konuuectso 06pasuoB u HaGop HHAEKCOB U3 BRINAAAOIIETO CIUCKA.

2. BBeauTe YHHKAILHOS HA3BAHHE (MOOYNS GHAAU3A O/R COMAMUYMECKUX 8aDUANMOS
«ComamuuecKue sapuanmsi») i BaeHTHOUKAUMORHBIA HoMep (ID) (modyas ananuza onn
2epmunansnx sapuanmoes «I'epmunarsuse sapuanmst») uicnuiryemoro obpasua.
Ucnonn3zyiite GyxaeHRO-UHPPOBLIE CHMBONE!, AehHCH HAH TOTYCPKHBAHHE.

Jns moayns «ComaTHMecKHe BAPDHAHTBI» HA3BAHHE HCTIBITYEMOTO 00pasua, BeeAeHHOE B OfIHY
RYHKY Ans o0pa3suoB, aBTOMATHYECKH BCTABAAETCH B COOTBETCTBYIOINYIO JIYHKY B ADYroM
nyne.

3. [Heob6s3arensho] Ina oOpasuoB NONOXKHTENBHOrO WMAH OTPHUATENBLHOTO KOHTPONA
HAXMHUTE MPaBYiO KHONKY MBILUH H BLIGEpHTE TUR KOHTPOAS.

Jna moayns «CoMaTHYecKHe BAPHAHTHE» MPYRANa KOHTPONbHLIX 00pa3ioB B 0AHOM NyHKe 11
o0pa3sLoB aBTOMATHYECKH BCTABMAETCA B COOTBETCTBYIOULYIO NYHKY B JApYroM nyne ¢
ARANOTHYHBIM KOHTPOMNEM.

4, [HeoGaszareanno] Buibepute Bknanky «OmucaHue» M BBEAWTE ONUCAHHE MCMLITYEMONo

obpazua. Ucnonssylite GyksenHo-uupoBble CHMBOAL, ACHHCH HAH NOAYEPKHBAHHE.

Ina moayna «ComaTHuecKHe BapHaHTHL» ONUCaHHe, BBSACHHOE B OAHY JYHKY JUIA o0pasLos,

ABTOMATHYECKH BCTABNAETCA B COOTBETCTBYIOWYIO JYHKY B APYroM nyne.

BuiGepure Bknaaxy Huaexc 1 (i7) u epibepure aganrep Mnaexkca 1 k3 Bpnanaioumero cnucka.

Buiepure Bknanxy Unzaexc 2 (i5) u Bubepure agantep Miaekca 2 13 BHNaaaiomero CucKa.

Buibepute daiin Mmanndecta 3 sunanaomero cnucka ganop manudecra (Manifest).

Ins moaynn «Comarnyeckwe Bapuanthi» (Somatic Variant) 218 ucnuTyemuix o6pasuos B

nyne A tpeGyerca apyro#i ¢aitn manndecta, yem a8 HCIBTyemMbix obpasuos B niyne B.
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| eHeTH4YeCK'MH cekBemarop MiSeqDx

8. Bbibepute onuuMil0 MPOCMOTPa, MeYaTu WM COXPaHEHMS] CXEMbl PacrofioXKeHUs Ha
MAaHLWWeTe B Ka4eCTBe CNPaBKU A/1si MPUrOTOB/EHUS GUGNOTEK:
. [ns  oTo6GpaXKkeHMst CXembl PacronoXeHuWs 06pas3loB Ha NaHLWeTeBBbIGEPUTE

nuktorpamMmmy «lMevatb» (Print). Bbibepute «[Meuvatb» (Print) gna neyatu cxembl
pacnonoXeHus o6pasLoB Ha MaHLLETe.
. Ansa akcnopTa nHopmaymm 06 ncnbiTyeMbiX 06pasLax Bo BHELWHWIA (haiin BbibepuTte
«3kecnopt» (Export).
9. Bbibepute «CoxpaHUTb NPOroH» (Save Run).

MmnopT o6pasuos

1 Bbibepute «MmnopT o6pas3uoB» (Import Samples) u HailguTe pacnonoxeHue arina
nHpopmaLmm 06 ncnbiTyemblx obpasyax. MOXXHO MMMNOPTMPOBATL (haisibl ABYX TUMOB.
. Ha skpaHe cosgaHua nporoHa (Create Run) Bbibepute «LLa6noH» (Template) ans

CO3/laHNs HOBOI CXeMbl pacronoXeHus 06pasLoB Ha NnaHweTe. daiin wabnoHa COAEPXKUT
KOPPeKTHblE 3arofioBKM CTON6LOB Ans MMNopTa. BBeauTe B Kaxmblil cTonGew,
MH(opMauuMio 06  UCMbITyeMblXx o6pasuax. Ypganute UHAopmauuio npumepa B
HEMCNo/b30BaHHbIX NYHKaX, a 3aTeM coxpaHuTe aiin.

. Wcnonb3yinTe aiin  uHGopmauum 06 WCMbITYeMblX o06pasuyax, KOTOpbIA  6bin
3KCNOPTUPOBAH M3 MOAYNA aHan3a, UCNoNb3ya pasgen «3dkcnopt» (Export).
2. [ns  oToGpaXKeHMs CXeMbl pacnonoXeHuss 06pasLoB Ha nnaHweTe “Bblibepute
nuktorpammy «lleyatb» (Print).
3. Bbibepute «[lMeyatb» (Print) 4ng neyatn cxembl pacnonoXXeHns o6pasLoB Ha MnaHLWeTe B
KayecTBe CMpaBKW A1 NPUTOTOB/EHNS BUBANOTEK.
4, Bbibepute «CoxpaHnUTb NporoH» (Save Run).

MoaroToBKa KapTpuaxa ¢ peareHTaMu

Huxe npuBefeHbl MHCTPYKLUW, OMUCbIBAOLLME, KaK Pa3MOPO3WTb KapTPULK C peareHTamu c
MOMOLLbIO BOASHOW 6aHM KOMHATHOW TeMnepaTypbl.

1 V3BneknTe KapTpuoK C peareHTamMun 13 Mecta XpaHeHuUs npu Temnepatype ot -15 °C go -
25 ~C.
2. MomecTUTe KapTpUK C peareHTamy Ha BOAAHYHO 6aHi0, COLepKallyt [0CTaTOYHOe

KONMYECTBO [IEMOHM3NPOBAHHOV BOAbl KOMHATHOW TemmepaTypbl, 4TOGbl MNOrpy3nTb
OCHOBaHWE KapTpuXa C peareHTaMu [0 YPOBHS BOAbl, OTMEeYaTaHHOro Ha KapTpumke c
peareHTaMu. He gonyckaiTe NpesbilleHUs MaKCMManbHOI0 YPOBHS BOApbI.

PucyHok 1 MaKc/ManbHbIil YpoBeHb BOAbI

3. OcTaBbTe KapTpU@K C peareHTamy AN pasMOpPaKMBaHUS B BOAe KOMHATHO
TemnepaTypbl NPU6IM3NTENLHO Ha 60-90 MWUH MK A0 NONHOFO Pa3MOpPaXKMBaHMS.
4. N3BneknTe KapTpuLK C peareHTaMu M3 BOAbl U OCTOPOXHO MOCTy4MTe WM MO CTOAY,

yTo6bl YAaNMTb BOALY W3 OCHOBAHMS KapTpuAXa C peareHTamu. BbiCyliMTe OCHOBaHWe
KapTpuapka. Y6eanTech, UTO BOAA He Nonana Ha KapTpUAX C peareHTamMn CBepxy.

BusyanbHaa NpoBepKa KapTpuaxa c peareHTamm

1 MepeBepHUTE KapTpUK C peareHTaMmu fAecATb pas, 4TOObl MepemMewatb OTTasBLIne
peareHTbl, a 3aTeéM NPOBEpPbLTE, yTOObI BCE MOMOXEHMNSA OTTASNMN.
NMPNMMEYAHWE
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eHeTn4yecknin cekBeHatop MiScqDx

Onsa rapaHTMn NpaBUNbHOTO CEKBEHUMPOBAHUS NPUHUMNNAIBHO BaXHO, yTOOHI peareHtbl B
KapTpuaxe no/IHOCTbHO OTTasdA/ I U nepemeLlaincs.

2. MpoBeanTe BU3yaslbHblA OCMOTP PEareHToB B MOMOXEHMAX 1, 2 1 4, 4To6bl y6eanThes,
YTO OHM NOJIHOCTbIO NepemMeLlannCb N He COAepXXaT 0CaKOB.

3. OCTOPOXHO MOCTYUNUTEe KapTPWUAXKEM MO CTONy, YTOObl YCTPaHWUTbL My3bipbKKU BO3AyXa B
peareHTax.
NMPMMEYAHNE

TpybKkn cucteMbl nojaym o6pasLoB reHeTMYeCcKoro cekseHaTopa MiSeqDx [oX04AaT [0 AHa
KaXk[oro pesepsyapa A1 0T60pa peareHTOB, NO3TOMY BaXHO, UTOObI B pe3epByapax He Oblno
My3bIpbKOB BO3AyXa.

4. [lo roToBHOCTM K Hayany nporoHa MOMEeCTUTE KapTpuK C peareHTaMu Ha fej umm
oTCTaBbTe Npu Temnepatype ot 2 °C fo 8 °C (£o 6 yacos).

ONns nonydYeHus Nydlwnx pesynbTaToB MEPexoAunTe HEMOCPeACTBEHHO K 3arpyske o6pasua U
MOCTaHOBKe MpOroHa.

MoAroToBKa MCMbITYeMbIX 06pa3L|0B K CEKBEHMPOBAHMIO

Ana nonyyeHWs ykKasaHUM O TOM, KaK MPUroTOBUTL OUOGIMOTEKM MCNbITYeMbIX 06pa3LoB A4S
CeKBEHMPOBaHWA, BKIOYas pasBefeHNne W ob6befnHeHne 6U6/IMOTEK, CMOTPM pasfen o
MPUroToBNIEHNN 6UBNNOTEK B HCTPYKLMUM MO NPUMEHEHWIO.

PasBefieHve OM6MMOTEK MCMNbITYEMbIX 00pasLoB 3aBUCUT OT C/IOXKHOCTU O/IUTOHYKNEOTUAHbIX
nynos. [1NOTHOCTb KNacTepoB Ha TEHETMYECKOM cekBeHatope MiSeqDx Heobxoaumo
ONTUMU3NPOBATb, W ONTMMaNbHAsA MJIOTHOCTb K/acTepPOB W3MEHAETCA B 3aBMCUMOCTM  OT
KOHKPETHON NPUroTOB/IEHHON BMGINOTEKN U TECT-CUCTEMBI.

3arpyska 6M6a1M0TeEK MCNbITYEMbIX 06pa3LL0B B KapTPUaX

Kak TONbKO KapTpuAX C peareHTaMu MOIHOCTbIO OTTasN M FOTOB K MCMONb30BaHMI0. Bbl roToBbl K
3arpyske MCnbiTyeMblX 06pa3sLLoB B KapTPUAXK.

1 UT06bl NPOKONOTb MNPOKNAAKY-YMIOTHUTENL C MEMOPAHON M3 antOMUHNEBOW (DONLIN Hafj
pe3epByapoM Ha KapTpuZ)Ke C peareHTamu, MapKupoBaHHbIM «3arpyska o6pasuos» (Load
Samples), ucnonb3yinTe OTAENbHbIA YNCTbIA NYCTON HAKOHEYHWUK ANA MUNETKM Ha 1 MmA.

MPNMEYAHWE

He npokanbiBaiiTe NpoKnagkKy B KakUX-M60 APYrnx MONOXEHUAX peareHToB. [pokon
MPOKNafKN B [PYTUX TMOMOXKEHNAX PeareHTOB OCYLLECTBASAETCA aBTOMATUYECKW BO BpeMS
MporoHa.

2. MepeHecuTe nunetkon 600 MK ob6pasua CMELIEHHbIX OWOMIMOTEK W3 pa3BeAeHHON
o6nenunotekn amnnukoHoB (Diluted Amplicon Library, DAL) B pesepByap «3arpyska
obpa3uoB». WMN3beraiTe KacaHUA MPOKNAAKU-YNNOTHUTENS C MeM6paHON W3 aftoMUHUEBOW
honbru.

3. MpoBepbTe HanMume My3bIpbKOB BO34yXa B pe3epByape nocne 3arpysku obpasua. Mpu
HanMuMm Ny3blpbKOB BO3f4yXa OCTOPOXHO MOCTYUYUTe KapTpUIKEM MO CTONY, 4TOObI
BbIMYCTUTb MY3bIPbKW.

PucyHok 2 3arpyska 6u6nmoTek
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Fenesuseeni cekreHatap MiSeqi

4. Tlepexoaute HENOCPEACTBEHHO K CTAfHAM YCTAHOBKM NpOTrOHa, HCNOAb3ys HHTepdeiic
ONEpauHOHHOTO NporpaMMuoro obecneueHus MiSeq Operating Software (MOS).

YCTaHOBKH Nporona

[MoapoOubie MHCTPYKUHH MO YCTAaHOBKE MPOroHa cM. B AoKyMcHTe (Unpasounoe pyxoeodcmeo k
MOS eepcun 2 zenemuvecxozo cexeenamopa MiSeqDx (Doxymenm Ne 1000000021961).

1. Beeayume MMA NOAB3OBATENS H Naposib B NpOrpaMMHoe ofecrneueHne NOKAILHOrO
MEHeKepa NPOroHa N'EHETHYECKOTo cekBeHaropa MiSegDx.

2. Ha rnaBuo#f  crpanuue  nporpammHoro  ofecnedeHus MOS  BuibGepure
«[locnepoparensHocTs» (Sequence).

3. BriGepure nporon w3 nepevns, 3atem snibepure «lanee» (Next).

Ha axpate B creayiolmem nopsiake OTKPHIBACTCA CNEAYIOLIaR CEPHA YCTaHOBOK: «3arpy3ure
npotounyio aueiiky» (Load Flow Cell), «3arpysure pearentsi» (Load Reagents),
«ITpocmoTp» (Review) n «[IpeasapurensHas nposepka nporona» (Pre-Run check).

4. Mpu nossneHHn Ha 3KpaHe «3arpy3uTe MPOTOYHYIO FUCHKY» OUHCTHTE OTCEK ANIA
si4eiiKy, a 3aTeM 3arpy3uTe NPOTOHHYIO SYehKy.
5. 3axpoiite ¢ukcarop nporouHoi aueliku U ABeply OTCEKa NPOTOYHOIM sveliku,

[Mepen Hauanom nporoHa H ¢uKcaTop, W ABEpUA OTCEKA JOMKHE OnITh 3akpurThi. [Tocne
3arpy3Ku NPoTOuHOH AueHikH nporpaMmHoe obecnieveHne CUHTLIBaeT W perucTpupyer PUHL
(RFID). B nuxHeM npaBoM Yrily 3XpaHa noaensercs noarsepxaenue, yro PUKJ (RFID)
YCMELHO MPOYKHTaH.

6. Jna 3arpysku ¢nakona ¢ Bygepom MiSeq Dx SBS (PR2) (MiSeqDx SBS Solution (PR2))

cnexyiiTe NoACKa3KaM nporpamMMHoro ofecneuenus, yGeaurech, uTo (GnakoH ANA OTXOA0B
MYCT, H 3arpy3HTe KapTPHIK C peareHTaMH.
Kak Tonpko ¢naxon ¢ Bypepom MiSeq Dx SBS (PR2) (MiSeqDx SBS Solution (PR2)) u
KapTPHIK C peareHTaMH 3arpyXeHel, nporpaMMHoe obecneyeHne CUHTHIBAECT H PETHCTPHPYET
PUNJ(RFID). B HixHEM npaBOM Yray O3KpaHa NOABAAETCA MNOATBEpKAEHHE, UTO
PYNI(RFID) ycnemHo npouMTaH,

7. [Tpr nauane NporoHa oTkpeisaerca 3kpaH «CekseHHpoBanHHe» (Sequencing). ITOT 3KpaH
ofecneynsaeT BH3yaNnbHOE NPEACTABICHHE X0/Aa MPOroOHa, BKIIOYAR 3HAYCHHA HHTEHCHBHOCTH
H xauecTsa (Q-oLeHKa).

PesyabTaThi

AHann3 B pexume peansHoro epemend (RTA) npeacraenser coGoli BCTpoeHHOE nporpaMMHoOe
obecneyetne, KOTOPOE BHINOHACT AHATH3 H30OPAXKCSHHH W PacTio3HaBAHKE A30TUCTHIX OCHOBAHUIH
H MPHCBAaHBAET KAXKAOMY a30THCTOMY OCHOBAHHIO OLCHKY KAYECTBA ANA KaKAOro LHKna
cekBeHHpoBaHua. [locne 3aBepieHHs OCHOBHOTO aHANY3a MOIYJb HA TEHETHMYECKOM CEKBEHATOpe
MiSeqDx, suifpanubili B pasaene «Cozdaiime npozoH ¢ NOMOUHI0 AOKARLHO2O MeHeONcepa
npozora» Ha CTpaHHLE 6, HAMHHACT JONOMHUTESNBHEIH aHANN3, Kak ONKCAHO B JaHHOM pasjene.
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Fenernuecrnii conaennrop MisSeqgih

JeMyALTHILIEKCHPOBAHNE

HeMynbTHNNEKCHPOBAHHE  OCYLLGCTBASET  CPABHCHHE  KAKAOrO  NPOYTEHMA  HHAEKCA
nocaeaoparenshocT (Index Read) ¢ MHAGKCHHIMM NOCNESAOBATENBHOCTAMM, YKA3AHHBIMK AAS
nporoxa. Ha 3Toif cTagny KauecTBO He YUHTHBAETCA.

[IpouTeHn HHACKCOB AACHTHGHUUMPYIOT, HCNONb3YA CISAYIOIHUE CTAHA:

e  OOGpasumi HYMEpYlOT, HauHHas ¢ |, B TOM MnopsAke, B KOTOPOM OHH NEPEUMCIEHLI ANA
NporoHa.

] O6pazen noa HoMepoM 0 pe3epeHpyeTC AN KNAcTepoB, KOTOPHIC HE ObIH COOTHECEHH C
ofpasuom.

. Knacrepnl COOTHOCAT ¢ O0OpasLOM TIpH TOYHOM COBNAACHHK C HHACKCHOH
NOCNEAOBATENBHOCTHIO HIK TIpH HAAMMHU He 0ojice OAHON0 HECOBNALCHMA HA OfIHO
TIPOYTEHHE HHIEKCA.

Tenepnpobanue ¢aitna FASTQ

[Mocne aemMynBETHNNEKCHPOBAHHA NpOTpPaMMHOE obecneyeHne renepHpyeT Qaiinbl MPOMEXYTOUHOIO
ananusa B opmare FASTQ, xotopwit npeacTasnser coboit TekcToBol gopmar, Henonbsyemuiit ans
oToGpaxkeHns nocaegosarensnoctell. alinm FASTQ comepxar npourenna ana xaxaoro obpasia
M COOTBETCTBYIOLIEee 3HaucHWe KauecTBa. JIoOWE KOHTPOAH HCMOAL3YeMble AIA NporoHa
KJacTEPOB, He Npoweaiwne GUILTP, HCKMOUAIOTCS,

Kaxapiii daiin  FASTQ comepXHT NpoYTEeHHS NOCNCACBATEIEHOCTH TONBKO JUIA  ORHOrO
HeNBITyeMoro ofpasiia, Ha3BaHWe KOTOporo BmoveHo B Hassauue ¢aiina FASTQ. B nporokone
ANA COMATHYECKMX BapMAHTOB HA OJMH HMCNbITyeMbiif ofGpasen renmepupyerca uetnipe ¢aiina
FASTQ (no aBa Ha ONHrORYKICOTHAKBIH 1wyI), ABa W3 [Tpourenus 1 u aApa u3 [Ipourenns 2. Qalinu
FASTQ ssasiorca ocHOBHLIMK ¢aiinaMy BBOAA ANA BHIPABHHBAHMA.

BuipapsuBanne

Ha cTaguu BLIPaBHHBAHWA MCNONL3YETCHA BKIAIOYEHHBbH anroput™m CMuTa-Yorepmana, KOTOpHit
BLIPABHUBAET KNaCTephl KDKAOTO HCTBLITYeMOro obpasia ¢ NoCAeA0BATEILHOCTAMI aMILIMKOHOB,
yKkasaHHLIMH B daitne manudecra.

Brmouennniii  anroputm  Cumuta-YoTepMaHa OCYUIECTBASET NoayriobanbHoe BHIPaBHHBaAHHE
nocneaosarensiocrelf ans onpeaenenus obnacreli OAWHAKOBLIX PETHOHOB MEXAY ABYMA
NOCNECACBATENBHOCTAMH. BMECTO CpaBHEHHWA NOMHOPA3MEPHON NOCNEAOBATENLHOCTHA ANTOPHTM
CmuTa-YorepMana oCYUIECTBNSET CPaBHEHHE CErMEHTOB BCEX BO3MOXHEIX BAPHAHTOB ATHHBL.

Kaxnoe NapHO-KOHLUEBOS MNPOUYTCHUEC OUCHHBACTCRE B COOTBETCTBHE C €r0 BbLIPABHHBAHHEM C
COOTBETCTBYIOLRMH NOCICAORATEILHOCTAMK 30HAA 1% JAHHOTO NPOUTCHUA,

. Mpoutenue 1 OLEHHBAIOT OTHOCHTENBHO O0PATHO KOMNICMEHTAPHOTO ONHIOHYKICOTHAR,
cneuHPHUHOro K pacnonoxeHHoMy Hmke Jjokycy (Downstream Locus-Specific Oligo,
DLSO).

. TpoureHne 2 OLEHHBAIOT MO KOMIAEMEHTAPHOMY ONHIOHYK/ICOTHAY, ceuMpHIHOMY K
pacnionoxenHomy Baittie iokycy (Upstream Locus-Specific Oligo, ULSO).

. Ecnu Hauano NpoYTEeHHA COBNAg2eT ¢ NOCMEAOBATENBHOCTHIO 30HAa He Oojiee ueM ¢

TPEMA PASAHYHAMH (HECOBMAACHUAMH WX CABHraMH H3-33 NPHBOAALIMX K HUM HHCEPLMiA
HAN geneunii), BUIPABHHBAHUE MPOYTECHHA OCYIHECTBASETCH M0 BCSH ANHHE ¢ aMIIIMKOHOM-
MHILLICHBIO ANA ITOi NOCASAOBATENLHOCTH.

. HUunenw B pernone DLSO u ULSO se onpeaensioTcs ¢ MCHONL3YEMBIM BapHAHTOM
XUMHH. Pe3ynkTaThl BhipaBHUBAHHA perncTpupyioTca B dalinax BuipasHnBauna (Gaiinn e
dopmare BAM). [MpoyTeHHA NpPOXOAAT uepes PHALTP AN PE3yNbTATOB BLIPABHHBAHHMS Ha
OCHOBAaHHKH YacCTOTHI HEeCOBNaAeHHH No Beeil HHTepecyloweH 061acTH WK NONHOPA3MEPHOTO
AMITHKOHA 8 3aBHCHMOCTH OT JUTHHBI aMniuKkoHa. [TpouTtenus, He npoweauIne Yepes GuasTp,
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) enevurgecenis cewncnasop Misegh

3aNHCHIBAIOTCA B (aiinax BLIPABMMBANMR, HO NOMEYAIOTCH KAK HE BLIPOBHEHHLIE W He
HCRONB3YIOTCA B OTIPEAENIEHHN BAPHAHTOB.

Onpeaenenne BAPHAHTOB

[Tporpamma onpeaenenns sapuantos (Pisces) npeanasnaieHa ans onpeaeneHnus papuantos OHB,
MHB u BapHaHTOB C HHCEPUMANHHIAENAMH UIH AeneuHAMH B OubnHOTEKax, NPUTOTOBICHHMX AN
npnbopa.

OTueTHI B ACNHONHNTENBLHBIE BHXOZHLIC Palinne

Moaynu anann3a BapuasTOB CO34al0T OTyeTHl B opmare PDF n B opmare ¢ pasaennrenamu
Tabynasuun (*.txt), B KOTOpPHIX OTOGpPaXKEHB! TAKHE NOKA3ATENH, KAK TNYOUHA CEKBEHHDPOBAHHMA H
KORHYECTBO BapnanTos. MOZyH Taioxe CO34aloT BhixoaHble (aiinbl, Takue xax ¢aiinul B popmare
VCF n ¢aiinu B popmare pacnosnasanus reHoMHbIX BapuanToB (gVCF).

MeToAHKN KORTPOIS KAYECTBA

TlporpamMmioe obecrnieueHne reHOMHOrO cexseHatopa MiSeqDx BbinonHseT OUEHKY KaXaoro
NpOroHa, HCNbTYeMOro obpasua W pacno3HaBaHHe A30THCTBIX OCHOBaHMA HA OCHOBAHUH
noxazareneil KoHTpons kauecrBa. OueHKe Take MOANCKAT oOpasubl NOROKUTEALHOTO U
OTPHUATENLHOIO KOWTPORSA, BK/IIOYEHHbIE B Npouecce npurotoBaekna Gubnuorexu. Ouenky
pe3ynbTaTOB KOHTPOAA CEKBEHHPOBAHHA IIA KOHTPONbHBIX 00pasiioB OCYIECTBASIOT CCAYIOMUM
obpaszom:

. Ecnu gactota pacnosHaBaHus 8 koHTpone Ges wmarprusi (No Template Control)
coctagnser >10%, Bo3mMOXHO, npousouma ownbka B npouecce npoxoxaerus obpa3uos,
HEMPaBUAbHASA 3aNKCh WHACKCHHIX NpaliMepoB MAH KOHTAMHHAUMA KOHTPORLHOTO 00pasita.
[poToKkon CYNTAIOT HEBLINOAHEHHBIM, K BECH MPOTOKOA HEOOXOAUMO NOBTOPHTH, HAYHHASA C
Jrana NpUroTosieHus 6ubnuorexu.

° Jlna obpasua nonoXUTEALHOrO KOHTPOAR AOJKEH ObITh NosyyeH oxnaaeMbiit pesyibTar.
Ecnn B NonOXWTEALHOM KOHTPONE NONYYEH PE3YALTAT, OTAHYHBIH OT OXHAAEMOTO,
BO3MOXHO, Mpousouuia omnbka B mpolecce NMPOXOKACHHR 00pasioB MKW HENpaBUALHAA
3anKch HHASKCHBIX Npalimepos., Bech npotoxon HeoGXOAUMO NOBTOPHTL, HAYMHAA € JTana
npurotopneHns Gubanorexy.

Pa6oune xapakrepucTHKs

B HconenoBaHHAX repMHHANBHLIX BAPHAHTOB IS NPHIOTOBNAEHHR OuOAHOTEK Henons3oBann anbo
TecT-cucreMy MiSeqDx Myxosucusinos Bapuaut anannsa 139, nuGo nabop pearentoros TruSeq
Custom Amplicon Kit Dx . B 31ux asyx Habopax ans npHroToBieHns GHONHOTEK HCNONL3YIOTCA
MACHTHUHLIC peareHThl, H paboukii Nnpouecc OTAHYAETCA TONLKO OAHMM — KOMHYECTBOM LHKNOB
nonnmepaszvoli nenno# peakunn (ITLIP), 25 u 28, coorsercTeenno. Kak npoaeMoHcTpupoBaHo B
necneposanuy o Konuvectsy BHocuMod JIHK ¢ ucmons3osanuem nabopa pearenrosos TruSeq
Custom Amplicon Kit Dx, mononuutenvhuie umkani [ILP no3ponsioT BHOCHTL MeHbliee
xonuyectso JIHK (50 wr) no cpasnenmo ¢ MiSeqDx Myxosucungaos BapuanT ananuza 139 (250
Hr). BuGnnorekn, npurotosneHusie ¢ Hcnoab3oBavhem MiSeqDx MykoBucumaos BapuauT
aHann3a 139, cexeeHHPOBANH € NOMOLIULIO PEArcHTOBOB AN CEKBCHHPOBAHWA, MOCTABAACMLIX B
Habope. BuGnuorexu, npuroroBnenHme ¢ nomouibio Habopa pearentosoB TruSeq Custom
Amplicon Kit Dx, cekpenuposann ¢ nomoubio HaGopa pearentos Bl MiSeq Dx v3 (MiSeq Dx
Reagent Kit v3) ana ceksennpoBaHna HYKIEHHOBHIX KHCHOT. B nocaennem cayuyae peareHT: Ans
CEKBEHHPOBAaHHA NO3BOAAIOT NOBLICHTL BLIXOA NO CPABHEHHMIO ¢ peareHtvamu ann MiSeqDx
Mykosucunao3 Bapuaut avanusa 139.

B nccnenopaHnax coMaTMYECKHX BApHAHTOB MYTauH# Hcnonn3osanu HaGop pearentToBoB TruSeq
Custom Amplicon Kit Dx ¢ nomouibio Ha6opa pearenros HBJl MiSeq Dx v3 (MiSeq Dx Reagent
Kit v3) ana cekBeHHPOBAHHA HYKIEHHOBBIX KHCIOT.
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1 enerimecwnii cennersiiop MiSeqids

Bce mMccnenoBahua GuitM  BLINONHEHB! HA TEHETHYECKOM cekBeratope MiSeqDx. [lna
npuroToaneHua O6ubnuorex wn cekseHMpoBaHMA Kcnonb3oBand MobGoH M3 nporokonos, AnA
repMHHANLHLIX BapHAHTOB MAH A  COMATHYECKHX BAPHAHTOB, OMMCaHHBLIX Ans Habopa
pearenrosos TruSeq Custom Amplicon Kit Dx, nocne uero aHanu3s NnpoBOAKAH € HCMONL30BAHHEM
MOAYAA I repPMHHANBLHBLIX BAPHAHTOB HATH MOAYJIR M COMATHYECKHX BAPDHAHTOBCOOTBETCTBEHHO,
C ABYMA HcKNoYeHrAMH. B uccnenoBaHuax Ha npHMmepe OfHOMO reHa (MposescHHe aHann3a
repMHHaNLHLIX BapuaHToB; MiSeqDx Mykosucunaos Bapuant avanusa 139) nau ayx reHos
(nposeseHHe aHANH3a COMaTHYECKHX BAPHAHTOB) B KAYECTBE PENPE3CHTATHBHLIX naxeneh Myrauwit
HCNONLIOBANK NPOTOKOAB ¥ MOAYAK aHANK3A, CNEUHPHYHBIC JUIA AAHHOH TECT-CHCTEMBI.

[NpuMeyanne: COCTAB MO aMNNUKOHY CyMMHpOBaH oTHocuTeabHo uenoukd JIHK, koropyio
CeXBeHHpoBaNH. JUIA aMIUIMKOHOB CO3AaHHBLIX AIA MHHYC lemk pedepencuniii coctas reHoma
ofpaTHO KOMMIMMEHTAapHUI (HanpHMep, NOAK-A pEerHoHb HA MHHYC LENH aMMIHKOHOB
COOTBETCTBYIOT NONU-T peruoHam Ha pedepeHCHOM reHoMe.

Onpenenenna pacueTos, HCNOALIYEMBIX B PAGOYHX XAPAKTEPHCTHKAX

1. lMonoxurenbkuii  npouent coorercTeua  (Positive Percent Agreement, PPA)
PacCYNTHLIBAIOT XaK A0M0 ROKYCOB, KAACCHPWUMPOBAHWBLIX CTAHIAAPTHHIM METOAOM Kax
BApHAHTH, BEPHO ONPEAENEHHBIM METOAOM.

. (N BapHaHTOB 10KYCcOB, BEpHCO oOnNpeAcneHHbIX MeTojaoM)/(obmee N noxycos ¢
BapHaHTam)

Bapnantml  0KycoB, oOnpeneneHHbie METOAOM, COMAACYIOIHECA C  ONpeAeNeHHbIM
pedepeHCHBIM METONOM, ABNAIOTCH HCTHHHO TONOXKHTENbHbLIMH (true positives, TP).
BapnaiTl 0KycoB, OnpeieNeHHbIE METOAOM Kak pedepeHCHble HAH colepiKalltne apyrue
BApPHAHTLI, ABAMOTCA 10%HO orpHuarensHumi (false negatives, FN).

2. Ortpruarensniii npoueHt coorsercreua  (Negative Percent Agreement, NPA)
PacCUHTHIBAIOT KAaK A0OMO JNOKYCOB, KAACCHPUUMPOBAHHMX pedepeHCHHM METOAOM Kax
AHKH TR, BEPHO ONpeeNeHHbIX METOAOM.

* (N noxycoB aHKOro THNA, BEPHO ONPEACACHHBIX MeTosoM)/(obutee N nokyco aukoro
THNA)

Jlokycs AWKOr0o THNa, oMNpeaeNeHHbiE METOAOM, COTNACYIOWIWECA € ONpeAeACHHBIMU
ped)epeHCHBIM METOROM, ABNAIOTCA HCTHHHO OTPHLIATENLHBIMH (true negatives, TN). Jloxycw
AUKOrO THNA, ONPEACACHHLIE METOAOM KaK COACPXAILHE BAPHAHTL, ABJIAIOTCH NOKHO
nonoxureasHbiMK (false positives, FP).

3. OGuwmii npouent cooreercTens (Overall percent agreement, OPA) paccuuThiBaloT Kak
ROMO JIOKYCOB, BEPHO ONPEACNCHHBIX METOAOM MO CPABHEHHIO € peepeHCHBIM METOAOM.

. ((N BapuanTOB N0KyCOB, BEpHO onpeaeneHHbX MeToAaoM) + (N ROKycoB AMKOro THna,
BEPHO onpeaeneHHbIX Merolom))/((oOwee N BapuanToB nokycos) + (obwee N nokycos
ANKOro THNA))

4, B pacuetrl PPA, NPA u OPA Ke BKAIOMAIOT OTCYTCTBHE ONpeAENneHHs (BapHanThLl MAH

pedepeHcHBle JIOKYCH, HE MPOXOAAlUME OAMH WAM Gonee ¢uabTpoB kauecrsa). B apyx
MCCICAOBAHHAX CAYYaH OTCYTCTBHA  ONPEACNCHHA  CNELHaNbHO  BKIOYaIM B
COOTBETCTBYIOUWIKHE NoKasaTens «% BEpHHIX ONpefeneHHi» U OTMEHANH BKIIOYEHHE Cllyyaes
OTCYTCTBHA ONpeNeeHHA B COOTBETCTBYIOUIHE TAGAHLIbI.

5. YacToTy onpeneneHHs PacCHHTHIBAIOT KaK pe3yabTaT AeneHHa obliero KoanW4yecTsa
JIOKYCOB, npowmeawnX GUALTpH, Ha obliee KOAHYECTBO CEKBEHHPOBAHHBLIX MOAOKEHHHA HA
xpomocoMax 1-22; xpomocombl X H Y HCKNIOMAIOT. ITOT NOKa3aTeNib HE YYHTLIBAET
COOTBETCTBHE onpeaenchuii cpedepeHCHbIM METOAOM.

XapakTepucTUKH NPOU3BOAWTENLHOCTH, OTHOCAMMECS K (PaKTOpam, NPEAUIECTBYIOHM
ananuszy (Hanpumep, K MeTOAaM Bhiie/ieHHA MaM xonwuectey BHocHmo# JIHK), cm. B
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| encrnueckiin cexnenatop Misegih

COOTBETCTBYIOIEM pasaene HHCTPYKUMH NO NPHMEHEHHIO, KOTOPbIi OTHOCHTCA K METOAHKE
npuroToBacHUa GubnuoTex,

Hupexcnposanne ucnbityembix obpasinos

Hupekchbie npaliMeph 418 nenbTyeMbix 00pasuos, KOTOPhIli BBOAATCS B MPOUECCe NPHIOTOBNCHHUS
6ubnnoreky, npuceanBaioT Kaxiaomy obpasuy JIHK yurukanbuylo nocieznosarenbHOCTb, 4TO
No3BoAAeT 00BEANHATD MHOXKECTBO MCMLITYEMBIX 06pasnoB B OZHOM NPOroHE CEKBEHHPOBaHMA.
HunexcupoBanue ucnuiTyeMbiXx o0pasiioB HCTIORL3YETCS B 000MX NPOTOKONAX — AN ONpeaeneHns
TEPMHHANBHLIX BAPHAHTOB H COMATHYECKNX BapHAHTOB.

JMns eepudukaunn cnocobHOCTH MeTOaa K €AHHOOGPA3HOMY [IEHOTHNMPOBAHHIO AAHHOIO
HCnBITYeMOro o0pasua cpeay pasanyHbLIX komMGuHauMit HHAEKCHbIX nipatiMepoB Gbino uccheaoBano
B 00ueH CA0OXKHOCTH 96 HHACKCOB HCIIBITYEMbIX 00pa3iios ¢ TOMOLLLIO PENPE3CHTATUBHONO METOAA,
NPEAHAZHAYCHHOrO A ODpeleneHHUs pAfa TFeHOB BO BCeX 23  XpOMOCOMaX “enoBeka,
oxsaruiBalomux 12 588 ocHosanui #a oany uens JHK. INockonbxy Y-XpoMocoMa He COAEPIKHT
AOCTOBEPHO onpeaensemuix obnacreif,ee ouenky He npoBoanwnd. betno nccaeposano soceMmb
YHHKaNBHBIX HCALITYeMBIX 00pasuos ¢ 12 pasnnyibiMH XOMORHALUWAMKY HHACKCHBIX RpaiiMepoB Ha
oanH obpasell. Pe3yabTaThl ONPEaENECHUN HCTINTYEMBIX O0PAa3UOB ¢ MOMOUILIO MOAYJIA aHANH3A ANA
repMHHANILRLIX BAPHAHTOB CpaBHUBANH ¢ Gasol aanHbiX Platinum Genomes, sepcua 2016-01. Ans
Kakaod w3 96 xomMOnxauui wuuaekcos PPA (OHB wu wunpenst) npessiwan 97% (Mcrunno
NOJIOXKKTENBHBIE onpeaenckua cocrapnany 70 ana OHB, 38 ana uncepuuit, 36 ana peneunit), a
NPA cocragnan 100% (no mensieit mepe 23 440 craHAApTHLIX NOJOKEHHH Ha OAHY KOMOUHALNMIO
nuaexcos). Hezasncnmo ObIo NpoBEAEHO HCCNENOBAHKE OAHOTO HHAEKCA, YTOOB! YAOCTOBEPHTHCA,
4YTO XHMHuecknit MeToa cekpenwpoBaHus ¢ nomousio HaGopa pearentoB UBJl MiSeq Dx v3
(MiSeq Dx Reagent Kit v3) ana ceKBEHHPOBAHMA HYKNEHHOBLIX KHCIOT MOXKET NOALEPKHBATH
Menee 8 ucnbiTyeMbiX 06pasioB (NPeAWeECTBYIOWMA XHMH4ECKHH METOA €  NOMOLLLIO
yHusepcanbHoro HaGopa pearenroB MiSeqDx 1.0 Gbin orpanuuen muuumyMm 8 oGpasuamm).
Moxasarenn PPA ans oaHoro nuaekca cocrasnanm 98,9% (180/182) ans OHB, 100% (38/38) ans
uHcepuni u 100% (46/46) nan aeneunit. NPA cocrasasan 100% (23 856/23 856).

JInA M3MEpeHHa TOMHOCTH WHAEKCA MPH HacToTax cOMaTHYeckuXx Bapuartos ot 0,05 no 0,10 ¢
MCNOAB30OBAHKEM MOAYAR ANA ONpEeNCNeHNA COMATHYECKHUX BapuaHTOB Obino KccaenoBaHo
ABeHaauaTe noetopHocredt (24 OubGauorexkH) uHcenwiTyemoro ofbpasua (Ana  onpeaeneHUs
COMaTHYECKHX BApHAHTOB HCMONL30BANM 2 KOMOMHALMH HMHACKCOB Ha OAHY NOBTOPHOCTH). PPA
cocrapnan 100% ans OHB (64/64), unaenos (11/11) u aeneuuii (19/19). NPA cocrasnsn 100% (no
Mmenbwieil mepe 11 590 crampapTHbX nONOXKEeHHWH Ha OAHY KOMOWHAUHIO HHIAEKCOB) ANA BCEX
komMOHHALME HHACKCOB.

Mepenoc o6pasua

Mporoxon renernyeckoro cexeenaropa MiSeqDx Bkatouaer B ceba npuroTosaenne Subnuorexu n
CEKBEHUPOBaHHE MHOXecTBa 00pa3uioB ¢ AobaBiieHHEM KOHTPONbHLIX 00pa3ilos, 0b6pabaTbiBaeMbix
ofHOBpEMEHHO, YTOOB! OLIEHHTD BO3MOXKHOCTD MOAYYEHHA NOKHO NOJIOKHTEIIbHBIX PE3YJLTATOB 38
CYET KOMTAMHHALMH BCIEACTBHE RepeHoca ofpasua W3 OAHOH JIYHKH B APYIYI0 BO BpeMA
NPUrOTOBREHHA BUBNHOTEK NCIILITYEMBIX 00pa3lOB, a TAKKS KOHTAMHHALNK BCACACTBHE RNEpEHOCA
M3 ORHOTO MPOTroHA B APYrof MEXKAY BHIIOJHAEMLIMH NMOAPAA NPOroHaMK CEXBEHWpPOBaHKA, 610
NpOBEACHO UCCICAOBAHWE BAMAHNHA TepeHoca o0pa3ua i3 oaHol npobhl B APYTryi0 Ha pe3yabTaThl
HCCNIEA0BaKHA. Dbl HCTIONBL30BAHBI COMATHHECKHE BAPHAHTLI, NOCKOMbLKY HX MOXKHO 00HapyXuTh
npn Gonee HN3KOH ¥ACTOTE BCTPEUAEMOCTH ANENA, YeM repMHUHALHbIC BAPHAHTDI.

Hcnbityembie ofpa3unt cocrosnd w3 uernipex obpasuos redomuoi JHK soiaenenHol us
KNETOYHBIX JNHHHA, KaXAbA H3 XOTOPLIX CONEPKAN pasHuHLIE DNaHENH MyTaumii B
penpe3eHTaTHBHOM aHanan3e Ans Asyx reHos. OOpasust Obinu noaobpanbl Tak, YToOHl MyTauus
O/AHOTO NOJIOXEHHUA B ONHOM M3 HHX HMena pedepeHCHYIO (AWKOTO THNA) NOCIEAOBATENLHOCTD B
APYTHX.
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lenerutecwnii cewpenatop MiNeqih

Iepenoc oGpa3ua n3 oaHOH NYHKH B APYTYIO PacCMaTpHBAlOT KaK NOTeHUHanbHBIN (axTop pucka
KOHTAMHHALIWM Ha CTaguax oOpaboTku Bpyunylo (NEpPEHOC NHNETKOH, NEPEMEINBAHHE
HenbiTyemoro obpaza # T. A4.). JIna oucHkH nepeHoca ofpasiia H3 OAHOW AYHKH B APYTYIO
NPOBOANNH ABA HCNBLITATENLHBIX NPOrOHA:

. Co cxemoit HaHeceHHs oOpasiioB HA TAHILET B LWAXMATHOM NOPAAKE, FAE HCILITYEMbIH
ofpasell ¢ BLICOKKM HCXOAHBIM concpxanmem reHoMHol JIHK (r/IHK), coaepacameii
MYTauMio B TeHe |, 4YepefioBalH ¢ MCHBITYeMbIM OOpasuoM ¢ HHM3KHM HCXOAHBIM
conepxannem r/THK, conepxainiel MyTanuio B rese 2.

. Co cxemoit naHeceHHs 00pa3ll0B HA TUTAHINET B LIAXMATHOM NOpAAKE, FAC WCMTYEMBIH

ofipazell C BHICOKHM HCXOAHbM coaepxaHuem resomHoit JIHK (rf/IHK), coxepxamei
MYTALMIO B TeHE 2, YepeAOBal® C MCNBITYEMBIM O0pa3’uOM C HH3KMM HCXOAHBIM
copepxannem r/IHK, coaeprxauie#t myranmio B rene 1.

B xaxaom nporoHe B obmeli croxHOcTH B 12 MOBTOPHOCTAX NPOBOAWAH OLEHKY JOXHO
NONOXHTENBHLIX PE3YALTRTOB (HanmpuMep, MyTauHH B reHe |, perHCTpHpyeMod B ayHKe,
npeaHasHaueHHOH AnA MyTaHTHOro ofpasua no rexy 2, Wi HaobopoT).

TNepenoc 06pasua u3 OAHOMO NPOroHa B APYroi paccMaTPHBAIOT KaK (JakTOp PHCKE KOHTAMHHALIMH,
NOTEHUHANBHO CO3AaBACMBIH 38 CYET OCTATKOB NPEABLIAYLIETO NPOroHa cexseHHposaHus. Yrobui
OMNpeAeINTS, NPOUCXOAHT JIM MEPEHOC MEXAY NMPOroHaMH CEKBEHHPOBAHHUS, TOTOBHAM IBE NNAKH,
KOKAAA W3 KOTOphIX coaepxana 11 noBTOpHOCTeH OAHONO YHMKAaALHOTO o6pasua ¢ BHLICOKHM
ucxoausid copepxanieM TJHK W oTpruarensHmit xoHTponbHblii ofpasel, BBRINMONHANH HX
CEKBEHHPOBaHHE TIOAPAJA Ha OJHOM PeHeTHYeckoM cekBenarope MiSeqDx W nposoauan oueHky
JIOXHO TMONOXKHTENBHBIX pe3ynsTaToB. IlepBhili nporoH cogepxan 11 nosTopHocTe#f MyTAaHTHOTO
obpa3ua no rexy 2 ¥ OAMH oTpULATEALHBIE KOHTpONLHWI ob6pasen. Bropoii nporon coaepxan 11
NOBTOPHOCTEH MyTaHTHoro obpasua mo reHy | u 1 oTpuuarenbHbll KOHTponbHLI# obpazell
CHauana npoROOMAH cekBeHMpoBaHMe OuGnuoreku ofpalua ¢ MyrauMe no remy 2 ¢
NOCJEAYIOUIKM TIPOTOHOM CeKBeHHpOBaHHA GuGIMoTekH obpasua ¢ myTauueii no reny 1, a sarem
NIPOBOJMIH ellie OAWH TIOBTOPHHIH NpOroH cexpenupoBaHusd Oubnanoreku obpasua ¢ MyTauweil no
resy 2. Ecnn B nporone o6pastia ¢ Myrauueit no redy 1 HaGniozann mobyio u3 myraumit no rexy 2
¥ HaobopoT, 3TO YKA3LIBANIO HA KOHTAMHHALMIO M3 OJHOTO NTPOroHa B APYroH.

Hr oanoro noxHo nonoxurensHoro pesynsrara (0/24, 0%) 3a cuer mepeHoOCa u3 00Noil AYHKU €
opyzyio He 610 3aperHcTpupoBaHo. Bee oxHaaeMbie MYTalUMH ObUIH BRIABACHDI.

Hwu oanoro noxuo nonoxutenbHoro pesynsrara (0/24, 0%) 3a cyer nepeHoca u3 00020 npozona 6
opyzoit He GO 3aperucTpHpOBaHo. Bee oxupaemsie MyTauuH GBUTH BLIAB/ICHEI.

Hu omHoro noxuo nonoxurensHoro pesynwtata (0/48, 0%) 3a cuer obwezo nepenoca
(00BcAMHEHHOrO MEpEeHoca W3 OMHOM JIYHKH B APYTYI0O M M3 OQHOro nporosa B aApyro#i) ve 6uino
3apErHCTPHPOBAHO.

Pafoune xapakTepHCTHKH VIR FePMBHAJILHLIX BAPHAHTOB

B ONHCaHHLIX B HACTOALICM HOKYMEHTE HCCHEAOBAHMAX VI AHAIH33 JAHHBIX CEKBCHHPOBAHWA
MCTIONB30OBAAM MOAYJE JANS  ONpPeNeNCHUA rePMUHANLHLIX BAPHAHTOB, 32 HCKIOYECHHEM

HCCJIeAOBAHMIE ¢ HCNONB30OBAHHEM NTAHECIH OHONO reHa, rie UCnoib3oBansy MoOaYh, cneuuq)uqnuﬁ
ANA JAHROTO METOAA.

TovuHOCTL HEC/1eA0BARNR

HUccnepoBanmne ObiI0c NMPOBEACHO MIA OUCHKH TOMHOCTH paboThi FEHETHUECKOTO CEKBEHaTopa
MiSeqDx ¢ Habopom pearenros UBJ] MiSeq Dx v3 (MiSeq Dx Reagent Kit v3) ana
CEKBEHHPOBaHHA HyknenHoBuX kucnoT W JIHK seicoxoro xauectsa. B atom nccneaosanuu Geina
HCIIONB30BAHA PENPEICHTATHBHAA METOAMKA IS OLCHKHM Pa3IHYHLIX reHoB, BKmouatowux 12 588
OCHOBAHHH B 23 PaIHUHLIX XPOMOCOMaX ¢ HcmonbsosanueM 150 amnmukoros. [lockoneky Y-
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FeHeTnyeckuin cekBeHATop MiSegDx

XpomocoMa He COLEepXWT [OCTOBEPHO onpefensemblix o6nacteli, ee OLEHKY He MNpPOBOAWN.
BuccnegoBaHmm mMcnonb3oBannM 12 yHUKalbHbIX UCMbITYeMbIX 06pa3LoB OT OAHON CeMbU— ABYX
poguteneii n 10 [eTeil, MHOXECTBEHHO CEKBEHUPYEMbIX B HECKO/IbKUX nabopaTopusx U C
MCMOMb30BAHNEM Pas3/IMYHbIX METOAONOrniA  CekBeHWpoBaHus. [MATb  MCNbITYeMbIX 06pasyoB
MOMYYEHO OT XKEHLNH N CeMb — OT MY>XXUMH. Kaxblii UCMbITyeMblA 06pasel, nccnefoBanun B ABYX
MOBTOPHOCTAX. TOYHOCTL onpegensanu ang OHB, nHcepuunii 1 feneunii NyTemM CpaBHEHWUS LaHHbIX
NCCnefoBaHNa C XOPOLIO OXapakKTepu3oBaHHOM pedepeHCHONM 6a30i faHHbIX. PetepeHcHas 6asa
JaHHbIX nocnegosatensHocTel (Platinum Genomes, Bepcus 2016-01) 6bina nosyveHa nyTem
KOMOVHWPOBAHUS HECKO/IbKUX METOAO0NOMNIA  CEKBEHUPOBaHUA, OMYy6/MKOBAHHbLIX [aHHbIX W
HacneACTBEHHOW WHGopMaunn. J[ocToBepHble 061acTX reHomMa Obiliv  onpeAeneHbl  AaHHbIM
peepeHCHbIM MEeTOAOM, ec/iu He YKasaHO WHoe,. B 06weil CNoXHOCTU O6bl0 BbINOAHEHO 8
MPOroHOB WUCMbITYeMblX 006pa3yoB, Tabnuubl, NpeAcTaBNeHHble ANF AeMOHCTpauuMnm TOYHOCTH,
BK/OYAKOT AaHHble NepBOro NporoHa.

Tabnuua 1 COAepXWT [aHHble WCCNefoBaHWA, MPEACTaB/feH MPOLEHT MOMIOXUTENIbHOTO ”
OTpULLATENLHOTO COOTBETCTBMA MO KaXAOMY WCMbITyeMOMy o6pasuy, rge ansa pacyeta PPA
pe3ynbTaTbl OMNpefefneHns BapuaHTOB CPaBHMBAKT C pesy/bTataMmy, MOSyYeHHbIMU XOPOLLO
0XapaKTepu3oBaHHbIM COCTaBHbIM pedepeHCHbIM MeTofoM. Tpwu Tuna BapuaHtoB - OHB,
NHCEpUMUM W feneHun — obbeanHeHbl. [nd pacyeToB NPA, MOCKO/bKY pedepeHCHbIM MeTOAOM
nosyyatoT TO/MbKO pe3ynbTaTbl A1 OAHOHYK/NEOTUAHbIX BapuvaHTOB U WHCepuwid/geneuuni,
pe3ynbTaTbl OTCYTCTBMS BapuMaHTOB OCHOBaHWI CPaBHMBAKOT C pepepeHCHO Nocne0BaTe/IbHOCTbIO
reHoma venoseka hg 19.

Ta6bnuua 1 CooTBETCTBME Pe3y/bTaTOB OMpPEeAeNeHUsl OCHOBaHWIA C MOMOLLbIO FeHETUYECKOrOo
cekBeHaTopa MiSeqDx Ha oanH 06pasel

McnbiTyemblt CpeaHan Bcero Bceto TP Bcero FN Bcero He O6uwee PPA NPA OPA
obpasey yactoTa BapMaHTOB BapuaHTOB BapuaHToB onpegene Konnuyectso TIN

onpege.leHns HO onpene.l eHHH
NA12877 >99,9 152 152 0 4 24024 100 100 100
NA12878 >99,9 270 266 0 4 23856 100 100 100
NA12879 >99,9 192 190 1 1 24054 99,5 100 >99,9
NA12880 >99,9 222 220 0 6 24052 100 100 100
NA12881 >99,9 250 247 1 2 23862 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 23888 99,6 100 >99,9
NA12888 [>99,9 216 216 0 4 24002 100 100 100
NA12893 7>99,9 236 234 0 2 23810 100 100 100
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I'enevnieckuit cenpenarop MiSeghy
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| eHeTHUeckui cekBensiTop MiSegDx

PenpeseHTaTuBHasa TecT-cuctemMa coctosina u3 150 aMniMKOHOB, NpeAHa3sHauYeHHbIX A5 MOKPbITUS TFEHOMHON WHMOpMauuyM pasMYHOro
cofepxaHua. GC-coctaB aMN/IMKOHOB HaxOAWCA B AuanasoHe 26-87%. AMNANKOHbI TakXe COAepXann pag OAHOHYKNeOTUAHbIX (Hanpumep,
nonu-A, nonu-T), AUHYKNEOTULHbIX U TPUHYKNEOTUAHbIX NOBTOPOB. [aHHble 418 KaXA0ro aMnivkKoHa npeacrasieHbl B Tabnuue 2, TaKOW COCTaB
HYXeH, 4ToObl OnpefennTb BAUAHWE COAepXKalleiics B HeM TeHOMHOW WHhopmauuy Ha % BepHbIX ONpeAeneHWin. % BepHbIX OMpeAeneHunii
COCTaBNAET ONpefefieHVe BapuvaHTOB W cTaHAapTa,meHbwe 100% pgaxe npu HaAMyMM HEBEPHOrO OMpefefieHus WM ero oTcyTcTema. Ecnwu
onpefefieHne BapuaHTa He MPOXOAWUT 4epe3 OAWH W 6osniee (UNLTPOB (Hampumep, B Cayyae HeAOCTAaTOYHOrO MOKPbITUA), TO [loABAAOTCA
HeonpefeneHHble BapuaHTbl.

N3 BocbMm FN BapmaHTOB M3 Tabnuubl 2 B CemMyu BCTpevanacb WHcepuusmHcepums 1 M. 0. B amMniMKOHe 111, KOTOPbIA Takxe cogepxxan
romononumep nonu-A, a GC-coctaB B Hem coctasnan 0,29. OctaBwwuitca 1 FN (HeBepHOe ornpefesnieHne) Obin CBA3aH C OXWAAeMbIM
retepo3urotHeiM OHB B amnnaukoHe 125 ¢ GC-coctasom 0,68, orpefeneHHbIM Kak roMO3MroTHbI BapmaHT. Yactota OHB BapvaHTOB cocTaBnsna
0,71, 4TO npeBbIWAET MOPOr KNacCUMKaLmyu TOMO3UIOTHLIX BapuaHToB, cocTaBnsowmii 0,70. AMMANKOHOM C CambiM HU3KUM % BepPHbIX
onpegeneHunin (98,2%) 6611 amnIMKOH 17, B KOTOPOM 6b110 40 HeonpefeneHHbIX BapuaHToB, U OH cogepxxan AT nosTopsbl, a GC-cocTas - 27%.

Tabnvua 2 ToyHocTb paboTbl Npubopa MiSeqDXx Ha ypoBHE amM/IMKOHOB

AMMNNNKOH Xpomocoma Hauano KoHey, Pasmep Konunyectso CopepxaHne GC-cocTas Bcero Bcero Bcero He % BEPHbIX
amn.lMKOHa  amMnnukoHa npoaHanusanposa a30TUCTbIX reHOMHOIi BEPHbIX HEBEPHbIX onpefileNeHo onpejeneHun
MHOTO (hparmeHTa OCHOBaHWI BUHpOpPMayumM B onpejeneHuii onpeaeneHnii i
[OCTOBEPHLIX aMNAMKOHE
obnacTax
1 1 36450499 36450591 93 93 VHaenbl 32 2232 0 3 100
2 1 109465122 109465200 79 79 MNonu-A (5), 0,38 1896 0 0 100
nonu-4 (5),
MHAenbl
3 1 218353867 218353957 91 91 NHpensl 04 2184 0 0 100
4 1 223906657 223906748 92 92 NHpensl 0,49 2208 0 0 100
5 ! 228526602 228526682 81 81 Monu-r (5) 3,69 1944 0 0 100
6 1 236372039 236372108 70 70 Monn-T (10), 0,39 1680 0 0 100
NHAEenbl
7 1 247812041 247812128 88 88 Monu-A (5), LT 0,27 2112 0 0 100
(3). TAA(3),
MHAEeNb!
8 2 55862774 55862863 90 90 NHpensl 0,28 2160 0 0 100
9 2 87003930 87004009 80 80 NHpens 0,38 1920 0 0 100
10 2 177016721 177016805 85 81 H/N 0,65 1944 0 0 100
11 2 186625727 186625801 75 75 Monu-A (8) 0,35 1800 0 0 100
12 2 190323504 190323591 88 88 Monu-T (5) 0,42 2112 0 0 100
13 2 200796740 200796826 87 87 Monu-T (5), 0,31 2088 0 0 100
MHAensbl
14 2 212245049 212245139 91 91 MNonn-T (5), 0,3 2184 0 0 100
nonu-A (6),
nHgensl
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f cHeTuuecknii cekBenatop MiSeqDx

AMNNNKOH Xpomocoma Haua”to KoHel Pa3smep KonunyectBo CopepxaHue G C-cocTaB Bcero Bcero Bcero He % BEPHbIX
aMninKoHa aMnanKoHa npoaHanM3npoBa a30TUCTbIX reHoOMHOW BEPHbIX HEBEpPHbIX onpeaeneHo onpegeneHun
MHOTO (hparMmeHTa OCHOBaHW BUWHQOpMaLNMN B onpefeneHun onpegeneHui i
a0CTOBEPHbIX aMMNIHKOHe
obnacrtax
15 2 228147052 228147144 93 93 H/M P,43 2232 0 0 100
16 2 235016350 235016422 73 73 Nonu-T (5), 0,42 1752 0 0 100
AHAe bl
17 3 4466229 4466321 93 93 AT (3), ungens 0,27 2192 0 40 98,2
18 3 46620561 46620643 83 83 H/n 0,43 1992 0 100
19 3 49851331 49851400 70 70 UT (3), nnpgensl 3,49 1680 p 100
20 3 189713161 189713248 88 88 Monu-A (5), 0,41 2112 0 0 100
nonmn-T (5),
nonu-A (9), TT
[3)
21 3 190106030 190106104 75 74 MHpens 0,57 1774 0 2 99,9
22 4 2233667 2233744 78 78 Monu-A (6) 0,26 1872 0 0 100
23 4 7780541 7780637 97 97 MNonn-r (6), 0,42 2328 0 0 100
nonH-T (5),
Tonun-A (5)
24 4 15688604 15688681 78 78 bn 0,29 1872 0 0 100
25 4 56236521 56236586 66 62 Nonu-A (5), 0,36 1488 0 0 100
nHAgens!
26 4 102839244 102839314 71 69 Monun-A (5) 0,46 1656 0 0 100
27 4 164446743 164446804 62 62 Nonu-A (7), 0,27 1488 0 100
nHAgensl
28 5 1882081 1882158 78 75 H/M 0,78 1800 0 0 100
29 5 14769061 14769144 84 84 rT(3),4LUA(3) 0,62 2016 0 0 100
30 5 41069808 41069871 64 64 H/N 0,39 1536 0 0 100
31 5 74077114 74077196 S3 83 Monu-A (6), 03 1992 0 0 100
NHAenN.
32 5 147475343 147475409 67 67 Nonn-T (5) 0,37 1608 0 0 100
33 5 149323731 149323821 91 91 UT (4), AT(3) 055 2184 0 0 100
34 5 155662213 155662287 75 75 Nupensl 0,43 1800 0 0 100
35 6 6318713 6318814 102 102 Monu-r (6) 0,68 2448 0 3 100
36 6 24949983 24950074 92 92 NHpensl 0,63 2208 0 0 100
37 6 31084900 31084999 100 94 ruT (5), 0,61 2244 0 12 99,5
nHAensl
38 6 32147987 32148084 98 98 Monu-T (5), 0,55 2352 0 0 100
TUT (3),UTT
t3)
39 6 32986864 32986958 95 95 Nupensl 0,53 2280 0 3 100
40 6 33408498 33408583 86 86 Nonun-L (6) 0,7 2064 0 0 100
41 6 41647401 41647495 95 94 Nonu-r (5), 0,61 2256 0 3 100
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eHeTH4YecKunii cckBeHaTop MiSeqDx

NmM." IMKOH Xpomocoma Hauano KoHel Pasmep Konunuectso CopepxaHue GC-cocTas Bcero Bcero Bcero He % BEpPHbIX
amMnanKoHa aMnaInKoHa npoaHanH3MpoBa a30TUCTLIX reHOMHOM BEPHbIX HEBEPHbIX onpeje.neHo onpepgeneHH
MHOTO (hparMeHTa OCHOBaHUN B UH(hOpMaLunu B onpefjeneHuit onpese.nexnit H
LLOCTOBEPHbIX aMnankKoHe
obnactax
nHAOenbl
42 6 112435865 112435955 91 91 Nonu-A (5) 0,44 2184 0 0 100
43 7 22202076 22202148 73 73 H/M 3,44 1752 0 0 100
44 7 66276100 66276187 88 88 Vupens 0,35 2112 0 0 100
45 7 77365735 77365821 87 87 Monu-A (7), AT 0,26 2088 0 0 100
@)
46 7 110939946 110940030 85 85 NHpensl 0,38 2040 0 100
47 7 128533468 128533557 90 90 Monn-r (5), 0,62 2160 0 0 100
nHAaensl
48 7 149503875 149503965 91 91 Nonu-r (6), 0,71 2184 0 0 100
tonu-L (6),
nHAaenbl
49 7 154404519 154404599 81 66 n/m 0,31 1584 0 100
50 7 156476507 156476599 93 93 Nupens 0,35 2232 0 100
51 8 1817312 1817394 83 83 HLW 0,42 1992 0 0 100
52 8 24811020 24811109 90 89 MNonn-r (7), 0,61 2113 0 23 98,9
UTL(4),
nHAaensl
53 76518625 76518691 T 67 MHpensl 03 1608 0 3 100
54 9 103054909 103055006 98 98 Nonn-r (6) 0,67 2352 0 0 100
55 9 105586150 105586214 65 55 NHaensl 0,32 1560 0 3 100
56 9 107620823 107620918 96 96 H/N 0,49 2304 0 0 100
57 9 123769149 123769231 83 83 AT(3) 3,37 1992 0 0 100
58 9 138995345 138995441 97 97 Monu-4 (6), 0,68 2328 0 0 100
nHAaensbl
59 10 5987120 5987198 79 78 Nonun-r (5), 0,47 1872 0 0 100
MHAenbl
60 10 11784629 11784726 98 91 ru(3) 0,87 2184 0 0 100
61 10 27317777 27317855 79 79 Nonn-T (5) 0,3 1896 0 3 100
62 10 33018351 33018440 90 90 Nonu-A (5), 0,2 2160 0 0 100
nonu-T (5)
63 10 45084159 45084253 95 95 NHpens 3,35 2280 0 0 100
64 10 55892599 55892687 89 88 AL {11), 0,42 2102 0 10 99,5
nHAaensbl
65 10 101611250 101611329 80 80 H/M 0,49 1920 0 0 100
66 10 118351373 118351453 81 81 H/n 0,51 1944 0 0 100
67 11 8159816 8159912 97 96 H/M 3,45 2304 0 0 100
68 11 30177648 30177717 70 70 NHpensl 0,46 1680 0 0 100
69 11 47470345 47470444 100 100 H/M 0,65 2400 0 0 100
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| eHeTHUYeCcKuin cekBeHaTop MiSeqDx

AMNINKOH Xpomocoma Haua.l0 KoHel Pasmep Konnuyectso CopepxaHne G C-cocTaBs Bcero Bcero Bcero He % BEpPHbIX
amnnnkoHa amnnuKoHa npoaHanu3nMposa a30TUCThIX reHOMHOM BEPHbIX HEBEPHbIX onpejeneHo onpeaeneHu
MHOTO (hparMeHTa OCHOBAHMWIA BUHpOpMaLUnN B onpegaeneHuii onpegenexuii i
a0CTOBEPHbIX aMNNUKOHE
o6nactax
70 11 59837679 59837740 62 NHpensbl 10,37 1488 0 0 100
71 11 64418856 64418957 102 102 H/N 10,59 2448 0 0 100
72 11 93529612 93529684 73 73 Monun-A (5) 0.4 1752 0 0 100
73 11 101347052 101347136 85 85 10,42 2040 0 0 100
74 11 102477336 102477426 91 91 Monn-r (6) |o,55 2184 0 0 100
75 11 118406285 118406369 85 85 [THpaens 0,53 2040 0 0 100
76 11 120357801 120357885 85 85 Monu-A (5), UA 0,34 2040 0 0 100
<3). uHAenbl
77 11 125769313 125769397 85 85 rA(3) 0,52 2040 0 100
78 12 2834770 2834853 84 84 MNonu-L (5), 0,52 2016 0 0 100
MHAENbI
79 12 76811004 26811096 93 93 Monun-A (7), Al 0,33 2232 0 0 100
: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 MNonu-r (5) 0,68 2280 0 0 100
83 13 24167504 24167576 73 73 H/mM 0,52 1752 0 0 100
84 13 25816961 25817049 89 88 Monun-A (5), 0,22 2112 0 0 100
nonun-T (7),
nonuv-A (7),
WHAeNbl
85 13 44880112 44880200 89 89 Mugens 0,49 2136 0 3 100
86 13 77665218 77665294 7 7 VHaens 0,39 1848 0 3 100
87 14 31619327 31619393 67 67 rA (3), TA (3) 0,39 1608 0 0 100
88 14 39517884 39517966 83 83 H/mM 0,25 1992 0 0 100
89 14 46958962 46959034 73 72 Monwn-T (5), 0,19 1727 0 1 99,9
MHAEeNbI
90 14 58050030 58050110 81 81 NHpens 0,38 1944 0 0 100
91 14 82390559 82390649 91 91 Nupens 0,35 2184 0 0 100
92 14 92549544 92549609 66 66 Monun-A (5) 0,41 1584 0 0 100
93 14 102808496 102808589 94 94 Nupens 0,62 2256 0 0 100
94 15 43170751 43170848 98 96 Monu-4 (5) 0,45 2304 0 0 100
95 15 63446149 63446216 68 68 NHpens 0,25 1632 0 0 100
96 15 77879807 77879901 95 93 Monu-r (5), 0,68 2232 0 0 100
NHAEeNb!
97 15 81625334 81625428 95 95 Nonun-T (6) 0,43 2280 0 0 100
98 15 85438263 85438334 72 71 NHpensl 0,65 1704 0 0 100
99 15 89817413 89817503 91 91 H/M 0,36 2184 0 0 100
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FeHeTnuUeckmnin cekBeHATOpP MiSeqDx

AMNAHKOH Xpomocoma Haua”io KoHey Pasmep Konnuectso CopepxaHue GC-cocTas 8cero Bcero Bcero He % BEPHbI X
aMmnnanKoOHa aMmnanKoHa npoaHanusnpoBa as3oTUCTbIX FEHOMHOIA BEPHbIX HeBepHbI X onpefeneHo onpejeneHu
WHOTO (hparMeHTa OCHOBaHMUIA BUHGMDOpMayUmM B onpepeneHunii onpefenerHmni |
AOCTOBEPHbIX aMMNNHKOHE
obnacrtax
100 15 89864274 89864343 70 70 [4Hpenbl 0,56 1680 0 0 100
101 16 1894910 1894972 63 63 H/N 0,27 1512 0 0 100
102 16 28997904 28997998 95 95 Nonwn-L, (5) 0,67 2280 0 0 100
103 16 53682908 53682994 87 87 TA(3) 0,41 2088 0 0 100
104 16 57954406 57954509 104 104 Monun-L (5) 0,67 2496 0 0 100
105 16 85706375 85706465 91 91 Monun-T (5), 0,37 2184 0 0 100
VMHAEenbl
106 17 3563920 3564008 89 89 ry(3) 0,64 2136 0 0 100
107 17 3594191 3594277 87 87 Nonn-L, (5), 0,67 2088 0 0 100
UHAenbl
108 17 3970090 3970180 91 91 [4npensl 0,46 2184 0 0 100
109 17 16084945 16085037 0 93 NHgensl 0,26 2232 0 3 100
110 17 33998759 33998849 91 89 Monn-T (5) 0,54 2136 0 100
111 17 39589691 39589774 84 82 Monu-A (13), 0,29 1944 7 17 98,8
nHAenbl (x2)
112 17 41244394 41244484 91 91 MNonu-A (5) 0,34 2184 0 0 100
113 17 45438866 45438957 92 92 Monu-A (7), AT 0,26 2208 0 0 100
(3) ,AT (4), AT
(4) . MHAensbl
114 17 61502432 61502510 79 79 NHpaensl 0,41 1887 0 9 99,5
115 17 64023582 64023667 86 86 MNonu-T (7) 0,22 2064 0 3 100
116 17 72308237 72308320 84 84 FAT (3) 0,62 2016 0 0 100
117 18 2616456 2616522 57 67 FA (3) 0,31 1608 0 3 100
118 18 6980478 6980568 9! 91 H/N 0,37 2184 0 0 100
119 18 9888026 9888094 69 69 Monu-A (6), TC 0,43 1656 0 0 100
(3)
120 18 38836999 38837073 75 75 Monn-A (5), 0,37 1800 0 0 100
UHAeNbl
121 18 47405382 47405462 81 81 LT (3), 0,47 1944 0 0 100
UHAEenNbl
122 18 54815665 54815749 85 85 UT (3), nugensl 0,45 2040 0 0 100
123 18 59773996 59774060 65 65 H/M 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/M 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/M 0,61 2256 0 0 100
128 20 10633195 10633276 82 82 AL (3) 0,59 1968 0 0 100
129 20 17705633 17705708 76 76 L T(3) 0,58 1824 0 0 100
ABryct 2021 r. JokymeHT Ne 1000000021963 B.O3 23

& 000 LHPMH (] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU



feHeTnueckmnii cekeensatop MISeqDx

AMNANKOH Xpomocoma Hauano KoHey Pasmep Konunuectso CopfiepxaHue GC-cocTas Bcero Bcero Bcero He % BEPHbIX
aMnAuKoOHa aMNAMKOHa npoaHanH3NpPOBa a3oTUCTbIX reHOMHOA BEPHbIX HeBEepPHbI X onpeje.TeHo OMNpefe.neHmn
MHOTO (pparMeHTa OCHOBaHWN BUHGhOpMauumn B onpepeneHunii onpege.feHH i
[OCTOBEPHBIX  aMNAUKOHE
obnacTax
130 20 21766821 21766890 70 70 T (3), Tr (4), 0,46 1680 0 0 100
VMHAeNbl
131 20 25278421 25278521 101 101 E4Hnpens 0,63 2424 0 0 100
132 20 50897302 50897368 67 67 WNHpensl 0,36 1608 0 0 100
133 20 62331904 62331994 91 88 Wonu-T (6) 0,73 2112 0 0 100
134 20 62690860 62690946 87 87 NHpensl 0,57 2088 0 0 100
135 21 30300823 30300888 66 66 Nupens 0,35 1584 0 0 100
136 21 33694176 33694273 98 98 Monu-T (6), LA 0,54 2352 0 0 100
(3)
137 21 36710706 36710792 87 87 T (3), ungensr 0,39 2088 0 100
138 21 46644924 46644992 69 69 Monun-A (6), AT 0,32 1656 0 0 100
2), nHgensl
139 21 46705575 46705664 30 90 Monu-T (5), 0,5 2160 0 0 100
nonun-A (6)
140 22 25750774 25750873 100 100 Nupens 0,63 2400 0 0 100
141 22 32439233 32439329 97 97 H/M 0,68 2328 0 0 100
142 22 37409844 37409940 97 97 MHpensl 0,46 2328 0 0 100
143 22 37637596 37637694 99 99 H/N 0,6 2376 0 0 100
144 22 47081347 47081438 92 92 MHgensl 0,66 2208 0 0 100
145 X 15870424 15870492 69 69 Nonn-T (5) 0,26 1656 0 3 100
146 X 135288543 135288611 69 69 Nonun-L(5) 0,62 1656 0 0 100
147 X 135290777 135290847 71 71 H/N 0,52 1704 0 3 100
148 Y 2655397 2655461 65 0 H/N 0,55 0 0 0 H/M
149 Y 2655519 2655609 91 0 H/N 0,48 0 0 0 HAL
150 Y 2655609 2655679 71 0 Monn-A (5) 0,37 0 0 0 H/N
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FeneTnyeck'nii cekBeHsitop MiSeqDx

BapuaHTbl, KOTOpble He GblNy OMNpeaeneHbl, cBefdeHbl B Tabnuue 3. B Tabnuue npeacTaBneHbl (MUNbTPbI, KOTOPble MPUBENU K OTCYTCTBUIO
onpeaeneHus. VHcepuus B aMnaMKoHe 111 6bina oTMNbTpoBaHa B 9 U3 16 Clyyaes, MpU 3TOM OCTaslbHble CEMb CNy4yaeB ObifM OMpeAeneHbl Kak
cTaHapT W, CNefoBaTeNlbHO, SABNAIOTCS /TOXHO OTPULLATEIbHBIMM.

Ta6;in[w 3 CBOAHbIE AaHHbIE O BapMaHTax, KOTOPbIE He Bbln ONpeaeneHbl

AMNANKOH Xpomocoma :BapunaHTt CofepxaHune COOTBETCTBYO LW Ero aMNIMKOHa ® UAbTP Mponyu,eHHbl e Oxwunpaemble BapmaHTel FN
nonoxeHune BapuaHThbl onpejeneHuns

64 10:55892600 FAL>T AC (11),42% GC R5x9° 10 10 0

ni 17:39589692 U>uA Monn-A(13),29% GC R5x9 9 16 7

' R5x9: hunbTp NOBTOPOB. BapuaHT oT(hMAbTPOBbLIBAETCA, €CIM BCA NOCAeA0BaTE/IbHOCTb BapuaHTa UM ee yyacTOK NOBTOPAeTCS B MPMMbIKal W eM K BapuaHTy NOMOXEHUN B cTaHJapTHOM obpasue
reHoma. na 3aToro TpebyeTca Mo MeHbWel Mepe 9 NOBTOPOB B CTAHAAPTHOM FeHOME, M YYNUTbIBA TCSA TONbKO NOBTOPbLI A/IMHOW BNAOTL A0 5 N. 0.

Pe3ynbTaTbl CEKBeHMpOBaHUS ans obpasua NA12878 cpaBHuBanu ¢ reHotunom NA 12878 BbICOKOW CTENEHWM AOCTOBEPHOCTWU, YCTAHOBMIEHHbIM
HaunoHanbHbIM MHCTUTYTOM CcTaHgapToB M TexHonorui (NIST) (v.2.19). B nocnegosatensHoctv N1ST u3 150 amniMkoHOB 92 aMnanKoHa
MOMIHOCTLIO pacnonaraancb BHyTpY 061acTeil reHoMa BbICOKOW CTEMEHW JOCTOBEPHOCTM, 41 aMNAINKOH YaCTUYHO MepekpbiBaica, U 17 aMn/IMKOHOB
He nepekpbiBanucb. B pesynbtate 66110 nonydyeHo 10 000 kKoopAvHaT Ha O4HY MOBTOPHOCTb NS CpaBHEHWA. Pacno3HaHHble HeW3MeHeHHble

a30TUCTble OCHOBaHMA CpPaBHWBa/M CO CTaHAAPTHOW NOC/NeA0BaTe/IbHOCTbIO reHoMa YenioBeka 19. Pe3ynbTaTbl onpefefieHns TOYHOCTU NpUBeLeHbI
BTabnuue 4.

Tabnuua 4 CoOTBETCTBME pe3y/bTaTOB pacno3HaBaHWA a30TUCTbIX OCHOBaHWIA C momouwblo npubopa MiSeqDx gns ob6pasua NA12878 no
CpaBHeHMto ¢ 6a30i gaHHbIX NIST

Nenbl Tyembl i Kon-so amnnunkoHoB CpeaHas yacToTa Bcero TP BapuaHTOB Bcero FN BapuaHTOB Ob6uee konuuectso Ob6buee kKonuuyectso PPA NPA OPA
ob6pasey onpefeneHuns T.N onpeaeneHunii FP onpeaeneHunit

NA12878 133 99,98 208 0 19380 0 100 100 100
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r eHeTUYeCK'H cekBeHnTop MiSeqDx

Bbln NpoBefeH AOMONHUTENbHbIA aHann3 06pasyoB Ana onpefeneHns HeboNbWNX MHAENO0B (MHCepuun unu aeneyun) (taénuua 5). B HEKOTOPbIX
Cny4yasx WHCepuusamHcepuus wam aeneuns 6bina obwein ans AByx uam 6onee UCNbITYeMbiX 00pasLoB, YTO OTPaXeHO B cTonbue «Ob6uiee
KO/IMYeCTBO MOBTOPHOCTE 006pasyoB C MHcepuuen wnu feneuveri». B Tabnuuy 5 BKAOYeHbl pe3ynbTaTbl Ans 06emx MOBTOpHocTel 12
[OCTOBEPHbIX 06pasyoB. O6LLee cogep)KaHne UHCEPLUU UK fenelmnin cocTaBnano 71 B gnanasoHe 1-24 n. 0. no pasmepy Ans uHcepuumn n 1-25 n.
0. ans peneunin. Kaxxgas us 69 nHcepuuii unu geneuunin 6bina onpeaeneHa npyv NpoLeHTe NON0XMTeNbHOro cooteeTcTeus 100%. OpgHa geneuns
(amnnukoH 64; neneums 2 n. o. (xpHO 55892600 TAC>T) HM B 0OAHOM Cflyyae He Gblna onpefeneHa BEPHO, NMOCKO/bKY KaXKAbli U3 3TUX BapuaHTOB
He Obln onpegeneH m3-3a unbtTpa R5xX97); NosTomy 6bI10 HEBO3MOXHO paccumTaTb PPA C UCKNHOUYEHNEM OTCYTCTBYIOLWNX onpeaeneHunin. Apyras
NHcepumanHcepums 1 n. o. (xpl7 39589692 C>CA) Ha amnnumkoHe 111 TakXe HM B OAHOM cflydae He 6blfa onpefesieHa BEPHO, MOCKO/bKY 9
BapMaHTOB He Obln onpeaeneHbl U3-3a unbTpa R5x9, a 7 onpeaeneHunii b1 NOXHOOTPULATENbHBIMMU.

Tabnuua 5 CBOAHbIE AaHHbIE OMpeAeneHns UHCePUUIA Unun geneunii ¢ nomowbio npmbopa MiSeqDx

AMNNNKOH Xpomocoma MonoxeHune Pasmep Tun n gnnHa uHaensl MHaens Ob6uee Bcero He Bcero Bcero PPA

npoaHanu3MpoBa B aMNNNKOHE KONMYecTBO onpefeneHo HEBEPHbBIX BEPHbBIX

MHOTO noBTOPHOCTE onpefeneHniionpefeneHnii

thparmeHTa o6bpasuoB c MHCcepuuit MHCepuuit

nHcepunen wunmn unu geneuunii unn peneyunii
neneuunen

1 36450544 93 aeneuns 25 n. o. GAAAATTTAATGAAACACATTGTCCT>G 2 0 0 2 100
2 109465165 79 feneunsa 3 n.o. ACTT>A 12 0 0 12 100
3 218353908 91 peneunsa 23 n. o. I>TTTTAATAGCAAAAAGAGGCTAGA 24 0 0 24 100
4 223906701 92 peneuymna 17 n. o. GACAGACTGTGAGGAAGA>G 10 0 0 10 100
6 236372081 70 nHcepuua 5 n. o. OCTTAAG 10 0 0 10 100
7 247812083 88 nHcepuua 3 n. O. OCATG 10 0 0 10 100
8 2 55862804 90 nHcepuusa 7 n. o. T>TTTGGTAA 14 0 0 14 100
9 2 87003972 80 feneynsa 6 n. o. FTATCTOT 6 0 0 6 100
13 2 200796749 87 nHcepuusa 5 n. o. T>TTAAAA 24 0 0 24 100
14 2 212245090 91 MHcepuua 12 n. o. OCTGAAAATAGGAT 14 0 0 14 100
16 2 235016388 73 nHcepuua 2 n.o. A>ATG 12 0 0 12 100
17 3 4466274 93 peneuns 23 n. o. TAACTTAAAATTACAAAATAACCC>T 2 0 0 2 100
19 3 49851375 70 nHcepuua 9 n. o. OCCTGGCTCCT 4 0 0 4 100
21 3 190106071 75 peneuywnsa 1 n. o. AG>A 20 0 0 20 100
25 4 56236567 66 peneuynsa 8 n. o. TAACCGAAA>T 12 0 0 12 100
27 4 164446785 62 nHcepuusa 11 n. o. I>TTATGGTATTGA 12 0 0 12 100
31 5 74077155 83 geneuusa 4 n. o. TAGTA>T 10 0 0 10 100
34 5 155662255 75 MHcepuua 8 n. o. G>GCCTACTGA 20 0 0 20 100
36 6 24950035 92 peneuwnsa 21 n. o. CCCTGGGTGCTATAGCCCACCA>C 10 0 0 10 100
37 6 31084942 100 peneuynsa 3 n. o. GCTT>G 14 0 0 14 100
39 5 32986905 95 aeneuns 25 n. o. CTTTCACTTTCCCGTCTCATGCAAAG>C 12 0 0 12 100
41 6 41647442 95 aeneyus 23 n. o. GGCATGAGGCTTGGTGACATGGCA>G 8 0 0 8 100
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r Cnel Hueckuin cekseHsl0|) MiSeqDx

AMNANKOH XpomocoMma MonoxeHune Pasmep Tun v gnvuHa unupensl Nugensl O6uee Bcero He Bcero Bcero PPA

npoaHannM3npoBa B aMNIMKOHE KONN4ecTBo onpeaeneHo HeBEPHbIX BePHBIX

MHOTO NOBTOPHOCTE onpeAeneHnii onpeaeneHnii

hparmeHTa o6pasuos c NHCepLKnii nHCcepuuni

MHCepunen wunu UNN AeneHnii unm geneHuni
feneHunei

44 7 66276142 88 nHcepuyus 1 n. 0. OCT 16 0 0 16 100
46 7 110939983 85 feneHuns 4 n.o. CAAGT>C 12 0 0 12 100
47 7 128533514 90 nHcepuusa 1 n. o. 1>TC 24 0 0 24 100
48 7 149503916 91 feneHuns 4 n. o. GGATA>G 8 0 0 8 100
50 7 156476548 93 penenusa 11 n. o. GAATCTGCACT7>G 12 0 0 12 100
52 8 24811064 90 Aenenusa 1n.o. AG>A 24 0 0 24 100
53 8 76518677 67 nHcepuusa 4 n. o. T>TACTG 14 0 0 14 100
55 9 105586193 65 nHcepuusa 4 n. o. OCAATT 2 0 0 2 100
58 9 138995370 97 peneHuna 21 n. o. TCTGGGGGGCAGCCCCTGAGGG>T 14 0 0 14 100
59 10 5987158 79 feneHus 3 n.o. TAAOT 10 0 0 10 100
63 10 45084202 95 neneHuns 16 n. o. AGCGTCTATAACCAAAT"A 12 0 0 12 100
64 10 55892600 89 ueneHus 2 n. o. TAC>T 10 10 0 0 H/nN
68 11 30177690 70 nHcepuus 2 n. o. octg 10 0 0 10 100
70 11 59837721 62 nHcepunus 8 n. o. I>TTATGAAAA 12 0 0 12 100
75 11 118406328 85 feneHnsa 8 n. o. CAGTGTGGA>C 10 0 3 10 100
76 11 120357842 85 feneHnsa 2 n. o. CT1>C 10 0 10 100
78 12 2834814 84 MHcepHusa 21 n. O. T>TTCTCAGTACGGTGAACCCCAG 24 0 p3 24 100
84 13 25817002 89 nHcepHua 19 n. O. C>CAAAATATAAAAAGCTCCCT 24 0 0 24 100
85 13 44880152 89 MHcepuua 4 n. o. OCCTGT 12 3 3 12 100
86 13 77665265 77 feneHunsa 20 n. o. ATCTATTTTCTAATAGACGGC>A 14 0 0 14 100
89 14 46958967 73 fenedHund 22 n. o. TTTAAAATTTGAATGTGATAAAA>T 24 0 3 24 100
90 14 58050081 81 nHcepuusa 4 n. o. OCTGAT 20 0 0 20 100
91 14 82390602 91 fenedusa 16 n. o. CTTGCTCTATAAACCGT>C 10 0 o 10 100
93 14 102808554 94 feneHusa 5n. o. CGTGGA>C 10 0 0 10 100
95 15 63446199 68 ueneHna 6 n.o. CAAAANX: 12 0 0 12 100
96 15 77879862 95 fenenua 25 n. o. GCCCCTGAGCCAGCCTCCCGCTCTTA>G 14 0 0 14 100
98 15 85438311 72 nHcepumna 3 n. O. OCTTG 8 0 0 B 100
100 15 89864316 70 nHcepuusa 4 n. o. G>GCTAC 8 0 0 8 100
105 16 85706416 91 feneHns 7 n.o. ATTATTTOA 16 D 0 16 100
107 17 3594276 87 ueneHns 1n. o. TG>T 2 0 0 2 100
108 17 3970133 91 nHcepuus 18 n. O. A>ATCCTATTCTACTCTGAAT 10 0 0 10 100
109 17 16084985 93 MHCepums 4 n. o. A>AACAC 10 0 0 10 100
111 17 39589692 84 nHcepuyma n. O OCA 16 9 7 0 0
112 17 39589739 84 nHcepumus 24 n.o. T>TTCTGAAGGTCAAGTCTATCCCTGA 24 0 0 24 100
n3 17 45438886 92 fenenuna 4 n. o. CAGTG>C 12 0 3 12 100
114 17 61502459 79 penedunsa 12 n. o. TTTGTATCTGCTOT 20 0 0 20 100
ABryct 2021 r. JokymeHT Ne 1000000021963 B.O3 27

& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



| eneTHYecKnH eekBeHaop MiSeqDx

AMNINKOH Xpomocoma MonoxeHue Pa3smep Tun n gnuHa nHaensl MHaensl Ob6uee Bcero He Bcero Bcero PPA

npoaHa.lnanposa B aMnnuKoHe KONMYecTBO onpefeneHo HeBEPHbI X BEPHbIX

MHOTO NoBTOPHOCTEN onpejeneHunii onpepenenni

hparmeHTa o6pasuos c MHcepuuit MHCepuuit

nHCcepuuein wunn Unu geneuun unu geneuyuni
neneuwnei

120 18 38837054 75 nHcepuua 22 n. o. T>TGTATCTTAGCAAAAGTTTCTCA 24 0 0 24 100
121 18 47405425 81 nHcepuua 3 n. o. T>TGAG 20 0 0 20 100
122 18 54815706 85 feneuns 2 n. o. ACT>A 20 0 0 20 100
130 20 21766863 70 aeneumnsa 15 n. o. TACTTGAGAACTGAGG>T 4 0 0 4 100
131 20 25278464 101 nHcepumusa 5 n. o. A>AGTGGG 20 0 0 20 100
132 20 5089736! 67 nHcepuusa 11 n. O. OGGAATGTCAGCC 24 0 0 24 100
134 20 62690925 87 aeneuund 16 O. o. TCCTGGCTGGCCTGTGOT 10 0 0 10 100
135 21 30300873 66 nHcepuusa 11 n.o. G>GATAAAACTTTA 10 0 0 10 100
137 21 36710749 87 aeneuymna 21 n. o. ACTCAAGATAACTCATGTTATOA 16 0 0 16 100
138 21 46644985 69 aeneuunsa 5n.o. GTTGTT>G 8 0 0 8 100
140 22 25750814 00 MHcepumna 6 n. o. OCAGGGCA 20 0 0 20 100
142 22 37409885 97 nHcepuuna 5 n.o. OCTGTTT 2 0 0 2 100
144 22 47081407 92 aeneuyuna 10 n. o. GGGCACAGGCA>G 12 0 0 12 100
Bocnpon3eBoanMocTb

[ns OUeHKM TOYHOCTM paboThbl Npm6opa MiSeqDx 6bin0 NpPoBeAeHO ABa UCCMeAOBaHMA Ha NMMHUSAX KNeTOK (MccnegoBaHue 1 U 2) unm KpPoBu CO
CHMKEHHbIM KO/IMYECTBOM NIE/AKOLMTOB C 106aBNEHNEM NIMHUIA KNETOK C M3BECTHOW KOHLIEHTpaLUuein KneTok (MccnepoBanue 2). B uccneposaHum 1
CMO/b30BaNIN HECKO/IbKO MPUGOPOB; BTOPOE MCCNeA0BaHNe NMPOBEAEHO B HECKOMbKMX LIEHTPax.

MccnegosaHue 1

BocnponsBogMMocTb pe3ynbTaToB ANs UHCTpyMeHTa MiSeqDx ycTaHOBWAM C WCMONb30BaHWEM [BYX WHCTPYMEHTOB, ABYX OMepaTopoB M ABYX
napTWiA peareHTOB; BCEro NMPOBENM BOCEMb CepUil aHanM30B. OLEHKA Penpe3eHTaTUBHOCTM, 06pasLbl M METOL CPaBHEHUS OblIv TEMU Xe, YTO AN
“ccneaoBaHNs TOYHOCTM, ONUCAHHOTO BbILLE.

Pe3ynbTaTbl, NPUBEAEHHbIE B NMEPECUETe Ha aMMIMKOH ANS KaXA0ro MHCTPyMeHTa (Tabnuua 6) oTpaxarT BOCMPOM3BOAMMOCTb Pacro3HaBaHWii
MEXAY MHCTPYMeHTaMu. % KOPPEKTHbIX pacno3HaBaHWUiA BK/IKOYAN Kak HeKOppe!CrHble pacrno3HaBaHus, TaK W Hepacno3HaHHble HYKNeoTuabl (0AvH
nnnm 6onee PUALTPOB He MOAXOAWUNM OMpPeAensieMOMY BapuaHTy). VIHCTPYMEHTbI MONYYMNIN CXOXME KOMMYecTBa OTCYTCTBUS pacro3HaBaHWs W
HEKOPPEKTHOr0 pacrno3HaBaHMs B 3aBUCMMOCTM OT aMM/IMKOHa.
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Ta6nnua 6 Pe3ynbTaTbl UCCNEAOBaHUS BOCMPOM3BOAMMOCTY /11 MHCTPYMeHTOB MiSeqDx (Ha ypoBHE aMM/IMKOHa)

AMNAnkKo
H

N

o o b w

10
11
12
13

14

15
16

17
18
19
20

21
22
23

24
25

Xpomocoma

[

NN NN

N

w w w w

ABrycrt 2021 r.

Hauano
aMnNnMKoHa

36450499
109465122

218353867
223906657
228526602
236372039

247812041

55862774
87003930
177016721
186625727
190323504
200796740

212245049

228147052
235016350

4466229
46620561
49851331
189713161

190106030
2233667
7780541

15688604
56236521
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KoHeit
amMnanKOHa

36450591
109465200

218353957
223906748
228526682
236372108

247812128

55862863
87004009
177016805
186625801
190323591
200796826

212245139

228147144
235016422

4466321
46620643
49851400
189713248

190106104
2233744
7780637

15688681
56236586

Pasmep
npoaHanM3MpoBaHb
oro hparmeHTa

93
79

91
92
81
70

88

90
80
85
75
88
87

91

93
73

93
83
70
88

75
78
97

78
66

Hykneotn CopepxaHue

nos

BamMnN/INKOHa B

AOCTOBEPH reHome

bIX

o6nacTax

93 NHpensl

79 Monn-A (5), nonu-
L, (5). nHgensl

91 NHpensl

92 Nupensl

81 Monn-r (5)

70 Monu-T (10),
NHAenbl

88 Monu-A (5), UT
<3), TAA(3),
UHAeNbI

90 WHpensl

80 MHpensl

81 H/M

75 Monun-A (8)

88 Monu-T (5)

87 Monun-T (5),
WHAENbI

91 Nonn-T (5), nonu-
A (6). nHgensl

93 H/N

73 MNonn-T (5),
UHAenbl

93 AT (3), unpgensl

83 H/N

70 LT (3), nHgensl

88 Monu-A (5), nonun-
T(S), nonun-A (9),
rnas)

74 NHpensl

78 Monun-A (6)

97 Monu-r (6), nonu-
T(5), nonn-A (5)

78 H/N

62 Monun-A (5),
NHAEenNbl

GC-cocTaB

0.22
0,38

0,4

0,49
0,69
039

0,27

3,28
0,38
3,65
0,35
0,42
0,31

0,3

0,43
0,42

0,27
0,43
0,49
0,41

0,57
0,26
0,42

0,29
0,36

MiSeqDx 1

Bcero

pacno3HaHO pacno3HaHO
KOPPEKTHO HEKOPPEKTHO

8928
7584

8736
8832
7776
6720

8448

8640
7680
7775
7200
8448
8352

8736

8928
7008

8761
7968
6720
8448

7096
7488
9312

7488
5952
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FeneTtnucckuu cekseHaop MiSeqDx

KOPPEKTHO HEKOPPeKTHO

MiSeqDx 2

Bcero He Bcero
pacno3HaHo

0 8928
0 7584
0 8736
0 832
0 7776
0 6720
0 8448
0 8640
0 7680
0 7775
0 7200
0 8448
0 8352
0 8736
0 8928
0 7008
167 8760
0 7968
0 6720
0 8448
8 7096
0 7488
0 9312
0 7488
0 5952

Bcero
pacnosHaHO pacno3HaHo

© o © o

o w T . © O
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o O o o

Bcero He
pacnosHaHo

o

o o o o
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AmMnanko
H

Xpomocoma

26 \
27

N

28
29
30
31

a o o o

32
33
34
35
36
37
38

o o o o g g «a

39 6
40 6
41

o

42
43
44
45
46
47

N N N NN o

48

~

49
50
51
52

© o ~N

53
54
55
56

© © © ©

ABryct 2021 r.

Hauano
aMnanKoHa

102839244
164446743

1882081

14769061
41069808
74077114

147475343
149323731
155662213
6318713
24949983
31084900
32147987

32986864
33408498
41647401

112435865
22202076
66276100
77365735
110939946
128533468

149503875

154404519
156476507
1817312
24811020

76518625

103054909
105586150
107620823
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KoHel,
amMnnnMKoHa

102839314
164446804

1882158

14769144
41069871
74077196

147475409
149323821
155662287
6318814
24950074
31084999
32148084

32986958
33408583
41647495

112435955
22202148
66276187
77365821
110940030
128533557

149503965

154404599
156476599
1817394
24811109

76518691

103055006
105586214
107620918

Pasmep

npoaHanuanpoBaHbl 0B

oro pparmeHTa

62

78
84
64
83

67
91
75
102
92
100
98

95
86
95

91
73
88
87
85
90

91

81
93
83
90

67
98
65
96

pacno3HaHo pacno3HaHo
KOPPEKTHO HEKOPPEeKTHO

Hykneotu CopepxaHue OC-cocTaB MiSeqDx 1
BaMNAUKOHA B Bcero

[OCTOBEpPH reHome

bIX

obnactax

69 Monu-A (5) 0,46 6624

62 Monun-A (7). 0,27 5952
WNHATENbI

75 H/M 0,78 7200

84 rr(3), LA (3) 0,62 8064

M H/M 0,39 N144

83 Monun-A (6). 0,3 7968
UHAenbl

b7 Monu-T (5) 0,37 6432

91 LT (4). AT (3) 0,55 8736

15 WNHgensl 0,43 7200

102 Monn-r (6) 0,68 9792

92 epenbl 0,63 8832

94 FUT (5). nHpgenst 0,61 8979

98 Monun-T (5), TUT 0,55 9408
(3),4TT(3)

95 WHupensl 0,53 9120

86 Monu-L, (6) 0,7 8256

94 Monu-r (5). 0,61 9024
UHAENbI

91 Monu-A (5) 0,44 8736

73 H/N 0,44 7008

88 NHpensl 0,35 8448

87 Monun-A (7), AT (4) 0,26 8352

85 NHpaens 0,38 8160

90 Nonu-r (5), 0,62 8550
MHAenbl

91 Monu-r (6), nonn- 0,71 8736
L, (6). nHpensbl

66 H/M 0,31 6336

93 NHpensl 0,35 8928

83 H/N 0,42 7968

89 MNonun-T (7). 4TL 0,61 8452
F4). nugens

67 WNHpensl 0,3 6432

98 Monu-r (6) 0,67 9408

65 NHpensl 0,32 6240

96 H/N 0,49 9216
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Bcero He
pacnosHaHo
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VIiSeqDx 2
Bcero

KOPPEKTHO HEKOPPEKTHO

6624
5952

7200
8064
6144
7968

6432
8736
7200
9792
8832
8979
9408

9120
8256
9024

8736
7008
8448
8352
8160
8550

8736

6336
8928
7968
8449

6432
9408
6240
9216

Bcero
pacno3HaHO pacno3HaHo
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AMNANKo Xpomocoma

H

57
58

59

60
61
62

63
64
65
66
67
68
69
70
71
72
73
74
75
76

77
78

79
80
81
82
83
84

85
86
87

ABrycrt 2021 r.

10

10
10
10

SOSSS SR B

=P
w w

Hauano
amMnAnKOHa

123769149
138995345

5987120

11784629
27317777
33018351

45084159
55892599
101611250
118351373
8159816
30177648
47470345
59837679
64418856
53529612
101347052
102477336
118406285
120357801

125769313
2834770

26811004
30881766
88474105
120966872
24167504
25816961

44880112
77665218
31619327

& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

KoHey
aMnanKoHa

123769231
138995441

5987198

11784726
27317855
33018440

45084253
55892687
101611329
118351453
8159912
30177717
47470444
59837740
64418957
93529684
101347136
102477426
118406369
120357885

125769397
2834853

26811096
30881846
88474175
120966966
24167576
25817049

44880200
77665294
31619393

Pasmep

oro pparmeHTa

83
97

79

98
79
90

95
89
80
81
97
70
100
62
102
73
85
91
85
85

85
84

93
81
71
95
73
89

89
7
67

Hykneotn CopfepxaHue
npoaHanM3MpoBaHH 0B

BaMN/IMKOHA B

AOCTOBEPH TeHoMe

bl X
obnactax
83
97

78

91
79
90

95
88
80
81
96
70
100
62
102
73
85
91
85
85

85
84

93
81
71
95
73
88

89
7
67

AT(3)

Monu-1 (6),
UHAeNbI

Monn-r (5),
UHAENbI

ru(3)

Monun-T (5)
MNonun-A (5), nonun-
T(5)

WHpensl

AL (11), nugensl
H/M

HM

H/M

WHpensl

H/M

NHpensl

H/N

Monun-A (5)

H/M

Monun-r (6)
Nupensl
Monun-A (5), LA
[3). uHgensl
rA(3)

Nonn-L (5),
NHAENbI

CC-cocTaB

0,37
0,68

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
0,34

0,52
0,52

Monu-A (7), ALl (4) 0,33

H/N

Monwn-A (6)
Monun-r (5)

H/N

Monun-A (5), nonu-
T (7), nonn-A (7),
NHAeNbI

Nupensl

NHpensbl

A (3). TA (3)

0,49
0,35
0,68
0,52
0,22

0,49
0,39
0,39

Vl0iSeqDx 1

Bcero

3acno3HaHO 3acrno3HaHo
KOPPEeKTHO HEeKOpPpPeKTHOo

7968
9312

7488

8644
7584
8640

9120
8408
7680
7776
9216
6720
9600
5952
9792
7008
8160
8736
8160
8160

8160
8064

8928
7776
6816
9117
7008
8448

8544
7392
6432
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MiSeqDx 2
Bcero
pacnosHaHo
KOPPeKTHO

7968
9312

7488

8644
7584
8640

9120
8407
7680
7776
9216
6720
9600
5952
9792
7008
8160
8736
8160
8160

8160
8064

8928
7776
6816
9119
7008
8448

8544
7392
6432

cekBeHatop MiSeqDx

Bcero
pacnosHaHo
HEKOPPEKTHO
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AmMnNanko Xpomocoma

H

88
89

90
91
92
93
94
95
96

97
98
99
100
101
102
103
104
105

106
107

109
no
111

112
113

114
115
116
117
118
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14
14

14
14
14
14
15
15
15

15
15
15
15
16
16
16
16
16

17
17

17
17
17
17

17
17

17
17
17
18
18

Hauano
aMnanKoOHa

39517884
46958962

58050030
82390559
92549544
102808496
43170751
63446149
77879807

81625334
85438263
89817413
n9864274
1894910

28997904
53682908
57954406
85706375

3563920
3594191

3970090

16084945
33998759
39589691

41244394
45438866

61502432
64023582
72308237
2616456
6980478
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KoHewy
amMnnnMKoHa

39517966
46959034

58050110
82390649
92549609
102808589
43170848
63446216
77879901

81625428
85438334
89817503
89864343
1894972

28997998
53682994
57954509
85706465

3564008
3594277

3970180

16085037
33998849
39589774

41244484
45438957

61502510
64023667
72308320
2616522
6980568

Pasmep

npoaHann3npoBaHH 40B

oro (hparmeHTa

83
73

81
91
66
94
98
68
95

95
72
91
70
63
95
87
104
91

89
87

91
93
91
84

91
92

79
86
84
67
91

pacno3HaHo pacnosHaHo
KOPPEKTHO HEKOPPEeKTHO

Hykneotn CopepxaHue G C-cocTas MiSeqDx 1
BaMMNANKOHA B Bcero
[OCTOBEPH reHoMme
bIX
obnactax
83 H/M 0,25 7968
72 Nonn-T (5), 0,19 6830
NHAenNbI
81 NHpenbl 0,38 7776
91 NHpensl 0,35 8736
66 MNonun-A (5) 0,41 6336
94 NHupensl 0,62 9024
96 Monun-4 (5) 0,45 9216
68 NHupensl 0,25 6528
93 Monn-r (5), 0,68 8928
WHAEeNb
95 Monn-T (6) 0,43 9120
71 Nupensl 0,65 6816
91 H/N 0,36 8736
70 Nupensl 0,56 6720
63 H/N 0,27 6048
95 Monun-1 (5) 0,67 9120
87 TA(3) 0,41 8352
104 Nonu-4 (5) 0,67 9984
91 Nonu-T (5), 0,37 8736
WHAenbl
89 ru(3) 0,64 8544
87 Monwn-L, (5). 0,67 8347
NHAeNbI
91 Ne wienbl 0,46 8736
93 NHpaensl 0,26 8928
89 Monu-T (5) 0,54 8544
82 MNonun-A(13), 0,29 7776
nHaensl (x2)
91 Monun-A (5) 0,34 8736
92 Monun-A (7), AT 0,26 8832
(3). AT (4). AT (4).
NHAeNbI
79 WHpensl 0,41 7546
86 Monn-T (7) 0,22 8256
84 AT (3) 0,62 8064
67 rA(3) 0,31 6432
91 H/M 0,37 8736
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MiSeqDx 2
He Bcero

KOPPEKTHO

7968
6835

7776
8736
6336
9024
9216
6528
8926

9120
6816
8736
~T720
6048
9120
8352
9984
8736

8544
8347

8736
8928
3544
7777

8736
8832

7547
8256
8064
6432
8736

ceKBCiuiop MiSeqOx

Bcero
pacnosHaHo
HEKOPPEKTHO
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Amnnuko Xpomocoma
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119
120

121
122
123
124
125
126
127
128
129
130

131
132
133
134
135
136
137
138

139

140
141
142
143
144
145
146
147
148
149
150
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18
18

18

18
19
19
19
20
20
20
20

20
20
20
20
21
21
21
21

21

Havano
aMnankKoHa

9888026
38836999

47405382
54815665
59773996
625143

18121418
18186574
746056

10633195
17705633
21766821

25278421
50897302
62331904
62690860
30300823
33694176
36710706
46644924

46705575

25750774
32439233
37409844
37637596
47081347
15870424
135288543
135290777
2655397
2655519
2655609
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KoHel,
amniankoHa

9888094
38837073

47405462
54815749
59774060
n25241

18121491
18186643
746149

10633276
17705708
21766890

25278521
50897368
62331994
62690946
30300888
33694273
36710792
46644992

46705664

25750873
32439329
37409940
37637694
47081438
15870492
135288611
135290847
2655461
2655609
2655679

Pasmep
npoaHannM3npoBaHH
oro pparmMeHTa

69
75

81
85
65
99
74
70
94
82
76
70

101
67
91
87
66
98
87
69

90

100
97
97
99
92
69
69
71
65
91
71

HykneoTn CopgepxaHue

aos B amMMniNKoHa B

aoCTOBEPH reHome

bIX

obnactax

69 Monu-A (6), TT (3)

75 Nonun-A (5),
nHAeN.I

81 LTy (3), ungensl

85 LT (3), nuaens

65 H/M

99 H/N

74 H/n

70 H/N

~g4 H/N

82 AL (3)

76 LT(3)

70 rT(3),Tr(4),
nHAeN.I

101 NHpensl

67 NHupensl

88 Nonn-r (6)

87 NHaensl

66 NHaensl

98 Monn-T (6), LA (3)

87 [T (3), nHgens

69 Monu-A (6), AT
13). nupgens

90 MNonn-T (5), nonun-
A(6)

100 Mupens

97 H/M

97 WHpens

99 H/M

92 NHaensl

69 Nonun-T (5)

69 Nonun-U(5)

71 H/M

0 H/M

0 H/M
Monu-A (5)

OC-cocTas

10,43
0,37

0,47
0,45
0,48
0,59
0,68
0,64
0,61
0,59
0,58
0,46

0,63
0,36
0,73
0,57
0,35
0,54
0,39
0,32

0,63
0,68
0,46
0,6

0,66
0,26
0,62
0,52
0,55
0,48
0,37
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Bcero

9aCno3HaHo
KOPPEKTHO

6624
7200

7776
8160
6240
9504
7102
6718
9024
7872
7296
6720

9696
6432
8360
8352
6336
9408
8352
6603

8640

9600
9312
9312
9504
8832
6624
6624
6816
0

0

0
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I enevnuecrsii ceksenarap MiSeqx
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FeHeTnueckunii cekBcHaTop MiSeqDx

Pe3ynbTaTbl WCCMefOBaHUsS BOCMPOM3BOAMMOCTM 6blIM NpOaHasM3MpoBaHbl MO ornepaTopaM C
CMONb30BaHNEM YaCTOThbl BapuaHTOB (Tabnuua 7). ATOT aHanM3 Mokasas, 4YTo YyacToTa BapuaHTOB
6blNa 0fMHaKOBa y 060MX onepaTopoB. MMOAyYMNM CPefHME 3HAYEHMS 4acTOThbl BapMaHToB +/- 1
CTaHAapPTHOE OTK/OHEHME.

Tabnuua 7 PesynbTaTbl N0 onepatopam Ans MHCTpymeHTa MiSeqDx

[Avana3oH u4acTtoTbl Kon-Bo NToro BapuaHtos,MTOrO BapnaHToB.CpenHee 3HauyeHue (80)CpepHee 3HauyeHue (SD)

BapnaHTOB YHUKaNbHbIXNPOAHaNN3MPOBaHHbIXNPOAHANN3NPOBAHHbLIXYaCTOThI BapnMaHTOB,4acToThl BapuaHToB,
BapuaHToB onepatopom 1 oneparopom 2 nony4yeHHoe onepatopom 1 nonyyeHHoe onepaTtopom

2

fomosurota (0,70-2424 2424 2422 0,94 +/- 0,07 0,96 +/- 0,05

1,00)

FeTeposurorta 8240 8132 8128 0,48 +/- 0,04 0,49 +/- 0,04

(0,20-0,70)

Pe3ynbTaTbl  WCCNeAOBaHMS  BOCMPOM3BOAMMOCTM  [ANf  Kaxaoro o6pasya npeacTaBfeHbl
06beIHEHHO MO BOCbMM CepusM aHanu3oB (Tabnuua 8). [eTeKTUpOBaHME OLEHEHO OTAENbHO Ans
KaXkoro Tuna BapuaHta - OHB, BCTaBKU U AeneHumn. VIcknoueHbl pedepeHcHble nosuuum. IT1oT
aHanu3 nokasan, YTo pe3ynbTaTbl MO BapMaHTaM GbifiM BOCNPOM3BOAUMbI MO 06pasLiam.

Tabnuua 8 CooTBeTCTBME Pe3y/bTaTOB Pacro3HaBaHUA HYKNeoTUAOB NS MHCTpymeHTa MiSeqDx
no obpasuam

OHB WNHcepuyumn Oeneuunn
O6pasey Wtoro NToro NToro NToro NToro NToro NToro NToro Wtoro NToro NTolo NToro
nn nn no nn nn no nn nn no
NA12877 592 592 0 0 336 336 0 0 288 288 0 0
NA12878 1456 1456 0 0 320 304 0 0 384 368 0 0
NA12879 912 912 0 0 336 320 0 2 288 288 0 0
NA12880 1072 1071 b 1 384 384 0 3 320 304 0 0
NA12881 1248 1247 0 1 384 368 0 0 368 368 0 0
NA12882 944 ~43 0 1 352 336 b 4 304 288 0 0
NA12883 1088 1087 0 1 368 368 0 0 352 335 0 1
NA12884 1088 1088 0 0 400 384 b 5 336 336 0 0
NA12885 1200 1189 0 7 400 382 0 4 352 336 0 0
NA12886 1104 1102 0 2 368 352 0 h 368 368 0 0
NA12888 1056 1054 0 2 368 368 0 0 304 304 0 0
NA12893 1168 1168 0 0 352 336 b 1 368 368 0 0

[aHHble, NOnyyYeHHble B 8 cepusax WUcCNefoBaHWA BOCMNPOU3BOAMMOCTU, [eMOHCTPUPYIOT
CTabuNbHOCTb paboTbl FeHeTUYECKOro cekBeHaTopa MiSeqDx:

. GC-coctaB > 19% (Bce pacnosHaHHble HykneoTuabl B 192 n3 192 CceKBEHWPOBAHHbLIX
amnnnkoHos ¢ GC-coctaBoMm 19% pacrno3HaHbl KOPPEKTHO, KOMIMYeCTBO Hepacno3HaHHbIX
cocTasuio 1,1%)

. GC-coctaB < 78% (Bce pacno3HaHHble HyKneotTuabl B 192 u3 192 CeKBEHMPOBAHHbIX
aMnankoHos ¢ GC-cocTaBoM 78% pacrno3HaHbl KOPPEKTHO, Hepacno3HaHHbIe OTCYTCTBOBa/N)

. Monn-A nocnegoBaTenbHOCTM C ANMHOK < 8 (NonuM-A MNOBTOPEHMSA 8 HYKNeoTMAOB Obinn
pacrno3HaHbl KOPPeKTHO B 192 13 192 cekBeHMPOBaHHbLIX aMMIMKOHAX, COAepXaLlinx nonu-A
= 8)

. Monun-T nocnegoBaTeNbHOCTU C ANUHOW < 10 (nonu-T noBTopeHusi 10 HYKNeoTUAOB Obinn
pacno3HaHbl KOPPeKTHO B 192 1 192 ceKBeHMPOBaHHLIX aMMN/MKOHAX, cogepXawunx noam-T =
10)

. Monn-G nocnepoBatenibHOCTN C AANHON < 7 (nonu-G MOBTOPeHMS 7 HYKNeoTUAOB 6biin
pacno3HaHbl KOPPeKTHO B 192 n3 192 ceKBEHMPOBAHHbLIX aMMIMKOHAaX, cogepxalimnx nonn-G
=7)

. Monn-C nocnefoBatefibHOCTU € ANMHON < 6 (nonn-C MoBTOPeHUsi 6 HYKNeoTUAOB Obinn
pacno3HaHbl KOPPEKTHO B 576 13 576 CeKBEHMPOBaHHbLIX aMMIVKOHAaX, cofdepxkalimx nonn-C
=6)
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I encinuecnisii cenpenaop Miseqiy

. JyHyKneoTHaHMe NOBTOpeHUA ¢ AnHHOH < 11x (Bce pacnosHaHHble HykneoTHAb B 192 n3
192 CeKBEeHMPOBAHHBIX AMIIMKOHAX ¢ !X JAMHYKICOTHAHLIM MOBTOPCHHEM Onau
Pacno3HaHbl KOPPEKTHO, KOJIMUECTBO HEPACTIO3ZHAHHBIX cocTaBuio 0,5%)

. TPHHYKICOTHAHBIE TOBTOPEHHA © INMMHOI < 5X (BCce pacno3HaHHLIE HyKRCoTHAR! B 192 us
192 cexBeHMpOBAHHBIX &MIUIMKOHAX C 5X TPHHYKICOTHAHHM TOBTOPCHHEM Obin
pacno3sHaHkl KOPPEKTHO, KOIHYECTBO HEPACTIO3HAHHBLIX cocTaBuno 0,5%)

. Wncepuuu 24 nnn MeHee 0CHOBaHHHK W AeleHHH 25 HIH MeHee OCHOBAHUHA
- 24-HyKAeOTHAHRE HHCEPLIKHK OLUTH pacno3HaHbl KoppexTHo & 192 u3 192 obpasuos
- 25-HYKNEOTHAHNE feNelMH ObLTM pacno3Hanbl KOppeKTHO 8 223 ofpasuax, He

pacnosHaHo y 1 u3 224 obpasuos
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r eHeTu4Yeckuin cekBcHatop MiSeqDx

MccnepnosaHue 2

VccnepgoBaHve BOCMPOM3BOAMMOCTM B pPasHbIX LIEHTPax, BbIMOSIHEHHOE C UCMO/b30BaHNEM penpe3eHTaTMBHON naHenn MiSeqDx MykoBucumngos
BapuaHT aHanusa -139, BKNHYaNOKNMHUYECKM 3HauMMble reHeTuyeckne BapuaHTbl CFTR, npoaHann3vpoBaHHble C MOMOLLbHO MPOrpaMmMHOro
obecneyveHnss MiSeq Reporter ¢ UCNonb30BaHWEM LENEBOro NpPoToKona cekseHupoBaHua AHK MiSeqDx (Tabnuua 9). Cnenoe mccnegoBaHue
NPOBOANSIOCH B TPEX MCCNeA0BaTE/IbCKMUX LEHTPaX, C y4acTUem [BYX OMepaTtopoB B KaXAOM LeHTpe. [1Be XOPOLIO nccnefoBaHHble naHenn ns 46
06pa3uoB 6bINM NPOTECTUPOBaHbI KaXAbIM M3 OMepaTOpPOB BO BCEX LEHTpax; B 06LLEN CNOXHOCTU 6bino npoBefeHO 810 TecTOB B KaXAoM W3
nccnefoBaTenbCKUX LEHTPOB. [aHHble MaHenn cogep>kann cmecb reHoMHoin HK 13 KNeToYHbIX MMHWUIA C N3BECTHbIMKU BapuaHTamu B reHe CFTR,
M KPOBM CO CHMXXEHHbIM KOMIMYECTBOM NEKOLMTOB, M3BECTHLIM KO/IMYECTBOM K/IETOK M M3BECTHbIMU BapuaHTaMu B reHe CFTR. O6pa3subl KpoBu
6b1IM MCNONb30BaHbI ANS OLEHKW BCE Mpoueaypbl, B TOM YMCNe U OLEHKM 3Tana akcTpakumm rHK, KoTopblli SBNSeTCA TakKe OCHOBHOM 4acTbio
npouesypbl NPOBeLeHUs nccnefoBaHnsa. HactoTa NPoXoXKAeHUs BbIOOPKW, ONpefenseTcad Kak Yncno o06pasLos, NPOXOAAWMX KPUTEPUU KOHTPOSSA
KayecTBa C NepBoi NMonbITKK, cocTaBmna 99,88%. Bce pe3ynbTaThl UCCNeA0BaHMS OCHOBaHbI Ha MEPBUYHOM aHasnm3e.

I'abnuua 9 CBoAHbIe pe3ynbTaTbl UCCNe[0BaHMS BOCMPOM3BOAMMOCTM, BbIMNOHEHHOIO C MCMNONb30BaHWEM penpe3eHTaTUBHOW NaHenn MiSeqDx
MyKoBMCLUMA03 BapuaHT aHanmn3a -139

MaHen Y® resoTun nccnepyemoro BapunaHntel O6uwee CoBnagatwoume CoBnagawowue Konnuect KonHuyecT Bocnpoussopg BocnpoH3so O6uee
b o6pasya o6pasua KONNYEeCTBO MONOXUTENbHbIE oTpuuaTenbHble BO BO UMOCTb AUMOCTb coBnagexue

TecTos, pacnosHaBaHuA pacno3HaBaHus (MKW HEBEPHO Hepacno3 no.10XkUT&1bH oTpuuatenb {%)

npoBeneHHbl (BapuaHThl) TIn) pacno3Ha HaHHbIX  bIX HbIX

X B Kaxpgom Nccnepo Wccnepo Nccne Wccnepo Wcecne Wcecnepgo UHBIX pacnosHaBalli pacnosHaBa

HCCNeaoBaTC BaTeNbC BaTeNbC fOBaTe BaTe/bC 30BaT BaTesbe nin (%) Huii (%)

TbCKOM KW i Kui NbCKWN KWW enbcK Kuit

ueHTpe ueHTp 1 ueHTp 2 1 LeHTp 1 wnii ueHTp 3

LeHTp LeHTp
3 2
A 1 S549N (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 2 1812-1 O A (HET) 810 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 41 E508del/2184delA(HET) 810 12 12 12 797 798 798 0 n 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 (HET) 810 12 12 12 798 798 798 0 0 100 100 100
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 93 F508del/W1282X (HET) 810 12 11 12 798 797 798 23 0 97,22 99,96 99,92
A 103 F508del/3272-26 A>G (HET) 810 12 11 12 798 797 798 23 0 9742 99,96 99,92
A 11 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)
13 E60X/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100

A 14 MIIOIK(HET) 810 6 6 6 804 804 804 0 0 100 100 100
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| enetucckunin cekBeHaTop MiSeqDx

Nasen SS FeHoTwn nccsenyemoro BapuaHtel  Ob6uiee CoBnagatwouune CoBnapatwwune Konnuect KonHuect Bocnpoussos Bocnpownsso Obuiee
b ob6pasua o6pasua KOMMYEeCTBO MNONOXWTENbHbIE oTpuyatenbHble BO BO UMOCTb ANMOCTb coBnageHune
TecTos, pacno3HaBaHuAa pacnosHaBaHus ([JMKWA HeBEPHO Hepacnos NONOXWTENbH OTpULATENb (%)
npoBefAeHHbl (BapuaHThl) T™In) pacno3Ha HaHHbIX  bIX Hbl X
\ B kaxaom Wccnepo Wcenepo Wcecne Wcectepo WMicene Wcecnepo UHbBIX pacnosHaBaii pacnosHaHa
uccnepoBate patenbc BaTe.lbCc AgoBaTe BaTeNnbC J0BaT BaTebC HIA (%) umnii (%)
AbCKOM KUH KW i NbCKH KU eNnbCcK Kuii
ueHTpe LeHTp 1 ueHTp 2 yeHTp 1 WA LueHTp 3
LeHTp LeHTp
3 2
A 15 M1101K (HOM) 810 6 6 6 804 804 804 0 0 100 100 100
A 16 F508del (HOM) [506V, 828 6 6 6 822 822 822 0 0 100 100 100
1507V,
F508C
oTcyTCcTBYET
A 17 F508del/3659delC (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 18 R117H/F508del (HET) (TG)IO 816 18 18 18 798 798 798 0 0 100 100 100
(T)9/ (TG)12
(T)5
A 19 621+1C>T/711+1C>T (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 20 G85E/621+10T (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 21 A455E/F508del (HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 22 F508deNe 560T(HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 23 F508del/Y1092X (OA) 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
A 24 191303K (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 25 G542X (HOM) 810 6 6 6 804 804 804 0 0 100 100 100
A 26 G542X(HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 27 G55ID/R553X(HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 28 3849+I0kbOT (HOM) 810 6 6 6 804 804 804 0 0 100 100 100
A 29 WT 810 0 0 0 810 810 810 0 0 H/I'I 100 100
A 30 F508del (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 31 1717-1G>A(HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 32 R1162X (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 33 R347P/G551D(HET) 810 12 12 12 798 798 798 0 0 100 100 100
A 34 R334W (HET) 810 6 6 6 804 804 804 0 D 100 100 100
A 35 WT 810 0 0 0 810 810 810 0 0 H/ﬂ 100 100
A 36 G85E (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 37 1336K (HET) 810 6 6 6 804 804 804 0 0 100 100 100
A 38 WT 810 0 0 0 810 810 810 0 0 H/I'I 100 100
A 39 F508deE3849+10kbC>T 810 12 12 12 798 798 798 0 0 100 100 100
[HEN
A 40 621+1G>T/312(H1G>A 810 12 12 12 798 798 798 0 0 100 100 100
(HET)
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| CHeiH4t4'Kiifi cekBenaTtop MiSegDx

MaHe.l Ne FeHoTun nccnepyemoro BapuaHTtel  O6uee CoBnagatmouine Cosnapjatwouune [uonnuecTt KonuuecT 3ocnpousBos Bocnpousso O6uiee
b o6pasua o6pasua KONM4YyecTBO MNOMOXUTE.lbHbIE oTpuyaTenbHole BO BO MMOCTb AUMOCTb coBnageHue

TecTos, pacnosHaBaHua pacno3HaBaHua (WKW HeBEPHO Hepacno3 NONOXWUTenbH oTpuuyatens (%)

npoBeAeHHbl (BapuaHThbl) T™n) pacno3Ha HaHHbIX  bIX HbIX

X B KaXAoM WUccnepgo Hccnepo licc.ge Wcenepo Wcecne Mccnefo MHbIX pacnos3HaBall pacno3HaBa

uccnenosaTe BaTenbc BaTe.lbC goBaTe BaTeNbC goBaT BaTe.lbe aii (%) HUAH (%)

NbCKOM Kuni KUt NbCKWU KWk enbCcK Kui

ueHTpe LeHTp | yeHTp 2 1 LeHTp 1 un ueHTp 3

LeHTp LeHTp
3 2
A 41 F508del/3659delC (HET) 810 12 12 12 798 798 798 0 0 00 00 00
A 42 RI7H/F508del(HET) (TG)IO 816 18 18 18 798 798 798 0 0 10]0) 10]0) 00
(T)9/ (TG)I2
(T)5

A 43 G85E/621+10T (HET) 810 12 12 12 798 798 798 0 0 00 00 00
A 44 A455E/F508del (HET) 810 12 12 12 798 798 798 0 0 10]0) 10]0) 00
A 45 M303K(HET) 810 6 6 6 804 804 804 0 0 00 00 00
A 46 G551D/R553X (HET) sl 12 12 12 798 798 798 0 0 00 00 00
B 47 2789+50A (HOM) 810 6 6 6 804 804 804 0 0 00 00 00
B 48 CFTR dele2, 3/F508del (HET) 810 12 12 12 798 798 798 0 0 00 00 0O
B 49 F508del/l 898+1G>A (HET) 810 12 12 12 798 798 798 0 0 00 00 00
B 50 w t 810 0 0 3 810 810 810 0 3 H/I‘I 00 00
B 51 F508del/2143delT (HET) 810 12 12 12 798 798 798 0 p 00 00 00
B 52 3876de!A(HET) 810 6 6 6 804 804 804 0 0 100 00 00
B 53 3905insT (HET) 810 6 6 6 804 804 804 0 0 00 00 00
B 54 394delTT (HET) 810 6 6 6 804 804 804 0 0 00 00 00
B 55 F508del (HET) 810 6 6 6 804 804 804 0 0 00 00 100
B 56 wT 810 0 } 0 810 810 810 0 0 H/N 100 100
B 57 WT 810 0 0 0 810 810 810 0 0 H/I'I 00 100
B 58 F508del (HET) 810 6 6 6 804 804 804 0 0 00 00 00
B 59 wT 810 0 0 0 810 810 810 0 0 HN 100 100
B 60 L206W (HET) S10 6 6 6 804 804 804 0 3 j0]6] j0]6] J0]6]
B 61 wT 810 0 0 0 810 810 810 0 0 HN 100 100
B 52 G330X (HET) 810 6 6 6 804 804 804 0 0 00 00 100
B 63 WT 810 0 0 0 810 810 810 0 0 H/I'I 00 00
B 64 EU47H (HET) 810 6 6 6 804 804 804 0 0 00 0O 00
B 65 1078delT (HET) 810 6 6 6 804 804 804 0 0 00 100 00
B 66 GI78R/F508del(HET) 810 12 12 12 798 798 798 0 0 10]0) 10]0) 00
B 67 S549R (c.1647T>G) (HET) 810 6 6 6 804 804 804 0 0 100 100 100
B 68 S549N (HET) 810 6 6 6 804 804 804 0 0 00 00 00
B 69 W846X (HET) 810 6 6 6 804 804 804 0 0 10]0) 00 00
B 70 WT 810 0 0 0 810 810 810 0 0 H/I'I 10]0) 00
B 71 E92X/F508del (HET) 810 12 12 12 798 798 798 0 0 00 00 00
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FenHoTmnn nccnefyemoro BapuaHTel

o6pa3uya o6pasua

724
73
74

76
77
78
79
80
81
82
83

84
85
864
87
88
89
90
91
92

621+IG>T/U54insTC (HET)
G542X (HET)

tsOSdel (HET)

E508del (HET)

F508del (HET)
62H-1G>T/A455E(HET)
1812-1 G>A(HET)

wT

HO8deni553X (HET)

f508del/G551D (HET)

R347P/F508del (HET)

RI17H/F508del (HET) (TG)I0
(T)9/ (TG)12
(M5

1507del (HET)
2789+5G>A (HOM)

CFTR dele2, 3/F508del (HET)
F508deEI898+1G>A (HET)
wT

F508del/2143delT (HET)
3905msT(HET)

394delTT (HET)

F508del (HET)

Obuwee
KONM4yecTBO
TecToB,
npoBeAeHHbl
X B Kaxgom
Hcc.le.lOBaTe
IbCKOM
LeHTpe

810
810
810
810
810
810
810
810
810
810
810
816

810
810
810
810
810
810
810
810
810
74556

CoBnagatlmue

NONOXNTENbHbIE

pacnosHaBaHus
(BapuaHThbl)

WNcecnepno Ncecnepgo Nceene
BaTenbC Bate.lbCc gosate

KUH KUH
ueHTp | uyenTp 2
12 12

6 5

6 6

12 12

12 12

12 12

12 12

18 18

12 12

12 12

0 0

12 12

6 6

6 6

6 6

2209

NbCKN
i
LEeHTP
3

12

o5 @20 oo

Cosnapgatouwmne

oTpuyaTenbHble

pacnosHaBaHusa (Aukuii

T™Mn)

Wcenepo Uccne
BaTenbc gosat

KUt
ueHTp |

798
804
804
804
804
798
804
810
798
798
798
798

804
804
798
798
810
798
804
804
804
221182

enbCcK
un
LeHTp
2

798
804
804
670
804
798
804
810
798
798
798
798

804
804
797
798
810
798
804
804
804

Nccnepo
BaTenbC
KWl

ueHTp 3

797
804
804
804
804
798
804
810
798
798
798
798

804
804
798
798
810
798
804
804
804

f <Hewyecknin cekBeHaTop MiSeqDx

Konuuect Konnuect Bocnpoussos BocnpoH3Bo O6uiee

BO
HEeBepHO
pacnosHa
VHbBIX

O O O ©O O 0o ©o © o o o o

O© o o o o o o o

4

BO
Hepacnos
HaHHbIX

14

1352

o O O O O O o o

MMOCTb
nonoxute.lbH
bIX
pacno3HaBaH
nii (%)

100
100
100
94,44
100
00
100
H/N
100
100
00
j0]6]

00
00
00
00
H/M
00
00
00
00
99,77

' Nokanusauuna gUKoro Tuna, cootsetcrBytouwan sapmanty N 1303K gna ofHOW NOBTOPHOCTKN, NpuBe/sia KOTCYTCTBUIO OonpefeneHna n3-sa HeJO0CTaTOYHOINoO NOKPbITUSA.

ANMOCTb

coBnageHune

oTpuuaTens (%)

HbI X

pacno3HaBa
HUI (%)

99,96
j0]6]
j0]6]
94,44
L0]6]
00
00
00
L0]0
00
L0]0
L0]0

10]0)
00
99,96
100
00
00
00
00
00
99,88

99,96
100
100
94,44
100
100
100
100
100
100
100
100

100
100
99,96
00
00
00
00
100
00
99,88

N OpfHa NnoBTOPHOCTL 06pasyoB 5 n 75 umena vactoTy pacno3HaBaHus 0%. [JanbHeliwune uccnefgoBaHMs nokKasbiBalT, YTO WUCMbITyemMble o6pasubl He MOraM 6biTb Ao6GaBneHbl B nnawky Ao
NPUroTOBNEeHUA 6GUGNNOTEKN, NOTOMY YTO 06beMbl 06pa3LoB, OCTaBWMeCs B Npo6GMPKaX, YKa3biBalDT HA TO, YTO HUKAKON 06beM He 6bin OTTyAa U3BAT
N ®aKTbl CBUAETENbCTBYIOT O TOM. 4YTO 06pa3ubl 9 1 10, BEPOATHO, 6bIIN NOMEHAHLI ONepaTopoM A0 NPUTOTOBNEHUA 6UBNNOTEKN.

AJlokanusauna 4UKOTo Tuna, COOTBETCTBYlOLW as BapuaHTy M 1V gns oAHOW MOBTOPHOCTM KaXA0ro U3 AByX uMccnegyembix 06pasyoB, NpuBena K OTCYTCTBUIO pacno3HaBaHWsa M3-3a HELOCTATOYHOTO

NOKpPbITUA.
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I evervweckuit cexnenntop MiSeqDy

PaGoune xapaKTEPHCTHKYE 118 COMATHYECKHX BADHAHTOB

B ONHCAHHBIX B HACTORINEM AOKYMCHTC RCCNCHOBAHHAX A1 aHA/IN3a JAHHBIX CCKBCHHPOBAHUA HCNONL30BANH MOAYNb «Comariueckue BaPHAHTAI»
33 HCKIOUCHHEM TOTO, HTO B HCCNICIOBAHUAX C HCNONB3OBAHHEM MAHENM ABYX I'€HOB, [i¢ HCIIONL3OBANIH MOAYITh, cneumbuqnuﬁ AJIA DAHHOH TeCT-
CHCTEMBL.

TounoctTh

AN OUEHKH pe3yabTaToB, MONYHAEMLIX € MOMOMEBIO NEHETHYECKoro cekeeHatopa MiSeqDx, Omino npopeaeno Tpu woecnemopanus JHK,
3KcTparupoBanHoit H3 o6pasuios FFPE.
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| encruucchtii cennenmaop Miseyh
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FeHeTnyecKknii cekBcHArop .MiSeqDx

WccneposaHue 1

B a3tom wuccnegosaHuM  Oblia MCMONb30BaHa penpes3eHTaTVBHasA TecT-CUCTeMa [N OLEHKM
pa3NMyHbIX TEeHOB, BKAKYalWmUx 12588 ocHOBaHWA, B 23 PpasNUYHbIX XPOMOCOMax C
ncrnonb3oBaHnem 150 amMnIMKOHOB. Y-XPOMOCOMa He COLEPXWUT [OCTOBEPHO OnpefensieMblX
obnacteil, NO3TOMY ee OUEHKY He npoBogunuM. B 3ToM wuccnefoBaHUW WCMNOMb30BaAuM MATb
YHUKa/IbHbIX UCMbITYEMbIX 00pa3loB OT OAHOM CeMbW — ABYX PpOAUTENEN W Tpex [JeTeiw,
CEeKBEHMPYEMbIX B HECKO/IbKMX NabopaTopusX W C MCMNOMb30BaHWEM pPas/IMUHbIX MeTOLONOTUiA
CEKBEHNPOBaHMA. Tpu UCNbITyeMbIX o6pasua NosyyeHo OT XXeHWMWH 1 ABa — OT MY>XUuH. lMepefq
BbifeneHvem OHK Bce o6pasubl (uKcMpoBanu B (hOpMasMHE M MMMOGUN30BaNM B napaduHe.
NcnbiTyemblii 06pasey, GM 12877 passogmnun Ha yposHe AHK o6pasuom GM 12878 ana cospaHums
GM12877-D, 4T06bI NOMY4YMTb HAbOp BapuaHTOB C 4YacToTamm OKoMo 5% wu 10%. Kaxablit
ncnbITyemblli 06pasel, nccnefoBanmn B ByX NOBTOPHOCTAX 3a UCKNOUYeHeM GM12877-D, KoTopblii
nccnegoBann B NATU NMOBTOPHOCTAX. TOYHOCTL onpegenanu gns OHB, uHcepuumini v geneymnin nytem
CPaBHEHUA AAaHHbIX WMCCNEAOBaHWA C XOPOLLO OXapaKTePM30BaHHON petiepeHCHON 6a30li JaHHbIX.
PehepeHcHas 6as3a AaHHbIX nocnegosaTenbHocTel (Platinum Genomes, Bepcua 2016-01) 6bina
c(hopmMMpoBaHa Ha OCHOBaHWM pPe3yNbTaToB, MOJYYEHHbIX NPW  MOMOWM KOMOGMHUMPOBaHMUSA
HECKONIbKUX MEeTOAO0NOTUA  CeKBEHWPOBaHMA, ONYOAMKOBAHHbLIX AaHHbIX W HacnefCTBEHHON
NH(opmaLmun. Ecnn He yKasaHO WHOe, AOCTOBEPHbIE 06/1aCTU reHoma Oblv OonpefeneHbl AaHHbIM
peepeHCHbIM MeToA0M. B 06Leii CNOXHOCTM 6bIN0 BbIMNOSIHEHO BOCEMb MPOrOHOB UCMbITYEMbIX
obpasyoB, Tabnuubl pe3ynbTaToOB MO OMPeAesieHN0 TOYHOCTW, BK/KOYAKT [JaHHble MepBoro
nporoHa.

Tabnuua 10 cofepXuUT AaHHble UccnefoBaHns, B KOTOPbIX NPeAcTaB/ieH MPOLUEHT MOMOXUTENbHOMO
N OTPULATENIbHOINO COOTBETCTBMA MO KaXAOMY WUCMbITyemMOMYy ob6pasyy, rge ans pacdeta PPA
pe3ynbTaTbl OMNPeLeNeHns BapuMaHTOB CPaBHMBAKOT C pe3ynbTatamu, MONYYEHHbIMU XOpPOLIO
OXapakKTepu3oBaHHbIM pedepeHCHbIM MeToAoM. Tpu Tuna BapuaHToB - OHB, wWHcepuun w
feneumn, — o6beanHeHbl. Ons pacyetoB NPA, MOCKONBKY C MOMOLLbH pethepeHCHOro meToja
nonyyatoT TOMbKO pe3ynbTaTbl A8 OAHOHYKIEOTUAHbIX BapvaHTOB W WHCepuwuid/geneuuni,
pe3ynbTaTbl OTCYTCTBMS BapMaHTOB OCHOBaHWIi CPaBHUBAKOT C pedpepeHCHON NocneA0BaTeIbHOCTbIO
reHoma 4yenoseka hgl9.

Ta6bnnua 10 CoOTBETCTBME pEe3yNbTaTOB Pacno3HaBaHWs HYKNeoTMAOB [N TeHeTWYEecKoro
cekBeHaTopa MiSeqDx 1 aTafloOHHbIe JaHHble ANs 6 XOPOLIO 0XapakTepM30BaHHbIX 06pa3L0B

McnbiTyeMmbl it CpefHss Bcero Bcero TP Bcero FN O6uwee PPA NPA OPA
o6pasel yacToTa BapuaHTOB BapMaHTOB BapuMaHToOB KOnn4yecTBO
onpepenexHuns IN
onpepfeneHui

GM 12877 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" 98,4 675 650 0 57608 100 100 100
GM12877-D2 155 155 0 100 100 100

‘BapuaHTbl ¢ yacToTOW 60nee 20%.
~BapuaHTbl C YacToTOl MeHee 20%.
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Venernyecwuit cenpedarop Miseghx
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| c'HewvyeckHH cckBeHatop MiSeqDx

[na NOKpbITUA Pa3IMYHbIX FEHOMHbIX MocnefoBaTe/lbHOCTEN Obino paspaboTtaHo 150 amnankoHoB . GC-coCTaB B amm/IMKOHaX Haxoawncs B
AnanasoHe 26-87%. AMMINKOHbI TakXe COAepXanun pAf OAHOHYKMEOTUAHbIX (Hampumep, nonu-A, nonun-T), [AWHYKNEOTUAHbLIX W
TPUHYKNEOTUAHbIX MOBTOPOB. B aHanuse ObiN0 MCMOMb30BAHO 6 WCMbITYeMbIX 06pasLOB YHWKabHbIX MOCNef0BaTeNbHOCTel. [aHHble AN
KaXJ0ro amnivKoHa npeAcTaBneHbl B Tabnuue 11 ansionpefeneHus BAUAHWUA cOCTaBa Ha % nNpaBW/bHBLIX OMpefeneHnii. % npaBusbHbIX
OnpesAeneHnin coCTOUT M3 KONMYeCcTBa ONpeAenieHns BapuaHToB U CTaH4apTa M cocTaBnseT MeHblie 100% faxe nNpu HaanymMm HenpaBUIbLHOTO WK
OTCYTCTBWS ornpefeneHuns. HeonpefeneHHble BapuaHTbl BCTPEYAKOTCA, €CN OMNpefeneHne BapuaHTa He NPOXOAUT Yepes O4UH unun 6onee YUIbTPOB
(Hanpumep, B criyvyae HefOCTAaTOYHOrO MOKPbITMA). HenpasunbHble onpefesieHns OTCyTCTBOBanW. KonnMyecTBO OTCYTCTBYIOLMX OMpeneneHnii
3HAUYUTENbHO pa3Myanncb No amnamkoHam. GC-cocTaB U HECKONbKO B3auMogeiicTBuii ¢ GC-cocTaBoOM 6blIM Hambosee 3HaYMMbIMKU (haKTopamMm,
npegpacnonaraloliyMm K OTCyTCTBMIO onpepeneHus. 2040/2580 (79%) oTcyTcTBuA onpefeneHus ObinM KU3-3a HECOOTBETCTBUA CheuupmKalmmn
NOKpbITUS. AMNIMKOHbI ¢ GC-cocTaBom 60nee 78% nNpMBOAMAN B OCHOBHOM K OTCYTCTBMIO onpeaeneHunii. B amnnnkoHe ¢ GC-coctaBoMm 78%
onpejeneHna OTCYTCTBOBaNW B 675 cnyyasax. B amnnvkoHe ¢ GC-coctasom 87% onpefeneHns otcyTcTsoBann B 1365 cnyyaax. MNokpbiTve MOXeT
ObITb YBEIMYEHO 3a CYET YMeHbLUEHWA KONM4yecTBa 06pasLoB, 3arpy>aeMbiX B NPOTOYHYIO YKy, YTO NO3BONSET 06HapYXMBaTb aMmnIMKOHbI C
BblICOKMM GC-COCTaBOM.

Tabnuua 11 TOYHOCTb AaHHbIX Ha YPOBHE aMMMKOHa

AMNANKOH Xpomocoma Hayvano KoHney, Pasmep HykneoTtngos B CogepikaHue GC- Bcero BepHbIX Bcero Bcero He % BE€pPHbIX
aMnnnKoHa aMnnNnKoHa npoaHanM3npoBaHHOIO LOCTOBEPHbIX aMnINKOHa B onpe,qeneHmﬁ HEBEPHbIX onpegeneHo onpe,qeneHMﬁ
thparmeHTa obnactax reHome cocTas onpepenexunit
1 1 36450499 36450591 93 93 UHgens 042 1395 0 0 100
2 1 109465122 109465200 79 79 Monun-A (5), 0,38 1185 0 0 100
nonun-C (5),
nHaensl
3 1 218353867 218353957 91 91 WHaensi 0.4 1364 0 1 ~L9
4 1 223906657 223906748 92 92 UHgens 0,49 1380 0 0 100
5 1 228526602 228526682 8l 81 Monu-0(5) 0,69 1215 0 0 100
6 1 236372039 236372108 70 70 Monu-T (10), 0,39 1050 0 0 100
nHaensbl
7 1 247812041 247812128 88 88 Monn-A (5),CT 047 1320 0 0 100
(3),TAA(3),
HHAOenbl
8 2 55862774 55862863 90 90 NHaensl 0,28 1350 0 0 100
9 2 87003930 87004009 80 80 UHaensl 0,38 1200 0 0 100
10 2 177016721 177016805 85 81 H/N 0,65 1215 0 0 100
n 2 186625727 186625801 75 75 Nonun-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 (5), 0,31 1302 0 8 99,4
nHAaenbl
14 2 212245049 212245139 91 o1 Monn-T (5), 0,3 1365 0 0 100
nonun-A (6),
nHAenbl
15 2 228147052 228147144 93 93 H/M 0,43 1395 0 0 100
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t eHeTu4yeckuin cekBeHaTtop MiScqDx

AMNNANKOH Xpomocoma Havano KoHey Pasmep HykneoTtugos B CopepxaHue GC- Bcero BepHbiX Bcero Bcero He % BEPHbIX
aMnanKoHa amMnanKoHa npoaHanM3npoBaHHOIO IOCTOBEPHbLIX  aMNINKOHA B onpeAeneHnii HeBepHbIX onpefeneHo  onpepaeneHunit
thparmeHTa obnactax reHome cocras onpegeneHui
16 2 235016350 235016422 73 73 Nonun-T (5), 0,42 1095 0 0 100
nHAaenbl
17 3 4466229 4466321 93 93 AT (3), uugensl 0,27 1349 0 46 96,7
18 3 46620561 46620643 83 83 H/N 0,43 1245 0 0 100
19 3 49851331 49851400 70 70 CT (3), uHgens 0,49 1050 0 0 100
20 3 189713161 189713248 88 88 Nonu-A (5), 0,41 1305 0 30 97,8
nonu-T (5),
nonu-A (9), TG
3
21 3 190106030 190106104 75 74 HHpensl 0,57 1108 p 99,8
22 4 2233667 2233744 78 78 Monu-A (6) 0,26 1170 0 0 100
23 4 7780541 7780637 97 97 Monun-G (6), 0,42 1455 0 0 100
nonun-T (5),
nonu-A (5)
24 4 15688604 15688681 78 78 H/N 0,29 1169 0 1 99,9
25 4 56236521 66236586 66 62 Monu-A (5), 0,36 930 0 0 100
UHAENbI
26 4 102839244 102839314 71 69 Nonun-A (5) 0,46 1035 0 0 100
27 4 164446743 164446804 52 62 MNonu-A (7), oan7 920 0 10 98,9
NHAEenNsbl
28 5 1882081 1882158 78 75 H/M b,78 450 0 675 40,0
29 5 14769061 14769144 84 84 GT(3),CCA (3) 0,62 1260 0 0 100
30 5 41069808 41069871 64 64 H/M 0.39 960 0 0 100
31 5 74077114 74077196 S3 83 Nonun-A (6), 03 1245 0 0 100
nHAeNbl
32 5 147475343 147475409 67 67 Nonu-T (5) 037 1005 0 0 100
33 5 149323731 149323821 91 91 CT(4), AG (3) 0,55 1365 0 0 100
34 5 155662213 155662287 75 75 NHpensl 0,43 1125 0 0 100
35 6 6318713 5318814 102 102 Nonun-0 (6) 0,68 1530 0 0 100
36 6 24949983 24950074 92 92 NHAaenbl 0,63 1380 0 0 100
37 6 31084900 31084999 100 94 OCT (5), uHaensl 0,61 1383 0 27 98,1
38 6 32147987 32148084 98 98 MNonun-T (5), TCT 0,55 1455 0 15 99,0
(3),CTT(3)
39 6 32986864 32986958 95 95 NHpensl 0,53 1425 0 100
40 6 33408498 33408583 86 86 Monu-C (6) 0,7 1290 0 0 100
41 6 41647401 41647495 95 94 Nonu-G (5), 0,61 1410 0 0 100
NHAENbI
42 6 112435865 112435955 91 91 Monu-A (5) 0,44 1365 0 0 100
43 7 22202076 22202148 73 73 H/M 0,44 1095 0 3 100
44 7 66276100 66276187 88 88 NHpensl 0,35 1320 0 0 100
45 7 77365735 77365821 87 87 Nonwn-A (7), AG 046 1299 0 6 99,5
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| eHeTuuecknit cekBeHaTop MiSeqDx

AMMNKOH Xpomocoma Hayano KoHey, Pa3smep Hykneotungos B CofepxaHune GC- Bcero BepHbiX Bcero Bcero He % BEPHbIX
amnankoHa amnankKoHa npoaHanM3npoBaHHOro 4OCTOBEPHbIX  aMNiNKOHa B COCTaB onpefeneHnii  HeBepHbIX onpefieneHo  onpepeneHnit
thparmeHTa o6nactax reHome onpeaeneHuit
4)
46 7 110939946 110940030 85 85 NHpensl 0,38 1275 0 0 100
47 7 128533468 128533557 90 90 MNonn-G (5), 0,62 1350 0 0 100
MHAENbI
48 7 149503875 149503965 91 91 Monu-G (6), 0,71 1365 0 0 100
nonu-C (6),
NHAenbl
49 7 154404519 154404599 81 66 H/M oAl 990 0 100
50 7 156476507 156476599 93 93 MHAens 0,35 1395 0 0 100
51 8 1817312 1817394 83 83 H/MN 0,42 1245 0 100
52 8 24811020 24811109 90 89 Nonun-G (7),CTC 0,61 1305 0 30 97,8
14). nHgensl
53 8 76518625 76518691 67 67 NHpensl 0,3 1005 0 0 100
54 9 103054909 103055006 98 98 Monu-G (6) 0,67 1470 0 0 100
55 9 105586150 105586214 65 65 NHpaenbl 0,32 973 0 2 99,8
56 9 107620823 107620918 96 96 H/M 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 Monun-C (6), 0,68 1455 0 0 100
MHAEenNb!
59 10 5987120 5987198 79 78 Monu-G (5), 0,47 1170 0 9 100
nHaensl
60 10 11784629 11784726 98 91 GC(3) 0,87 0 0 1365 0
61 10 27317777 27317855 79 79 Nonu-T (5) 03 1185 9 9 100
62 10 33018351 33018440 90 90 Nonn-A (5), 0,2 1350 0 0 100
nonun-T (5)
63 10 45084159 45084253 95 95 NHpenst 0,35 1425 0 0 100
64 10 55892599 55892687 89 88 AC (11), unpens 0,42 1290 0 69 94,9
65 10 101611250 101611329 80 80 H/MN 0,49 1200 0 0 100
66 10 118351373 118351453 81 81 H/M 0,51 1215 0 0 100
67 n 8159816 8159912 97 96 H/M 0,45 1440 0 0 100
68 n 30177648 30177717 70 70 NHpens 0,46 1050 0 0 100
69 11 47470345 47470444 100 100 H/M 0,65 1500 0 0 100
70 11 59837679 59837740 a2 (o4 Nupens 0,37 930 0 0 100
71 11 64418856 64418957 102 102 H/M 0,59 1530 0 0 100
72 7] 93529612 93529684 73 73 Nonun-A (5) 0,4 1095 0 0 100
73 11 101347052 101347136 85 85 H/MN 0,42 1275 0 9 100
74 n 102477336 102477426 91 91 Nonun-G (6) 0,55 1365 0 0 100
75 u 118406285 118406369 85 85 VHAaenbl 0,53 1275 0 9 100
76 11 120357801 120357885 85 85 Monu-A (5), CA 0,34 1275 0 0 100
[3), nnaensi
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FeHeTu4vecknii cekseHartop IVIISegDx

AMNANKOH Xpomocoma Hayvano KoHel Pa3smep HykneoTtuaos BCopepxxaHne GC- Bcero BepHbIX Bcero Bcero He% BEPHbIX
aMnanKoHa amMnanKoHa npoaHanM3NpPoBaHHOTO JOCTOBEPHLIX  aMNAMKOHA B COCTaB onpefeneHunii  HeBepHbIX onpeaeneHo onpegenexnii
hparmeHTa obnacrtax reHome onpegeneHunit
77 11 125769313 125769397 85 85 GA (3) 0,52 1275 0 0 100
78 12 2834770 2834853 84 84 Monmn-C (5), 0,52 1260 0 14 98,9
UHAENb!
79 12 26811004 26811096 93 93 Monu-A (7), AC 003 1395 0 0 100
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
82 12 120966872 120966966 95 95 Nonun-G (5) 0,68 1425 0 0 100
83 12 24167504 24167576 73 73 H/MN 0,52 1095 0 0 100
84 13 25816961 25817049 89 88 Monun-A (5), 0,22 1305 0 15 98,9
nonun-T (7),
nonu-A (7),
NHAensl
85 13 44880112 44880200 89 b NHaenb 0,49 1335 0 0 100
86 13 77665218 77665294 77 77 NHpensl 0,39 1155 0 0 100
87 14 31619327 31619393 6/ 67 GA (3), TA (3) 039 1005 0 0 100
88 14 39517884 39517966 83 83 H/n 0,25 1245 0 0 100
89 14 46958962 46959034 73 72 Monu-T (5), 0,19 1038 0 42 96,1
UHAENbI
90 14 58050030 58050110 81 81 NHpensl 0,38 1215 0 100
91 14 82390559 82390649 91 91 NHAaenbl 0,35 1365 0 0 100
92 14 92549544 92549609 66 66 Nonu-A (5) 0,41 975 0 60 94,2
93 14 102808496 102808589 94 94 VHAenbl 0,62 1410 0 0 100
94 15 43170751 43170848 98 96 Monu-C (5) 0,45 1440 0 0 100
95 15 63446149 63446216 68 VHpensl 0,25 1020 0 0 100
96 15 77879807 7787990! 95 93 Monun-G (5), 0,68 1395 0 0 100
UHAEenNbl
97 15 81625334 81625428 95 95 Nonu-T (6) 0,43 1425 0 0 100
98 15 85438263 85438334 72 71 NHpaenbl 0,65 1065 0 0 100
99 15 89817413 89817503 91 91 H/M 0,36 1365 O 0 100
100 15 89864274 89864343 70 70 NHpaenbl 0,56 1050 0 0 100
101 16 1894910 1894972 63 63 H/N 0,27 945 0 0 100
102 16 28997904 28997998 95 95 Nonu-C (5) 0,67 1425 0 0 100
103 16 53682908 53682994 87 87 rA(3) 0,41 1305 0 0 100
104 16 57954406 57954509 104 104 Monmu-C (5) 0,67 1560 0 0 100
105 16 85706375 85706465 91 91 Monwn-T (5), 0,37 1362 0 3 99,8
UHAenbl
106 17 3563920 3564008 89 89 GC(3) 0,64 1335 0 0 100
107 17 3594191 3594277 87 87 Nonun-C (5), 0,67 1303 0 99,8
MHAENbI
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| eHel Hueckul'l cekBenatop MiSeqDx

AMNANKOH Xpomocoma Havano KoHey, Pasmep Hykneotnpgos BCogepxaHue GC- Bcero BepHbIX Bcero Bcero ne % BEPHbIX
aMMInKoHa amnankoHa npoaHanM3npoBaHHOrO 4OCTOBEPHbIX aMMNANKOHa B onpegeneHunii  HeBepHbIX onpegeneHo onpepgeneHnii
hparmeHTa obnacTtax reHome cocras onpefeneHunit
108 17 3970090 3970180 91 91 HHupenbl 0,46 1365 0 0 100
109 17 16084945 16085037 93 93 HHAaensbl 0,26 1395 0 0 100
no 17 33998759 33998849 91 89 MNonn-T (5) 0,54 1335 0 0 100
111 17 3958%91 39589774 84 82 Nona-A (13), 0,29 1215 0 78 94,0
nHaensl (x2)
112 17 41244394 41244484 91 91 Honu-A (5) 0.34 1365 0 0 100
113 17 45438866 45438957 92 92 lNonu-A (7), AT 0,26 1365 0 15 98.9
(3),AT (4), AT
'4), uHgens
114 17 61502432 61502510 79 79 NHpensl 0,41 1175 0 10 99,2
115 17 64023582 64023667 86 86 MNonu-T (7) 0,22 1289 0 1 99,9
116 17 72308237 72308320 84 84 GAG (3) 0,62 1260 0 0 100
117 18 2616456 2616522 67 T GA(3) 0,3! 1005 0 0 100
118 18 6980478 6980568 91 91 H/n 0.37 1365 0 0 100
119 18 9888026 9888094 69 69 Monun-A (6), TG 0,43 1035 0 0 100
3)
120 18 38836999 38837073 75 75 Nonu-A (5), 0,37 1121 0 19 98,3
NHAenbl
12! 18 47405382 47405462 81 81 CTC (3), uHgens 0,47 1215 0 3 100
122 18 54815665 54815749 85 85 CT (3), uHpgensl 0,45 1275 0 0 100
123 18 59773996 59774060 65 65 H/N 0,48 975 0 0 100
124 19 625143 625241 99 99 H/N 0,59 1478 0 7 99,5
125 19 18121418 18121491 74 74 H/N 0,68 1110 0 0 100
126 19 18186574 18186643 70 70 H/N 0,64 1050 0 0 100
127 20 746056 746149 94 94 H/M 0,61 1410 0 0 100
128 20 10633195 10633276 82 82 AC(3) 0,59 1230 0 0 100
129 20 17705633 17705708 76 76 CT(3) 0,58 1140 0 0 100
130 20 21766821 21766890 70 70 GT (3), TG (4), 0,46 1050 0 0 100
nHAensl
131 20 25278421 25278521 101 101 Hupaensl 0,63 1515 0 0 100
132 20 50897302 50897368 67 67 Nupensl 0,36 1005 0 6 99,4
133 20 62331904 62331994 91 88 MNonun-G (6) 0,73 1320 0 0 100
134 20 62690860 62690946 87 87 Hupensl 0,57 1305 0 0 100
135 21 30300823 30300888 66 66 Nupens 0,35 990 0 0 100
136 21 33694176 33694273 98 98 MNonu-T (6), CA 0,54 1470 0 0 100
(©)]
137 21 36710706 36710792 87 87 GT (3), nuugens 0,39 1305 0 100
138 21 46644924 46644992 69 69 Nonn-A (6), AG 0,32 1029 0 7 99,3
13). uHpensl
139 21 46705575 46705664 90 90 Nonu-T (5), 0,5 1350 0 0 100
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FcHernyeckuin cek'senstop MiScqDx

AMNNANKOH Xpomocoma Hauano KoHey Pasmep HykneoTtungos BCopepxaHue GC- Bcero BepHbIX Bcero Bcero ne % BEPHbIX
aMnanKoHa amMnanKoHa npoaHanM3npoBaHHOTO JOCTOBEPHbIX  aMNAMKOHA B COCTaB onpefeneHuii  HeBepPHbIX 5 onpefeneHo onpepeneHunit
thparmeHTa o6nacTax reHome onpegenexuii
nonu-A (6)

140 22 25750774 25750873 100 100 NHpensl 0,63 1500 0 1 99,9

141 22 32439233 32439329 97 97 H/M 0,68 1455 0 0 100

142 22 37409844 37409940 97 97 NHAaens 0,46 1455 0 0 100

143 22 37637596 37637694 99 99 H/n 0,6 1485 0 0 100

144 22 47081347 47081438 92 92 NHpensl 0.66 1380 0 0 100

145 X 15870424 15870492 69 69 Monu-T (5) 0,26 1035 0 0 100

146 X 135288543 135288611 69 69 MNonu-C (5) 0,62 1035 0 0 100

147 X 135290777 135290847 71 71 H/N 0,52 1065 0 D 100

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

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/M
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i enerinaecknit cexsenntop MiSegh
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FeHelnueckHii cekBcHaTop MiSeqDx

BapuaHTbl, KOTOpble He OblIM onpefeneHsl, cBefeHbl B Tabnuue 12. B Tabnuue npeacTasieHbl
(hMNbTPbI, KOTOPbIE MPUBENIN K OTCYTCTBUIO ONpPeaeseHus.

Tabnuua 12 CBoAHble AaHHbIE O BapuaHTaxX, KOTOPbIE He ObIN ONpPeAeneHbl

NMNANKOH Xpomocoma: BapuaHT CopepxaHue COOTBETCTBYHWOLWENO PUNbTP Mponyu,eHHble Oxupaemble
nonoxexune aMmi.IMKOHa BapuaHThl BapuaHThbl

28 5:1882129 T>G 78% GC LowDP' 13

52 8:24811064 AG>A ‘Monun-G (7),CTC (4),61% GC R3x6” 15 15

60 10:11784633 oT Monun-GC (3).87% GC LowDP 13 13

64 10:55892600 TAOT AC (L), 42% GC R3x6 9 9

111 17:39589692 OCA MNonun-A(13),29% GC R3x6 13 13

" LowDP: HU3KOe MOoKpbITUE. BapnaHT oTUNLTPOBLIBAETCS, €CN TNy6GuHa No KpaliHelt Mepe B O4HOM W3 Myn0B B 3TON KOHKPeTHOM
nosuuum Huxe 900.

NR3X6: puAbTp NOBTOPOB. BapmaHT OTOMUNLTPOBbLIBAETCA, €CAN BCSA NOCNeAO0BaTENbHOCTb BapuaHTa MAM ee y4acTOK NOBTOpPsAeTCs B
npUMbIKaloLWemM K BapuaHTy NONOXeHUN B pedepeHCHOM o6pasle reHoma. ing aToro TpebyeTcs No MeHblWel Mepe WeCcTb NOBTOPOB
B CTaHAApPTHOM reHoMe, W YYUTbIBAlOTCA TONbKO NMOBTOPbI ANWNHOI BNNOTbL A0 3 N. O.
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1l'emeTnyeckmnin cekBeHaTop MiSeqDx
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r eveTnyecknii cekseHarop MiSeqDx

PesynbTaTbl CeKBEHMPOBaHMA Ana obpasya cpaBHMBaiM ¢ reHotunom NAI12878 BbICOKOM CTeNeHU [OCTOBEPHOCTM, YCTaHOB/IEHHbIM
HaynoHanbHbIM WHCTUTYTOM cTaHgapToB u TexHonornin (NIST) (v.2.19). B nocneposatensHoctv NIST n3 150 amnivkoHoB 92 aMnivMKoHa
MOMIHOCTbIO pacrofiarainucb BHyTpU 061acTeil reHoMa BbICOKOW CTeneHu 40CTOBEPHOCTH, 41 aMN/IMKOH YaCTUYHO NepekpbiBancs, U 17 amnankoHOB
He nepekpbiBanncb. B pesynbTate 6bi10 nonyveHo 10 000 koopAauHat Ha OfHY MOBTOPHOCTb A1 CpaBHeHMA. Pacrno3HaHHble Hen3MeHEeHHble
a30TUCTble OCHOBaHWA CpaBHMBaNM C pe(epeHCHOW MocnefoBaTeNbHOCTbIO reHoma u4enoBeka hgl9. PesynbTartbl onpefeneHns TOYHOCTU
npuseseHbl B Tabnuue 13.

Tabnuua 13 CoOTBETCTBUE pe3y/bTaToB ONpeAe/ieHNs 0CHOBAHWUIA C MOMOLLbIO FeHeTUYecKoro cekseHatopa MiSeqDx ans obpasua GM12878 no
CpaBHeHMto ¢ 6a30i gaHHbIX NIST

McnbiTyeMmblii Kon-so amn.THKOHOB CpepgHAas Bcero TP BapuaHTOB Bcero FN BapunaHTOB Obuiee Obuiee PPA NPA OPA
obpasey, yacTtoTta KONN4YecTBO TN KonuyecTBO FP

onpefeneHus onpegeneHuni onpepfeneHui
GM12878 150 98,43 206 0 19231 0 100 100 100
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[ eHeTnueckHli cekBeHstOop MiScqDx

Bbln npoBefeH LONOMHWTENbHbIM aHanW3 NATU HepasBeAeHHbIX 06pasyoB ANd onpefenieHns HebOoMbWUX WMHAENOB (MHCepLUU Wan Leneuun)
(Tabnuua 14). B HEKOTOpbIX CAyYasx MHCEpUMs unu geneHns Gbina obuiein ana aByx unm 6onee UCNbITyeMbIX 06pa3LioB, YTO OTpaXKeHo B CTon6ue
«O6LLee KOMYECTBO MOBTOPHOCTEN 06pa3L0oB C MHCepLMen nnn geneuueii». B Tabnuuy 14 BKAKOYEHbI pe3ynbTatbl 418 06emx NOBTOPHOCTER NATH
NIOCTOBEPHbIX 06pa3LoB. ObLLee cogepXaHNe UHCEPLMA AN JeneHnin cocTaBnano 71 B ananasoHe 1-24 n. 0. N0 pa3mepy Ans MHcepuuin n 1-25 n.
0. Ana peneHui. Kaxpgas n3 68 uHcepuuii unm aeneHnin 6oina onpefeneHa npy npoLeHTe COOTBETCTBUS MOMOXMTENLHOrO pesynbTata 1%. Tpm
VHCEepUUN W Jeneunn HA B OLHOM Ciydae He Gbiv onpefesnieHbl BepHO, NOCKO/bKY KaXAblli 13 3TUX BapnaHTOB He Gbln onpefeneH u3-3a puabTpa
R3x6; noaToMy 6blN0 HEBO3MOXHO paccumtatb PPA C UCK/IKOYEHWEM OTCYTCTBYHOLWMUX OMpefenieHnii. Tpu BapuaHTa BK/IOYanu: AeneHnto 1n. o
(chr8 24811064 AG>A); feneumto 2 n.o. (chrlO 55892600 TAC>T) n uHcepuuio 1 n.o. (chrl7 39589692 C>CA).

Tabnuua 14 CBoAHble faHHble ONpefenieHns NHCePLMIA UK AeNeHN ¢ MOMOLLbIO TeHeTUYeCKOro cekBeHaTopa MiSeqDx

AMnnnkoH Xpomocoma [lonoxeHne Pasmep Tun wn pnunHa MHgensl Obuwee Bcero He Bcero Bcero PPA
npoaHanM3npoBaHH WHAENb B KONNYeCTBO  ONpefeneHo HeBepHbIX BEPHbIX
oro parmeHTa aMnanKoHe noBTOpPHOCTEIA onpegeneHnii onpegenexHnii
obpasyos c nHcepunii nHcepuuii
nHcepumei nnn geneHunii unn geneunii
unun peneuunei
1 1 36450544 93 neneuns 25 n. 0. GAAAATTTAATGAAACACATTGTCCT>G 7 3 0 7 100
2 1 109465165 79 aeneuna 3 n.o. ACTT>A 9 0 0 9 100
3 1 218353908 91 neneuna 23 n.o. INTTTTAATAGCAAAAAGAGGCTAGA 15 0 3 15 100
4 1 223906701 92 penenna 17 n. 0. GACAGACTGTGAGGAAGA>G 11 0 P 11 100
6 1 236372081 70 nucepumas 5 n.OCTTAAG 9 0 0 9 100
0.
7 1 247812083 88 nHcepuus 3 n.C>CATG 9 0 0 9 100
0.
8 2 55862804 90 nHcepums 7 m.r>TTTGGTAA 13 3 0 13 100
0.
9 2 87003972 80 aeneuma 6n.o. TTATCTOT 11 0 0 11 100
13 2 200796749 87 nHcepumns 5 m. I>TTAAAA 15 0 0 15 100
0.
14 2 212245090 91 nHcepums 12 n.C>CTGAAAATAGGAT 11 0 0 11 100
o.
16 2 235016388 73 uHcepuymns 2 n A>ATG 9 0 0 9 100
0.
17 3 4466274 93 penenua 23 n.o. TAACTTAAAATTACAAAATAACCC>T 13 0 0 13 100
19 3 49851375 70 uHcepyms 9 n.C>CCTGGCTCCT 7 0 0 7 100
o.
21 3 190106071 75 aeneuns 1 n.o. AG>A 13 0 0 13 100
25 4 56236567 66 neneHna 8 n.o. TAACCGAAA>T 9 0 0 9 100
27 4 164446785 62 nHcepuua 11 n.T>TTATGGTATTGA 9 0 0 9 100
o.
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r evel Mmueckuii cckBeHatop MiSeqDx

AMNINKOH Xpomocoma [onoxeHune Pasmep Tun wn pgnvHa UWHgenol Ob6uiee Bcero He 3cero Bcero PPA
npoaHann3npoBaHbl UHAENbI B KONNYECTBO  ONpeAeneH0 HEeBEPHbIX BEPHbIX
oro gparmeHTa aMnanKoHe NOBTOPHOCTEI onpepaenexunii onpeaenexnii
o6pasuoB c uHcepuunii HCepLuunit
nHcepuuei wnu peneunii unu geneuni
nnu geneumnen
31 5 74077155 83 neneuna 4n.o. TACTA>T 7 p 3 7 100
34 5 155662255 75 nHcepuma 8 N.OGCCTACTGA 13 0 0 13 100
0.
36 6 24950035 92 neneuna 21 n.o.CCCTGGGTGCTATAGCCCACCA>C 11 p 0 11 100
37 6 31084942 100 neneuma 3 n.o. GCn~"G 15 0 0 15 100
39 6 32986905 95 neneuna 25 1.0o.Cm CACTTTCCCGTCTCATGCAAAOC 7 0 p 7 100
41 6 41647442 95 feneuna 23 0. 0. OGCATGAGGCTTGGTGACATGGCA>G n p 0 1 100
44 7 66276142 88 nHcepuna 1 n.OCT 13 0 0 13 100
0.
46 7 110939983 85 neneuma 4 n.o. CAAGT>C 13 0 0 13 100
47 7 128533514 90 nHcepumsa 1 n. T>TC 15 0 0 15 100
o.
48 7 149503916 91 peneuna 4n.o. GGATA>G 7 0 0 7 100
50 7 156476548 93 aeneumusa 11 n.o. GAATCTGCACTTAG 13 0 0 13 100
52 8 24811064 90 aeneuns 1 n.o. AG>A 15 15 0 H/n
53 8 76518677 67 nucepuma 4 n.r>TACTG 9 0 0 9 100
0.
55 9 105586193 65 nHcepuma 4 n.C>CAATT 13 0 0 13 100
0.
58 9 138995370 97 3eneunsa 21 n.o. rCTGGGGGGCAGCCCCTGAGGG>T 9 3 3 9 100
59 10 5987158 79 aeneuynma 3n.o. TAAOT n 0 0 11 100
63 10 45084202 p5 aeneuns 16 n.o. AGCGTCTATAACCAAAT>A 11 0 3 11 100
64 10 55892600 89 aeneuma 2 n.o. TAC>T 9 9 0 0 100
68 11 30177690 70 nHcepums 2 n.OCTG 7 0 0 100
0.
70 11 59837721 62 nucepuma 8 n.r>TTATGAAAA 11 0 0 11 100
O
75 1 118406328 85 aeneyna 8n.o. CAGTGTGGA>C 9 0 0 9 100
76 11 120357842 85 aeneuma 2 n.o. CTT>C 11 0 0 11 100
78 12 2834814 84 nHcepums 21 m. I>STTCTCAGTACGGTGAACCCCAG 15 0 0 15 100
0.
84 13 25817002 89 nHcepuna 19 n.OCAAAATATAAAAAGCTCCCT 15 0 0 15 100
o.
85 13 44880152 89 nHcepuyms 4 n.OCCTGT 11 0 0 11 100
0.
86 13 77665265 77 aeneumsa 20 n.o. ATCTATTTTCTAATAGACGGOA 9 0 0 9 100
89 14 46958967 73 aeneuns 22 n.o. TTTAAAATTTGAATGTGATAAAA>T 15 0 0 15 100
90 14 58050081 81 nucepuma 4 n.C>CTGAT 13 0 0 13 100
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i eHeTnyeckunin cekBeHaTop MiSeqDx

AMMINKOH Xpomocoma [lonoxeHune Pasmep Tun 1 anuHa NHgens O6uwee Bcero He Bcero Bcero PPA
npoaHa.lusmpoBaHH WHAENbI B KONUYecTBO  ONpefeneHO HeBepHbIX BEPHbIX
oro pparmenTa aMnaMKoHe NOBTOPHOCTE onpefeneHnii onpegenexunii
o6pasyos c nHcepuuit uHcepuunii
nHcepumeit Unu geneHnii nnu geneHuni

unu geneuunei
3.

91 14 82390602 91 3eneumns 16 n. 0. CTTGCTCTATAAACCGT>C 11 0 0 11 100

93 14 102808554 94 peneuyma 5n.o. CGTGGA>C 9 0 0 9 100

95 15 53446199 68 feneuyHsa 6 n.o. CAAAATT>C 11 0 0 11 100

96 15 77879862 95 fenenuns 25 n. 0. GCCCCTGAGCCAGCCTCCCGCTCTTA>G 9 0 0 9 100

98 15 85438311 72 kHcepw#n 3 n.OCTTG 9 0 0 9 100
0.

100 15 89864316 70 nHcepums 4 n.G>GCTAC 9 0 0 9 100
0.

105 16 85706416 91 peneuynsa 7 n.o. ATTATTTOA 11 0 0 11 100

107 17 3594276 87 peneuyna 1 n.o. TG>T 13 0 0 13 100

108 17 3970133 91 nHcepuymna 18 n. ASATCCTATTCTACTCTGAAT 11 0 0 11 100
0.

109 17 16084985 93 nucepuna 4 n,A>AACAC 7 0 0 7 100
0.

111 17 39589692 84 nHcepuma 1 n.OCA 13 13 0 0 100
o.

112 17 39589739 84 nucepuna 24 n.T>TTCTGAAGGTCAAGTCTATCCCTGA 15 0 0 15 100
o.

113 17 45438886 92 penedna 4n.o. CAGTG>C 7 D 3 7 100

114 17 61502459 79 feneumna 12 n. 0. riTGTATCTGCTOT 13 0 p 13 100

120 18 38837054 75 nucepuyna 22 n r>TGTATCTTAGCAAAAGTTTCTCA 15 0 0 15 100
0.

121 18 47405425 81 nHcepuns 3 n.r>TGAG 11 0 0 11 100
o.

122 18 54815706 85 feneyms 2 n.o. ACIMNA 13 0 0 13 100

130 20 21766863 70 peneuns 15 1. 0. rACTTGAGAACTGAGG>T 9 0 0 9 100

131 20 25278464 101 nHcepuyna 5 n. A>AGTGGG 13 0 0 13 100
0.

132 20 50897361 67 nHcepuus 11 n.G>GGAATGTCAGCC 15 0 0 15 100
(o}

134 20 62690925 87 feneynsa 16 n.o. rCCTGGCTGGCCTGTGG>T 9 3 0 9 100

135 21 30300873 66 nHcepuus 11 n.G>GATAAAACTTTA 9 0 0 9 100
o.

137 21 36710749 87 peneuynsa 21 n.o. ACTCAAGATAACTCATGTTATOA 9 } 0 9 100

138 2! 46644985 69 peneuna 5n.o. GTTGTT>G 13 0 0 13 100

140 22 25750814 100 nucepunas 6 n.OCAGGGCA 13 0 0 13 100
o.
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AMNNNKOH  Xpomocoma

142 22

144 22
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MonoxeHue

37409885

47081407

Pasmep
npoaHanM3npoBaHH
oro parmenTa

97

Tun w»n pgnvHa iHgensl
nngens B
aMnankKoHe

nHcepuma 5 n.C>CTGTTT
0.
ueneumna 10 n.o. GGGCACAGGCA>G

JokymeHT Ne 1000000021963 B.O3

FenetyeckHH cekBeHaTop MiSeqDx

Obuwee Bcero He Bcero Bcero PPA

KONNYECTBO  ONpefeneH0 HeBepHbIX BEPHbIX

NMOBTOPHOCTE onpegeneHunii onpegeneHuit

ob6pasuos c UHCepuni nHcepuwnii

nHcepuymnei Unu geneuunii uau geneHuii

unu geneuunei

13 0 0 13 100

7 0 0 7 100
59



J encrwacenKit censeratop MiSeqhy
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| eHeTUeCKMH cekBcHaTop MiSeqDx

NccnegosaHue 2

B faHHOM uccnefoBaHVWM MCMOMb30BaINCL 3aPMKCUPOBAHHbIE B (JOpMannHe W 3annTble napauHOM 06pasubl TKaHW KOJIOPEKTANIbHOIO paka,
aHasim3 nMpoBOAUIM Ha NaHene u3 2 reHoB, pe3y/ibTaTbl KOTOPOro CPaBHUBAINCL C PePePEHCHbIM MeTOAOM, [ABYHarnpas/ieHHbIM CEKBEHUPOBAHNEM
no CaHrepy (Sanger). 3 o6wero konuyectsa 1183 nauueHToB Yy 441 naumeHTa pesynbTaTbl aHanu3a no CaHrepy v penpe3eHTaTUBHOMY aHan3y
Oblnn JocToBEpPHbIMU. TpK OLEeHKe Ha ypoBHe nauuveHTa (Tabnuua 15) 230 u3 441 naumeHTa MMeNN MOMOXWUTENbHbIE pe3ynbTaTtbl NMo CaHrepy
(MyTaums o6HapyXeHa MeTOLOM CekBeHVMpoBaHuA no CeHrepy); M3 HWUX Yy 227 pe3ynbTarbl MO Penpe3eHTaTUBHOMY aHanusy 6biiun
nonoxuTenbHbiMu. OcTaswnecs 211 un3 441 nauveHTOB MUMeNU OTpULATENIbHbIA pe3ynbTaT Mpu UCCNefoBaHUM METOAOM CEKBEHMPOBAHWA MO
CaHrepy (MyTaums He o6GHapyxeHa); u3 HuMX y 206 pe3ynbTaT Mo pPenpes3eHTaTUBHOMY aHanu3y Obll oTpuuaTtesibHbIM. B pesynbrate MpoueHT
COOTBETCTBUSA NONOXMUTENbHbIX pe3ynbTatos (MIMC) coctaBun 98,7%, a NpoOLEHT COOTBETCTBMA OTpuuateNbHbiX pesynstatos (MOC) - 97,6%
(Tabnuua 15).

Tabnuua 15 MpoueHT COOTBETCTBUS MONOXKMUTENbHbLIX U OTPULATE/bHLIX Pe3y/bTaTOB Ha YPOBHe NnauueHTa

PenpescHTaTHBHbLIE MeTon CaHrepa Bcero
aHanuns MonoXutenbHblii  OTpHUATENbHbI
MoNoXMnTenbHbi 227" 5 232
OTpuuyatenbHblii 3 206 209
Bcero 230 211 441

0630p paboumx xapaKTepucTuK

CrtaTuctmka ToyKa OoUeHKM TouHblli 95% AW
COOTBETCTBUA

PPA 227/230 = 98,7% [96,2%, 99,7%]
NPA 206/211 = 97,6% [94,6%, 99,2%]

‘BbINI0 MO/Ty4eHO 224 TOYHbIX COOTBETCTBUSA ANS1 PE3y/NbTATOB OJHOM0 MauMeHTa Ha YpPOBHE BCEX MyTauuii; Anst 2 nauueHTOB reHeTUYecKuii cekBeHaTop MiSeqDx BbisBWN
MyTaL o, 06Hapy>XeHHyt no metogy CaHrepa, 1 1 gononHUTeNbHYO MyTaumio; y 1nauneHta MiSeqDx 1 meTog CaHrepa BbISBUIM pasHble MyTaumu,
0fHOr0 naumeHTa 6b1/10 2 MyTauum, 06HapyXXeHHble MeTogom CaHrepa; Y 2 naumeHToB 6bina ogHa MyTaumsi, 06Hapy>keHHas MeTogoM CaHrepa.

MccnepoBaHue 3

B aTom uccnegoBaHum oueHunmn HK 61M6110TeKn, NonyyeHHble U3 06pa3uoB FFPE HeckonbKMX TUNOB TKaHei. Bcero 6bino 3ageincTsoBaHo 109
06pa3oB FFPE BOCbMW pa3HblX TUNOB TKaHeil (TONCTad KULIKA, AUYHUKMK, NOLKEeNyAo4Has >Kenesa, HagnoyeyHWKW, MOYEBOM My3blpb, MEYeHb,
LWMTOBMAHAS XKene3a U MOJIOYHas XKenesa), Kaxabli TUN TKaHu 6bin npeacTaBnieH MUHUMYM 11 o6pasyammn FFPE. TkaHb HaAMoYeyYHNKa cogepana
mMeTacTasbl OT paka MWLLEBOAA, NIErKMUX, NPSAMOA KULIKKW; B APYTUX TKaHAX OblU NepBUYHbIE OMYXOAW. DTO MUCCMEAO0BaHWE BKNKOYaN0 OLEHKY 26
reHos, 21 577 HyKNeoTuaos, B 17 pas3nyHbIX Xpomocomax. Bcero cekBeHuposann 6 pasnnyHbix reHoB (KRAS, NRAS, TP53, P1K3CA, EGFR u
BRAF) no metogy CaHrepa, Kaxpgasa onyxosnb Mmena 1-3 reHa, KOTOpble CEKBEHMPOBa/IM Ha OCHOBAHUU OXWAAEMOr0 Ha/MyMs COMaTUYeCKUX
MyTaLMWil, XapaKTepHbIX 419 AaHHOW onyXonu. Pe3ynbTaTbl CeKBEHMpPOBaHMA No CaHrepy nokasanu 39 comatuyeckux mytauunii OHB B 33 13 109
06pasuoB FFPE. C nomoulblo reHeTMyeckoro cekseHatopa MiSeqDx naeHTudmymposann 36 comatnyecknx mytaunii OHB B 32 13 109 o6pas3LoB
FFPE ¢ 1 noxHo oTpuuaTenbHbIM W 2 OTCYTCTBUAMM onpegdeneHns nosuumnm sapuaHta. MNIMC coctasun 97,3%. C nNomowbio reHeTUYeCKoro
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[ eHeTMueckuin cekBeHstop MiSeqDx

cekBeHatopa MiSeqDx mnaeHTudmunposann 78 975 pedepeHCHbIX HYyKneoTnaos B 109 o6pasuax FFPE, 29 no OTHOWEHMIO K CEKBEHMPOBAHMIO MO
CaHrepy ObliM IOXHO MONOXKUTENbHbIMKU, 2437 He 6blin pacnosHaHbl. OMNC coctaBun 99,9%. [eneums ABYX HYKNeOTWAO0B COOTBETCTBOBasa
Mexay ABymMA meTofamu. B Tabnuue 16 npuBefeHbl pe3ynbTaTbl M0 TUNAM TKaHew.

Tabnmua 16 MonoXuTenbHbIA U 0TPULATENbHbIVA NPOLIEHT COOTBETCTBMSA MO TMMaM TKaHel

TUn TKaHM Kon-Bo Bcero Bcero MM Bcero 10 Bcero Bcero Bcero we MMNC nocC

obpasyos BapMaHTOB BapMaHTOB BapuaHTOB onpepfeneHo onpeje.TeHo onpeaeneHo

no nn

HagnouyeuyHukn 16 6 4 1 11823 2 ~O7 80 >99,9
MoueBoii nyabipb 12 4 4 0 7070 3 273 100 ~99,9
MonouHas xenesa 16 3 3 0 13439 7 479 100 99,9
Mpamas Kuwka 1 6 5 0 8720 2 133 100 >99,9
MeuveHb 13 3 3 0 7984 1 59 100 >99,9
ANYHNKN 13 7 7 0 10581 1 724 100 >99,99
NopxxenygouHas 17 7 7 0 11929 12 489 100 99,9
xenesa
WuntoBngHas xenesa 11 3 3 0 7429 1 652 100 >99,9
NToro 109 39 36 1 78974 29 3416 97,3 >99,9
Bocnpon3sogmmocTb

[na oueHKM BOCMPOM3BOAMMOCTM pe3ynbTaTOB [N TEHETUYeCKOro cekBeHaTopa MiSeqDx 6biio nposefeHo fBa uccnegosaHusa ¢ OHK,
3KCTparmpoBaHHOW M3 obpasuoB FFPE. B uccnegoBaHum 1 MCNonb30Bann HECKO/IbKO WMHCTPYMEHTOB; B MCCNeAoBaHMM 2 Gbln 3aAeCTBOBAHbI
pasHble UccnegoBaTe/lbCKue LeHTpbl.

MccnegosaHue 1

Bocnpon3BoanMMOCTb pe3yfibTaToB A/ FeHeTUYecKOoro cekseHatopa MiSeqDx yCTaHOBMAM C WCMO/b30BAHWEM [BYX WHCTPYMEHTOB W [ABYX
OnepaTopoB, BCEro NpPOBe/iM BOCEMb Cepuii aHann30B. OLeHKa penpe3eHTaTUBHOCTM, FTEHOMHbIA COCTaBaMMANKOHA, 06pasubl U METOJ CpaBHEHWS
OblIN TEMU >Xe, YTO ANA UccnefoBaHMs TOYHOCTM Nel, onucaHHOro Bbiwe. Pe3ynbTartbl, MPUBEAEHHbIE B NEpecyeTe Ha amnUKOH N8 KaX4oro
MHCTPYyMeHTa (Tabnmua 17), OHWM OTpaXkarT BOCMPOM3BOAUMOCTb ONpPeAeNieHnii Mexay UHCTpyMeHTaMu. % KOPPEeKTHbIX ONpeAeneHunid BKIOYan
KaK HEKOPPEeKTHble OnpefeneHuns, Tak U He OnpefenieHHble HYKNeoTuabl (BapuaHT He NPoXoAna OAuMH unu 6onee punbTpos). HCTPYMEHTHLI UMeu
CXO0XUre pe3ynbTaTbl MO KOIMYECTBY OTCYTCTBUA OMpejesieHns B 3aBUCUMOCTU OT amnnukoHa. And MiSeqDx 1 6b110 06Hapy»XeHO TONbKO OfHO
HEKOPPEKTHOE onpefesieHve No U3BECTHOMY PErvoHy, onpefeneHHOMY peepeHcoM cpaBHeHus Platinum Genomes. HekoppeKkTHOe onpefeneHuve
ObII0 NOXKHO MONOXUTENIbHbIM OMNpefesieHeM BapuaHTa MHCEpUMM B aMMNIMKOHe 64, oTHocAwemMca K xpomocome 10 B no3uumax 55892599 -
55892687; aMNANKOH umen 11 ANHYKNEOTUAHBLIX NOBTOPOB.
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[ eHeTnueckunii cekBenatop MiSeqDx

Tabnuua 17 PesynbTaTbl MCCNEAOBaHMS BOCMPOM3BOAMMOCTM OTHOCWUTENIbHO HECKOMbKUX TFEHETMUYEeCKMX CekBeHaTopoB MiSeqDx (ypoBeHb

aMMINKOHa)

Nmnanko Xpomocoma Pasmep Hyk.TeoTupos TeHOMHbI GC- M 70215 M70217

H npoaHanM3nupoBaHHOTO B cocTaBamMnamKoHa cocTaB Bcero Bcero Bcero He Bcero Bcero Bcero He

dpparmenTa noaTBEpPXAEH onpeaeneHo  onpede.leHo onpejeneHo  onpejde.TEHO ONpefeNeHo onpeaeneHo
HbIX KOPPEKTHO HEKOPPEKTHO KOPPEKTHO HEeKOpPPEeKTHO
pernoHax

1 1 93 93 Nupensl 0,22 5580 5580 0

2 1 79 79 NonH-A (5), nonwn-C 0,38 4740 3 4740 0 0
15). uupgensl

3 1 91 91 NHpensl 0,4 5448 0 12 5453 0 8

4 1 92 92 MHaens 0,49 5518 0 2 5518 0

5 1 81 81 Nonu-G (5) 0,69 4858 0 2 4860 0 0

6 1 70 70 Nonwu-T (10), nugensl 0,39 4200 0 3 4200 0 0

7 1 88 88 Nonun-A (5), CT (3),0,27 5279 0 I 5279 0 1
FAA (3). nHgens

2 90 90 WHpensl 0,28 5400 0 D 5400 0 3
2 80 80 Nupensl 0,38 4800 0 0 4800 0 0

10 2 85 81 H/n 0,65 4859 0 1 4859 0 1

11 2 75 75 Monu-A (8) 0,35 4468 0 40 4468 0 40

12 2 88 88 Nonun-T (5) 0,42 5280 0 0 5280 p 3

13 2 87 87 MNonwn-T (5), nugensl 0,31 5211 0 43 5214 40

14 2 91 91 Nonun-T (5), nonu-A0,3 5453 0 7 5449 0 1!
16). uHgensbl

15 2 93 93 H/N 0,43 5579 0 1 5579 0 1

16 2 73 73 Nonun-T (5), nHgensl 0,42 4378 0 2 4379 3 1

17 3 b3 93 AT (3), uHpensl 0,27 5396 0 184 5396 0 184

18 3 "3 83 H/M 0,43 4980 0 0 4980 3 3

19 3 70 70 CT (3), ungensl 0,49 4193 0 7 4194 0 6

20 3 88 88 Monu-A (5), nonu-T 0,41 5220 0 120 5220 0 120
(5), monu-A (9),
[3)

21 75 74 NHpens 0,57 4432 8 4432 0 8

22 78 78 Monu-A (6) 0,26 4676 4 4676 0

23 97 97 Monn-G (6), NonAwn-10,42 5820 0 0 5820 0 0
15). nonun-A (5)

24 4 78 78 H/N 0,29 4679 0 4677 0 3

25 4 66 62 MNonu-A (5). nugensl 0,36 3720 0 0 3720 0 0

26 4 71 69 Monu-A (5) 0,46 4140 3 0 4140 0 0

27 4 62 62 MNonun-A (7), niugensl 0,27 3676 0 45 3671 0 51
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Pasmep
npoaHanM3npoBaHHOTO
thparmeHTa

78
84
64
83
67
o1
75
102
92
100
98

95
86
95
91
73
88
87
85
90
91

81
93
83
90

67
98
65
96
83
97
79
98
79

Hyk.leoTtngos
B
NOATBEPXAEH
HbIX
pernoHax

75

84

64

83

67

91

75

102

92

94

98

95
86
94
91
73
88
87
85
90
91

66
93
83
89

67
98
65
96
83
97
78
91
79

FTeHOMHbI
cocTaBaMNNHKOHa

H/M

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

Monu-A (6), nugens
Monn-T (5)

CT(4), AG (3)
MHpens

MNonu-G (6)
WNupensl

GCT (5). nHpensl

MNonu-T (5), TCT (3),

CTT (3)

Nuaensl

Nonun-C (6)

Monu-G (5), uHaensl
Nonn-A (5)

H/M

NHaensl

Nonn-A (7), AG (4)
NHaensl

MNonu-G (5). nHaens
MNonu-G (6),
16), nupaens
H/N

NHupensl

H/N

MNonu-G (7), CTC (4),

UHAENbI
NHaensl

Nonun-G (6)
NHpensl

H/M

AT(3)

Monun-C (6), nHaensl
Monu-G (5). nHgensl
GC{3)

Nonwn-T (5)

JAokymeHT Ne 1000000021963 B.O3

nonun-C

GC-
cocTasB

0,78
0,62
0,39
0,3

0,37
0,55
0,43
0,68
0,63
0,61
0,55

0,53
0,7

0,61
0,44
0,44
0,35
0,26
0,38
0,62
0,71

0,31
0,35
0,42
0,61

0,3

0,67
0,32
0,49
0,37
0,68
0,47
0,87
0,3

M70215
Bcero

onpefeneHo
KOPPEK*THO

3368
5040
3840
~979
4020
5460
4498
6120
5520
5532
5820

5697
5159
5638
5460
4380
5279
5184
5100
5398
5460

3960
5580
4980
5219

4020
5879
3894
5760
4973
5817
4679
450

4740

Bcero
onpeaejieno
HEKOPPEKTHO
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M70217
Bcero He Bcero
onpefeneHo  onpegeneHo

KOpPPEeKTHO
1132 3485
0 5040
0 3840
1 4980
0 4020
0 5460
S 4500
0 6120
3 5520
108 5532
60 5820
3 5698
1 5160
2 5638
0 5460
0 4380
1 5276
36 5181
0 5100
2 5399
0 5459
0 3960
0 5579
0 4980
121 5220
0 4020
1 5880
6 3895
0 5760
7 4978
3 5818
1 4680
5010 632
0 4740

Bcero
onpege.leHo
HEKOPPEKTHO
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63
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13
13
14
14
14
14
14
14
14
15
15

Pasmep

hpalmeHTa

90

95
89
80
"
97
70
100
62
102
73
85
91
85
85

85
84
93
81
71
95
73
89

89
77
67
83
73
81
bl

66
94
98
68

HykneoTuaos TeHOMHbI
npoaHa.lusuposaHlloro s

NOATBEPXAEH
Hbl X
pernonax

90

95
88
80
81
96
70
100
62
102
73
85
91
85
85

85
84
93
81
71
95
73
88

89
77
67
83
72
81

91

66
94
96
68

| eHeTnyeckH cekBcunarop MiScqgl)\

GC- M70215 M70217

cocTaBaMninkoHa cocTas Bcero Bcero Bcero He Bcero Bcero Bcero He
onpejeneHo  onpejeneHo ONpejfeneHo  onpeaeneHo onpepeneHo onpejge.leHo
KOPPEKTHO HEKOPPEeKTHO KOPPEKTHO HEeKOppPeKTHOo

Monu-A (5), nonn-TO0,2 5400 0 0 5400 0 0
(5)
NHpensl 0.35 5699 0 1 5699 0 |
AC (11), uHpensl 0,42 5157 0 276 5153 2 273
H/N 0.49 4800 0 0 4800 0 0
H/n 0,51 4860 0 3 4860 0 0
H/M 0,45 5760 0 0 5760 0 0
NHpensl P.46 4199 0 2 4200 0 |
H/M 0,65 5999 0 1 5998 0 2
NHpensl P,37 3720 0 3 3720 0 0
H/M 0,59 6120 0 3 6118 0 2
Nonu-A (5) 34 4380 0 0 4380 0 0
H/M 0,42 5100 0 0 5100 0 0
Nonn-G (6) 3,55 5437 0 23 5441 0 19
NHpensl 0,53 5100 0 0 5100 0 0
Nonu-A (5), CA (3),0,34 5100 0 0 5100 0
~nwen
GA (3) 0,52 5100 0 0 5100 0 0
Monwn-C (5), uHgensl 0,52 5040 0 60 5038 0 63
Monu-A (7), AC (4) 0,33 5577 0 3 5573 0 7

0,49 4860 0 0 4860 0 0
Monu-A (6) 0,35 4260 0 0 4260 0 0
Monu-G (5) 0,68 5605 0 95 5605 0 95
H/M 0,52 4380 0 0 4379 0 |
Monmn-A (5), monu-T 0,22 5220 0 60 5220 0 60
7)), nonu-A ),
MHAEeNbl
MHaens 0,49 5340 0 0 5340 0 0
NHpensl 0,39 4620 0 3 4620 0 0
ba (3), TA (3) 0,39 4020 0 0 4020 10 0
H/M 0,25 4980 0 0 4980 0 0
Monwn-T (5), uupensr 0,19 4173 0 147 4173 L0) 147
NHupensl 0,38 4860 0 2 4860 0 0
NHpens 0,35 5459 0 1 5460 0 0
Monu-A (5) 0,41 3900 0 240 3900 1) 240
NHaensl 0,62 5637 0 3 5637 0 3
Monun-C (5) 0,45 5760 0 0 5760 0 0
NHpensl 0,25 4079 0 1 4078 |0 2
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17
17

17
17
17
18
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19
20
20
20

Pasmep

hparmeHTa

95
95
72
o1
70
63
95
87
104
o1
89
87
91
93
o1
84

91
92

79
86
84
67
o1
69
75
81
85
65
99
74
70
94
82
76

Hyk.TeoTugoB TeHOMHbIA
npoaHa.lM{nposaHHOTO B

NoATBEPXAEH
HbIX
pernoHax
93

95

71

91

70

63

95

87

104

91

89

87

91

93

89

82

91
92

79
86
84
67
91
69
75
81
85
65
99
74
70
94
82
76

coCTaBaMNNHKOHa

Monun-G (5). nHaens
Monu-T (6)

Muaens

H/N

NHpensb

H/n

Monu-C (5)

TA (3)

Monun-C (5)
Monun-T (5). ungensl
GC(3)

Monun-C (5), ungensl
NHpensl

NHpensl

Monn-T (5)

Monun-A  (13), wuHgen

I\2)
Monun-A (5)

MNonun-A (7), AT (3),
AT (4). AT (4).

nHgensl

NHpensl

Nonun-T (7)

GAG (3)

GA (3)

HA1L

Monmu-A (6). TG (3)
Monu-A (5), nugensi
CTC (3), uHgensl
2T (3), uHpensl
H/M

H/N

H/MN

H/M

H/M

AC(3)

CT (3)
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GC-
cocTas

0,68
0,43
0,65
0,36
0,56
0,27
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
0,37
0,43
0,37
0,47
0,45
0,48
0,59
0,68
0,64
0,61
0,59
0,58

M70215
Bcero
onpeaeneHo
KOPPEKTHO

5475
5699
4260
5460
4200
3780
5700
5220
6238
5443
5251
5212
459
5580
5340
4860

5459
5460

4699
5153
5039
4020
5460
4132
4475
4860
5098
3900
5926
4440
4199
5640
4920
4559

Bcero

onpege.leHo onpegeneHo

HEKOPPEeKTHO
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M70217

He Bcero
onpegeneHo
KOPPEKTHO

5487
5700
4260
5460
4200
3780
5700
5220
6238
5444
5339
5212
5459
5580
5340
4860

5459
5460

4700
5156

5039
4020
5460
4131

4480
4860
5098
3900
5924
4438
4200
5638
4920
4558

Bcero
onpegeneHo
HEKOPPEKTHO
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20
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Pasmep
npoaHann3npoBaHHOTO
thparmeHTa

70

101
67
91
87
66
98
87
69

90

100
97
97
99
92
69
69
71
65
91
71

HykneoTnaos FeHOMHbIA

B
noATBEPXAeH
Hbl X
pernoHax

70

101
67
88
87
66
98
87
69

90

cocTtaBamMnauk

ccC-
oHa cocTas

GT (3), TG (4),046

VNHAEeNbI
NHaensl
Hupensl
Nonun-G (6)
Nupens
NHpenst
Nonwn-T (6), CA
GT (3), nugensl

0,63
0,36

0,73

0,57

0,35

(3) 054
0,39

Monu-A (6), AG (3),0,32

UHAenbl
Nonn-T (5),
[6)

MNuaens

H/N

MHaens

H/n

Mupens
MNonwn-T (5)
Nonun-C (5)
H/n

H/n

H/n

Nonun-A (5)
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nonu-A 0,5

0,63
0,68
0,46
0,6

0,66
0,26
0,62
0,52
0,55
0,48
0,37

M 70215
Bcero
onpegeneHo
KOpPpPeKTHO

4200

6060
4020
5277
5218
3959
5880
5220
4119

5399

5998
5819
5818
5940
5519
4139
4136
4260
0

0

0

Bcero
onpefaeneHo
HEKOPPEKTHO
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
0
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M70217

He Bcero
onpefeneHo
KOPPEKTHO

4200

6060
4020
5274
5218
3957
5880
5220
4113

5399

5997
5819
5816
5940
5519
4140
4137
4260
0

0

0

Bcero
onpegeneHo
HEKOPPEKTHO

0
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1'eHeTn4YeckHH cekBeHatop MiSeqDx

Pe3ynbTaTbl WCCNeAOBaHMA BOCMPOM3BOAMMOCTM ObiN MpoaHasM3MpoBaHbl MO onepaTopam c
MCMONb30BaHMEM YacTOThbl BapuaHToB (Tabimua 18). STOT aHanM3 nokasasn, YTo YacToTa BapuaHTOB
6blna oaMHaKoBa y 060MX onepaTopoB. [onyunnu cpeaHue 3HaYeHWs 4acTOTbl BapuaHToOB +/- 1
CTaHAApPTHOE OTK/IOHEHNE.

Tabnuua 18 PesynbTaTbl N0 onepaTopamM /15 reHeTUYeckoro cekseHatopa MiSeqDx

OvanasoH Kon-so NTOro BapmaHTOB. NToro BapuaHToB. CpepHee 3HavyeHue (SD) CpepHee 3HaueHue (SD)
4acToThl YHUKaNbHbIX MPOAHANU3NPOBaHHbIX MPOAHANN3MPOBAHHbLIX YaCTOTbl BapUaHTOB. 4acToThl BApMaHTOB.
Bbicokas 1112 1072 1072 0,96 +/- 0,05 0,96 +/- 0,05

yactoTa

(-100%)

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

yactoTa

(-50%)

Hwu3kas 620 618 612 0,05 +/- 0,01 0,05 +/- 0,01

yactoTa (3-

7%)
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f eHeTuecknH ceksenartol|) MiSeqDx

PesynbTathl 1ccnefoBaHMA BOCNPOM3BOAUMOCTY AN KaXA0ro obpasua npeacrasieHsl 06beJMHEHHO MO BOCbMMW cepuam aHanu3os (Tabnuua 19).
OnpefeneHne OLEHEHO OTAENbHO AN KaXAoro Tuna BapuaHTa - OHB, uHcepuun u peneuymun. VCKNOYeHbl pedepeHCHble Mo3numuv. AHanus
nokasas, 4To pesynbTaTbl N0 BapraHTaM Obin BOCMPOM3BOAMMbI MO 06pa3Lam.

Ta6bnmua 19 CoOTBETCTBUE Pe3yNbTaTOB ONpeaeneHns HyKNeoTUA0B A1 FTeHeTUYeckoro cekBeHaTtopa MiSeqDx no o6pasiam

OHB BcTaBku Oeneuyunn
Obpasey, NToro NTtoro N1 Wtoro /1N NToro N0 NToro WTtoro NN Wtoro NN Ntoro NO NToro Wtoro NN Wtoro N NTtoro 10O
GM 12877 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
GM 12879 912 896 0 0 336 320 0 0 288 272 0 0
GM 12885 1200 1192 0 0 400 384 0 0 352 320 0 0
GM 12886 1104 1104 0 0 368 352 0 0 368 352 0 0
GM12877-DI' 3640 3582 0 0 800 760 0 0 960 880 0 0
GM12877-D22 400 398 0 0 520 516 0 0 560 556 0 0

* BapuaHTbl ¢ yacToToi 6onee 20%.
ABapuaHThl ¢ YacToToll MeHee 20%.

[aHHble, nonyyeHHble B 8 cepusax aHanM30B UCCNEA0BaHUSA BOCMPOWU3BOAMMOCTU, MOKa3blBAKOT CTabW/IbHOCTb CEKBEHMPOBAHWUA TEHETUYECKOro
cekBeHaTopa MiSegDx:

GC-coctaB > 19% (Bce onpefeneHHble Hykneotugbl B 120 mM3 120 CeKBeHMPOBaHHbIX ammnanMKoHoB ¢ OC-cocTaBoM19% onpegeneHsbl
KOPPEKTHO, KOMIMYECTBO He OnpejesieHHbIX CoCTaBuno 3,4%)
GC-cocTtaB < 73% (Bce onpefefieHHble HykneoTuabl B 120 M3 120 cekBeHMpPOBAHHbLIX amnanMKoHOB ¢ GC-cocTaBoMm 73% onpejeneHsl
KOPPEKTHO, KOMIMYECTBO He onpejenieHHbIX cocTasmno 0,1%)
Monu-A nocnefoBateNibHOCTU € ANMHONW < 8 (NonM-A NOBTOPEHWA 8 HYKNeoTUAO0B Oblin onpefdeneHbl KoppekTHo B 120 w3 120
CEeHKBEHMPOBaHHbIX aMMJIMKOHOB, cofepxaux nonn-A = 8)
Monn-T nocnegoBaTenbHOCTM € anvHoli < 10 (monn-T noBTopeHus 10 HYKNeoTMAOB Oblnn OnpefeneHbl KoppekTHO B 120 m3 120
CEKBEHMPOBAHHbIX aMM/IMKOHOB, cofdepxXalunx nonun-T = 10)
Monn-G nocnefoBaTeNibHOCTU € AAMHON < 6 (nonnv-G MOBTOpPeHUSs 6 HYKNeoTMAOoB Oblav onpefdeneHbl KOppekTHo B 720 u3 720
CEKBEHVPOBAHHbIX aMMIMKOHOB, cofepxawmnx nonn-G = 6)
Monn-C nocnegoBaTenbHOCTN € AnnHON < 6 (monn-C noBTOpeHWs 6 HYKNeoTuaoB Obinn onpegeneHbl KoppekTHO B 359 wu3 360
CEKBEHMPOBAHHbIX aMMNIMKOHOB, cofepxXalinx nonn-C =6, 1 He onpegeneHa)
ANHYKNeoTngHble MNOBTOPbI C AAMHONM < 4x (BCe HyKneoTugabl onpegeneHsl B 600 u3 600 CeKBEHMPOBAHHbLIX aMMIMKOHOB C 4X
AVHYKIEOTUAHBIM NOBTOPOM Obliv OMpeseneHbl KOPPEKTHO, KOTMYECTBO He OrnpefesieHHbIX cocTasuio 0,4%)
TPUHYKNEOTUAHbIE NOBTOPblI C AAMHONM < 5X (BCe HyKneotuabl onpegeneHbl B 120 m3 120 CeKBEHMPOBaHHbLIX aMMMKOHOB C 5X
TPVHYKNEOTUAHbIM NOBTOPOM ObINN ONpefeneHbl KOPPEKTHO, KOJIMYECTBO He OMpefesieHHbIX cocTasmno 1,9%)
WHcepuumn 24 nnn MeHee HYK/IeOTUAOB U Aeneuunmn 25 naM MeHee HyK1eoTU 0B

24-HYKNeoTnAHble NHCEPLUN OblIn onpegeneHbl KOppekTHo B 120 13 120 o6pasuos
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- 25-HykneoTHaHbie neneuun ObuM onpeneneHn Koppektho B 182 obpasuax, oTcyTcTBHe onpeneneHns oTMeveHo B 2 u3 184
o0pasuos

Hcecnenosanne 2

Ans OUEHKH BOCNPOU3BOJAMMOCTH NPH aHANH3C NaHeNd M3 2 reHoB Oblno MPOBEACHO BTOPOE MCCNENOBAHKE, YCNOBHR TaKHE Ke KaKk M B
MCCNCAOBAHMK 2 NO OUEHKe TOYHOCTH. [lpoBenu TecTHpoBaHHe B 3 pasHMX OpraHW3auusax (no 2 oneparopa Ha OpraHW3alMIO) B TeyeHHe 3
HETIOCACAOBATENbHBIX AHEH ¢ MCMONL3OBaHMEM pPEarcHTOB M3 TosapHo# napTHH 1. TecTHpoBanme Gbino NpoBEACHO C MOMOMILID 6 XOPOLIO

oxapaxrepu3oaHHbIX naneneil obpasuoe reHomHol JIHK u3s FFPE kxnuHnueckux ofpa3uoB wiH KIeTouHLIX Bunmii, Kaxaas naneas cocrtosna u3
10 ynactHukos, B obiem 60 yuacTHrkos.

60 y4yacTHHKOB NAaHENH COAEPKATH NOBTOPH 4 YHHKaNbHEIX 06pasuos AMKHX THNOB (Ana naseny MyTauui), 12 yHHKansHeIX MYTAHTHRIX 06pasuoB
(c eauHAYHON MyTalWeH), NONYYEHHBIX C BHICOKHM H HH3KHM YPOBHAMH HACTOTHI MYTaUui, H 2 YHHKaNbHBIX MYTAHTHbIX 00pasua (C eaAHHUYHOIi
MYyTaLHKei), NONYyYeHHbIX TOABKO C HU3KKHM YPOBHEM 4acToThl MyTalirii. Ecnu Bce pesynbTarhl GbiiM 10CTOBEpHE, KaXKAbIA YHUKaNsHBIA obpasels
AN TECTUPOBAHHA YPOBHA YacTOTH MYTauMit (MPOTECTHPOBAHHLIR B ABYX IK3EMNNAPAX B KAXKAOM NPOTOHE) uMen 36 BOIMOXKHEIX Pe3ybTaToB (2
TIOBTOPEHHA X 2 onepaTtopa X 3 AHA X 3 opraHusauus).

Mpouent oxuaaemoro onpeaenequs (PEC or Percent Expected Call) no scem nonoxuTensHsiM H OTPHLIATENBHBIM BAPHAHTAM OLECHUBAICA NMYyTEM
CPABHCHHA PEMPE3CHTATHBHOTO PE3YNbTATA AHANH3A € OXHUAACMBIM PE3yNbTATOM MYyTaUMH (OkupacMas MyTauua ofHapyxena MIM He
ofHapyxeHa) B kaxaom obpasue. PEC paccumraiBancs kak KONHYECTBO OXWABEMBIX ONpeAcnCHUil, pajfcNeHHOe HA KONWUUECTBO NOTIHITOK
onpezeneHuA, ymuoxenHoe Ha 100%. JIBycroponHnit 95% noBepHTEbHLIFA HHTEPBAN PACCYHTHIBANICA METOROM pacyeTa Buncona.

[pu oObeauHEHHH PE3YALTATOR, NONYYEHHBIX B Pa3sHbIX OPraHH3AUAAX, YPOBEHE NpoXoaaeHna obpasua coctasnan 294,7% ana nepeoro nporoxna
obpazua unu ans obpasiios, NPOTECTHPOBAHHLIX B NPOroHAX, KOTOphle 6bUIM BANHAMPOBAHH NpH nepeoM npoxoxacHin. PEC ypoBus myrauuii Bo
Bcex obpasuax cocrasun 99,6% (905/909) (95% JAH; 98,9, 99,8). KonwyecTso nonbiTok onpesencHus no BeeM 56 MyTanuaM naHenH (He3aBUCHMO
OT TOTO, CXKMAANACh U OOHAPYXEHHAN MYTaLUMA WIH HET) AN BCEX KOMIIEKTHbIX oGpasuos cocrasunc 58 856 (56 x 1051). U3 »rux 38 856
MyTauuii 6RO TONBKO 6 Cnyuaes, B KOTOphX HabmopaeMbie M OXHageMble pe3ynbraThl He cosnasu; PEC na ypoBHe myraumii Bo Beex
NONOXKHTENBHBIX H OTPHUATENBHLIX BAPDHAHTAX Y BCEX NaHeneil MyTauri W naHenci AMKOro THna coctasun 99,99% (58 850/58 856).
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I'eiierH'iecKiiii cekBeHaTtop MiSeqDx

AHannTnyeckasi YyBCTBUTE/IbHOCTb (MpPeAen XonocToi npobbl (LoB) v npefen o6HapyXeHuWs
(LoD)

370 uccnefoBaHWe HanpasNeHO Ha BepuUKaLMio MOPOroBOro YPOBEHS aHanusza Wu npegen
o6HapyxeHunss (LoD) p[ana reHeTMYecKoro cekBeHaTopa MiSeqDx ¢ MCnonb30BaHWEM
penpe3eHTaTMBHON NaHenn. KpaTko, XOpOLIO 0XapaKTepu3oBaHHbIe KNEeTOYHble MMHUK 13 Platinum
Genome GM12878 n GM12877 6binn 3aMKCUpoBaHbl POPMasMHOM M 3aUThbl NapapuHoOM, 3aTem
6bina BblgeneHa AHK. GM12878 6bina cMewaHa ¢ GM12877 Takum 06pa3om, YTO BapuaHTHble
4yacToTbl cemugecaTu BapuaHToB MyTaumii (52 OHB, [eBATb WHCEpPUWA W [eBATb Aeneuuii)
cocTasnsanu okono 0,05. Aga o6pasya JHK TecTupoBanuck gsyms oneparopamu ¢ UCMONb30BaHUEM
[BYX F€HETUYECKMX CEKBEHATOPOB W [BYX TOBapHbIX NapTWii peakTWBOB, YTO B 06LLEM COCTABW/IO
10 NporoHoB CeKBEHMPOBAHWUS Ha reHeTUYeCcKOM cekBeHaTope MiSegDx. B pesynbTaTe nony4veHo
40 noBTOPOB ANsi Kaxaoro BapumaHTa GM12878 n 60 NMOBTOPOB ANA KaXKAol COOTBETCTBYHOLLEN
KoOpAuHaTtbl Aukoro tuna GM12877 pna kaxgoi napTum peareHToB. [lpefen XonocTor npo6bl
(LoB) wn npegen o6HapyxeHus (LoD) 6binn paccymTaHbl C MCMOMb30BaHWEM K/1aCCUYECKOTo
nogxopa, usnoxeHHoro B CLS1 EP17-A2, ¢ ncnosib30BaHNEM HenapameTpuyeckoin onumun. LoB u
LoD 6binn paccunTaHbl ans OHB, unHcepuuii u aeneunin oTaenbHO, NyTemM 00beAMHEHUS 4acToT
BapuaHTOB ANA [JaHHOro Tuna BapumaHTa. Owwnbka tuna | 6bina onpepeneHa kak 0,01, a owwnbka
Tuna Il 6bina onpegeneHa Kak 0,05.

Onsa onpefeneHns LoB o6beAnHeHHble BapyaHTbl YacTOTbl OblIM OTCOPTUPOBAHbLI OT HAUMEHbLUIETO
K HanbonblLeMy, U AN KKAON NapTuM peareHTOB 418 KaXXA0ro Tuna BapuaHTta 6bina paccumTaHa
nosuuymsa 99 (Tabnuua 20). lNporpamHoe o6ecreyeHWe TreHETUYECKOro cekeBeHatopa MiSeqDx
Mcnonb3yeT Moporoeoe 3HayeHue (3dekTuBHOE LOB) Ha ypoBHe 0,026 4acTOTbl BapuaHTa Ans
onpefieNeHns KavyeCTBEHHOro [eTeKTUPOBaHMSA BapuaHToB. PaccumTaHHble LOB nofreepAannun, 4uto
OTCEYEHME ITUX pe3yNbTaToB NPUBOAMT K owmnbke Tnna | He 6onee 0,01.

Tabnuua 20 Mpegen xonctoi npo6bel (LOB)

Tun BapuaHTa Obuwee KOANYECTBO YacTOT BapnaHTa LoB ToBapHOi naptum LoB ToBapHoOil naptuu
peareHToB 1 (%) peareHToB 2 (%)

OHB 3120 0,87 0,75

MHcepLHK 540 0,79 0,60

Oeneunn 540 0,96 0,84

Ons yctaHoBneHns LoD 6b1n10 pacynTaHO MPOLEHTHOE COAepXKaHWe Y4acToTbl WHAMBUAYANIbHbIX
MyTauuii Ans KaXXAon TOBApPHOW NapTWUM peareHTOB A1 KaXAOro Tuna BapuaHTOB Mpu OTCEYEHUN
Hwke 0,026 (Tabnuua 21). MoCcKoMbKY NPOLEHTHOE cofep)KaHue 6bi10 MeHbLUe, YeM owmnbKa Tuna
I, paBHaa 5% (0,05), meanaHa 06befMHEHHbIX 4acTOT BapMaHTOB Oblna paccymTaHa kak LoD
(Tabnuua 22). LoD ana Kaxpaoro Tuna BapvaHTa 6bin yCTaHOB/EH, Kak 60/bllee U3 ABYX 3HAYEHW,
paccyMTaHHbIX ANS ABYX TOBAapHbIX MapTUil peareHToB - 5,45% gnsa OHB, 4,88% ana uHcepuuii un
5,44% pns geneuuni.

Tabnuua 21 Mpeaen o6HapyxeHus (LoD)

ToBapHas naptua Tun Obuee KOANYECTBO KonunuecTtso %usmepeHuni Mpepen
peakTMBOB BapuaHTa 4yacToT BapuaHTa n3mepeHnii BapnaHTOB 4acTOThl obHapyxeHus
BapMaHTOB YacToThl <2,6 % (%)
<2.6 %
1 OHB 2080 5 0,20 5,45
BcTtaBku 360 0 0,00 4,86
Oeneunn 360 3 0,80 5,44
2 OHB 2080 26 1,30 5,44
BcTaBku 360 0 0,00 4,88
Oeneunn 360 0 0,00 5,24

Cregytoume NCCNEAOBaHUS  AEMOHCTPUPYIOT  XapaKTepuCTUKM MPOU3BOANTENBLHOCTY
FeHeTMUYECKOro cekBeHaTopa MiSeqDx C MCMonb3oBaHWEM APYroro pernpe3eHTaTMBHOTO aHanwn3a,
HampaBNEeHHOro Ha aHanu3 56 MyTauuii B IBYX K/JMHWMYECKM 3HAUYMMbIX TEHax y4yacTBYHOLWUX B
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oHkoreHese (naHesb MyTauuit). Maxnene MyTaunii npegHasHaueHa A1 cneuudPUUEcKoro BHABIECHHA
56 mMyTaunii B ABYX KIHHHYECKH 3HAYMMBIX NCHEX, YYacTBYIOWMX B oHKoreHese (I'en 1 u I'en 2).
AHanH3 OAHOBPEMEHHO ONPEAENAET HANKWYHE WAH OTCYTCTBHE KaXaok H3 56 Myraumuii B KaXaoM
CeKBEHHpOBAHHOM  oOpaslic. JTANOHHBIM METOAOM JIA  3THX  uccneaoBaHuii  Gbuto
ABYHanpasiReHHOe CeKBeHHpOoBanue no CaHrepy.

Ipensu3HONHOCTL TOBAPHELIX NAPTH

Jns OUEHKH NPOU3BOAWTENLHOCTH reHeTHueckoro cekseHatopa MiSeqDx Gwno nposeseHo
HccaeaoBaHHe NPELH3HOHHOCTH TOBAPHLIX NApTHiE (COCTOAILMX W3 PEArEHTOB A1 OLIEHKH Ka4ecTBa
o0pasiuoB, pEarcHTOB JiA NOATOTOBKH OWMOINOTEKH W PCAreHTOB JUIA CEKBEHHPOBAHHA) C
HCMO/Ib30BAHHEM PENPE3CHTATHBHOMO aHAMN3a ¢ 2 TEHaMH € HMCTIOAL3OBAHWHEM NAaHENH M3 5
cmewannuix obpasitos FFPE, coorercTaytomux TpeGosannsm x o6pasiy. Kaxawii FFPE obGpaseu
cosepkan 2 YHHKAALHRE MYTAUMM: OfHA C HU3KHM (npubnusurensHo 8%) ypoBHEM 4acTOThl M
OAHA ¢ BBLICOKHM (npuOnusurenso 14%) ypoBHem uacrorel. [lpeHazuate (12) wabmonenwii
Kakaoi u3 5 cmecell obpasuoB OnbiM cobpaHbi B TeUCHHE 3 HENOCNCAOBATENBHMX AHEH C
ucnons3opaneM 3 naGopos naptmit pearenros. Obmee konuuectso Habmoaenu#i ans
HCCNEZIOBAHHA MO BCEM NAapTHAM pearcHToB coctaBuno 180 no scem cmecam obpasuos W 360
Habmozaennti no BceM YpPOBHAM 4acTOTH MyTaLuit. 99,7% uabmonesuit No BeceM NapTHAM # JHAM
(359/360) nokazanuw oxuaaeMmbiit pesynsTar Myraumuu. OaHa HH3KOYacTOTHas MyTauus Goina
HEMPABANLHO ONpe/ieNicHa AUKHM THNOM. [Ina onpeseeHns pacueTHOro 3Ha4eHKA BaprabunbLHOCTH
cHcTemMbl Obil BRINONHEH IWCTIEPCHOHHBIH aHANH3 KOMIOHEHTOB ANA KaxAoH MyTauuWw/ypoBHs
4acToTH Myrauuu. Ofluee CTaHAAPTHOE OTKIOHEHHE BapsHposanock B auanasowe ot 0,011 nmo
0,029. Ofmee cTaHAapTHOE OTKIOHEHWE KOMIIOHEHTOB TOBapHOH NApPTHM  PEarcHToB
BapbHpOBANIOCH B AHanasoHe ot § no 0,015,
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NcTopus nameHeHwuit

JOoKymeHT M Lata OnuncaHne N3MeHEHUI

JOoKymeHT Ne ABIyCT OG6GHOBNEH ajpec YMNONHOMOYEHHOro MpeAcTaBUTeNs
1000000021963 B. 2021 r. EC.
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[o6aBneHa TabnnLa UCTOPUN U3MEHEHWIA.

MaTeHTbl M TOProBble MapKu

ATOT JOKYMEHT M ero cofep>XvMmMoe 3allyuLieHbl npaBoM COGCTBEHHOCTM Kopnopauuun WnntomuHa
(Hlumina, Inc.) n ee gouvepHuMx KomnaHuin («lllumina») n npefHasHavyeHbl UCKNHOUUTENbHO A5
MCMNONb30BaHMA NO AOrOBOPY C €e 3aKa3yuMKamy B CBA3WN C UCMONb30BAHMEM MPUOOPOB, ONMUCAHHbIX
B HACTOALEM AOKYMEHTEe, U HU A/I KakuX ApYrux uenen. 10T JOKYMEHT U ero COAepXWMOoe He
JO/MKHbI  MCNOMb30BaTbCA WM PaCMpOCTPaHATLCA ANS KaKUX-IMO0 APYrux Lenein u/mam vHbim
o6pa3om nepefaBaTbCs, pPaCKpbIiBaTbCS WNM  BOCMPOU3BOAMTLCS KaKMM-1nM60 o6pasom  6e3
npeaBapuTeNibHOro  MUCbMEHHOTO corfiacus  kopriopauun  UnnioMuHa.  3TUM  LOKYMEHTOM
Kopnopauus MnnwomuHa He nepefaeT npaBa HU Ha CBOW MaTeHTbl, TOBapHbIE 3HAKW, aBTOPCKME
npasa UK npasa o6LLero rnpaea, HA Ha aHaNornYHble NpaBa Kakux-1mbo TpeTbux uu,

Ona ob6ecneyeHns npasuibHOrO ¥ 6e30MacHOro UCMosib30BaHUA npubopa (0B), MHCTPYKLMK,
N3M10XKeHHble B JaHHOM [OKYMEeHTe, [O/IXXHbI CTPOro M YeTKO CO6M04aTbCA KBAUMULMPOBAHHBIM 1
AO/MKHbIM 06pa3oM 06yYeHHbIM MNepcoHasioM. Bce cofepXXyvMoe 3TOro JOKYMeHTa AO0/HKHO ObITb
MOMHOCTLIO MPOYMTAHO M NMOHATO LO MCMNONb30BaHUA AaHHOro npubopa (oB).

YACTNYHOE TPOYTEHUE W HEBbBIMMOJIHEHWE BCEX COAEPXALWWMXCA S3AECH
NWHCTPYKLUUW MOTYT MPUBECTW K MOBPEXAEHUIO MPUBOPA (OB), TPABMAM
NIOAEN, BKAIKOYASA MOMB3OBATENEN WU APYTUX, A TAKXE K MOBPEXAEHWUIO
OPYTOIro MMYLLWECTBA.

NMNNKOMWHA HE HECET OTBETCTBEHHOCTW 3A HEMPABW/IBHOE NCIMOJ/IbSOBAHWE
OMUCAHHbIX 340ECb MPUBOPOB, (BK/TIOYAA NCMOJIbSOBAHWE NX YACTEW NN
NMPOrPAMMHOIO OBECIMEYEHUA).

© 2021 lliumina, Inc. Bce npasa 3aliMLLEHbI.

Illumina, MiSeqDx, TruSeq, TbIKBEHHO OpaH>XeBbI LBET U AM3aliH MOTOKOBbLIX 6a3 MpuHagnexar
TOoprosoin mapke kopnopauuun Mnntomunda (lllumina, Inc.) u/unn ee dwunnany (am) B CLUA un/nnmn
Apyrux cTpaHax. Bce npouyve HasBaHMsA, NOrOTUNbI W ApYrMe TOBapHble 3HaKM SBAAKOTCA
COBGCTBEHHOCTLIO COOTBETCTBYHOLMX BNafeNbLEB.

ABryct 2021 r. JokymeHT Ne 1000000021963 B.03 76

& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



FeHeTnyeckuii cekBenaTop MiSeqDx

KoHTakTHas nHhopmMayms

ABCTpanuinckunii 3akasumk:
C€ Illumina Australia Pty Ltd

Mnnomuba (Illumina) I\D Nursing Association Building
5200 lllumina Way Level 3, 535 Elizabeth Street
. ) ) Melbourne, VIC 3000

San Diego, California 92122 U.S.A.(CmA) Australia (AscTpanus)

+1.800.809.1LMN (4566) ec  REP
+1.858.202.4566 (3a npegenamu CeBepHOii

Amepukn) Ilumina Netherlands B. V.

Steenoven 19
5626 DK Eindhoven
The Netherland (HugepnaHgabl)

techsupport@ illumina.com

www.illumina.com

MapKupoBKa npuéopa

[N NONHOM CCbIIKM Ha CUMBO/bI, KOTOPble MOSABAAIOTCA Ha yNakoBKe WM MapKuMpoBke npubopa,
obpatuTecb K CMMBOJILBHOMY Kao4vy Ha support.illumina.com Ha Bknagke [oKymeHTauus u
nmTepaTypa Ans Ballero KoMmnaekTa.
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DaHHLIR AOKYMEHT U €10 COREPXUMOD ABNMOTCA COBCTBSHHOCTLIO KoMnanun INumina, Inc. n ee abdUNMPOBAHHBIX MWL
(«iluminas), ¥ NpeAHAIHEYEHEI MCKNICYATENEHD ANA WCNONL3OBAHWA ONWCANNOIO 306Ch MAASNUA (M3ASNNA) KNHeHTAMN
KOMNAHWKA COrMAcHE AOroeopy. JlaHHLIA AOXYMEHT K 670 CONEPIUMOS HE NOANEXAT UCTIONLICBAHNIO WK PECTIPOCTPRNEGHWIO
ANR WHBIX LENeil WiKnK nNepeaavs, PacKpLITHIO U BOCNPOUIBEASHWIO xaxwM-nnbo cnocolom Gea NpensapHTenbHOND
NUCLMEHHOFD paspeweHus xomnaHmn llluming. flaHHeiM AoKyMeHTOM kOMnaHuA lllumina He NPeaoCTARNNET HUKAKWX
PaspelusHuii No CBORMY MATEHTY, TOPrOBOK Mapke, Npasam B pamxax oSwero NPARA WK AHANOMUNHDIM NPABaM TPETLHX
nmy.

Paspewenne Ha ncnonsaosanue FlO NPEKOCTABNNBTCA COTNACHO YCNOBHAM W NONOXKSHMAM MIULBHINOHHOIO COrnawwesmnn
NO cewmermposamn xomnarwwi Hiuming, yXasaHHLIM B OTAANBHOM AOKyMeHTE. B cniyuae HeCOIMacus C yKa3aHHbIMW
YCROBMAMU W RONCMBHUAMM KOMNaHNs HIumina He MOXET A3Tb BAM PADELLISHIE HA UCNONL30RaHWE MO, YTD HEe NoSBONUT
BaM UCNONL3OBATL UNK YCTaHABMMBATE AaHHoe MO,

KnanuuumpoBaHHil W COOTBETCTRYIOLIMM OBPasom OSy4enHblil NBpCoHan AOMKEH YETKO COBMIABTL BCE WHCTPYKUMAM,
YKA3aHHLI0 B JAHHOM AOKyMenTe, uTolbl ofecneuuTh nagnexauiee M GE3ONECHO® WCNONLIOBAHME ONUCAHHOTO 3RECH
nanenua (wigennin). Mepen UCNONBIOBAHWEM TAKOrG HAgennA (K22enui) HEeoSXOAWMMO NOMHOCTHIO NPOMMTATL M
pasolparTbCh B COLBSPKMMOM AAHHOMND GOKYMEHTA.

HEMNONHOE O3HAKOMNEHWE U HECOBNIOAEHWUE BCEX UMEIOWMXCA 3AECH UHCTPYKUWA MOXET NPUBECTU
K NOBPEXAEHUIO W3AENMA (M3AENWA), TPABMWPOBAHWIO NIOAER, B TOM UYWUCNE MONL3OBATENEA, ¥
NOBPEXXAEHWIO NPOYENO UMYLUECTBA.

KOMPAHUA ILLUMINA HE HECET OTBETCTBEHHOCTL 3A HEMPABUNBHOE WCNONLIOBAHUE ONWCAHHOMO
30ECb WSAENMA (M3AENWUA) (BKMIOYAA MX YACTU UMW NPAFPAMMHOE OBECNEYEHWE) WU 3A
UCNONBL3OBAHUE TAKOIO WSAENWA (U3NENWA) BE3 NPAMOrO NUCbMEHHOTO PAJPEWEHWA KOMMNAHWW
ILLUMINA KACATENbHO NPUOGPETEHUA KNUEHTOM TAKOTO U3AENUA (MIAENWA).

© 2021 r. Ilumina, Inc. Bce Npasa 3aLLMWeHD,

BCO TOProaele Mapk1 ABNAIOTCH COBCTBAMHOCTLIO koMNarui Hiumina, Inc. unu cooTeeTcTeylOWMX sRagensues. Ceagenmn o
XOHKDETHON TOProBo# MapKe CM. Ha www tluming rmmicompanyleqal himi,

Aanroe NO copepsur GuGrworery SeqAn Library, xotopas npegocTasnexa komnawun lllumina » pacnpacTpaHAETCA
COMNACHO CRBAYIOWEH NULIGHIUN:

Astopcroe npaso © 2010 r., KnutReinert, FUBerlin. Boe npasa aaumueHn. PacnpocypaHeHne W MCnonb3osaHue e
WCXOQHOM WM ABOWYHOM (hOPMATE C UIMBHEBHWAMN UnW Ge3 PaspPeWeHo, NPW YCNOBMM BLINOMHBHUA CREaYIoWMX
TpeBosanmii:

1 Konum MCXOAHONO KORA ACNNHGI COASPNXATL BHILLISYKAIaHHYIO MHpOPMaLMIO 06 aBTOPCKOM NpaBe, ASHHLIR nepeveHs
TpeBoaaHHi, W CNEARYILLeE Hwxe 3ananeHKe of OTKAE OT OTBETCTEEHHOCTH.

2 Konum 8 A2OMMHOM hOPMATE S0MNHE BOCTIPOMIBOAUTE BLILLBYKAZAHHYIO WHGOPMauuio 08 aBTOPCKOM NPaBe, JaHHLW
nepausHe TPEGOBAHNA, U CNBAYIOLISE HINE SARANEHNS 08 OTKA3E 0T OTBETCTBOHHOCTH B ROKYMEHTALMN, WK ADYTWX
MaTepHanax, NPURArasMuIx K KOrMAM.

3  Haumenorakna FU Berin unu Knut Reinert u coaBsTopoB He AOKHL! UCTIONBIOBATHCR B KAYECTBE PEKOMSHAALIMA UNK

ANA PeKnaMsl NPORYKTOB, NONYMEeHMbIX HA ocHOse ganHoro MO Ge3 OTABNLNOMG NPEABAPWTENBHO NOMYMEHHOMO
MHCHMEHHONO PAPELUIEHUA.

JAHHOE NO NPEROCTABNAETCA AEPKATENAMW ABTOPCKMX NPAB U COABTOPAMM B COCTOAHUU «KAK
ECTbs W HE JAAET ABHbIX WNK NOAPA3YMEBAEMbLIX FAPAHTUW, BKMMOMYAA, HO HE OrPAHWMWUBARCS,
NOAPA3YMEBAEMBIE MTAPAHTUW TOBAPHOINO COCTOAHWUA WAW NPUrOAHOCTH ANA WCMONBIOBAHUA NO
KAKOMY-IUEO KOHKPETHOMY HA3HAYEHWIO. HA NP KAKUX OBCTOATENLCTBAX BIIABENLUB ABTOPCKUX
MPAB M COABTOPbl HE HECYT HUKAKOW OTBETCTBEHHOCTW 3A KAKOW-NUEO MPAMOW, KOCBEHHBIA,
CRYHARHBIA, CNELMANBHBIA, WTPAGHOW U NOCTEAYIOWMA YIEPE, BKIIOYAA, HO HE OMTPAHWUUBARCD,
NOCTABKA 3AMEHAIOWMX TOBAPOB MNWU YCAYT, HEBOMOXHOCTb MCNONb3OBAHWA, NOTEPIO AAHHbLIX
WX NPUBLINW, WK NPEPBIBAHUE KOMMEPYECKOW OQEATENLHOCTU, HESABUCUMO OT NPUYKAH UAK NO
NIOEOMY NPUHLMNY PACMPEQENEHWA OTBETCTBEHHOCTH ECAW TAKOBLIE YKASAHEI B [OrOBOPE,
BE3YCNOBHOMY OBA3ATENLCTBY MK NPABOHAPYIWEHUIO (BKNIOYAA XANATHOE OTHOWEHWE W NPOYEE) B
CBA3N C KAKMM-NMEO UCNOAL3OBAHWEM JAHHOIO MO, AAKE ECAW BBIMA OrOBOPEHA BEPOATHOCTHL
NOAOEBHOIO YILEPBA.
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KOMMOHEHTHI

MiSeqDx COCTOUT W3 CEAYIOLMX BHELIHUX KOMIOHEHTOB:

©

OTceK NPOTOYHONM AYEWKM — COAEPXKMT MOACTABKY MPOTOYHON SAYEMKW, Ha KOTOPON OHa
HaxoAMTCs B TeuyeHMe BCero paboyero uukna. [Buratenu MNOACTaBKMA MPOTOYHOW Aueliku
BbIABUraloT MOACTABKY M3 3aKPbITOrO0 ONTUYECKOro MOAYNA AN 3arpy3ky NPOTOYHOW Adveliku, a
3aTemM BO3BpalLatoT MOACTaBKY C HayasoM paboyero uykna,

3aKpbiTbili ONTUYECKWA MOAYNb — COAEPXMUT OMTUYECKMEe KOMMOHEHTbI, MO3BOAANOLME
nosyyaTtb M306paXKeHMs NPOTOYHON SYEKN.

NHankaTop cOCTOSSHMA — uncnonb3yeT 3 uBeTa AN UHAMKaUMKM COCToAHUS npubopa. CUHWMIA
LBET rOBOPUT O TOM, YTO NPUOGOP BbLINOMHAET 06pPabOTKYy, OpaHXeBbli — 4YTO Npubop TpebyeTt
BHUMaHUS, 3eM1eHbIl — YTO NPMBOP rOTOB K 3anycKy cnefyouero paboyero Lmkna,

MOHMTOpP C CEHCOPHbLIM 3KPaHOM — MO3BO/SET Bbl6MpaTh KOHQMrypauuio HenocpeacTBEHHO
Ha Npnbope 1 HacTpamBaTb pPabo4mnin UMKA C NOMOLLbH NPOrpaMMHOro MHTepdelica.

BHewHnin nopTt USB — cnyxuT Ans ynpoweHus nepefaun GainnoB W AaHHbIX Ha
BbIYNCNTENLHOE YCTPOMCTBO Nprbopa ¢ CEHCOPHOro 3KpaHa.

OTCeK peareHTOB — COAEPXMT peareHTbl NPy HEOGXOAMMOI TeMnepaType, MOKLLME PACTBOPbI
1 CIMBHYIO EMKOCTb. MarHuTHbI 3aTBOP (DUKCUPYET fiBepLly OTCeKa peareHTos.

MHTepdeiic reHeTudeckoro cekeseHaTtopa MiSeqDx HanpaenseT nofnb3oBaTesieii Ha 3Tanax HaCTPOKM
pa6oyero LMKa ¢ NOMOLLbIO MOHUTOPA C CEHCOPHbLIM 3KPaHOM.

[JokymeHT Ne 1000000021961 B. 03



OTceK NPOTOYHON SAYEnKu

o

o

MoacTaBka NPOTOYHONM SYeinku
[Bepua oTceka NPOTOYHON SYEKM
3auienka NpoTOYHON AYeliKn

MpoToyHas Avelika

m o O w >

KHOMKa OTNycKaHuA 3alleiky NPOTOYHOWN AYelikn

BHYyTpM oOTceka MPOTOYHOW SYEliKM HaxogsaTCA MnofcTaBka MPOTOYHOM SYeiku, TenjaoBOoe YCTPOMCTBO U
COefMHEHNsA NPOTOYHONM AYelikn Ana XugkocTel. MoAcTaBKa yAep)XMBaeT MPOTOYHYH S4eliky, a 3allesnka
(hukcupyeT 1 pasmeljaeT B OMpefe/sleHHOM MOMOXEHUN MPOTOUHYH sueliky. Korga 3auiefika NpoTOYHON
AYeliky 3aKpbliBaeTCsl, 2 LWTbIpbKa, PacnofioXXeHHble BO3/e LiapHUpa 3allenku, aBToMaTU4ecku pasmellarT
NMPOTOYHYIO SIUENKY.

TennoBoe YCTPOWCTBO, PacrofioKeHHoe Mof MOACTaBKOW ANA NPOTOYHOM AYeilikn, perynupyet UsMeHeHue
TemnepaTypbl NPOTOYHOI AYelikn, Heo6XoaNMOoe N5 CO3[aHUsA KnacTepa U CeKBeHUPOBaHus.

MpoTouHasn sueiika

A BbinyckHoe oTBepcTue
B O6nactb u3obpaxxeHus
C BnyckHoe oTBepcTue

MpoToyHaa syelika reHeTMYecKoro cekseHatopa MiSeqDx — 3To ofgHOpas3oBasi MOAMIOXKKA CO CTEKASAHHbLIM
OCHOBaHMeM, Ha KOTOPO co34at0Tcs KnacTepbl U BbIMOMHSAETCS peakLuus CEKBEHMPOBaHWS.

PeareHTbl MOCTynalT B MPOTOUHYID sUeliky uepe3 BMYCKHOe OTBEepCTUE, MPOXOAAT 4Yepe3 OHOMOSOCHY0
061acTb M306paXKEHUS U BLIXOASAT Yepes BbiMyckHoe oTBepcTue. OTXOAbl W3 MPOTOYHON SUEiKM MoCcTynawT B
C/IMBHYIO €MKOCTb.

Bo Bpems paboyero umkna cekKBeHMpPOBaHMA Mojsioca oTobpaxaeTcs B HE6O0NbWMX 061acTAX M300padkeHus,
KOTOPblE Ha3blBAOTCA MIUTKAMMK.
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OxnafuTtenb peareHToB
Pyuka Tpyokn (nokasaHa B MOAHATOM MOIOXKEHUN)

®nakoH ¢ 6ydhepom SBS (PR2) MiSeqDx

o O W >

CnuBHas eMKoCTb
E KapTpugx c peareHtamun

OTceK peareHTOB COAEPXMUT OXNafauTesnb, a Takke mecta Ana dnakoHa ¢ 6ygepom SBS (PR2) MiSeqDx wu
C/IMBHOIA eMKOCTH.

Bo Bpemsa pa6oyero uukia oxnaAuTeslb peareHToB YAepXWBAeT 0A4HOPA30BbIfi KapTpuAX ¢ peareHTamu. Bo
BpemMs MoOWkM npubopa OXx/fafuTeNb peareHToB  YAEepXMBaeT MPOMbIBOYHbLI  /IOTOK. [porpamma
aBTOMATUYECKN OMycKaeT TPYOKM B KaKAYD €MKOCTb KapTpuikKa C peareHTaMu B OMNpefeneHHoe Bpems
pa6oyero LyKAa, KOTOpPoe 3aBUCUT OT BbIMO/IHAEMOro npoLiecca.

CnpaBa OT OXxNafuTeNia peareHToOB MMelTca 2 Masa: OAMH MO CBOeil chopme noaxoAuT Ans nakoHa ¢
6ycepom SBS (PR2) MiSegDx, a apyroi — pAna CAMBHOM eMKOCTU. Pyuka Tpy6oK dukcupyeT dnakoH u
€MKOCTb M ONYCKaeT COOTBETCTBYIOLME TPYOKN B KaXKAYH U3 HUX.

PeareHTbl 3akaumBaloTca 4yepes pr6KI/I N NIMHNN CprﬁHOVI aBTOMaTuKK, nocne 4vero nonagakrT B NPOTOYHYHO
Fll—lel‘/JIKy. B TeueHune Bcero npovecca 0TX04bl peareHToB OTBOAATCA B C/IMBHYH €MKOCTb.
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no MiSeqDx

OnucaHHoe B faHHOM pa3gene MO uncnonb3yeTca A8 HACTPOMKW, BbLIMOIHEHWA W aHanM3a AaHHbIX OT

MiSeqgDx.

)

Pabouee MO MiSeq (MOS) — ynpaBneHue paboTtoii npubopa. VHTepdelic paboyero MO MiSeq
(MOS) obecneunBaeT nNoatanHoe MOABEAEHME K 3arpy3ke MPOTOYHON AYeliku 1 peareHToB nepes
Hauyanom pa6ouyero uukna. B xofe BbINOAHEHWs paboyero uMkna oTobpaxkaeTcs 0630p
CTaTMCTMYeCKMX nokasarenei kadectsa. MO ycTaHaBnuBaeTcs v paboTaeT Ha npubope.

Bo Bpems pa6bouyero umkna MOS ynpasnseT NoACTaBKoOlW ANA MPOTOYHON sYeilku, pacnpepensiet
peareHTbl, perynumpyeT Temnepatypy NpPOTOYHOW A4elikn U PUKCUpYeT U306paxKeHnss KNactepos B
NPOTOYHON siveiike. MOS BbINONHAET paboymnii UMKA COrnacHoO napameTpam, ykasaHHbiM B MO Local
Run Manager.

AHasim3 B peasibHOM BpemeHu (RTA) — 310 BCTpoeHHoe [10, KOTOpoe BbINOMHAET aHaiu3
n306paxxeHns, pacnosHaeT as30TUCTble OCHOBaHWA W onpefenseT nokasaTenu kavectsa AN
KaX[oro asoTUCTOr0 OCHOBaHWUA B KaOKAOM LMK/e. /1306pakeHnss BpeMEHHO COXpPaHATCS B narke
pabouero umkna ana ob6bpaboTkm RTA, a 3aTem aBTOMaTUYeCcKUM YAaNATCA MO 3aBepLlIeHUto
aHanunsa RTA.

MO Local Run Manager — 3To ucnosib3yemoe B Npubope KOMMAEKCHOEe pelleHne Anaa co3gaHus
paboyero uukia, MOHWUTOPUHIa COCTOAHUA, aHanM3a [aHHbIX CEKBEHWPOBaHUA W MpocMoTpa
pe3ynbTatoB. Takke MO Local Run Manager otcnexusaeT uHopmaymio 06 obpasue u ynpasnset
paspeweHusimu nonb3oBatens. MO paboTaeT Ha BbIYUCAWUTENBHOM YCTPOWCTBE mpubopa W ero
MOXHO npocmaTpusBaTb Yepe3 Beb-6paysep. Cm. pasgen «MNO Local Run Manager» Ha cTp 7.

ONns BbINOMHEHWS1 AOMOMHATE/NILHOrO aHanu3a ana pa6ounx uuknoB RUO wumeetcss MiSeq
Reporter.

NHankaTopbl AeicTBUN

B HWKHEM MpaBOM Yr/y aKpaHa MHTepdeiica HaxoauTca pag NUKTorpamm. Kakaas nuKTorpaMma ykasbiBaet
[eicTemMe, BbINOHAEMOe Npr6opoM.

PucyHok ' WHAnkaTopbl gencteuia

NHankKaTopbl 0ToOOGpaxaroT cneayrolne geincTeus (cneesa Hanpaso):

)

MepemelleHne nogcrtaskm no ocun Y

>a [lepemelyeHne NoacTaBKu Mo ocn Z

4

AKTMBaUMA (PYHKLMWIA 3NEKTPOHUKN

~  licnonb3oBaHue Kamepsbl

» [pokKaumBaHMe Yyepes CUCTEMbI CTPYINHOI aBTOMATUKN
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MKTOrpaMmbl COCTOAHUA

B MpaBOM BEPXHEM YIMy [NIaBHOrO 3KpaHa HaxoAuTcs nukrorpamMma COCTOSIHWS, KOTOpas yKasbiBaeT Ha
M3MeHeHNe COCTOSIHNSA BO BPeMsl HACcTpOiiKu paboyero uMkia uav Bo BpeMs camoro pa6ouero uukna.

0 ) MukTorpamma Ha3BaHue coctosiHus OnucaHune
COCTOSHUA
cr HopmanbHoe be3 n3meHeHunii. Cuctema B HOPManbHOM COCTOAHUN.
0 cocTosHue
8 BHumaHue! BaxkHasA nHdopmaums. PekomeH4yeTCs BbINOHUTL AeCTBUE.
1
0 MpepynpexaeHune 'M3-3a npegynpexpeHuii pabounii uMKn He ocTaHaBnuBaeTcA. Ho
LA nepes ero nNpofo/mKeHnem HeobXo4MMO BbINONHUTbL OMpefesieHHble
nencrems.
3" OwmnbKa Mpwn BO3HUKHOBEHWM owmnobKn 06bI4HO pabounii LKA
OoCTaHaB/MBaeTCcsa, a nepej ero nNpogo/HKeHWeM HeobxogMmo
10) LX BbIMO/THUTL ONpefeneHHble AeincTBUSA.
O py U3MEHEHMW COCTOSHUSA MNOSABASETCA COOTBETCTBYHOLLAA MNWKTOrpaMma, KoTopas Muraet v npusnekaeT
BHMMaHue. B Takom cnyyae Heob6xoAMMO Bbl6paTb NUKTOrpaMmy A5 OTKPbITUA OKHA COCTOSIHMS, B KOTOPOM

cofiepXXmnTcs oblLee onucaHne COCTOSIHUS.

» BblGepuTe No6OI M3 yKa3aHHbLIX NYHKTOB, YTO6LI MPOCMOTPETb MOAPOGHOE OnNUcaHue COCTOSIHMS 1
WHCTPYKLMM MO Ero YCTPaHEeHUIo, ec/in 3TO NPUMEHUMO.

» Haxwvute Acknowledge (nogtsepauTb) ANnA NpUHATUSA coobuieHns un Close (3akpbiTb) ANns

3aKpbITUA AMaNoroBoro okHa.

MOXHO NPUMEHUTL PUNLTPLI K COOBLLEHUSIM B OKHE COCTOSIHUSA, BbIGPAB MUKTOrpaMMbl BAO/b BEPXHEro Kpas
okHa. Mpu BbIGOPE MUKTOrpaMmMbl COCTOSIHUE 0TOBPaXKAETCS UM CKPbIBAETCS.

NHANKATOPbI AATYMKOB

B OCHOBaHMM 3KpaHa WHTepdeiica ecTb TPM WHAMKATOpa [aTYMKOB, KOTOpble YKasbiBalOT COCTOSHUE

KOMMNOHEHTOB npubopa.

PucyHok 2. NHanKaTopbl AaTYMKOB

4.00*C

2500*C

MHAVKaTOpbl 4aTUMKOB 0TOGPaXaloT Criefytolme KOMNOHeHTbl (C/ieBa Hanpaeo):

»  3aKpbITOE WK OTKPLITOE NMOMOXKEHUEe ABEPLIbI OTCEKA NPOTOUHON AYeliku

» Temnepartypa oxnagutensa peareHTtos B °C

» TemnepaTypa NpPOTOYHOW siueikn B °C

& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU
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no Local Run Manager

NO Local Run Manager — 3T0 McMonb3yemMoe B MpuGOpe KOMMIEKCHOE pelleHue AN Co3haHus paboyero
UMKMA, MOHWTOPUHIA COCTOSIHWS, aHasM3a AaHHbIX U NpocMoTpa pesynbTatoB. [aHHoe MO 06befUMHEHO ¢
MOS u o6pabaTbiBaeT AaHHble Pacno3HaBaHUS a30TUCTbIX OCHOBaHWIA, MOJlyYEHHbIX BO BPEMSI MepBUYHOrO
aHanusa. MO Local Run Manager aBTOMaTU4yecku NpPOBOAWT BTOPWUYHbLI aHanu3 Mno 3aBeplleHunto paboyero
LMKa CEKBEHUPOBAHWSI.

MO Local Run Manager ucnonb3yeTcs Ans peructpauum MHdopmauum 06 obpasuax BO BPeMs MOArOTOBKM
61bnnoTekn un obecrneyrMBaeT OTC/NEXMBaHWE MOMOXMUTENbHOTO o6pasua B Xxof4e npouecca, BblgaBas
NHhopMaL Mo 0 KaXX4oM obpasLe.

Kpowme 3toro, MO Local Run Manager ynpaBnsieT aBTopu3aunein nonb3oBaTens, NpefocTaBnAs paspeLlleHms
4NA nonb3oBaTeneli pasHOro ypoBHA AocCTyna. PaspelleHunss coxpaHsTcs B haiine 6a3bl AaHHbIX, K KOTOPOW
obpauwjaeTcs reHetTmdeckunii cekseHatop MiSeqDx. Takke MO Local Run Manager MOXeT KOHTpoOAMpoBaTb
pabounii UMKn cekBeHnpoBaHus. Bonee nogpo6Hy0 MHopMaLMIO CM. B AOKYMeHTe «lporpamMMHbiii MOAY b
Local Run Manager. CnpaBo4yHOe pPYKOBOACTBO K TreHeTMYyeckoMmy cekBeHaTopy MiSeqDx.» (™
1000000011880;.

CeKBeHMpOBaHMe BO BpeMsa aHanunsa

BbluMcuTeNbHbIE  pecypcbl  Npubopa  reHeTMdeckuii  cekseHatop  MiSeqDx  ucnonb3ytloTca  ans
CEKBEHWPOBAHUA W aHan3a.

Ecnu HoBbI pabounii LMK CEKBEHMPOBAHMUA HayMHAeTCs Ha reHeTMYyeckom cekBeHaTope MiSeqDx euwe ao
3aBepLlUIEHNss BTOPWYHOrO aHanuM3a npegblaywero paboyero uukna, MOSIBUTCS  AManoroBoe  OKHO
noaTeepXaeHus. Mocne NoATBEPXXAEHMS Hayana HOBOro pa6oyero uMkna cekBeHupoBaHusi, MO Local Run
Manager npuoctaHaBnMBaeT BTOPUYHBIA aHanM3 npeabiayllero paéoyero Uukna Ao Tex nop, noka He 6yaet
BbINOJ/IHEH HOBbIA pabounii UMK CEKBEHNPOBaHWUS.

Mo 3aBeplIeHN0 HOBOrO Pabouero LyKIa CEKBEHVWPOBAHWUS aBTOMATUYECKM 3anycTUTcs (C Camoro Hadana)
BTOPUYHBIV aHANN3 NpeblayLlero paboyero umKa.

frnanaining musAnnnrTeA NRuAnna rau 7 MiSeqD MOS B. 2 7
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O6bemM 3anoMUHALWEro YCTpoMCcTBa BCTPOEHHOrO BbIYUC/IMTENBLHOrO YCTPOMCTBaA npubopa cocTaBaseT

X npumepHo 550 Ib.

D. Mepepn 3anyckom pabodyero uukna nporpamma npoBepsieT AOCTYMHOE MEeCcTO Ha Aucke. Ecnm mecta Ha gucke

" HefOoCTaTOYHO [AN1A BbINOMHEHNs paboyero uukia, nporpamma BblgaeT coobuleHne. B Hem ykasbiBaeTcs,

CKO/IbKO MecTa Ha gucke Tpebyetca ana pabodvero uMkia M CKOMbKO MecTa HYXHO 0cBO6OAUTbL A/ ero

CD BbIMO/IHEHWS.

O Ecnn HeobxoAnmo ocBOo604MTL MeCTO Ha AMCKe, COOTBETCTBYKOLWMM 06pa3om nepemectute Wan yganute
CTapble nankv paboymnx LMK/IOB.

X

3 mn

10
O
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AHTUBUpPYCcHOoe 10

KomnaHnua WnnomuHa (lllumina) HacToATeNbHO pekoMeHAyeT YyCTaHOBUTb npuobpetaeMoe nosib3oBaTenem
aHTMBMpycHoe MO ansA 3aWuTbl KOMMbIOTEPA OT BMPYCOB.

YT106bI aHTUBMpPYCHOe MO He Mewano pabote reHeTUYECKOro cekBeHatopa MiSeqDx u He npuBesio K notepe
[OaHHbIX, HE06X0ANMO HACTPOUTL ero 06HOB/IEHME CNeayoLmnmM 06pa3om:

}  YCTaHOBWUTE PY4HOE, & He aBTOMaTUYECKOe CKaHWpOoBaHMe.
» MpoBoAuUTE CKaHMPOBaHWE TOMbKO TOTAA, Korga npubop He UCMonb3yeTcs.

} HacTpoiiTe Tak, uTOGbl OGHOBMEHWS 3arpyXXalicb, HO He YycCTaHaBAMBa/UCL 6e3 paspelleHus
nonb3oBaTens.

» OTMEeHUTe aBTOMATUYECKyH nepe3arpy3ky KOMMbioTepa nocse 06HOBNEHMS.

VicknounTe AWUCK C JaHHBIMU U KaTanor MPUIOXKEHWUs M3 CUCTEeMbl 3aliuThbl (paiifioBoii cucTemsl B
peasibHOM BpeMeHMU.

~ = =) " i 9
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K PeXXnm mnccnegoBaHus

Wcnonb3ylite komaHgy «Reboot to Research Mode» (nepesarpysvTb B UCC/ef0BaTeNbCKUI PEXMM), UYTOObI
nepesectn cuctemHoe MO B pexum uccnegosarvns (RUO). Ana ncnonb3oBaHus AaHHON yHKUUKM OBbIYHOMY

(D nonb3oBaTento TpebyeTca paspelleHne A8 nepesarpy3kM B WCCNeA0BaTeNIbCKUA PEXUM WM OH [OSDKEH
obnagatb NpaBamy agMmuHucTparTopa.

ED Haxogsicb B nccnefoBaTeNnbCKOM PeXUMe, UCMOoNb3yiiTe KoMaHay «Reboot» (nepesarpy3uTb) ANs Bo3BpaTa B
peXxum AvarHocTMkW. Mocne Bo3BpaTa B PEXWM [AMArHOCTUKM OTO6PasMTCs 3anpoc Ha BbIMOSHEHWE MOVKM

CQ nocne paGoyero UyK/a.

o)

(D KomaHp,a nepes3arpy3kn ana nepexoga B pexxum mnccnegoBaHuA
1 Ha rnaBHoM akpaHe BbiGepuTe Manage Instrument (ynpaeneHvie npu6opom).

2 Boibepute Reboot to Research Mode (nepesarpy3uTb B peXum UCCNELOBAHUSA).

tO
O [Mepe3arpyska cucrtemHoro MO

Ncnonb3yiiTe kKomaHay «Reboot» (nepesarpy3utb) Ans nepesarpysku cuctemHoro MO. Bo Bpems perynspHoro
o6cny>KMBaHMA He TpebyeTcs BbINOMHATL nepesarpysky MoO.

1 Ha rnaBHoM 3kpaHe BbibepuTe Manage Instrument (ynpaeneHve npu6opom).

2 Bbibepute Reboot (nepesarpy3uTts).

Ne 1000000021961 B. 03
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Hauano paboThbl

3anycK reHeTMUYECKOro CEKBEHATOPA MISEOD X .. .iiiuuuiiiieiiii e e e ee e e e e e e e e e e e e e e e e e e e e e e e eanneeeeannnnns 12
YcTaHOBKa MapaMeTpa MONKM MOC/E PABOUETO LIMKITA. . uieeeeeeeeerrereretursnnsnsasaseaeeeeeseeeesessrnsnnnnnaasesasaeeseeeeeeennes 13
YcTaHOBKa napamMeTpa aBTOMaTUYECKOTO 3aMYCKA PABOUETO LIMKIIA....ccceiieiieiiieiiiiiaeaeeeeeeeaeaeeeesenennnn e e eens 14
YcTaHOBKa napameTpa OTNPaBKW CBEAEHNIA O COCTOSTHNUMN MPUOOP@. c.uvrrurnrnnreseeeeeereeeeererennnnnnaaaaesesaeeeereeeeennnnen 15
HacTpoiika NpefnoUuTeHNI 3MEKTPOHHOM MOUTBI.c.ccieiteiiaiuiiutitteeeeetteeeeaa s e e s et e e e e e teeeeneaaaaesaeinanb e ereeeeeeas 16
YKaszaHve MeCTOHaxX0XAEeHUS N0 YMONYAHUI0 A5 MANKN BbIXOAHBIX JAHHBIX....ccceieiiiiiiiieiniiaaaaaeeaeaeeeeeeeannnnes 17
HEOOXOANMBIE PACXOLHBIE MATEPUAITBI.c..euuutuuaeeeeeeeaeeaeteeteuetaia i aa s e aeeeaaaeereteeebasssn e e e e aeeaaeaeeeeesessnennnnnnaaaeeeaaas 18
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3anycK reHeTn4yeckoro cekseHatopa MiSegDx

O r MPUMEYAHWE
0] - .
(D KomnaHusa lllumina pekomeHayeT ocTaBnAaTb NpuboOp BO BK/HOYEHHOM COCTOSAHUU. HO ecnm HyXHO
BbIK/IOUMTL Npubop, cobnogalite MOpAAOK BbIKIYEHUS, OMUCAHHbLIA B pasgene -'3aBeplueHune
Q . paboTbl npubopa» Ha cTp 47. Mogoxaute He MeHee 60 CeKyHA nepej MOBTOPHbLIM BK/OYEHVEM
O nuTaHusa npuéopa.
C, Ecnn reHeTnyeckuin cekseHaTop MiSeqDx elle He BK/IOYEH, TO Ha 3afjHeli MaHenu B NpaBoil yacTu
(I) npubopa Hanaute BblkAOYaTENb NUTaHUA. OH HAxOAUTCHA B HWXXKHEM YIy, HEMOCPeACTBEHHO Haf
T Kabenem nuTaHus.
(D PrucyHok 3. MecToHaxoXaeHue BblKIYaTens nutaHus
MepeBeanTe BblKIOYATENb MNUTAHWA BO BK/OYEHHOe MonoXeHuwe. Ha npubope 3anycTuTcs
BCTPOEHHbI KOMMbHOTEP.
3aperncTpupyinTecb B ONepaLymoHHON cucTeme.
MopoXauTte [0 3aBeplUeHMs 3arpy3ku oOnepaumoHHOW cuctembl. Pabouyee MO MiSeq (MOS)
aBTOMATMYECKN 3anycKaeT ¥ MHULManM3npyeT npnoop.
Mo 3aBeplweHWO 3Tana WHWUMaNM3auMM Heob6XO0AMMO 3aperucTpupoBaTbCs, WCMOMAb3YS  UMS
nonb3osartens v naposnb ana MO Local Run Manager.
LWenkHnte Next (ganee). OTKPOETCA rNaBHbIM 3KpaH.
1 ? JokymeHT Ne 1000000021961 B. 03
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YcTaHOBKa napamMmeTpa MOWKW nocse paboyero umkna

Heobxoaumo npombiBaTb NPU6GOP MOCne Kaxaoro paboyero uvkna. NporpamMma TpebyeT, 4To6bl Molika Oblna )
BbIMO/IHEHA 10 HACTPOWKM nocnegyrowero paéoyero uvkna. MapameTp MoiikM nocfne paboyero uukia 3agaet
TUM MOWKM Mo ymonyaHuio. [lpouecc MoOiKM nocne paboyero uukna 3aHMMaeT nopsgka 20 MUHYT.

MpodnnakTuyeckas moiika 3aHMMaeT nopsgka 90 MUHYT. O
1 Ha rnaBHOM 3kpaHe BblbepuTe Run Options (napameTpbl paboyero umka). w
2 BbibepuTe BkIaaky Run Settings (HacTpoliku paboyero uvkia).

3 Bbibepute Post Run Wash (woiika nocne pa6oyero uvkna) wam  Maintenance Wash O)

(NpodhmnakTnyeckas Moka).

HO
0)

HO
Q}

olg 0280 g OO

&

000 UHPYAH 57 INFOGRNLRU @ WWVHGOSTIRANADIDR R 275K CoKaenarop M1Ses0xana MOS e. 2



87800 °2%0

YcTaHOBKa MapameTpa aBTOMaTU4YecKOro 3sanycka pa6oqero

LuMKna

14

Ha rnaBHOM akpaHe BbibepuTe Run Options (napameTpbl paboyero umkna).
BbibepuTe BkNaaky Run Settings (HacTpolikm paboyero uykna).

MocTtaBbTe ranoyky Bo3ne Start run after pre-run check. Do not prompt for confirmation
(3anyctuth paboumnii UMK nocne npeABapuTENbHONW  NPOBEPKMW; NOATBEPXAEHUE He
npeanaratb). 3TOT MapamMeTp MO3BO/SET aBTOMATUYECKM 3anyCcTUTb paboynili LUMKA CeKBEHMPOBaHUSA
nocne ycrewHoro BbIMOMHEHUS aBTOMATUYECKOW MpoBepku. Ecnu  3TOT napamMeTp OTK/IHOYEH,
3anycTuTe paboumnii LyKI BPYUHYH Nocie npeiBapuTesibHOM NpoBepKM.

Ne 1000000021961 B. 03
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YcTaHOBKa MapameTpa OTnpaBKu CBG,CI,GHVIVI 0O COCTOAHMUMN

npuéopa 0
H
1 Ha rnaBHOM 3akpaHe BbibepuTe Run Options (napameTpbl paboyero uykna). P )
2 BbibepuTe Bknagky Run Settings (HacTpoiikun paboyero umkna), 1
3 Bbibepute Send instrument health information to lllumina to aid technical support (oTnpaBuTb O
cBefeHnst 0 cocTosHuM npubopa B lllumina gns obecneyeHnss TEXHUYECKON MNOAAEPXKKM), UTOObI L
BK/IIOUUTbL CNy>K6Y KoHTpons lllumina Proactive. msi gaHHOro napameTpa B MHTepdeiice nporpaMmbl —
MOXEeT OT/INYaTbCA OT WMMEHW, YKAa3aHHOIO B HACTOALWEM PYKOBOACTBE, MOCKOJIbKY OHO 3aBUCUT OT 03
ncnonb3lyemoii Bepcun MOS.
Ecnun BKAOUATL 3TOT MapameTp, TO TEXHUYECKME AaHHble npubopa 6yayT OTNPaBAATLCA B KOMMNAHUIO
lliumina. 3TM p[aHHble CcywecTBeHHO o06neryaloT komnaHuy lllumina ycTpaHeHue Henonagok wu
0ob6HapyXXeHne BO3MOXHbIX HEMCMpPaBHOCTEW, NO3BONAS MPOBOAMTL NpodunIaKTUyeckoe o6cnyxvBaHue Q)
N MakcumasibHO yBenn4ymBas nosiesHoe spemsa paboTbl npubopa. D
3Ta cnyxoba:
» He oTnpaBnsieT faHHble CEKBEHMPOBAHNUA CD
» TpebyeT nogknoveHnsa npubopa Kcetn ¢ 4OCTYNOM K MHTepHeTy H
» BblknoyaeTcs No ymonyaHuioo. UYTobbl nognucaTbCA Ha 3Ty Cnyxb6y, BkAouuTe napameTp Send 0
instrument health information to lllumina to aid technical support (oTnpaBuTb cBefeHUA O 0
cocTosiHmm npubopa B lllumina Ans o6ecneyeHns TEXHUYECKON NOAAEPXKKM). )
H
O
0)
ro
ro
0
H
*0
0
, ; 15 wo
""""""""""""""""""""""""""""" eTnyeckuii cekseHatop M|3epOxans MOS B. 2
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HacTpoika npeanoyuTeHNN 3N1eKTPOHHOM MOYThbI

1A

MOXHO HacTPOUTbL FeHeTUYECKUn cekBeHaTop MiSeqDx Tak, 4TO6blI NporpamMma oTnpasnsaa yBefoMaeHns Mo
3NEKTPOHHOWN MouyTe Mo 3aBeplueHuto aHanusa RTA, no 3aBepLleHnto NPM6opOM BTOPMYHOrO aHanmsa uam npu
BO3HWKHOBEHMM KPUTUYECKOM oOwnbkn nporpammbl MiSeqDx. O6bIMHO 3TO HacTpavMBaeTcs BO Bpemsi
YCTaHOBKWM TeHeTu4eckoro cekseHatopa MiSeqDx, [N MCNOAb30BaHWA AaHHON (YHKUMM M0Mb30BaTeslb
[O/MmKeH o6nafatb npasamMu agMuHUCTpaTopa.

1 Ha rnaBHOM akpaHe BbibepuTe Run Options (napameTpbl paboyero umkna).
2 Bbibepute Bknagky Email Notifications (yBegomneHmsa no aneKTPOHHOW MoyTe).
3 BBeguTe cnefyroLlyo MHGopMaumio;

)

Locai SMTP email server address (agpec nokansHoro SMTP-cepBepa 3M1eKTPOHHOW MNOYTbI) —
MCMONb3yiiTe 3KpaHHYH KnaBuaTypy AN BBOAa afjpeca JiokaibHoro SMTP-cepBepa 3M1eKTPOHHOM
nouTbl. Mpyn HeobxoauMOCTM 06paTUTeCh 3a MHopMaLMell K aAMUHUCTPATOPY YUPEXAEHUS.

Sender email address (agpec 31EKTPOHHOI MOYTbl OTMPABMTENA) — WCMOMNbL3YHTE 3KPaHHYH
KnaBmaTtypy Ans BBOJA ajpeca 3/eKTPOHHOW MnouTbl oTnpaBuTens. 3TO MOXeT 6biTb Baw wam
Lpyrovi afgpec 3MNeKTPOHHOW MOYTbl, Ha KOTOpbIA OyAyT OTNPaBAATbLCA YyBeAOMIeHUs. Agpec
3NEKTPOHHOM NOYTbl OTNPaBUTENS LO/MDKEH MMETb TaKOe XXe AOMEHHOEe MMS, 4YTO M afpec cepsBepa
3/1EKTPOHHOI MOYTHI.

Recipient Addresses (agpec nony4daTensi) — MWCNONb3YiNTe 3KpaHHYK KnaBuatypy ANsi BBoAa
afipecoB 3M1EeKTPOHHONM NOYThI BCeX Mony4vaTeniein ysegomneHunin. OtTaennte agpeca gpyr ot gpyra c
nomoliblo 3anstoil. Bbibepute Test (TecTupoBaHWe) ANA  OTMNpaBkM MNPOGHOro nucbma Mo
3NEKTPOHHON NoyTe nonyyatensiMm yBeAOMIEHWUNA.

Notify via emali when (yBegomnsitb No aNeKTPOHHOIM MoYTe, KOrga) — MOCTaBbTe rajsiouku BO3ne
KaXX[0ro cobbiTia paboyero Lukia, npyu BO3HUKHOBEHUM KOTOPOrO 3anyckaeTcs yBeJoM/eHMe.

[JokymeHT Ne 1000000021961 B. 03



YKasaHue MecTOoHaxoXaeHmsa no YyMoA4YaHUIO ANs  Nanku
BbIXOAHbIX AaHHbIX

B narke BbIXOAHbIX AaHHbIX FEHETUYECKOTO CekBeHaTopa MiSeqDx 3afaeTcs MecTONo0XeHNe N0 YMOMYaHNIO
ANs (aiinoB  BbIXOAHLIX [AaHHbIX aHanu3a. [lanku MOryT HaxoAuTbCA B NIOKaSbHOW ceTu wunnM B
BbIUNCAINTENBLHOM YyCTpoiicTBE Npubopa. BMECTO 3a4aHHOR MO YMONYaHMIO Nanky BbIXOAHbIX JaHHbIX YKaXuUTe
MeCTOHaX0X/eHne B CeTn A/ COBMECTHOIO UCMO/b30BAHNUSA UK ANTENIbHOTO XPaHeHUs.

1 Ha rnaBHOM 3kpaHe BbibepuTe Run Options (NnapameTpbl paboyero Uukna).
2 BbibepuTe BkNagKy Run Settings (HacTpoliku paboyero uukna).
3 BBeaguTe MecToHaxoXaeHne nankyi BbIXOAHbIX AaHHbIX.

O6sa3aTenpHo BBeanTe NonHbli nyTe UNC, Hanpumep, ‘YourServGr\Path\OutputFo!der.
lv MNPEAYMNPEXOEHUE

~ Mpn MCMonb30BaHUM COMOCTAB/IEHHOrO AMcka, Hanpumep, Z:\OutputFolder, aHanu3 pa6oyero uykna
CeKBEHVPOBaHWsl He 3aKaHuMBaeTCs.

17
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Heobxoanmble pacxoaHble MaTepuassbl

PacxoaHble MaTtepuanbl gnAa CEKBEHNPOBaHUA

PacxoaHble MaTepuasnbsl, HeobxoauMmble ANs paboTbl FeHeTUYecKoro cekBeHaTopa MiSeqDx, noctaensoTCs
OTAENbHO U BXOAAT B KOMMNEKT A5 NPOBEAEHNs! ANArHoCTUKM in vitro.

PacxogHble matepuansl, np|/|o6peTaeMb|e noJsib3oBaTtesiemM

Mepes HayasoM pa6oyero UuUvkna y6eautecb B HaIMUMAU  CAEAYIOLMX PaCcXOAHbIX — MaTepuasnos,
npuoGpeTaeMbIX NoNb30BaATENEM.

o o _——
8 8/ 0°x°0:;

PacxogHble maTepuansl HasHaueHune

CandeTkn, CMOYEHHble  M30MPONMIOBLIM YMCTKa CTeKna W NOACTaBKM A5 NPOTOYHOW
cnvpTtom (70 %) Avenkn

nnm

3Tunosbli cnupT (70 %)

JlabopaTtopHas TkaHb, 6e3BopcoBas UYncTka NnoacTaBky ANnS NPOTOYHON SUeinku
Bymara [Ansa onTMYeckux cTekon, 4 X 6 UucTka NpOTOYHOW fYelikun

OoNMOoB

Mpo6upkn /lna MiSeq MpomMbiBKa NMMHMK 06pasLa (LONOMHNUTENBHO)
NaOCl, 5 % MpombIBKa NMMHUK 06pasua (L4O0NOTHNTESBHO)
TBuH 20 Moiika npuéopa

MUHUeT c KBagpaTHbIMKW nfacTMaccoBbimMy W3BnedeHue NPOTO4HOM Avelikun u3
KOHYMKaMn (LOMOMHUTE/NBHO) TPaHCNOPTHOIO KOHTeliHepa

Bopa na6opatopHas Moiika npuéopa

PekoMeHfauum KacaTtefibHO Na6opaToOPHON BOAb

Mpy BbINMOMHEHWM MOGLIX NpoUeayp, CBSI3aHHLIX C NPUBGOPOM, Bcerpa WCMosb3yliTe NabopaTopHyl BO4y.
3anpeuiaeTca Mcnonb3oBaTh BOAY U3-Nof KpaHa.

BOT HECKO/IbKO NPUMEPOB BOfb! NMOAXOASALLEr0 KayecTsa:
» lllumina PW1
» Bopa c ygenbHbIM conpoTuBrieHmem 18 MOm-cm (Mfl)
>a Boga Milli-Q
» Bopa Super-Q

7 Bopga Ans MoneKynsipHoii 6ruonorum

XpaHeHne n obpauieHmne

MapameTp XapakTepucTnku

Temnepartypa TpaHcnopTuposka 1 xpaHeHue: oT -10 "C pgo 40 °C Ycnosusa
3kcnnyatauuun: ot 19 "C go 25

BnaxxHocTb TpaHcnopTUpoBKa 1 XpaHeHve: be3 06pa3oBaHMA KOHAeHcaTa YCcnosus
aKcnayarauun; oTHocuTenbHas BAaxxHocTb 30-75 % (6e3 o6pa3oBaHus
KOHAeHcaTa)

Ne 1000000021961 B. 03
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@D BBepgeHue

[Ona BbiNnoMHeHMA pabodyero uUMKna Ha reHeTu4yeckoM cekBeHaTope MiSeqDx Heo6xoguMMo NpuaepXnBaTbCs
3TanoB HAaCTPOlMKM, ONUCaHHbIX B JaHHOW rnase. [locne Havana paboyero umMkna BMeLWaTeNbCTBa
nonb3oBartesns He TpebyeTcs.

Mo 3aBepLIEHNIO PaboYero LyKIa CEKBEHUPOBaHNUA cneayeT NpPoMbITh Npréop.

0038

Oo so
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AnnTenbHOCTbL paboyero npotecca

OnuTenbHOCTL paboyero uukna 3aBUCUT OT YMCNA BbIMOJIHEHHBIX LIMKIOB. B 3aBMCMMOCTM OT XapaKTepucTukK
peareHTOB [/ CEKBEHUPOBAHWUS, TeHeTMYecKuin cekBeHaTop MiSeqDx MOXeT BbINOMHATbL pabounii LuKN
NapHO-KOHL,EBOro CEKBEHNPOBaHMA 00 2X301 UUKI0OB CEKBEHNPOBAHMA.

Ymcno umknos 3a OAHO CUYUTbIBaHUE

@ 000 LUPMH

UnMCno UMKNOB, BbIMOJIHEHHbLIX 32 OAHO CUUTbIBAHWE, HA OfHO MpPEeBbILAET KOMYECTBO MpoaHaIn3MpoBaHHbIX
umMknoB. OAWMH [OMOMHWTENbHLIA UMK HYXEH [ANns  pacyeToB a3vMpoBaHUs U NpeaBapuTeNbHOro
thasmpoBaHus.

Hanpvmep, BoO Bpemsi NapHO-KOHLLEBOro paboyero umkna Ha 150 ymknos ocyuiectnsetca 302 umkna (2 x 151)
CUMTbIBAHUA, MKOC UUKbI NS CYATbIBAHWUA MHOEKCOB. B KOHUe paboyero uvkna nposogutca aHanus 2 x 150
LIMKNOB.
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Pa6ounit npouecc MiSegDx

2

Mepen HacTpoikoin paboyero umkna ybeautech, 4YTO 6MGANOTEKM 06PA3LOB YXe 3arpy>XeHbl B KapTpuax C

peareHTamu. 3TW AelCTBUS NPUMEHMMbI K 1060MY NPOTOKO/Y aHanm3a.

MoAroToBbTE KapTpUK C peareHTamu, a 3aTtem 3arpy3aute 06befunHEHHble
61BIMOTEKN B 0603HAYEHHbBIN pe3epByap.

B wuHTepdpelice nporpammbl  BbiGepuTe Sequence, 4TOGbl 3anyCcTUTb 3Tambl
HaCTpOVK/ paboyero umkna.

MomoliTe 1 TWwaTeNbHO BbICYLINTE MPOTOUHYHO SYEliKy.
[Ansa 3arpyskv MPOTOYHOW AYeliku cnegyiTe HaNnOMUHaHWUAM NPOrpammbl

Monb3ysicb HaNOMUHaHWSIMK MPOrpammbl, 3arpy3ute gnakoH ¢ 6ydgepom SBS (PR2)
MiSegDx. Y6epuTecb, 4TO CAMBHAs €eMKOCTb MycTa, W 3arpysute KapTpuaX c
peareHTamu.

Mpn >KenaHWM MOXHO KOHTPONMPOBaTb pabounii  UMKN, [NSas  Ha  9KpaH
CeKBEHMPOBaHUS.

Py

MpomoiiTe MpuGop MO 3aBeplleHMI0 pabouyero LWKIa, MCNosb3ys naGopaTtopHyto
BOfly.

dopmMmumpoBaHue Knactepa

Bo BpeMsi (DOPMMPOBAHWUA KNacTepoB OTAe/NbHble Monekynsl [AHK CBSA3bIBAIOTCS C MNOBEPXHOCTbIO
NPOTOYHO SYeiikK, NOC/e Yero amnaMuUUUMPYOTCsS B npolecce MocTukosoit MLUP ans cdopmupoBaHus
KNacTepos.

CekBeHupoBaHne

Mocne YOpPMUPOBaHMS KNAcTePOB, C UCMoNb3oBaHMeM LED M KOMGUHAUMA (punbTPoB, cneunduuHbiX Ans
KaXKoro u3 4 (/H0OPECLEHTHO MeUYeHHbIX AWAe30KCMHYKNeOoTUAOB, (hopMUPYHOTCS M306paxeHus. o
3aBEpLUEHNI0O CbeMKM OHOM YacTy Mons NPOTOYHON sueliku cama NpoTouHas Adeiika nepemellaeTcs Ans
CbeMKW cnegytouleil yact. lpouecc noBTOpsieTcs, MOKa He 6GYyAyT OTCHATbI Bce uyacTu. [locne aHanusa
M306paxXeHnsl MnporpamMma MNpoOBOAUT MEPBUYHBLIA aHanu3, KOTOPbIi BKIOYaeT B cebsi onpeaeneHue
a30TUCTbIX OCHOBaHWIA, (UNLTPALMIO U OLEHKY KauecTsa.

AHanus

Mo 3aBepweHuto pabouyero uMkna aBToOMaTU4yeckn 3anyckaetca Local Run Manager gns BbINOAHEHUS
BTOPWYHOIO aHanu3a. BTOPWYHbLIA aHanM3 MOXHO KOHTPONMpOBaTb Yepe3 Mogk/ouveHue K VIHTepHeTy c
Apyroro komnbtoTepa. CM. B [AOKymMeHTe «[lporpammHbiii Mogynb Local Run Manager. CnpaBo4yHoe
PYKOBOACTBO K reHeTu4eckomy cekseHatopy MiSeqDx.» (Ne 1000000011880).

JokymeHT Ne 1000000021961 B. 03



MoAroToBKa KapTpuaka ¢ peareHTamu

B cneaytowMx UHCTPYKUMAX OMKUCLIBAETCA NPOLLECC PAa3MOPO3KM KapTpumpka C peareHTamMu Ha BoAsiHOI GaHe
npyY KOMHATHOI Temneparype.

1

M3BrekuTe KapTpuiK C peareHTamMy 13 XONOAUNbHUKA, TAe OH XpaHuica npu temnepartype ot -25 "C
AO-15X.

MocTaBbTe KapTPUMK C peareHTaMM B eMKOCTb, 3arofIHeHHYl0 A0CTaTOYHbIM  KOSIMUYECTBOM
LEVNOHM3MPOBAHHOW BOAbl KOMHATHOM TemMmnepaTypbl, 1 NOrpy3uTe OCHOBaHWE KapTpuaxa 40 OTMETKM -
JMHWW, HAHECEHHOI Ha ero Kopryce. YPoBEHb BOAbI HE AO/MKEH MPEBbILATL MAKCMMabHY0 OTMETKY.

PucyHoK 4. JInHNS MakKcumanibHOro YpoBHS MOrpy>XeHns B Bo4y

MO/THOCTbLIO Pa3MOPO3bTe KAPTPUAK C peareHTamMn Ha BOAsIHO 6aHe KOMHATHOW TemMnepaTypsbl.
Pa3MopakmBaHue MOXeT 3aHsiTb oT 60 Ao 90 MWHYT, B 3aBMCMMOCTM OT TUNa KapTpuaxa c
peareHTamu. Bonee noApo6HYD MHMOPMALMIO CM. HA BKadbllle YNakoBKW KOMMIeKTa Ans
npoBeAeHNs aHanusa.

JocTaHbTe KapTPWIK M3 BO/bl M aKKypaTHO NMOCTYUUTe UM O CTOJ1, YTOGbI CTPAXHYTb BOAY C OCHOBaHMS
KapTpumka. BbiTpUTE OCHOBaHWE KapTpumka. Y6eautecb B OTCYTCTBMU Kanefb CBEPXY KapTpumaka c
peareHTamu.

MpoBepka KapTpuaKa ¢ peareHTamu

1

MepeBepHUTE KapTpPUAX [ecATb pas, 4To6bl MNepemMellaTb Pa3MOPOXKEHHbIE peareHTbl, a 3aTem
NpoBepbTe NMOMHOTY Pa3MOPAXMBAHUS Kaxaol NMo3ULMN PeareHTos.

~ NMPUMEYAHUE

[ns KayecTBEHHOTO CEKBEHWPOBAaHUSI OYEHb BaXKHO, YTOOLI peareHTbl B KapTpuaxe 6biim
MOJIHOCTbIO PA3MOPOXKEHb! 1 TUATENIbHO NepeMelLaHb!.

MpoBepbTe peareHTbl B MONOXEHUSIX 1, 2 N 4 1 y6eauTech, YTO OHM MOJSIHOCTbLIO NEPEMELLaNIUCL U He
MMEeIoT ocagka.

AKKYpaTHO MOCTyu4MTe KapTpUKeM O CTO/, 4TO6bl YMEHbLIWTL KOMMYECTBO MNy3blpbKOB BO3AyXa B
peareHTax.

NMPUMEYAHWE

TpyObKM reHeTuyeckoro cekseHaTopa MiSeqDx onyckatoTcs Ha AHO Kaxefon emMKoCcTu AnA
acnupupoBaHNA peareHToB, MO3TOMY BaXHO, 4TOObl B EMKOCTSAX He Obl10 Ny3blpbKOB
BO3yXxa.

MomecTuUTe KapTpuaK C peareHTamu B fief, UM ocTaBbTe Npu Temnepatype ot 2 °C go 8 "C (mo 6
yacoB), MoOKa He 6ygeTe roToBbl K HacTpoike paboyero uukna. Ana nonyyeHns ONTUManbHbIX
pe3ynbTaToB HEO6X0AMMO Cpasy NepexoAnTb K 3arpyske obpasua u HacTpolike paboyero umkna.

3arpys3ka 6unbnnotek o6pasLoB B KapTpuaXK

Korga KapTpuik C peareHTamMu MOMAHOCTbIO PasMOPO3MTCSH M TOTOB K MCMOb30BaHMIO, MOXHO 3arpyxaTb
o6pasubl B KapTpumx.

@ 000 LWPMH [27) INFO@CIRMIRU & WWW.GOSZDRAVNADZOR Ry > TV!HECK1iA cekBenaTop MiSeqDx ansa MOS 8. 2
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UTo6bl NPOTKHYTb YM/IOTHEHWE U3 (POSIbIM  Haj EMKOCTblo, pacCro/IOKEeHHOW Ha KapTpuakKe C
peareHTamn n unmMetowein aTukeTky Load Samples (3arpyska o6pasuoB), WUCNOAb3yinTe OTAENbHbIN,
YUCTBIN W NYCTO HaKOHEYHMK 06beMOM 1 mn
r NMPUMEYAHUNE
He npokanbiBaiiTe ocTasibHble TMOMOXEHUS ¢ peareHTamu. OcTasibHble TOMIOXKEHNUSA C
peareHTamMu MpOoKa/bIBAOTCS aBTOMATUUYECKM BO BPEMS pabouyero uukia.

BHecuTe nuneTkoii 600 Mkn u3 6mbnmMoTeknm o6pasyoB DAL B emkocTb Load Samples (3arpyska
06pa3LoB). He npukacaiiTecb K ynaoTHEHUIO N3 hONbIN.

MpoBepbTe OTCYTCTBUE My3bIPbKOB BO3A4yXa B €MKOCTM MOC/e 3arpy3ku obpasua. Eciv ecTb My3blpbKy,
aKKypaTHO MoCcTy4uTe KapTpUaXKeM O CTOJ1, UYTOGbI OHW BbILL/N.

PucyHok 5. 3arpyska 6mbsmoTek

MepeingnTe HenocpefCTBEHHO K 3TanaM HaCTPOWMKW paboyero umkna, UCMnosb3ys uHTepdeiic paboyero
Nno Miseq (MOS).

[JokymeHT Ne 1000000021961 B. 03
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Pernctpaunsa v BbiNMoJIHEHME NOACKA30K A1 CEKBEHUpPOBaHUSA

Ha rnaBHOM 3kpaHe BbibepuTe Sequence (nNocnegoBaTe/lbHOCTb).

Korpa oTKpoeTcst aKpaH perucrpauuu, BBeUTEe COOTBETCTBYHLLME YUYETHblE laHHble Nosb3oBaTens, a
3atem  BblbepuTe  Next (ganee). [ocne  perucTpaumm  cHoBa  Bblbepute  Sequence
(nocnefnoBartesibHOCTb).

Bbi6epuTe pabounii LMK U3 cimcka

[OnunoHanbHO] BbibepuTe Preview Samples (npefBapuTenbHbIi NpocMOTP 06pasuoB), 4TOOLI
NPOCMOTpPEeTb CNUCOK 06pa3uoB B paboyem uuMKne.

Bbibepute Next (ganee).

Monb3ysicb NoAckaskamu, 3arpy3uTe MPOTOYHYHO AYEiKy U peareHTbl, a 3aTeM HacTpoliTe pabounii LmK
(onuncaHHbIA B cnepyowmx pasgenax).

fnnabnuuna NnuvnbnneTon NMnuuAnNna raueTUYeCcKUM cekBeHaTtop M13eaOxaonga MOS B. 2 25
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OuneHne NPOTOYHON AYEKKN

MpoTouHas Avelika NOCTaBNSETCA B KOHTEiHEPE C GYPEPOM A/1S XpaHeHus.

8

1 HafeHbTe HOBYIO napy HeonyApeHHbIX MepyaTok.

2 Vicnonb3ys NaacTMacCoBblfi MWHLUET, BO3bMUTE MPOTOYHYHO SiUEiiKy 3a OCHOBaHME M/acTMacCOBOro
KapTpumpka 1 M3BNEKNTE ee U3 KOHTENHepa.

008

PUCYHOK 6. /13BNeUeHre NPOTOUHOl sAYeliki

S

Oo

Cnerka opocuTe MpOTOYHYIO AYeiikynabopaTopHO BOAOI, y6eAMTeCh, YTO MOSIHOCTBLIO CMbIIY OCTATKM
CO/M CO CTEK/A 1 NIACTMACCOBOTO KapTpuapka.

OcTaBLIasACs COJMIb MOXET MoMeLlaTh NOCajike NPOTOYHOl Aveliku B npuéope. ECAU CONb 3acOXHeT B
none, rae CHUMAKTCA M306paXKeHUs!, 3TO MOXKET MOBMSATL HA KAYECTBO U306PaXKEHNS.

PucyHoK 7. MpoMbIBKa MNPOTOYHONM SiHEnKu

Byfyun npejenbHO OCTOPOXHbIM B 06/1aCTU  YEpHON NpOKMafKy OTBEPCTUS MPOTOYHOW  sYeliku
(06BeieHHOW OpaHXXeBOW NIMHME Ha CeAyoWeM PUCYHKE), TWaTeNbHO BbICYLIMTE NMPOTOYHYIO SYeliKy
U KapTpUIK C NOMOLLbIO 6Ge3BOPCOBOI TKaHW A1 YUCTKM NIMH3. OCTOPOXHO BLITPUTE HacyXxo 06/1acTb
NpoKNafKy 1 npuerakwLlee CTeKno.

PucyHok 8. OTBepCTMA M NPOKNagKa NPOTOYHON SUEnKu

BbITpUTE CTEKNO MPOTOYHOW AYEKM candeTKOW, CMOYEHHOW CnMpTOM. Y6eAnTecb, UYTO Ha CTekne
OTCYTCTBYIOT MOMIOCHI, Cnefdbl MasibLeB, BOPC WM BOJIOKHA TKaHW. He uCMonb3yiiTe CMOYEHHble
CNMPTOM candeTKn Ha NPOKIaAKe OTBEPCTUA MPOTOYHOWN AYENKM.

Ne 1000000021961 B. 03
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PucyHok 9. Cywka NpoTOYHOWN AAYelikn

6 BbITpUTE OCTaBLIMIiCA CAUPT C MOMOLLLI0 6E3BOPCOBOI TKaHW A5 YNCTKU JIMH3.
7 Y6e[uTech, 4TO OTBEPCTUSI MPOTOUHON SYEiKM HE 3aKyropeHbl, a MPOKJajKa XOopowo CUAUT Ha ee
0TBEPCTUSIX.

Ecnn npoknagka cMecTunacb, akkypaTHO MpWXKMUTE ee Ha MecTo, 4ToObl OHa HaJeXHOo cena Ha
OTBEPCTUAX NPOTOYHOW AYEKN.
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3arpyska nNpoTo4YHOW SAYENKN

OTKpoiiTe [BepLy OTCeKa MNPOTOYHON sYelikM, a 3aTeM HaKMUTE KHOMKY 6/10KMPOBKM crnpaBa oT
3alleiKM NPOTOYHONM sAveliku. 3alenika NPOTOYHONM SiUeliKn OTKPOEeTCS.

PucyHok 10. OTKpbIBaHMe 3alLefikKv MPOTOYHOM AYeikn

©COE&

Qo E-°

Y6eanTtecb, UYTO Ha NOACTaBKe ANA MPOTOYHON AYeiKM OTCYTCTBYHOT BOPCUMHKUA. EC/IM ecTb BOPCUHKM
WM Apyroe 3arpsi3HeHue, Heo6X0AMMO MNOYMCTUTL MOACTABKY ANA MPOTOYHON SYeiKW, WCNosb3ys
CMOYEHHYIO CMMPTOM candeTKy uam 6e3BOPCOBYH TKaHb, CMOYEHHYIO 3TU0BbLIM MM M30MPONUIOBLIM
CNUPTOM. AKKYpaTHO BbITpMTE MOBEPXHOCTb MNOACTaBKM AN MNPOTOYHOW fAYeiikn, 4YTobbl OHa cTana
YUCTOW W CyXOW.

YaepXkuBasi NMpoOTOYHYI siueliky 3a Kpas KapTpugpka, pasMecTuTe ee Ha MNoAcTaBKe AN NPOTOYHOM
AYenKun.

PucyHok 11. Pa3melleHvie NPOTOYHON AYeiikn Ha NoAcTaBke

[N TOro, YTo6bl 3aKPbITh, aKKYPaTHO HaKMUTE Ha 3allesiky NPOTOYHOI sueliku.

Mpu 3aKpbiBaHUM 3alenky NPOTOYHOW AYeliKM YCTAHOBOYHbIE LWTLIPbKM NpUAatoT ornpeaesieHHoe
MOJIOXKEHNE MPOTOYHON sueiike. CAbILWMMBINA LEMYOK CBUAETENbCTBYET O HaEXHON dukcauum
3aLle/IKN MPOTOYHOWN SYENKM.

PucyHok 12. 3akpbiBaHMe 3awenku NPOTOYHON SYEKN.

Ecnu nporpamMma He MOXeT pacrno3HaTb PagMoyacToTHbI WAEHTUMUKATOP NPOTOYHON S[YEliKW, CM.
pasgen «YcrtpaHeHue c60a Npu CUMTbIBAHUM PagModacTOTHOrO ngeHTudgumkaropa» Ha crp. 56.

I NPUMEYAHUE

7R Ne 1000000021961 B. 03
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EC/M HeBO3MOXHO BbINOMHUTL CYUTBIBAHUE PAMOYACTOTHOrO UAEHTU(MKATOPA, MOXHO BBECTM
UOEHTUUKALMOHHbIE CBEEHUA BPyYHyto. Mpy 3TOM nporpamma fonyckaeT c60ii TObKO ANs
O[JHOTO 13 TPeX KOMMOHEHTOB C PAANOYACTOTHLIM MHAMKATOPOM (MPOTOYHAs svelika, KapTpUax ¢

peareHTamu, 6ychep SBS (PR2) MiSeqDx) Bo Bpems paboyero uukna B 1abopaToOpHbIX YCNOBUAX.
Bonee noapobHbie cBEEHNS CM. B pasfiefie «YcTpaHeHUe c60s Npu CUUTbIBAHUM PaaModacToTHOro

naeHTUUKaTopa» Ha cTp 56.

3akpoiTe ABepuy OTceKa NPOTOYHON SIUEnKu.

Bbibepute Next (ganee).

@ 000 LUPMH [ INFO@CIRMLRU @ WWW.GOSZDRAVNADZOR RU >TWHeCKuiA cexBeraTop MiSeqDx anst MOS 8. 2
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3arpyska peareHToB

A

3arpy3ka 6ycepa SBS (PR2) MiSegDx 1 npoBepka C/IMBHOWN eMKOCTH

1

M3Bneknte hnakoH ¢ 6ychepom SBS (PR2) MiSeqDx n3 mecta xpaHeHus npu temnepatype ot 2 °C go
8 “C. MepeBepHUTE ee, UTOObLI NepemMellaTb COAEPXKUMOE, a 3aTeM CHUMUTE KPbILLKY.

OTKpoiiTe ABepLY OTCEKA peareHToB.
MofHMMKTE pyYKy Tpy6OK, UTO6bLI OHa 3adMKcMpoBanack Ha MecTe.
M3Bneknte nakoH 415 NPOMbIBKM U 3arpy3nte giakoH ¢ 6ycepom SBS (PR2) MiSeqDx.

PucyHok 13. 3arpyska pnakoHa ¢ 6ycpepom SBS (PR2) MiSeqDx

OnopOXHUTE CIMBHYIO EMKOCTb B COOTBETCTBYHOLLMIA KOHTElHEP.

MepgneHHO onycTuTe pyyky Tpybok. Y6eauTecb, 4TO TPyOKM onycTunmcb BO hriakoH ¢ 6ydepom SBS
(PR2) MiSeqDXx v C/IMBHYO €MKOCTb.

PucyHok 14. OnyckaHue pyyku Tpy6oK

Ecnn nporpamMma He MOXET pacno3HaTb pPagnmoyvacToTHbI naeHTUgMKaTop hnakoHa ¢ 6ydepom SBS
(PR2) MiSeqDx, cm. pa3gen «YcTpaHeHue c60S Npu CYMTbIBAHUW PafMoyacTOTHOIO UAeHTUdmrKaTopa»
Ha cTp. 56.

r NMPUMEYAHWNE

Ecnv HEBO3MOXHO BbIMOMHWUTL CUMTbIBAHWE PAAUOYACTOTHOrO WAEHTUdMKATOPa, MOXHO
BBECTW MAEHTU(MKALMOHHbIE CBeAEeHUS Bpy4yHytko. lpu 3TOM nporpamma fonyckaeT c6oli
TOMbKO AN O4HOrO M3 Tpex KOMMOHEHTOB C PajguoyacTOTHbIM MHAMKATOpoM (MpoToyHas
AYeiika, KapTpuok ¢ peareHTamn, 6ycep SBS (PR2) MiSeqDx) Bo Bpemsi paboyero umkna B
nabopaTtopHbIX ycnoBusix. bonee noapo6Hble cBefeHUsi cM. B pasfene YcTpaHeHue c6os
npy CYNTbIBAHWM PASMOYACTOTHOrO naeHTMdKUKaTopa» Ha cTp 56.

JokymeHT Ne 1000000021961 B. 03



BbibepuTe Next {aanee).

3arpyska KapTpuapKa ¢ peareHTamu

NMPUMEYAHUE
He ocTaBnaiiTe ABepLy OXNaAnTeNs peareHToB OTKPbITOM HaZoMro.

OTKpoiiTe ABEPLY OX/afUTENsI PeareHTOB.

Bo3bMUTE KapTpuiK C peareHtamm 3a 4yacTb, Ha KOTOpOVI nmeeTcsa 3TUKeTKa KomnaHuum lllumina, n
BCTaBbTe €ro A0 ynopa B oXxnaguTtesib peareHToB.

PucyHok 15. 3arpyska kapTpuixa c peareHTamm

3akpoiiTe ABepLy OxnafuTeNs peareHToB.

Ecnn nporpamMma He MOXeT pacno3HaTb paguMoyacTOTHbIN MAEHTUMUKATOP KapTpuapka C peareHTamu,
CM. pasfgen «YcTpaHeHue c60s npu CYATbIBAHUN PaaMOYacTOTHOIO naeHTUukaropa» Ha cTp 56.

NMPUMEYAHUE

Ecnn HEBO3MOXHO BbIMOIHUTL CUYUTbIBAHME PAAMOYACTOTHOrO uAeHTUUKATOPa, MOXHO BBECTU
NaeHTU(UKaLNOHHbIE CBeAeHMA Bpy4Hyl. Mpu 3TOM nporpamMa fonyckaeT c6oli Tonbko Ans
OHOTO U3 TPEX KOMMOHEHTOB C PaAnMoy4acTOTHbIM WHAMKATOPOM (MPOTOYHas Auelika, KapTpumx c
peareHTamu, 6ygep SBS (PR2) MiSeqDx) Bo Bpemsi paboyero umkna B 1abopaTOpHbIX YCNOBUSIX.
Bonee nogpo6Hbie cBeeHNs CM. B pa3fene «YCTpaHeHue c605 Mpy CUMTbIBAHUU PaAMov4acTOTHOrO
naeHTudmnkaTopa» Ha ctp, 56.

Ons 3anycka pa6oyero LuKia BbiGepuTe OAWH U3 CeayoLux napamMmeTpoB.

Ecnn cuctema He HacTpoeHa A1 aBTOMATMYECKOro 3anycka nocse ycrnewHoro BbINOIHEHUSI NMPOBEPKY,
BblbepuTe Start Run (3anycTuTb pabouunii umkn).

Ecnn cucTema HacTpoeHa A/l aBTOMATUYECKOro 3arycka Mocsje YCMeLHOro BbIMO/HEHWS MPOBEPKM,
pa6oumnii UMK CeKBEHUPOBaHWSI HauMHAEeTCs aBTOMATWuYeckW. Balle npucyTcTBue He Tpebyetcsi. Ho
€c/iM  BO BpeMsl TMpPOBEPKM BO3HUKHYT Kakue-nn6o owunbku, pabounii UuKn He 3anycTuTcs
aBTOMaTUYECKM.

NMPUMEYAHUE

Ecnn TemnepaTypa B oxnaguTene peareHTOB He COOTBETCTBYET AOMYCTUMOW, TO pabounii umkn
CEeKBEHMPOBaHUS Ha 3anyckaeTtcsi. CM. pasfen «YcTpaHeHue OWKn6OK, CBA3AHHbIX C TeMnepaTypoli B
oxnafuTesie peareHToB» Ha CcTp. 62.

Ba)kHoe 3aMeuaHue nepej 3anyckom paboyero Luukna

@ 000 LWPMH &) INFO@CIRMIRU

NPEAYNPEXOEHUE

FeHeTnyeckuin cekBeHaTop MiSeqDx uyBCTBUTENEH K Bubpaumn. MPUKOCHOBEHME K MPUoopy
rnocne 3anycka pa6oyero UMK/Ia MOXET HeratmBHO MOB/AUATb Ha  pe3ynbTaThbl
CEKBEHVPOBaHUSI.

Mocne 3arpyskn KapTpupka c peareHTamy W 3akpbiTUs ABEpLbl OTCEKA peareHTOB He OTKpbiBaliTe
[ABEepubl 0TCEKA NPOTOYHOWN AYEliKM UM OTCeKa peareHToB, W He TporainTe MOHMTOP nNpubopa, ecnu
TONbKO BaM HEe HY)XHO MPMOCTaHOBUTb paboumnii uukn. Bonee nogpo6Hbie CBeAEHUsi CM. B pasgesne
«MpuocTaHoBKa paboyero Lukna» Ha cTp. 53.
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KOoHTponb paboyero ymkna

Bo Bpems pa6ouyero UuMKIa MOXHO KOHTPO/IMPOBATb XOf €ro BbIMO/HEHWS, WHTEHCUMBHOCTL U
KaueCTBEHHble MOKasaTeNn, KOTopble OTOGPAaXAlTC Ha 9KpaHe CeKBEHWPOBaHUA.  JKpaH
CEeKBEHVPOBaHUS CMYXKUT TO/IbKO A/151 NPOCMOTpa.

Run Progress (Xof, BbiNo/fHeHUs paboyero UykIa) — oTobpaXaeT MHAMKATOP COCTOSIHUSA U yKasbliBaeT
UMCNO BbINOHEHHbIX LIMK/IOB.

Intensity (MIHTEHCUBHOCTb) — OTOGpaXkaeT 3HaUYeHWe WHTEHCMBHOCTM Knactepa ¢ npoueHTunem 90 %
ONA Ka>KOo YacT NONSt MPOTOUHON SYENKN.

lpachuk B 0651aCTM 3KpaHa, OTOGpPaKatoLlero MHTEHCUBHOCTb OTOGPAXaET YMCI0 OTCHATLIX YacTeit
Nnosst NPOTOYHOW AYEKU.

Q-Score AH Cycles (kayecTBeHHble MoOKa3aTe/NM BCeEX UMKIOB) — OTOo6GpaxaeT cpefHee 3HayeHus
npoLieHTa ocHoBaHWiA Bbiwe Q30, KOTOpoe SBAAETCS U3MepeHneM nokasaTens kayectsa (Q-score, T. e.
nokasartesib KadectBa). [lokasaTe/lb KayecTBa MPOrHO3MPyeT BEPOATHOCTb HEBEPHOro ornpegesieHuns
a30TUCTbIX OCHOBaHWIA. MokasaTenn kayecTBa BbIYUCAATCS nocne 25 LMKIIoB.

lMokasaTesnb KavyecTBa BeposiTHOCTb HEBEPHOIO ONpeAesieHNst a30TUCTbIX OCHOBaHWA
Q40 1 13 10000

Q30 1 13 1000

Q20 113 100

Q10 1um3 10

7

MnoTHocTb knactepa (K/MM”) — oTo6paXkaeT YMC/O KIacTepoB Ha KBagpaTHbIA MM Ans pabouyero
umkna. OnTumanbHas NAOTHOCTb KiacTepa coctasnseT 800 K/mm2.

NMPUMEYAHWNE

¥ Uuctota onpefeneHnss asoTUCTbIX OCHOBaHWA 3TO COOTHOLIEHWE WHTEHCUMBHOCTM CaMoro
BbLICOKOIO CUrHasa, nofesfieHHas Ha CyMMy [BYX CaMblX BbICOKMX CUrHasiioB. Ecnun 6onblie
yeM 1 a30TMCTOE OCHOBaHWE MMeeT 3HaYeHne YUCTOTbl MeHble 0,6 3a nepsble 25 UWKIIOB,
TO CUUTbIBAHWE HE NMPOXOAUT PUILTP KayecTsa.

PacueTHass npogyktmBHocTb (M6) — MoOKasbiBaeT npeAnosiaraémMoe 4UCA0  OCHOBaHWiA,
onpejeneHHbix 3a pabounii UMK, KOTOpoe n3MepsieTcs B Merabasax. TW AaHHble MOABAAOTCA TObKO
nocne 25 UnKNoB.

Mo 3aBeplleHWto pabouyero uUMKNa nosiBaseTcs KHorka Next (ganee). Mepes Tem, Kak nepeiTn K
cnegyowmum aeiicTBUSAM, NPOCMOTPUTE Pesy/bTaTbl HA 3KpaHe CEKBEHUPOBAHWS.

r MPUMEYAHUNE
JKpaH CeKBeHMpOBaHWS 0TobpaXkaeTca A0 Tex Mop, Nnoka He 6yaeT BbibpaHo Next (pganee).
Mocne Bbibopa Next (aanee) y)ke HEBO3MOXXHO BEPHYTHCS Ha 3KpaH CEKBEHUPOBAHMUSI.

Bbibepnte Next (ganee), 4ToObl BbINTM W3 3KpaHA CEKBEHWPOBAHUS W MNEpPelTM K MPOMbIBAHMIO
npubopa nocne paboyero uykna.

PucyHok 16 OkpaH ceKBeHMpoBaHUA
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Co3pgaHue obpasua

Ons cosfaHus obpasla Bo BpeMsi aHasim3a B peasnbHoMm BpemeHn (RTA) UCNoNb3yloTcsa nepsble YeTbipe uukna
pa6oyero mnpolecca CekBeHupoBaHusi. CosflaHvme o6pasua — 9TO MPOLEecc, NpM KOTOPOM MOMIOXKEHUS
KnacTepa no Bceli MOBEPXHOCTU MPOTOUHON sueliku onpeaensoTcs B COOTBETCTBME C KOOPAMHATAMM MO ocn X

ny.

Mocne co3aaHust o6pasiia NoMoXeHW Knactepa, M306paXkeHUst TeHepUpPYIOTCS AN KakAoro nocsefyoliero
UMKNa, U CpaBHMBAIOTCS B COOTBETCTBME C 06pasLoM. M3BrekatoTcs noKasaTeny WHTEHCUBHOCTU OTAESNbHbIX
K/M1acTepoB MO BCEM YeTbIPEM LIBETOBLIM KaHa/laM HyK1eoTUAOB, W OMNpejesieHne OCHOBaHUS MosiyyaeTcs Ha

OCHOBaHUN HOpMa/In30BaHHbIX WHTEHCMBHOCTEWA.

Moka3zaTenu paboyero Lukna

[Mokasatenu pa6oqero uuKna OTO6pa)Ka}OTCF| Ha 3KpaHe CeKBeHMpoBaHUA Ha pPa3HbIX aTanax pa6oqero UMKna.

Bo Bpems co3gaHusa KnacTepa nokasaTtesim He 0TOGpaxaroTcs.

[Tocne Hayana cekBeHMPOBaHNA O/19 YKa3aHHbIX LUK/I0B MOABAAKTCA Cnefyolne nokasarTenn:

[Mokasartenb Limkn

MHTEHCUBHOCTb Umukn 1-4 wnn 1-7, B 3aBUCMMOCTM OT
KOMM/eKTa.

WNHTEHCMBHOCTbL M NNOTHOCTb KNacTepos Uukn 5-25 wnnn 8-25, B 3aBucumocTu OT
KOMM/eKTa.

MHTEHCMBHOCTb, MOTHOCTL KractepoB, % OT uukna 26 u [o 3aBeplieHus paboyero
PF, NpoAyKTMBHOCTb 1 NOKa3aTesb KayecTBa  LMKIa — [/15 BCEX KOMM/EKTOB.

NI S T ‘leTnyeckunii cekseHatop M15en0xana MOS B. 2
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0 BbiNnonHeHWe MOWMKK nocne paboyero umkna

Moiika nocne pabouyero LMkKna — 3T0 CTaHAapTHOE NPOMbIBaHWE MPMGOpa, KOTOPOe BbIMOMHAETCS MeXay
pabounMmMn UMKIaMK CEKBEHMPOBaHMS. Bcerga BbINOMHANTE NpOMbIBaHWE MpuGopa no 3aBeplUeHnto paboyero
LUMKNa CekBeHWpoBaHus. [M0/b3ysacb MOACKA3KaMu Mporpammbl, 3arpy3uTe Heo6XOAMMble KOMMOHEHTbl U
BbINO/IHWTE NPOMbIBaHMe. MpoLecc NPoMbIBaHNUA noc/e paboyero UMKAa 3aHMMaeT nopsiaka 20 MUHYT.

o o
- OEw

BbINO/HWTE NPOMbIBaHKE Cpasy e nocie pabouero uukna. MpombiBaHWe Npu6opa HEOGXO0AMMO BbIMONHUTL
[0 HacTpoiikm cneaytollero pa6oyero uukna. Ytobbl BbINOMHUTL NPOMbIBAHME He cpasy nocne pa6oyero
LMKNa, ucnonb3yiite koMaHay Ha akpaHe Perform Wash (BbiNonHEHWE MPOMbIBAHWS) 415 3anycKa.

PerynsipHas Moiika npméopa obecrneunBaeT AMTENbHYI0 SKCMIyaTaluuio 1 No3BonseT:
»  YoanuTb ocTaBLWIMECS peareHTbl U3 NINHWIA CTPYIiHOW aBTOMATMKN U TPYGOK
» MNpefoTBpPaTUTL HAKOMIEHWE COMN W KPUCTANINZALMIO B IMHUAX CTPYIHOW aBTOMATUKN U Tpy6BKax
» TNpenoTBpaTUTb NEPEKPECTHYI0 KOHTAMMHALMIO MOoc/e Npeablayllero paéodero Uukna

MOXHO BbIMOMHWUTL MOWKY mocfe paboyero uvkia, BO BPEMS KOTOPOW OCYLLeCTBASeTCS MPOMbIBaAHUE JIMHWK
o6pasua c ucnosb3oBaHnem pacteopa runoxaopuga Hatpus (NaOCl). Moiika 3aHnmMaeT 0kono 30 MUHYT. CM.
pa3gen «lpoueaypa c NpoMbIBaHWEM JIMHWKU 06pa3ua» Ha cTp. 35.

n NPUMEYAHWNE
' OcTaBbTE MCMO/Ib30BAHHYH MPOTOYHYIO Aveliky B npubope. s BbINOSHEHUS NPOMbIBAHUS Npubopa
npoToyYHas sueiika fI0/IXHa 6bITh 3arpy)xeHa B nNpuéop.

Qo E-°

PacxogHble matepuanbl, NnpuobpeTaemMble Nofb3oBaTenem
» TeuH 20 (Sigma-Aldrich, Ne no katanory P7949)
/. JlabopaTopHasa Boga
» NaOCI (ucnonb3yeTcst Ans NPOMbIBaHMA Noc/ie paboyero uMkna, BKAYas MoKy MHUKM obpasua)

» Tpobupka MiSeq (Ng no katanory MS-102-9999) (ucnonb3yetcs ANA NpoMbIBaHUA nocne paboyero
LMKNa, BK/IOYasi MPOMbIBaHME NMHUM 06pa3Lia)

Mpoueaypa

MpuroToBbTE CBEXWI PacTBOP ANS MPOMbIBaHUS M3 TBUH 20 M nabopaTOpHOW BOAbI CAeAytoLUM
o6pasom:

a [Jlo6aBbTe 5 Mn HepasbaBneHHoro cpeacTea TBuH 20 B 45 M nabopaTopHOl Bogbl. B pesynbTate
nonyuntca 10 % pacteop TeuH 20.

a [Job6aBbTe 25 ma 10 % TeuH 20 B 475 Mn nabopaTopHoit Bogbl. B pesynbTate monyuntca 0,5 %
motowmii pacteop TeuH 20.

¢ [lepeBepHUTe HECKO/LKO pas, 4YTOObI nepemMmelwlaTb.

MofroToBbTE KOMMOHEHTbI A5 MPOMbIBaHWSA, MCNOMb3ysa cBexuid 0,5 % mowowmii pactBop TeBuH 20
cnepyowmm obpasom:

a [Jo6aBbTe 6 M1 MOIOLWETO pacTBOpa B KaXAyl eMKOCTb NMPOMbIBOYHOIO /I0TKA.
b [o6aBbTe 350 M1 MOKOLLErO pacTBopa BO o/1akoH A4/ NPOMbIBKM 06bemom 500 mi.

Ha skpaHe MpoMbiBaHUsl, BbIMOJHAEMOro nocfe pa6odero uukna, Haxmute Start Wash (HauaTb
MOiiKy). TporpamMma aBTOMaTM4ecku MOAHMMAaEeT Tpybku B oOxnaguTene peareHToB. [lepefd
JanbHelWwyMn [eACTBUMAMM MNOAOXAMTE HECKONbKO CeKyHA W ybeduTecb, 4TO TPYOGKM MOMHOCTbIO
NOAHSATHI.

He HaxumaiTe Perform optional template line wash (BbIMOAHWUTL AOMOMHUTENbHYO MOWKY JIMHUN
obpasua) Ha 3KpaHe MpOMbIBAHMWS, BbIMOMHAEMOro nocne pa6ouyero uukna. pombiBaHWe AMHWK
obpasua TpebyeT Apyroii npoueaypsl. CM. pasgen «[poueaypa ¢ MoVikoi nuHuKM o6pasua» Ha cTp. 35.

OTKpoiiTe fABepLy OTCeKa peareHTOB W [ABEpLY OXNaauTens peareHToB, a 3aTeM W3BNeKUTe
MCNO/b30BaHHbIA KapTPUAK C peareHTaMu 13 oxnaguTens.

@ 000 LUPMH 527 INFO@CIRMLRU € WWW.GOSZDRAVNADZOR RU AokywmenT Ne 1000000021961 8. 03
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BcTaBbTe MPOMbLIBOYHLIA NOTOK B OX/NaAWTeNb peareHTOB A0 ynopa, a 3aTem 3akpoiite asepuy
oxnaguTens.

MogHnMnTe pydKy TPyOOK, pacnonoxeHHyw nepes dnakoHom ¢ 6ycdepom SBS (PR2) MiSeqDx wu
CNIMBHOI eMKOCTbIo, 4YTOObl OHa 3adnKcrMpoBanach.

M3BnekuTe hnakoH ¢ 6ycepom SBS (PR2) MiSeqDx n 3amMeHMUTE ero NPpoMbIBOYHbLIM (D1IaKOHOM.

MPUMEYAHUNE

Mocne Kaxaporo paboyero yukna Heob6Xxo4MMo yTuansnposaTtb nakoH n3-nog bycgepa SBS
(PR2) MiSegDx. 3anpeujaetcsa MOBTOPHO MCMNOMb30BaTh OcTaBwwuiics 6ygep SBS (PR2)
MiSeqDx.

V13BNeKnTe CNAUBHYIDO €MKOCTb W COOTBETCTBYIOWMM 06pasoMm YTUIM3MpYliTe €e CofepXuMoe.
YCTaHOBUTE C/IMBHYH EMKOCTb 06paTHO B OTCEK PeareHToB.

NKT NPEAYNPEXAEHWNE

A JaHHbIl Habop peareHTOB COAEPXKUT NOTEHLMAIBHO OMacHble XMMUYeCKne BeLlecTsa.
BabixaHuve, nporsarbiBaHne 3aTUX BELLECTB WM MX NonajaHne Ha KoKy Wi B rfasa
MOXXET HaHecTu Yyulep6 340poBblo. [lonb3yiTecb cpeacTBamMu WUHAVMBUAYaIbHOM
3alnThl, TakKUMM KakK 3aliuMTHble O4YKM, pyKaBuubl U nabopaTopHbIv  Xxanar,
COOTBETCTBYIOLLIME PUCKY BO3AeicTBusA. C MCNOMb30BaHHbIMW peareHTamu cregyet
o6pallaTtbCa Kak C XMMUYECKVMMU OTXOAaMu W YTUNN3MPOBaTb UX B COOTBETCTBUU C
OEeCTBYIOWMMN  pPErvoHaJIbHbIMW,  HaUMOHa/IbHbIMM U MECTHbIM  3akoHamMn U
npasunamu. [ononHUTeNbHYI0 WHOPMAaLMI0 OTHOCUTENIbHO OXPaHbl OKpYXKatolwei cpefbl,
OoXpaHbl Tpyja W TexHuku 6GesomacHOCTM CM. B nacrnopte 6e3onacHOCTM  Ha
support.inumina.com/sds.html.

Men/sieHHO onycTUTe Py4YKy TPYOOK M yb6eamTech, 4YTOo TPYOKM ONYyCTUANCHL B MPOMbLIBOYHBIA (D1AKOH U
C/IMBHYIO €MKOCTb.

3akpoiiTe ABepLY OTCEKa peareHToB.

BbiGepuTe Next (ganee). HauHeTcs NpoMbiBaHWe, BbINOMHAEMOoe nocne pa6oyero uykna.
Mo 3aBeplUEHNtO MpoLiecca NPOMbIBaHUS OCTaBbTE B MPUGOPE MCMO/b30BAaHHYIO MPOTOUHYH SYEiiKy,
MPOMbIBOYHbIV IOTOK W MPOMBIBOYHBI (D1AKOH C OCTATKaMU MOMOLLEero pacTeopa.

NMPUMEYAHUNE

HopmanbHoe monoXeHne TPY6OK - B OMNYLWEHHOM COCTOsiHMKU. OcTaBbTe HeWncnosib30BaHHbIM
MOIOLLMIA PacTBOP B MPOMbLIBOYHOM /IOTKE U MPOMbIBOYHOM (plaKOHE, YTOGbLI TPYBKU HE BbICOXN U
BO34yX He nonas B CUCTEMY.

Mpouenypa ¢ MONKOW NuHMKN obpasya

~ o .
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MpUroToBbLTE CBEXUIA MOKOLWMIA pacTBop 13 TBUH 20 1 NabopaTopHOI BOAbI ClefyoWmnM 06pa3om:

a JlobaBbTe 5 Mn HepasbaBneHHoro cpeactBa TBuH 20 B 45 M nabopaTopHoOW BoAbl. B pesynbTate
nonyuntcsa 10 % pactsop TeuH 20.

a Jlob6aebTe 25 mn 10 % pacTtBopa TBuH 20 B 475 mn nabopaTtopHOW Bogbl. B pe3ynbTaTe nonyymtcs
0,5 % motowuii pacteop TBuH 20

¢ MNepeBepHWTe NATbL pas, UTo6bLI NepeMelLlaTh.

MpuroToBbTe cBexuit Motowwuii pacteop NaOCIl cnegytowmm o6pa3om, UCNONb3ys 1abopaToOpHYH
BOfY.

a JlobaBbTe 36 MK 5 % pactBopa NaOCI| B 864 MKn nabopaTOpHOW BoAbl. B pe3ynbtarte nonyumtcs
pactesop NaOClI c pa3segeHuem 1:25.

b [Jo6aBbTe 50 mkn pactBopa NaOCl c passegeHvem 1;25 B 950 mMKn nabopaTopHOii BOAbl B
npo6upky MiSeq (Ne no katanory MS-102-9999).

NMPUMEYAHWUE

OueHb BaXXHO MCNO/Mb30BaTh NpaBu/bHYH KoHuUeHTpauuio NaOCl. O6sa3aTenbHO nNpoBepbTe
npoueHTHOEe oTHoweHne NaOCIl Ha aTukeTke usgenus. Ecnn KoHUeHTpauma 6yLeT CAULWKOM
BbICOKOW, 3TO MOXeT oTpuuaTesibHO CcKas3aTbCA Ha (hOpPMMPOBaHWM KNacTepoB B
nocnegywwmnx padoumx umknax. Ecnm y Bac HeT 5 % pactBopa NaOCl, cgenainte 1 mn
0,01 % pactBopa NaOCl B nab6opaTopHoii Boge. He wucnonb3yiite NaOCl Bo Bpems
NpohMNaKTUYECKOW MOIKM MW MOVKM nepej MpocToeM.

MoAroToBbTE KOMMOHEHTbI AN MPOMbIBAHWSA, WUCMOMb3Ys CBEXWA MOWLWMKIA pacTBOp clegyowmm
obpasom;

NI (T NAb'idR.ﬁl‘iETVI‘-IeCKVIVI cekBeHaTtop MiSegDx gna MOS B. 2 35
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a Jlob6aBbTe 6 M1 MOIOLLErO pacTBOpa B Ka&>eaylo EMKOCTb MPOMbIBOYHOIO J/IOTKA.
b Jo6aBbTe 350 Mn MOKOLWEr0 pacTBopa BO (hakoH ANs NPOMbIBKM 06bemMom 500 mn.

BctaBbTe npobupky MiSeq, B KoTopoli coaepxutca motowmin 0,01 %, pacteop NaOCIl B nonoxeHune 17
Ha NPOMbIBOYHOM J10TKE, YTOObI ropfoBMHA NPOBUPKM Oblia BPOBEHb C IOTKOM. Mpobupka BbiTecHseT
motowmii pacteop 13 TeuH 20 1 nabopaTopHoi Boabl U3 NonoxeHusa 17.

PucyHok 17. Mpobupka MiSeq B nonoXxeHun 17 Ha NPOMbIBOYHOM NIOTKe

MPUMEYAHUE

n Mpo6upky MiSeq ¢ pactsopom NaOCl MOXHO BCTaBASITb TO/IbKO B MOSIOXKEHUe 17 Ha /oTkKe.
YcTaHOBKa MNpPoOGMPKM B Apyroe nMoJIOXKEHWE MOXEeT OTpuuatesbHO CcKa3aTbCA Ha
hopMmnpoBaHMM KacTepoB B MOCAedylOWMX pabounx umMknax u noBpeauTb Ccuctemy
CTPYIiHOW aBTOMAaTMKN FEHETUYECKOTO cekBeHaTopa MiSeqDx.

Mo 3aBeplieHMio paboyero uukna Haxmute Start Wash (HadaTb npombiBaHue). [porpamma
aBTOMaTMYECKN NOAHMMAET TPYOKU B OX/1aAUTENE peareHToB.

Ha akpaHe Haxmute Perform optional template line wash (BbINOAHUTL AONONHUTEIbLHOE
npombiBaHMe NMMHUKN 06pasLa).

OTKpoiiTe [Bepuy OTCEKa peareHTOB W [BepLy OX1aguTens peareHToB, a 3aTeM W3B/ekuTe
MCMOMb30BaHHbIA KAPTPUIXK C peareHTamy 13 oxiaauTens.

BcTaBbTe MPOMBLIBOYHLIA /I0TOK B OX/afuTeNlb pearekToB A0 ynopa, a 3aTem 3akpoiiTe ABepLy
oxnaguTens.

MogHMMKTE pydKy TPy6OK, pacnosioXXeHHyt nepepg thnakoHom bydepa SBS (PR2) MiSeqDx u cnusHol
€MKOCTbI0, 4YTOObl OHa 3adMKcupoBasnach.

N3BnekuTe dnakoH 6ydepa SBS (PR2) MiSeqDx v 3ameHUTe ee NPOMbIBOYHBLIM (0/TAKOHOM.

V13BNeKnTe C/MBHYID EMKOCTb W COOTBETCTBYIOLIMM 06pasoM YTUIM3MPYHTE ee CoAepXuMoe.
YCTaHOBUTE C/IMBHYID EMKOCTL 06PaTHO B OTCEK peareHToB.

nn NPEAYNPEXAEHUE

Jr [JaHHblli Habop peareHTOB COAEPXWUT MOTEHUMaTbHO OMacHble XMMWYECKMEe BeLLecTBa.
BabixaHue, npornatbiBaHWE 3TUX BELECTB WKW UX MOMNafaHue Ha KOXy WM B rnasa MoXxet
HaHecTn ylep6 340poBbI0. [oNb3yiiTech cpeAcTBaMU WMHAMBUAYaNbHOW 3alinThl, TakuMu
KaK 3aluTHble O4YKW, pyKaBulbl W NabopaToOpHbIA Xanar, COOTBETCTBYHOLLME PUCKY
Bo3geicTBuA. C MCNOMb30BaHHbIMW peareHTamy cnefyeTt o6palarbCs Kak ¢ XMMUYEeCKUMu
oTxXxogamMmun wn yTunnm3nmposatb WUX B COOTBETCTBUMN C p,eﬁCTBy}OMMMM pervoHanbHbIMN,
HaLMOHa/IbHLIMA 1 MECTHbIM 3aKOHaMu 1 npaBunamu. JonofHWUTENbHYH KMHDOPMaL Mo
OTHOCUTE/NIbHO OXpaHbl OKPYXaloLleil cpelbl, OXpaHbl TpyAa U TeXHUKM 6e30MmacHoCTH cM. B
nacnopte 6e3onacHocT Ha support.illumina.com/sds.html.

MefAneHHO onycTuTe py4ky TPY6OK M y6eanTech, UTO TPYGKU OMYCTU/IMCh B NMPOMbIBOUHbIA (DNAKOH ©
CMIMBHYIO EMKOCTb.

3aKpoiiTe 4BepLy OTCeKa peareHToB.

Bbibepute Next (ganee). HauHeTca npoMbiBaHUe, BbIMOMHAEMOe nocsie paboyero uukna.

JokymeHT Ne 1000000021961 B. 03
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Mo 3aBeplWEHU0 MNPOMbIBaHWS OCTaBbTe B NPMGOPE WCMOMb30BaHHY MPOTOUHYH — SUeiiKy,
NPOMbIBOYHbII IOTOK 1 NPOMbIBOYHbI (h1aKOH C OCTaTKamu MOIOLLEro pacTBopa.

MPUMEYAHU
-

HopmasnbHoe MosoXeHVe TPYOGOK - B OMYyLWEHHOM COCTOSIHUW.
MOIOLWMIA PacTBOP B NMPOMbLIBOYHOM JIOTKE W MPOMbIBOYHOM (p/lakOHe, UTOObl TPYOKM He BbICOX/IN U

E

BO34yX He nonasn B CUCTEMY.

(€] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU
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BbINosIHEHME NPOGINNAKTUHECKON MOKM

Moiika nepef NpocToem
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0; [lepuoanUYHOCTb 06CTY)KNUBAHUS

B cneaylouwux Tabnmuax ykasaHa MNepuofuuYHOCTb BbINOMHEHUS Pa6oT Mo OGCMY>KMBAHMIO, OMUCAHHLIX B
NaHHOM pasgene.

83

Tabnuua 1 O6cnyXuBaHUe NPU KcnayaTauumy B 06blYHbIX YCNOBUAX

Onepauus ExxeHeBHO E)Kem%‘ﬂ_qu Mo Heo6x04MMOCTM
MpodunakTnyeckas Moiika C
>y Moliika nepeg npocToem [na noarotoBkn K
NpocToto
(He ncnonb3yetca s 7
OHel)
BbikntoueHve npubopa X

Tabnuuya 2 O6cnyXusaHve BO BpeMs NpocTos (He ncnonbayeTcs N7 gHel)

O° Os O

Onepauusn ExxeiHeBHO ExxemecsyHo Mo HeobxogMmocTun
. Molika nepepn npocToem X
B blkn H5Y5AUNTMN3i60pa X

"o g
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MpornnakTnueckoe 06CNyXXMBaHue

O
KomnaHusa lllumina pekomeHayeT NpoBOAUTL MPOGUIaKTUYECKOEe 06CNY)XMBaHWE OAUH pa3 B KaleHAapHbli O
rog . Ecnn Bbl 3aknunnn [oroBop Ha o6CAyXMBaHWe, 06paTUTECh K TEPPUTOPUASIBHOMY CrleuuanucTy mno
paboTe ¢ KIMEHTAMU WM CNYXOY TEXHUYECKOW MoAfdep>XXKM komnaHum lllumina, 4TOGLI OpraHuM3oBaTb -8 -
npoBeAeHWE NIaTHOrO NPOMUIAKTUUECKOTO 06CTY)KUBAHUS.
0)
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BbiNnonHeHWe NPoGUIaKTUUYECKON MOWNKN

[ns obecneyeHns ONTUMabHbIX XapakTEPUCTUK HEOBXOAUMO BbIMOMHATL MPOdUNaKTUYECKOEe MPOMbIBaAHNE
pa3 B MecAy. [podmnakTMyeckoe npoMbiBaHWe BK/IOYaeT B cebsa Tpu 3Ttana, BO BPeEMA KOTOPbIX
OCyLLeCTB/ISIETCA  TuUlaTe/lbHOE MPOMbIBAHME CUCTEMbl C  UCMOJIb30BAaHMEM  MOIKOLEro  pacTsopa,
N3roTOB/IEHHOr0 13 NabopaTopHoi BoAbl U TBMH 20. N5 BbINOMHEHNS MOWKM NOHAA06MTCA 0KOM0 90 MUHYT.

MO)XHO HacTpOUTL FeHeTUYECKnlA cekBeHaTop MiSegqDx Takum 06pa3oM, UYTO Mexay paboummmn umknamm oyget
NpoBOANTLCA MpodnIakTUiecKas MoWika BMECTO MOWKW, BbINOMHAEMONM nocne paboyero uukna. Cm. pasgen
«YCTaHOBKa napameTpa MOVik1 nocne paboyero uukna» Ha cTp. 13.

PacxoaHble Matepuanbl, NpnobpeTaemblie NONb30BaTENEM
» TsuH 20 (Sigma-Aldrich, Ne no katanory P7949)
} JlabopaTopHas Boga

BHUMAHWE!

Jr 06s3aTeNlbHO 3aKpbiBaliTe ABEPLY OX/1aAUTENsl PeareHTOB Moc/e 3arpy3ku MpPoMbIBOYHOMO /IOTKA 1
nepeg 3anyckoMm npoLecca NpPoMbiBaHUsi. TO MO3BO/ISET M36exaTb BO3MOXHO TpaBMbl, €C/TM Ballu
PYKM OKasannch Ha NyTu omnycKaloLmxcs Tpy6oK.

Mpoueaypa

Y6eanTtech, YTO UCMOMNb30BaHHAasA NPOTOYHAs siuelika 3arpy>xeHa B nproop.
Ha rnaBHOM akpaHe BbibepuTe Perform Wash (BbINOAHUTbL NPOMbIBaHUE).

Ha 3KpaHe BbINO/HEHWS MPOMbIBaHMA HaxxmuTe Maintenance Wash (npodumnaktuyeckas MoiKa).
Mporpamma aBTOMaTU4eCKV NOAHUMAET TPyOKU B OXNaguTene peareHToB.

MPUMEYAHWNE

Bcerga wvcnonb3yiiTe cBeXWii MOKOWMIA pacTBOP Ha KaXAoM 3Tane npombiBaHUA. [MoBTOpHOe
1CNonb30BaHNe MOIOLLEro pacTBopa, OCTABLUErocs Mocfie npeabigylieli MOKM, MOXET NMpuBecTu K
nonafaHuio 0TXOA0B B JIMHNN CTPYHON aBTOMATUKW.

BbiNnONHEeHWe NePBOro NpoMbIBaHUSA
1 MpUroToBLTE CBEXUIA MOtOLWMIA pacTBOp M3 TBUH 20 1 Na6opaTopHOI BOAbl CeAyoWUM 06pa3om;

a Jlo6aBbTe 5 MmN Hepa3lbaBneHHoOro cpegctea TBuMH 20 B 45 mn nabopaTtopHoOi Bogbl. B pesynbTaTe
nonyuntca 10 % pactsop TeuH 20.

b [Mo6aebTe 25 mn 10 % pacTBopa TeBuH 20 B 475 Mn nabopaTopHOi BOAbl. B pe3ynbtate nonyuntcs
motowmin 0,5 % pacteop TBuH 20.

c [lepeBepHNTE HECKO/bLKO pas, yTOob6bLI BCE nepemMewlaTb.

2 MoAroToBbTE KOMMOHEHThI A5 NPOMbIBaHWS, MCMOMb3ys CBEXMi Mowowwuii 0,5 % pactsop TBMH 20
cnegylowmm obpasom:

a [o6aBbTe 6 M/ MOILLEr0 PacTBOPa B KXY EMKOCTb MPOMbIBOUYHOIO /10TKA.

b [o6aBbTe 350 M/1 MOKOLLErO pacTBopa BO (h/lakoH A4/ NPOMbIBKM 06beMom 500 mn.

3 3arpy3unTe NPOMbIBOYHBIV TOTOK ¥ MPOMbIBOYHbINA (hfiakoH B Npuéop:

a OTKpoiiTe ABeply OTCeKa peareHTOB W fiBepLy OXNaAuTens peareHToB, a 3aTeM W3BNeKuTe
NCMO/Ib30BaHHbIA KapTPULK C peareHTaMu Uam nNpoMbIBOUHLINA TOTOK U3 OX/1aguTens.

b BcTaBbTe NMPOMbIBOYHbLIA JIOTOK B OXNaANTE/b PeareHToB 40 yrnopa. 3akpoiiTe gBepuy oxiaguTens
peareHToB.

¢ NopgHnmnTe pyuky TpybOK, pacnofioeHHyr nepeps rakoHom ¢ 6ygepom SBS (PR2) MiSeqDx un
C/IMBHOI €MKOCTblO, 4TOObI OHa 3adMKcupoBanachb. 3ameHuTe hakoH ¢ 6ygepom SBS (PR2)
MiSeqDx Ha NPOMbIBOYHbIV hNakoH.

JokymeHT Ne 1000000021961 B. 03
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MPUMEYAHWE

Mocne Kaxgoro paboyero LMkia Heo6xoauMO YyTUAU3NPOBaTb (hNakoH m3-nog 6ydepa SBS
(PR2) MiSeqDx. 3anpeljaeTcs MOBTOPHO WCNONb30BaTb OcTaBwwiica 6ydep SBS (Pr2)
MiSeqDx.

d V3BnekuTe CAMBHYIO €MKOCTb M COOTBETCTBYIOWMM 06pasoM YTUNM3NPYATE ee COAepXKUMOeE.
YCTaHOBUTE C/IMBHYIO EMKOCTb O6PATHO B OTCEK PEareHToB.

e MeAneHHo onycTuTe pyuky TPY6OK 1 y6eanTech, YTo TPYGKM OMYCTUANUCH B NPOMbIBOUHbIV (hNaKoH
U C/TMBHYIO EMKOCTb.

f 3akpoiiTe gBepLUy OTCEKA PeareHToB.

Bbibepute Next (ganee). HauHeTcs nepsasi NpoMbIBKa.

BbiMo/IHEHWE BTOPOro MPOMbIBaHUSA

1

MpUroToBbTE CBEXUIA MOKLWWMIA pacTBOp 13 TBUH 20 1 nabopaTopHOI BOAbI C/ieAyoWwnmM 06pasom:

a [Jo6aBbTe 5 mMn HepasbaBneHHoro cpeacTea TeuH 20 B 45 mn nabopaTtopHoli BoAbl. B pesynbTarte
nonyuntcsa 10 % pacTtsop TBuH 20.

a [Jo6asbTe 25 mn 10 % pactBopa TeuH 20 B 475 mMn nabopaTopHoli Bogbl. B pesynbTaTe nonyumtcs
0,5 % motowmii pactesop TBuH 20 .

¢ TepeBepHUTE HECKOJIbKO pas, YToGhl BCe nepeMewars.

Mo 3aBeplUeHNIO NepBOi MPOMbIBKM W3BMEKUTE MPOMbIBOYHBIA NOTOK W MPOMbIBOYHbLIA (PNAKOH K
YTUAN3NPYATE OCTaBLUMACA MOKOLMIA pacTBop.

3aneiiTe KOMMOHEHTblI ANA NPOMbIBAHUA, UCMOAb3ys cBexuin 0,5% motowmin pactBop TBUH 20
cnefyowmm obpasom:

a [Jlo6aBbTe 6 MA MOKOLLErO pacTBOpa B KadKAyH EMKOCTb MPOMbBIBOYHOIO /10TKA.
b [o6asbTe 350 M1 MOKOLLEro pacTeopa Bo (akoH AN NpombiBKM 06bemom 500 ms.
3arpysute NpoMbIBOYHbIV TOTOK 1 MPOMbIBOYHbIA (hakoH creayowmm obpa3om:

a BcTaBbTe MPOMbIBOYHBI JIOTOK B OXNaAUTENb PeareHToB 40 yropa. 3akpoiiTe gBeply oxnagnTens
peareHToB.

b 3arpy3uTe NpOMbIBOYHbIA h/1IaKOH M MeAJ/IEHHO OMyCTUTE PyyKy TPy6OoK u ybeanTechb, 4To TPy6KM
ONYCTUINCH B MPOMbIBOYHbIA (P1AKOH 1 C/IMBHYIO €MKOCTb.

C 3aKpoiiTe ABepLy OTCeKa peareHTos.

Bbibepnte Next (ganee). HauHeTca BTOpoe npomMbiBaHue.

BbinonHeHune nocnegHero nNpomMbiBaHns

1

MpuUroToBbTE CBEXWIA MOKOLWWMI pacTBOp 13 TBMH 20 1 nabopaTopHOI BOAbI CAefyowmM o6pa3om:

a Jlo6aBbTe 5 Mn Hepa3lbaBneHHoro cpeacTsa TBuH 20 B 45 Mn nabopaTopHoW Boabl. B pe3ynbtarte
nonyuntcsa 10 % pacteop TeuH 20.

b [Jo6aBbTe 25 mn 10 % pacTtBopa TeuH 20 B 475 Mn nabopaTopHOli Bogpl. B pesynbTate nonyuutcs
0,5 % motowuii pactesop TeuH 20

c [epeBepHUTE HECKO/LKO pa3, YTobbl BCE MEpeMeLLaTh.

Mo 3aBeplUEHN0 BTOPOro NMPOMbIBAHWUA W3BEKUTE MPOMbIBOYHbIA NOTOK U MPOMbIBOYHLIA (DNaKOH K
YTUNN3NPYIATE OCTaBLUMIACSA MOKOLWMI pacTBop.

3aneiite KOMMOHEHTbI AN MPOMbIBaHMA, WUcNonb3ysa ceBexuii 0,5 % wmotwowwmini pactBop TeBuH 20
cnepyowmm o6pas3om:

a Jo6aBbTe 6 Ma MOIOLLEro pacTBopa B KaXkayto eMKOCTb NPOMbIBOYHOIO /10TKA.
b [Jo6asbTe 350 M1 MOKOLLEro pacTBopa BO h/1akoH AN NPOMbIBKA 06bemom 500 wmn.

3arpy3vTe NPOMbIBOYHbIV JIOTOK 1 MPOMbIBOYHbINA (h/1aKoH cneayoLwuM o06pa3om:
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a BcTaBbTe NMPOMbIBOYHLIN NOTOK B OXMaAnTe b peareHToB A0 ynopa. 3akpoiite ABepLYy oxnaauTens
peareHToB.

b 3arpy3ute npombiBOYHbI ($)nakoH M MeASIEHHO ONyCTUTE PYyYKy TPyO6OK u ybegmTech, UTO TPYyOKu
OMyCTWUINCb B MPOMbIBOYHBIV (PIAKOH Y C/IMBHYHO €MKOCTb.

C 3aKpoiiTe ABEpLY OTCEKa PeareHToB.

BbibepuTe Next (ganee). HauHeTcs nocnegHas moiika.

Mocne npombiBaHUA

Mo 3aBepLUeHNI0 MPOMbIBAHWS OCTaBbTe B MPMGOPE WCMO/Mb30BAHHYIO MPOTOUHYHD AYeliKy, MPOMbIBOUHbIV
NOTOK 1 NPOMbIBOYHBIA (P1aKOH C OCTaTKaMy MOMOLLErO pacTBopa.

MPUMEYAHWE

- HopmanbHoe MonoXeHWe TPYGOK - B OMYLEHHOM COCTOAHMM. OcTaBbTe HEWUCNoJib30BaHHbINA
MOIOLLMIA PacTBOP B NMPOMbLIBOYHOM /IOTKE W MPOMbIBOYHOM (D/IAKOHE, YTOGbLI TPYGKU HE BLICOXN U
BO3/lyX He fionasn B CUCTEMY.

AA JokymeHT Ne 1000000021961 B. 03
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Molika nepej NPOCTOeM

Ecnu Bbl He nnaHvMpyeTe wucnonb3oBaTb MpPM6GOP B TeyeHue creaylolwmx 7 [Heil, NoAroToBbTe ero K
BbIHY>X/IEHHOMY NPOCTOl0, BbIMOMHWB COOTBETCTBYHOLWNA BapvaHT NpoMbiBaHWA. [pombiBaHMe M03BONSAET
NOArOTOBUTbL JIMHUW CTPYWHOW aBTOMATWMKM K MPOCTO M COCTOWUT M3 ABYX NoOcnefoBaTeflbHbIX 3Tanos, BO
BPEMS KOTOPbIX YJansilTCA OCTaBLIMECs peareHTbl WM HaKoMMBLIASCA COMb. Kaxablli 3Tan 3aHuMaeT
nopsgka 60 MyHYT. N5 BbINONHEHMA NPOMbIBAHWUA NOHALOOUTCSA OKOMO 2 4acos.

Mo 3aBeplUeHWt0 MPOMbIBAHMS, KOTOPOe BbINOMHSETCA Mepes MPOCTOeM, NPUGOP MNepPexoAnT B PeXxum
OXWaHWsl, a Ha FNaBHOM 3KpaHe MosBAseTcs cooblieHne, ykasblBaiollee ero coctosiHue. Korga npu6op
Haxo4uTCS B PEXUME OXWAaHWsl, TO Mepes 3anyckoMm pa6oyero UMKNa CEKBEHMPOBAaHMS Heo6X04MMO
BbINO/THUTL MPOCHUIAKTAYECKOE NPOMbIBaHME.

r NMPNMEYAHUE
KomnaHusi lllumina pekomeHayeT npoBoAMTb MoOliKy nepef mnpoctoem pa3 B 30 AHel B TeyeHue
BCEr0 nepuoga npocTosi.

PacxogHble maTepuanbl, npnobpetaemble Nonb3oBaTenem
» TsuH 20 (Sigma-Aldrich, Ne no katanory P7949)

NabopaTtopHas Boga

Mpoueaypa

Y6efmTech, YTO UCNOJIb30BaAHHAA NPOTOYHAsA svelika 3arpyxeHa B npuéop.
Ha rnaBHom akpaHe BbibepuTe Perform Wash (BbINOAHUTL MpOMbIBaHME).

Ha skpaHe napameTpoB npombiBaHUs HaxMuTe Standby Wash (Moiika nepeg npoctoem). Mporpamma
aBTOMaTMYeCcKn NogHMMaeT TPYOKM B OxaguTene peareHToB.

MPUMEYAHUE

¥ Bcerga Mcnonb3yinTe CBEXWI MOKLWMA pacTBOP Ha KaXAOM 3Tane npombiBaHusA. [OBTOpHOE
MCMoJIb30BaHNE MOKWLLEro pacTBOpa, OCTABLUErOCs Moc/e MNpefblayLero npomMbIBaHUsl, MOXET
NPUBECTU K MONajaHuio OTXOA0B B /IMHUW CTPYHOM aBTOMaTUKW.

BbinoNHeHWe NepBOro NPOMbIBAHUS
1 MpUroToBLTE CBEXUIA MOIOLLMIA pacTBop M3 TBUH 20 1 Na6opaTopPHOI BOAbI CNefytoWwuMm 06pa3om;

a Jlo6aBbTe 5 Mn HepaslbaBneHHoro cpeacTsa TevH 20 B 45 MmN nabopaTopHoi BoAbl. B pesynbTarte
nonyuntcsa 10 % pacteop TeuH 20.

a [Job6asbTe 25 mn 10 % pacteopa TeuH 20 B 475 M nabopaTtopHoil Bogbl. B pesynbtaTe nonyyntcs
0,5 % motowuii pactsop TBUH 20

c [lepeBepHNTE HECKOMNbLKO pas, 4yTOob6bLI BCE nepemMeLwlaTb.

2 MoAroToBbTE KOMMOHEHTHI ANS1 NPOMbIBaHWS, UCNOMb3ys cBexwuid 0,5 % motowwmii pactsop TBUH 20
cnegylowmm obpasom:

a [o6aBbTe 6 M MOKOLLEro pacTBOpa B KaXKAylo EMKOCTb MPOMbIBOYHOIO /IOTKA.
b [Jo6aebTe 350 Mn motoLero pactesopa Bo 01akoH AN NPOMbIBKM 06bemom 500 mn.
3 3arpy3unte MpOMbIBOYHbIV NOTOK W MPOMbIBOYHBIN hiakoH B Npubop:

a OTKpoilTe [Bepuy OTCEKa peareHToB W [Bepuy OXNaAuTenst peareHToB, a 3aTeM W3BMEKUTE
MCNOMb30BaHHbIN KaPTPUIXK C peareHTamu Uam NpoMbIBOUHbIA IOTOK U3 OXNaauTens.

b BcTaBbTe NPOMbIBOYHbLIA /IOTOK B OXNaAWTe b PeareHToB 40 ynopa. 3akpoiTe ABepLY OXNaauTens
peareHToB.

¢ [lMogHumnTe pydky TpybOoK, pacnonoXeHHyw nepef nakoHoMm ¢ 6ycepom SBS (PR2) MiSeqDx u
C/IMBHON €MKOCTbl0, UTOObl OHa 3adMkcupoBanachb. 3ameHuTe dnakoH ¢ 6ydepom SBS (PR2)
MiSeqOXx Ha MPOMbIBOYHbI (h1AKOH.

""""""""""""""""""""""""""""" 'eTuyecknin cekseHatop MiSeqDx ans MOS B. 2 45
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MPUMEYAHWE

Mocne Kaxgoro paboyero umkna HeobxoaMMo yTUaM3npoBaTb (hnakoH us-nog 6ydepa SBS
(PR2) MiSeqDx. 3anpeujaeTcs MNOBTOPHO McMofb30BaTh ocTaBwwuiics 6ydep SBS (Pr2)
MiSeqDx.

/13BNeKknTe CAMBHYIO €MKOCTb U COOTBETCTBYIOLWMM 06pasoM YTUU3UpPYiTe ee ComAepXKuMoe.
YCTaHOBWTE C/IMBHYIO EMKOCTb 06paTHO B OTCEK PEareHToB.

MefneHHO onycTUTe Py4Ky TPY6OK M y6eanTeck, UYTo TPYGKM ONMYyCTUNCL B NPOMbBIBOUHbIA (h1akoH
U C/IMBHYIO EMKOCTb.

3akpoiiTe ABepLy OTCEKA PeareHTos.

BbibepuTe Next (ganee). HauHeTcs nepBoe NpPoOMbIBaHUE.

BbiNO/IHEHWE BTOPOr0 NMPOMbIBAHWUS

1

MpUroToBbTE CBEXMIA MOKOLWMIA pacTBop 13 TBMH 20 1 nabopaTopHOli BOAbI C/ieayowmm 06pa3om:

a

C

Jo6aBbTe 5 mn 100% TeuH 20 B 45 mn nabopatopHoii Bofbl. B pesynbTate monyumtcs 10%
pacTtsop TBuH 20.

Jo6aBbTe 25 mn 10 % pacteopa TeuH 20 B 475 M1 nabopaTtopHoi Bogbl. B pesynbtate nonyuutcs
0,5 % motowmii pacteop TeuH 20 .

[MepeBepHUTE HECKO/IbKO pas. 4yTOoObI BCE nepemMelwlaTb.

Mo 3aBepLUeHNI0 MEPBOro MPOMbIBAHUA W3BEKWTE MPOMbIBOYHbLIA /IOTOK W MPOMbLIBOYHBIA h1akoH 1
yTUAN3MPYITE OCTaBLUNINCS MOKOLWMIA pacTBOp.

3aneiiTe KOMNOHEHTbI ANA MPOMbIBaHUA, ucnonb3ys ceexwuii 0,5 % mowowunin pacteop TeuH 20
cnegyroumm obpasom:

a
b

[06aBbTe 6 M1 MOKOLLEFO0 PACTBOPA B KXY EMKOCTb NPOMBIBOYHOIO JIOTKA.

[o6aBbTe 350 M1 MOKOLEro pacTBopa BO (p/1lakoH ANA NPOMbIBKM 06bemom 500 m.

3arpy3ute MpPOMbIBOYHbIA NOTOK U MPOMbIBOYHBIA (haKoH CreAyrowmm 06pa3om:

a

c

BcTaBbTe MPOMBIBOYHBI TOTOK B OX/1aAUTENb PEAreHTOB 40 yropa. 3akpoiiTe ABepLy oxnaauTens
peareHTos,

3arpysnte MPOMbIBOYHbIN (h1aKOH U MEeL/IEHHO OMNyCcTUTE py4yKy TPy6OK un ybeanTechb, 4TO TPYOKM
ONyCTUAUCH B MPOMbIBOYHbIV (D/1TAKOH U C/IMBHYIO EMKOCTb,

3aKpoiiTe ABepLy 0TCeKa peareHTos.

Bbibepute Next (ganee). HauHeTcss BTOpoe NpOMbIBaHMe.

Mocne npomMbiBaHUSA

Mo 3aBeplUeHNto MOViKM OCTaBbTe B NpM6GOpe WCMONb30BaHHYIO MPOTOYHYIO SUEiKY, MPOMbIBOYHbIA NOTOK W
NMPOMbIBOYHBIV (PIAKOH C OCTAaTKaMW MOIOLLEFO PacTBopa.

MPUMEYAHWNE

HopmanbHoe nonoXxeHne TPY6OK - B OMNYLWEHHOM COCTOSIHUKU. OCTaBbTe HEWCNo/ib30BaHHbINA
MOIOLLUIA PacTBOP B MPOMbLIBOYHOM /I0TKE M MPOMbBIBOYHOM (DN1AKOHe, YTOGbl TPYGKU HE BLICOXU U
BO3ZYyX He Monaj B CUCTEMY.

[JokymeHT Ne 1000000021961 B. 03



3aBeplleHue paboTbl npubopa

JNlyywe Bcero, 4To6bl NpUGOpP Bcerga Gbla BKAOYEH. HO €CNM €ro BCE XXE HYXXHO BbIK/IHOUYUTL, WCMONb3yiTe
cnegyrowmii NopsgoK AeicTeniA 4nsa BoikAYeHns Windows 1 NogroToBKW IMHWIA CTPYIAHON aBTOMAaTUKMN.

1 BbinonHMTe npodmnakTuyeckyto mMoiiky. bonee nogpo6Hble cBefeHus cM. B pasgene «lpoueaypa» Ha
cTp. 42.

13BNeKnTe CNWBHYIO €MKOCTb W COOTBETCTBYHOLMM 06pasoMm YTUAM3NPYIATE ee CcofepXKuMoe.
YCTaHOBUTE CNMBHYIO eMKOCTb 06PATHO B OTCEK PeareHToB.

3aKpoiiTe ABepLy 0TCeKa peareHToB.

Ha akpaHe ynpaBneHus npu6opom HaxmuTe Shut Down (3aBeplueHue paboThl). [aHHas KomaHga
3aBeplaeTt paboTy nporpaMMHOro obecneyeHus.

MepeBegnTe BbIKAOYATESNb NMUTAHWA B BbIK/IIOYEHHOE MOJIOXEHNUE.

MPUMEYAHWE
Ecnun npubop BbIK/OYEH, NOAOXKANTE He MeHee 60 CEKyHA nepef NOBTOPHbLIM BK/IHOYEHUEM MUTAHUA
npubopa.
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BBegeHune

B AaHHOM pasgesne onucaHbl 06WmMe AeACTBMS MO MOWCKY M YCTPaHEeHWI0 HeMCNpaBHOCTel, KoTopble cneayeT

co BbIMOMHUTL MpeXae, 4Yem 06paTuTbCs B CAYXOYy TeXHMYEecKon noadep>ku komnaHuy lllumina. Ans
C, 60/bLINHCTBA OLWMGOK Ha 3KpaHe 0TO6PaXaTCA COOOLEHNS C MHCTPYKLUMAMM NO UX UCNPABEHNIO.
O [na pocTyna K paccMOTPEHWIO 4acTo 3ajaBaeMblX BOMPOCOB MO TEXHWYECKOW 4acTu CM. CTpaHuubl Mo
c noffepXXKe reHeTMyeckoro cekBeHatopa MiSeqDx Ha cainTe lllumina wnn e BoONAUTE B CBON aKKayHT
0 Mylllumina gns npocmoTpa MHHOOPMaLMOHHbLIX COO6LLEHNA ANA NOAAEPXKKM MOSb30BaTese.
Mpy BO3HMKHOBEHWW MpobneM, Kacawwuxcs KayecTBa Wiy NPOAYKTMBHOCTM paboyero uvkna, obpartutech B
cny>kby TexHUYeckol noadepxkn KomnaHum lllumina. Bonee nogpo6Hble CcBeAgeHMs CcM. B pasgene
0 «TexHun4yeckas MoMoLLb» Ha cTp 71.

Kak npaBuio, npeactaBUTeslb CAY>XObl TEXHWYECKOW MoafepXkn kKomnaHum lllumina 3anpawwvBaeTt daiinbl,
Kacawlmeca paboyero uukna, HeobxoguMble A1 MOUCKA W YCTPaHEHUs HeucrnpaBHOCTel. Bbl MoxeTe
ncnonb3oBatb (PyHKUMO Bundle Logs (komnnekTauusi) Ha aKpaHe ynpasieHus ainamm, 4tobbl 06beANHUTL
M oxaTb haiinbl, Heo6xoAVMbIE 471 MOUCKA M YCTPAHEHMS! HeucnpaBHocTen. CM. pasgen «Komnnekraums onas
noncka u ycTpaHeHusi HemcrnpaBHOCTel» Ha cTp, 51.
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KomnnekTauus gnsa noucka v ycTpaHeHUst HEMCNpaBHOCTEN

@ 000 LHPMH &7

dyHkyma Bundle Logs (komnnekTaums) no3BonseT 06beANHUTL dainbl 4NS OTAPaABKU B CNYXOY TEXHUYECKON
nogaep>xkn komnaHum lllumina, rge ocylwecTBaseTcs MOWCK U YyCTPpaHEHME HencnpaBHOCTEN. Bocnonb3yiTech
BKMagkoin Bundle Logs (komnnekTauusi) Ha 3kpaHe ynpasnieHus dalinamm, 4Tobbl Bbi6GpaTb rpynny daiinos,
KOTOpble Ha3blBAKTCA NAaKeTOM. [akeT aBTOMaTUUYECKN COKUMAETCS.

dyHKuma Bundle Logs (komnnektaums) 3a pas rpynnupyeT dainbl paboyero uukaa B MakeT O4HOro Tuna.
MoBTOpUTEe npoueasypy KOMMMeKTauuum A0S Kakgoro pabodyero uvkna M Tuna nakeTa, 3anpawnBaemoro
CNy>X60i TexHn4eckon nogaepxkm komnaHmm lllumina.

1 Ha akpaHe ynpaBneHus gannammn Bbibepute BKagky Bundle Logs (komnnekTtauus).

2 BblbepnTte Browse (MpocmMOTpeTb), 4TOOblI HaMTM MecToHaxoxgeHue nankym MiSeqOutput (BbIxogHble
AaHHble MiSeq).

3 lenkHnte B CuMHEM nose BO3/ne paboyero uUMKAa W B CUMHEM KpyXke BO3/e Tuna MakeTa,
3anpaliBaeMoro cny>k6ou TeEXHNYECKO nogaep>Kkn komnaHum lllumina.

4 Bbi6epute Bundle Logs (komnnekTauus).
OTKpoeTcsi 3KpaH 06beAMHeHMs1 palinoB ¢ MHoOpMauueli O MakeTe, BK/Yasi CNUCOK OTAENbHbIX
¢halinos B nakerte.

5 Bbibepute Next (ganee).

6 MepeiignTe B Nanky, B KOTOPOI Bbl XOTUTE COXPaHWUTbL CxKaTble hainbl nakeTa.

7 BbibepuTe Save (coxpaHuTb).
Mo 3aBeplieHnt0 06beANHEHUS halifloB CHOBa OTKpoeTcsl Bkiaaka Bundle Logs (komnnekraums).

8 OTnpaBbTe CXKaTblil MaKeT B CY)XOY TEXHUYECKON MoAAEPXKKM KomnaHuK lllumina.

nabAUNA NUUADARATDNA MniMANNS rauaTUYECKUN cekBeHaTop M18enOxans MOS B. 2 51
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BbIN0O/IHEHNE MPOBEPKN CUCTEMDbI

@)

HekoTopble NMPOBEPKM CUCTEMbI, HanpuUMep, TeCT Ha NPOBEPKY 06bemMa MOXHO BbIMOMHWUTL CAMOCTOSITE/BHO,
He obGpalwasicb B CAy)XOy TEXHMYECKOWN nogaep>xkn komnauuu lllumina. Bo Bpemsi TecTa NpoBepku ob6bema

q

0

n.

0 1

1 2
3

0 4
5
6
7

52

NnpoBepsieTCsl COCTOSIHME CUCTEeMbl CTPYHOW aBTOMATUKM MyTEM OLEHKM 06bema pacxofa, Korfa nysblpbKu
BO3fyxa MpOXOAAT BO3ne gaTuukoB. Bonee noapobHble cBefeHWs cM. B pa3sgene «BbinonHeHue recta
nposepkn o6bema Ha cTp. 60.

Ha rnaBHOM akpaHe BbibepuTe Manage Instrument (ynpasneHue npubopom).
Bbibepute System Check (npoBepka cuctemsl).
Bbi6GeEpMTE NPOBEPKM, KOTOPbIE Bbl XOTENMN Obl BbIMOMHUTD.

Bbibepute Next (ganee).
Mo 3aBepLUEHNIO Ha 3KpaHe MOSBATCA pe3ynbTaTbl NPOBEPKY.

[AononHuTenbHo] Bbibepute Show Details (nokasatb pgetanu), 4TOObl MPOCMOTPETb CBOAHbLIE
pe3ynbTaTthl B MHTEpdelice Nnporpammbl.

[AononHuTenbHo] Bbibepute Export Results (akcnopTupoBath pes3ynbTaTtbl), UTOObI 3KCMOPTUPOBATb
Ha USB-HakonuTesnb pe3ynbTaTbl B hopmaTe *.csv.

Bbibepute Done (rotoso).

JokymeHT Ne 1000000021961 B. 03
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May3a unm ocTaHOBKa paboyero uMKnia

lFeHeTn4Yecknii cekBeHaTop MiSeqDx mpegHasHavyeH AN BbIMOMHEHMSA paboyero uukaa OT Havana 4O KoHua
6e3 BMellaTenbCTBa nonb3osatens. pu 3TOM paboyuMii LUMKN MOXHO MPUOCTAHOBUTbL WM MPEKPATUTb,
BbIMONHWNB AEWCTBUA HE 3KpaHe CEKBEHMPOBAHUSA.

May3a pabouero uukna

Mpn Heo6Xx0AMMOCTM MOXHO MPUOCTAHOBUTL Pabounii LMK BO BpeMsi CEKBEHMPOBaHWS (Hanpumep, 4TOOLI
OMOPOXHUTb C/IMBHYKD €MKOCTb WM MPOBEPUTL OCTaBlIMiic 06bem BO (hnakoHe ¢ bydepom SBS (PR2)
MiSeqDx), a 3aTem ero BO306HOBUTL.

AN BHUMAHUWE!
Jr He npuocTaHaBnuBaiiTe pa6ounii UMKN BO BpeMsi 06pa3oBaHusl KNacTepoB WU B TeUEHUE NepBbIX
NATW LUMKIOB CEKBEHNPOBAHMSI.
HeB0O3MOXXHO BO306HOBUTL paboumnii UMK, NPUOCTAHOB/IEHHbIA HA 9TOM 3Tarne.

YTo6bl NMPMOCTAHOBUTL pabounii LMK Ha 3KpaHe CEeKBEHMPOBaHMSA, HaxmuTe Pause (naysa). BoinonHseTcs
Tekywasa KomaHga, mnocne 4ero pabouwii UMKI MpUOCTaHaBMMBaEeTCs, MPOTOYHAs syeilka NepeBOAWTCHA B
6e30MnacHoe COCTOSIHME, a KHOMKa MeHsieT CBOK (yHKUM0 Ha Resume (BO306HOBWTb). MOXHO, Hanpumep,
OMOPOXHUTb C/IMBHYH €MKOCTb. Bbibepute Resume (BO306HOBUTL) A1 MPOAO/MKEHUST paboyero Lykna.

OcTaHOBKa pa6ouero uukna

Mpy HEOGXOAMMOCTY MOXHO OCTAHOBWTbL Pabouuiti LMKN BO BpeMsl CEKBEHMPOBaHMA (Hanpumep, B ciydae
HenpaBuIbHOM HACcTPOKM paboyero UMKIA, HU3KOTO KavecTBa faHHbIX UM OWWGKIU annapaTHbIX CPeacTB).

YT06bI OCTAHOBUTbL paboumii UMKI Ha 3KpaHe CEeKBEHWpPOBaHWsA, HaxmuTe Stop (ocTtaHoBka). Ecnu pabouwii
UMK OCTaHOBJIEH, TeKyllas KOMaH4a He BbIMOSIHAETCS, a NoAcTaBka MPOTOYHOW s4velikn nepemellaeTcs B
nepefHee nonoxeHve. MepBuYHbIA aHann3 NPOAOC/IKAETCS A0 NOCAEAHEr0 BbINONHEHHOTO LMK/A.

PucyHok 18. OctaHOBKa paboyero uukna

Ar Confirm

Stopping a run is final.
You can not resume the run.
Are you sure you want to stop the run?

KomaHga ocTaHOBKM paboyero uukna siBASeTCS OKOHYaTesIbHOW. OCTaHOBNEHHbIA pa6ounii LyKn
HEBO3MOXHO BO306HOBWTL. EAVHCTBEHHBIM BapuaHTOM MPOLO/HKEHUS SIBMISIETCS MPOMbIBaHWe npubopa.
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MogbeM TPYBOK KapTpui)Ka ¢ peareHTamu BPYUHYHO

Tpybkn KapTpuaXa ¢ peareHTaMy MOTyT He MOAHATLCS aBTOMATUYECKM B C/lyYae HEeOXWAAHHOro MpepbiBaHus
paboyero uvkna wuav BO3HWKHOBEHMSA OWWOKM BO Bpems paboyero uukna. UYTobbl M3BNEYb KapTpuax C
peareHTamu, HeO6X0ANMO MOAHATb TPYGKU BPYUHYHO.

oreg—o

1 Ha rnaBHOM akpaHe Bbibepute Perform Wash (BbINONHUTL NPOMbIBaHMKE).
2 Haxmute Raise Sippers (NogHATL TPYOKK).
3 N3BneknTe KapTpuaK C peareHTamu.
M JokymeHT Ne 1000000021961 B. 03
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YcTpaHeHne oWNn60K HACTPOliKK paboyero umkna

B cnyyae HeynoBNeTBOpWTENLHOrO pesynbTaTa NpeABapuUTENbHON MPOBEPKM BO3/7e COOTBETCTBYIOLLETO

3fieMeHTa MosB/AsieTCA KpacHas NUKTorpamma X. Mpu 3TOM Ha 3KpaHe NOsIBASIeTCS COO06LieHWE, B KOTOPOM
onucbiBaeTCs cama OWKn6Ka 1 CNocob ee ycTpaHeHusl.

Ownbka

X Flow Rate Measured
(n3mepeHune pacxoga)

X CBo6ogHoe MecTo
Ha gucke

X Network Connection
Active (ceTeBoe
noAKoueHne

aKT”iBHo)

n Primary Analysis
Ready (nepBUYHbIN
aHann3 roTtoe)

[Oelictene
OTKpoeTCca 3KpaH MPOBepKM pacxoda. Bocnonb3yiTech Bbinagarowmm CrnMcKOM Uan
3KpaHHOIi KnaBmaTypoi, 4Tobbl BBECTU Cneaytollee:

e PactBop; PR2

*«06bem: 250

* Kon-Bo BcacbiBaemoii »xuakoctu: 2500

* Kon-Bo Xugkoctu npu fgosumposaHun: 2500

Bbibepnte Pump (Hacoc). Ecnm owunbka He wucyeslaeT, 3ajalite 06beM
3akaumBaHus 500 mkn gns 6ydepa SBS (PR2) MiSeqDx, a 3aTem noBTopuTe
npouecc. [lMocne 3akadvMBaHWs XUAKOCTM BbibepuTe Restart Check (3anyctutb
NPOBEPKY 3aHOBO).

Ecnn npegBapuTenbHas nposepka npoluna ycnewHo, kHonka Start Run (3anyctuTb
paboynin LUMKT) CTAaHOBUTCA aKTUBHOA.

Ecnn  pesynbTatbl MPOBEPKM CHOBA  OK&XYTCA  Hey[O0BJ/IETBOPUTE/IbHbIMU,
yCTaHOBMTE MPOTOYHYIO AYeliKy 3aHOBO M ybeauTecb, UYTO MOTOK He npepbiBaeTcs
13-3a HenpasW/IbHOIO pacnonoXeHus. [poBepbTe OTCYTCTBME BOPCUHOK WM
[edeKTOB Ha NPOKIagKe NPOTOYHOW SYEnKM.

Ecnun Ha gucke He xBaTaeT MecTa, Ha 3KpaHe MosABAAeTCS coobLleHne ¢ ykasaHuem
Tpebyemoro mecta. Micnonbayiite yHkumio Manage Files (ynpasnenue caiinamu),
4YTO6bI OYNCTUTL HEOBXOAMMOE MECTO Ha KOMMboTepe npubopa.
Y6eantecb, 4To K Npubopy NOLKIHOYEH CETEBOI Kabessb.

Ecnn ceTeBOe nNOAKIIOYEHME  He  BOCCTAHOBWUOCL, BbibepuTe Reboot
(nepesarpy3nTb) Ha 3KpaHe ynpasfieHuWs npubopom, u4TOobbI nepesarpysvtb
nporpammy.

Ecnu ceTeBOe noAkKIHOYEHWE Tak M He BOCCTaHOBMWIOCb, BblbepmTe Shut Down
(3aBeplueHne paboTbl) Ha 3KpaHe ynpaBfeHMs MpPUMOOpPOM, a 3aTem BbIKIUUTE
npuoéop ¢ MOMOLLbID BbIKNOYaTeNns nutaHus. Mogoxaute He MeHee 60 cekyHn, a
3aTeM BKAUMTE Npubop v 3anycTuTe nporpammy.
MepBUYHbIA aHanu3 npegbigylwiero paboyero UMKIa He BbINOAHEH. 3ajaHHoe no
YMOJIHaHUIO BPEMSA BbINOJIHEHUA MEPBUYHOrO aHann3a coctasifeT 1 4yac, npu 3ToMm
Ha 3KpaHe oTobpaxkaeTcs 06paTHbIli OTcHeT. MOXKHO XAaTb 1 Yac Wan ke BbibpaTb
Terminate Analysis (3aBepwmnTb aHanu3). BTOpuuHbIA aHanu3 npekpawjaeTcs B
c/yvyae HeBbIMONIHEHUS /IO60ro LmMKNa.
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YcTpaHeHne c60d9 npu  CUYUTbIBAHUM  pagnov4acTOTHOrO
" unaeHTUdMKaTtopa

Cbon, cBsizaHHbIE C pPagnoyvyacToTHbIM VI,D.EHTVI(*)VIKaTOpOM, BO3HUMKaKT, €C/In:
4 3arpy>|<eHHb||7| KOMMOHEHT He ABNAEeTCA YaCcTbl0 KOMMNNeKTa Ana nposegeHnsa ANarHoCTUKn in vitro.

4 3arpy>|<eHHb||7| KOMMOHEHT He ABNdeTcA 4YacTbio KOMMMEeKTa, onpeneneHHoro moaynem Local Run

s[% Manager.

»  O6HapyXeHa TeXHM4Yeckasi HEWCNPaBHOCTb B KOMMOHEHTe, CBsi3aHHas C MeTKOM pafno4acToTHOro
naeHTUC|)uKaTopa.

0
BbinonHMTe cnefyoline JeiicTBUA N5 yCTpaHeHWs c60eB paAno4acTOTHOrO MAEHTU(UKATOPa, Bbl3BaHHbIX
TEXHUYECKOW HeMCnpaBHOCTbIO.
MPUMEYAHWUE
0 ' Bo Bpemsi pguarHoctuyeckoro paboyero uukna gonyckaetca 1 cb6oii  MpyM  CUUTbIBAHUK
X paanovacToTHOro uaeHTUdMKaTopa. ECiM HEeBO3MOXHO BbIMOMHUTL CUUTbIBAHWE PAAMOYacTOTHOMO
naeHTMmkaTopa [ABYX pPacxofHbiXx MaTepuanos, TOrga nporpamma He CMOXeT nepentn K
. cnefyloueMy atany HacTpoliku paboyero uukna. B Takom cnyvae cnepyeT 06paTUTbCs B CNYXOY
| TeXHNYEeCKon noafepxku komnaHum lllumina.
— y
(@) MpoToyHana avyenka
1 Mepep Tem, Kak NPUCTYNUTb K AelCTBMAM, 06513aTeNbHO elle pa3 nonpobyiiTe BbINOMHUTL CUUTbIBAHUE
pagmoyacToTHOro wuaeHTudgukatopa. [Ona 3Toro OTKPOWTe, a 3aTeM 3akpoliTe ABepuy oOTceka
NPOTOYHOI SYeiiKN.
2 Ecnv cunTbiBaHMe pafMoyacToTHOro ugeHtTudmkaTopa He yAacTca M BO BTOPOW pa3, HaxmuTe Get
O Code (monyunTtb Kog).

O6patuTechb B CNy)X6y TEXHMYECKON MoAdep>XKM KomnaHuum lllumina, 4To6bl MONYYMTb BPEMEHHbIN KOf
o6xofa ANS pafMoyacToTHOro uaeHTudrkaropa. Cpok AeicTBUS BPEMEHHOIO Kofa MUCTeKaeT yepes 7
[OHEeRn.

BBeguTe BpEMEHHBIN KOA C MOMOLLbIO 3KPaHHOM KnaBmaTtypbl.
Bbibepute Next (ganee).
BeeauTe cnegytoLlyto MHGopMaLmio:

Homep wWTprx-KoAa MPOTOYHOM AYEKM, KOTOPLIA yKa3zaH Ha 3TUKETKE KOHTeliHepa MPOTOYHONM S4eiiku,
HenocpeAcTBEHHO NOJ, LUTPUX-KOZAOM.

HoMep NpoTOYHOI siueiikin no Katanory
Bbibepute Next (ganee), 4Tobbl MEPenTy Ha 3KpaH 3arpy3kn NPOTOUHON AYeliku.

BbibepuTe Next (ganee), UTobbl NepeiiTn K crnegytowemy atany HacTponkn paboyero UuKna.

®nakoH c 6ythepom SBS (PR2) MiSeqDx

1 MepeA TEM. Kak NPUCTYNUTL K AeCTBUAM, 0653aTeNbHO elle pa3 nonpobyiTe BbIMOMHUTL CUUTLIBAHME
pagMoyacToTHOro maeHTudmkatopa. s 3TOro Heo6XoAMMO MOAHATbL M OMYCTUTL PYYKy TPY6OK Ans
peareHToB.

2 Ecnn cumTbiBaHME PajMoyvacTOTHOIO MAEHTMdMKaTopa He yAacTcsa M BO BTOPOW pas, Haxmute Get

Code (nonyumnTb Kopm).

ObpaTutecb B CNyX0y TeXHMYECKON nogdepxkn komnaHuy lllumina, 4To6bl NOAYYNTb BPEMEHHbIV KOA
obxofa AN1A pafMoyacTOTHOro naeHTudukaropa. Cpok AelicTBUMSA BPEeMEHHOro Koja uctekaeT yepes 7
OHE.

BBeanTe BpeMEHHbIV KOA C NMOMOLLbIO 3KPaHHOW KnaBuaTtypbl.
4 Bbibepute Next (ganee).
5 Beegute crnepytouyo NHGopMaumnio:

» Homep wTpux-koga hnakoHa ¢ 6ydepom SBS (PR2) MiSeqDx, KOTOpbIA yKa3aH Ha 3TUKeTKe hiakoHa,
HEMnocpeACcTBEHHO NOJ, LUTPUX-KOLOM.

» Howmep no katanory gnakoHa ¢ 6ydepom SBS (PR2) MiSeqDx
6 BbibepuTe Next (ganee), 4To6bl NEPENTM Ha 3KpaH 3arpy3ku peareHToB.

7 BbibepuTe Next (aanee), 4Tobbl NepeiTn K cneaytowemy atany HacTpolikM paboyero uukna.
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KapTtpupx ¢ peareHtammu

1 Mepes TeM, Kak MPUCTYMNTb K 4eCTBUAM, 06S3aTENbHO elle pa3 nonpobyiiTe BbIMOMHUTE CUUTbIBAHNE O
PafMOYAcTOTHOTO WAeHTU(MKATOpa. [1si 3TOTO OTKPOTe, a 3aTeM 3akpoiiTe [ABeply oTceka
OXNAfNTENs PEAreHTOB, H

o n

2 ECAM CUMTbIBAHME PAAMOYACTOTHOrO WAEHTU(MKATOPA He YAacTcsi W BO BTOPOW pa3, HaxmuTe Get 0

Code (NOny4uTb Kog). 0)

O6paTuTecb B CNYyX0y TEXHUYECKONM nogaaepXXkum komnaHum tllumina, 4To6bl NONYYNTb BPEMEHHbI KOA
obxofa ANnA pagmoyacToTHOro ugeHtudmkaropa. Cpok AeiicTBUS BPEMEHHOrO Koja uctekaeT yepes 7

[OHEN. 0 )
3 BBeauTe BpeMeHHbI Kog C NOMOLLbI0 3KPaHHO KnaBuaTypbl.
4 BbibepuTte Next (ganee).

5 BeeguTte cneayloLyo MHhopMaumio:

» Homep uapux-koga Habopa peareHTOB, KOTOPbI yKasaH Ha 3TMKeTKe Habopa, HEeMocpeACTBeHHO Moj,
LWITPUX-KOLOM.

» Homep Habopa peareHTOB MO KaTanory
6 Bbibepute Next (ganee), 4Tobbl BEPHYTHCA Ha 3KpaH 3arpy3ku peareHToB.

(0]
7 BuibepuTe Next (ganee), 4To6bl NepeiiT K cneayoleMy aTany HacTPOliikM paboyero umkna. O

mO
0)
o\

8" 0
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MpeaoTBpalleHne nepesarpy3ky Bo BPpeMs pabouero Lukna

Q0

Ecnn nepesanyck reHetuyeckoro cekseHatopa MiSeqDx npoucxoguT nocpean paboyero uukna, 3To MOXeT
03Ha4yaTb, 4TOo MO UeHTpa o6HOBNeHMs Windows B ceTM HacTPOEHO Ha aBToMaTuyeckoe O6GHOBEHUE
(Heo6x04MMO BbIKIKOYUTL 3TOT NapameTp BO BPeMS YyCTaHOBKM). O6paTuTech 3a MOMOLLbIO B MECTHbIN OTAen
WT. 4TOoGbI OHM OTKAKUWAM aBTOMaTuyeckoe o6HoBneHne OC Windows, KoTopoe paboTaeT Ha FeHETUYECKOM
cekBeHaTope MiSeqDx B (hOHOBOM pexume.

ﬂ
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YcTpaHeHne oWIMOKN pacxoja

Pacxof — 3TO CKOpPOCTb, C KOTOPOI >XUAKOCTb NPOTekaeT No cucteme nogauv (Mkn/MuH). OH u3MepsieTcst
nepef kaxgbiM paboyvm LMKIOM BO BpeMS MpeABapuTenbHOl NpoBepku. Eciv cuctema He MOXEeT U3MepuTb
pacxog, npokavaiite onpegeneHHbli 06bem xugkoctn (bydepa SBS (PR2) MiSeqDx) uepes cuctemy nepeg,
NOBTOPHOI NMPOBEPKOW pacxoaa.

1 Bocnosib3yiiTech BbINAJAKOLWMM CMUCKOM WM 3KPAaHHOW KNaBMaTypoid, UTO6Gbl BBECTM cregyloliee
cBefieHus:

e PactBop: PR2
*O6beM: 250 MKN
* Kon-Bo BcacbiBaeMoli xugkoctn: 2500 MKA/MUH

* Kon-BO XUAKOCTU Npu fgo3mposaHun: 2500 MKN/MUH

2 Bbibepute Pump (Hacoc).
3 Mo 3aBepleHnto paboTbl Hacoca BbibepuTe Restart Check (3anycTuTb NOBTOPHY NMPOBEPKY).
4 Ecnn owmnbka He ucyesaeT, 3aganTe 06bem 3akaumBaHusa 500 mkn gna 6ydgepa SBS (PR2) MiSeqgDx, a

3aTeM MOBTOpUTEe npouecc euwie pa3. O6patuTecb B CAYXOY TEXHUYECKON MOAAEPXKU KOMMaHUu
lllumina. ecnn 1 nocne BTOPOI NONLITKM He YAanoCb YCTPAHUTL OLUNOKY.

Cronacnuuna nuvapnaneTon nnuAnna raueTYYeCKUn cekseHaTop MiSeqDx gna MOS .. 2 59
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0 Bbino/iIHEHWE TecTa MPOBepPKM obbema

or: 8-0

3aKynopka nuHWUI CTPYHHOM aBTOMATUKM MOXET CTaTb MNPUYMHOM HefoCTaTOYHOV nogayn peareHTa W
HeraTMBHO OTPasUTLC Ha pesynbTaTax CeKBeHMpPOBaHMs. ECMM Bbl NoA03peBaeTe, 4TO NNHUM CTPYIiHOI
aBTOMATMKM 3aKYNOPEHbI, BbINOMHWTE NPOBEPKY 06bema.

Bo Bpems TecTa MpPOBEPKM 06bema NpPOBepsieTCs COCTOSIHWE CMCTEMbI CTPYWHOM aBTOMATUKW MyTeM OLEHKM
o6beMa Mexay [BYMS My3blpbKamu BO34yxa B MOMEHT WX MPOXOXAEHWs BO3/e AaTyuvkoB. [Ns NpoBepKu
o6beMa Heo6X04MMO 3a/UTb NabGopaTopHYld BOAY B MPOMbLIBOYHbIN /IOTOK M MPOMbIBOYHbIA (DNaKoH W
YCTAHOBUTb HA MECTO NPOTOUHYIO SUEKY.

CnepyiiTe nofckaskaMm Ha aKpaHe A/15 BbIMOSIHEHUS1 NPOBEPKU.

1
2

& 000 LHPMY (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

Y6eguTechb, 4To UCMO/b30BaHHAs NMPOTOYHAA Avelika 3arpy>keHa B Npu6op.

Ha akpaHe ynpaBneHusi npubopom HaxxmmTe System Check (npoBepka cucTeMmsbl).

Bbibepnte Conduct Volume Test (npoBectu TecT MpoBepknm obbema), a 3aTeM Bblibepute Next
(panee).

3aneiiTe BO BCe EMKOCTU NMPOMbLIBOYHOIO /I0TKA MO 6 M1 1a6opaTopHOi BoAbl.

3aneinTe 350 mn nabopaTtopHO BOAbl B MPOMbLIBOYHBIA hnakoH o6bemom 500 m.

3arpy3uTe NPOMbIBOYHbII IOTOK U NPOMbIBOYHbIN (h1akoH B Nprbop.

a

OTKpoiiTe ABepuy OTCeKa peareHTOB W [BepLy OXNajauTens peareHToB, a 3aTeM BCTaBbTe
MPOMbIBOYHLIA IOTOK B OX/1IagUTeNb peareHToB [0 Yyrnopa. 3akpoiTe [ABepuy OXNaguTens
peareHToB.

MogHUMNUTE pyyky TPy6bOK, 4UTOGbLI OHa 3admMKcMpoBasiacb Ha MecTe, a 3aTeM 3arpysute
NPOMbIBOYHbIV (h/1aKOH.

I3BNeKUTE C/MBHYID €MKOCTb U COOTBETCTBYIOLMM 06pa3oM YTUAU3UPYWTE ee COAEpXUMOe.
YCTaHOBUTE CIMBHYHO €MKOCTb 06paTHO B OTCEK peareHToB.

OonycTuTe pydky Tpy6oK 1 y6eanTech, UTo TPY6KM ONYCTUNNCH B MPOMbIBOYHbI (h1aKOH U C/IMBHYIO
€MKOCTb.

Cnepya nojAckaskaMm Ha 3KpaHe, yjanuiTe Kanaum C MOBEePXHOCTU TPY6KU MPOMbIBOYHOIO (hnakoHa
cnegywwmm obpasom;

a

Korga mosiBUTCA COOTBETCTBYHOLLAs MOACKA3Ka, MeANEHHO MOAHUMUTE pyuky TPyGOK M MpoBepbTe
HanMuve KpyrnHoli Kanam Boabl Ha TPy6Ke NPOMbLIBOYHOIO (h/lakoHa.

Korga mnosIBUTCA COOTBETCTBYlOLLAs MOACKA3Ka, MeANIEHHO OnycTuTe pydyky TpyGoK [0
COMPUKOCHOBEHUS C BO/OI, YTOGbI C MOMOLLbIO MOBEPXHOCTHOTO HATSXKEHUS YAaNUTb Kano.

Korga mosiBUTCS COOTBETCTBYIOLLAA MOACKA3Ka, MEAJ/IeHHO MOAHUMUTE Py4Ky TPyGOK U MpoBepbTe
HafMumne KpynHoii Kannam Boapl Ha TPy6Ke NPOMbIBOYHOIO (h/iakoHa.

Korga mosiBUTCS COOTBETCTBYHOLWLAs MOACKasKa, OMycTUTE pydky TPyGOK M y6eanTecb, uTo TPYGKM
ONyCTU/INCb B NPOMbIBOYHbI (DIAKOH U CAIMBHYHO EMKOCTb.

[okymeHT Ne 1000000021961 B. 03



PucyHok 19. YaaneHue kannm u3 Tpyoku
DD
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BuiGepute Next (ganee). HauHeTcs nposepka o6bema. ro
Mo 3aBepLUeHNI0 NPOBEPKN 06beMa Ha 3KpaHe NosIBATCA pe3y/bTaTbl.
PucyHok 20. Pe3ynbTaTbl NpoBepkn o6bema 1 O
S
Syitdm ChKklgcecm pWw * RMwKt«n OMMyM bMs>. O
o\
ConductVDknw Tem
0

SdewDvttrti m  exportAmuiib

= Q" 0000

Ecnn pesynbTaTtbl NPOBEPKM OKAXYTCA HEY[O0B/ETBOPUTENbHLIMW, BbINOAHUTE MNpoduIaKkTuyeckoe
npombiBaHve. Cm. pasgen «llpouepypa» Ha CcTp 42.

Mo 3aBeplieHuto I'IpOCbVII'IaKTW—IECKOFO NpoMbIBaHNA NOBTOPUTE TECT NPOBEPKN ob6bema.

@ 000 LWPMH [&9 INFOUIRMIRU @ WWWGISTORAVNADZOR Ry *T8CK/¥ cekaenatop M18ea0xana MOS e. 2 6l



0 YcTpaHeHne OWWNOG0K, CBSA3aHHbIX C TeMmnepaTypon B
oxnaguTene peareHToB

TpebyeMmblii TemMnepaTypHblli AMana3oH oxnagutens peareHToB oT 2 ® go 11 °C, WHAWMKATOPHbIA AaTyukK
yKas3blBaeT Temneparypy B oxnagurene peareHToB. CM. pasgen «/IHAMKaTopbl AaTYMKOB» Ha CTp 6.

Ecnu B cooblieHun o6 owmnbke ykasbiBaeTcsi, YTO TeMNepaTypa B Ox/lagutese He COOTBETCTBYET 3afjaHHOMY
AvanasoHy, obpaTuTecb B CNyXX6Oy TEXHUYECKON noagep Xk komnanuu lllumina.

QO O° =—o

Ecnv Temnepatypa B oxnaguTene He COOTBETCTBYET AOMYCTMMbIM, 3TO MOXET MOMeLaTb 3anycky paboyero
UMKna cekBeHupoBaHusA. Ecnu cooblieHne 06 owunbke oTobpaxaetcs BO Bpems pabodyero umkna
CEKBEHMPOBaHUS, AOXKAMNTECH 3aBepLUeHns paboyero uykna.

Vv
<

Bonee nogpobHble cBefeHns 06 oxnaauTene peareHToB CM. B pa3jesie «OTcek peareHToB» Ha CTp. 4.

>%
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YcTpaHeHMe ownboK aHanmsa B Local Run Manager

0

3a nHopmaumen No NOMCKy M yCcTpaHeHM0 HEeUCNpPaBHOCTEN, Kacaloulencs owmnbok aHanmsa, obpaTuTecb B
CNyXK0y TEXHNYECKOI noaaepXku komnaHum lllumina. fLokymenT «MporpammHbiii Moaynb Local Run Manager.
CnpaBo4YHOe pPYKOBOACTBO K reHeTuyecKkoMy cekBBHaTopy MiSeqDx.» (Ne 1000000011880) COAEPXUT
WHCTPYKLUWM NO YCTaHOBKE 04epeaHOCTN aHan3a.
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HacTpolika napamMeTpoB CUCTEMBI

B MOS umeeTcsa ABa 3KpaHa, Ha KOTOPbLIX MOXHO MOAY4YMTb AOCTYN K KOMaHjam ANS HacTPONKU CUCTEMb.
O6bI4YHO NapameTpbl CUCTEMbI HACTpanBaloTCA BO BPEMS YCTAHOBKM FeHeTU4eckoro cekseHaTop3 MiSeqDx.

[ONs UCnonb30BaHUsA AaHHO (YHKLMKM NoMb30BaTeNb A0/HKEH 061aaaTh NpaBaMn agMUHUCTpaTopa.

HacTpoiika napameTpoB IP n DNS

HacTtpolite IP-agpec nnn agpeca DNS-cepBepoB B Clydae M3MEHEHUS B CETU WAN YUPEXAEHUMN.

~

1
2
3

Ha rnaBHOM akpaHe BbibepuTe Manage Instrument (ynpasneHue npn6opom).
Bbibepute System Settings (napameTpbl CUCTEMbI).

BbibepuTe ogMH U3 napameTpoB, YTOObI HacTpouTb 1P-agpec:

Obtain an IP address automatically (nmonyuntb IP-agpec aBTOMaTuyeckn) — BblibepuTe 3TOT
napameTp, 4tobbl nonyunts IP-agpec ¢ nomoubto DHCP-cepBepa.

NMPUMEYAHUE

MpoToKon AuHamMmn4yeckoil KoHdurypaumm ysna (DHCP) — 3To cTaHAapTHbIA ceTeBOW

NPOTOKO/, WCMNOMb3yeMblii B IP-ceTX AN AMHAMWYECKOro pacnpefesieHns napameTpoB
KOHUrypaumm ceTu.

Use the following IP address (sncnonb3oBaTb cneaytowmii IP-agpec) — BbibepuTe 3TOT MapameTp,
4yToGbl BPYYHYK MNOAKMUMTL NPUMGOP K Apyromy cepsepy. [nsa 3Toro Heo6xoAMMO 06paTUTbCA K
afIMMHUCTPAaTOpPY CETU 3a aApPecoM, COOTBETCTBYIOLLMM BalleMy YUPEXAEHUIO.

e Beegute 1P-agpec. IP-agpec npepactaBnsieT coboii ceputo n3 4 HabopoB UMMDP, PasfefeHHbIX
Toukamu, Hanpumep, 168.62.20.37.

e BBeauTe macky nofceTtu, KoTopas SABMISETCH YacTbio ceTu IP.

e BBeauTe 3afaHHbIi MO YMONUaHWUIO LWIMO3, KOTOPbI $BASETCA MaplupyTU3aTopoM B CeTw,
NOAKN0UYAEMOI K MHTEPHETY.

BbibepuTe 04MH 13 NapaMeTpoB, 4YTOObl HacTpouTe DNS-agpec:

Obtain a DNS address automatically (nonyunts DNS-agpec aBTomaTuyeckm) — cumTbiBaHne DNS-
ajpeca, cssasaHHoro c IP-agpecom.

Use the following DNS addresses (ncnonb3oBaTb cnegytowme DNS-agpeca) — nogknyeHue
npuéopa KcepBepy, KOTOpbIA Npeobpa3oBbIBaeT JOMEHHbIE UMeHA B IP-agpeca.

e Beegute npegnoututenbHblin DNS-agpec. DNS-agpec — 3T0 uMs cepBepa, MCMNofb3yemMoe Ans
npeo6pasoBaHus JOMEHHbIX UMeH B IP-agpeca.

- BBeauTe pe3sepBHbiii DNS-agpec. PesepBHblii agpec MCNonb3yeTcss B TOM Ciydae, Korga
npeanoyTUTe bHbLI DNS-agpec He MOXeT npeobpa3oBaTh KOHKPETHOE JOMEHHOe UMsi B 1P-aapec.

BbibepuTe Save and Continue (coxpaHuTb 1 NPOAOC/KUTD).

JokymeHT Ne 1000000021961 B. 03
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HacTpoiika napameTpoB npuéopa 1 cetu

1 Ha rnaBHOM 3kpaHe BblibepuTe Manage Instrument (ynpasneHme npubopom).

2 Bbibepute System Settings (napameTpbl CUCTEMbI).

3 Bbi6epuTe Save and Continue (coxpaHuTb U MPOAOKNTL), YTOObI MEpPeiT! KO BTOPOMY 3KpaHy.

4 Machine Name (UMA MawwWHbl) — UMA MalWHbI, NPUCBOEHHOE KOMMbIOTEPY Mpubopa BO BPeMs €ro
n3rotosneHus. Kak npaBuio, HET HEO6XOAUMOCTU MEHSATb UMS MalnHbl. VI3MEHEHWS MMEHU MallUHbI,
BbINOJIHEHHbIE HA 3TOM 3KpaHe, MOryT MOBAMATL Ha COefAWHeHMe W TpebylT BBEAEHUA UMEHU
nosib30BaTeNs U Naposa agMmHucTpaTopa CeTu.

B BbIXxOA4HbIX AaHHbIX MO Local Run Manager uma malunHbl PErMcTpmMpyeTca kak nMs npubopa.

5 Heob6xoanmo cnegyowym 06pa3om NOAKIUYMTL KOMNbIOTEP NPMbopa K AOMeHY uan padouyeli rpynne.
For instruments connected to the internet (gns npubopoB, MNOAKMOUEHHbLIX K WHTEPHETY) —
Bblbepute Domain (gomeH), a 3aTtem BBeAMTE [OMEHHOE WMSl. CBSi3aHHOe C MOAK/IKYEHMEM K
WHTEPHETY B BaLLEM YUPEXAEHUN.

For instruments not connected to the internet (gns npnbopoB, He MOAK/IOUYEHHbLIX K MHTEPHETY) —
BblGepuTe Workgroup (pabovas rpynna), a 3aTem BBegmTe MM pabodeid rpynnbl.

6 BbibepuTte oguH us cnegyrowmnx napametpoB MiSeq Start-Up Options (napameTpbl 3anycka MiSeq).
Kiosk Mode (NOMHO3KpaHHbIA pPeXum, pPeKoMeHayeTcs) — OTobpaeHue WHTepdeica MNporpaMmbl
ynpas/ieHnss BO BeCb 3KpaH. [lporpamma npegHasHavyeHa [ WUCMNOJb30BaHWUA B MO/IHOIKPAHHOM
pexuvme.

Windows Mode (pexxum Windows) — goctyn kWindows Ha KomnbtloTepe npubopa. B3anmogeicTteue ¢
UHTepdelricom nNporpammel, Hanpumep, B JaHHOM pPeXumMe MOXHO M3MEHUTb PacroOXeHNEe KHOMKN.
MfANnAaPpAlIllAnA NIV APANATPA NMNiIAAANA ”‘"eTVll-IeCKVl|7| ceKBeHaTop Ml3e,ﬂ|ox,ﬂ'ﬂﬂ MOS B. 2 %
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[AaHHaa cTpaHuua HaMepeHHO ocTaBneHa NycTow]

@ 000 LUPMH ) INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR RU AokymeHT Ne 1000000021961 &. 03



ZI
[lanka BbIXOAHbIX AAHHbLIX 3
0
N T o F= (o LR LT o T NN 24 2 P 68 O
(@)
n
S
O
ro
\%
2TUYecKnii cekBeHatop M15ea0xana MOS B, 2 67

@ 000 UHPMH (54 INFO@CIRMIRU € WWW GOSZORAVNADZOR RU



X
13

<o~ >.QP

E

—~
|

TO

& 000 LHPMH (] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU

Mankn pa6o4ero UMkna

Bo BpeMsi Ka[oro paGouyero LMKna reHeTudeckuii cekseHatop MiSeqDx co3gaeT 3 nanku, y Kakaoin us
KOTOPbIX CTb CBOE Ha3HaueHue;

» D;\lllumina\MiSeqTemp — nocne Hayana paboyero uUMKIa Ha JIOKaJbHOM [UCKe KOMMbioTepa

npmbopa co3faeTcs BPpEMeHHast nanka pabouyero Uuknia, KoTopas UCNosb3yeTcs Kak pa6oyas obnacTb
ana MOS n PTA. HeT HeobxogumocTu 3axoguTb B nanky Temp (BpemeHHas). Cogepxumoe 3Toi
nanky ygansieTcsi cnycta 7 gHeid.

D:\lUumina\MtSeqOutput — PTA konupyeT (ainbl 13 nanku Temp (BpemeHHast) B nanky Output
(BbIXOAHbIE AaHHbIe). [Mpu co3gaHuy aitoB NnepBMYHOro aHanmnsa PTA konupyeT ¢halinbl o6paTHO B
nanky Temp (BpemeHHas)) U 3anonHsaet nanky Analysis (aHanus). N306pakeHnss ¢ hOKYCUPOBKOI 1
3CKM3bl He KonupyroTcs B nanky Analysis (aHanus).

D:\lUumina\MiSegAnalysis — no 3aBeplweHuo nepBuMyHOro aHanamsa MO Local Pun Manager
nony4vaeT goctyn K nanke Analysis (aHanu3) Ansi BbINOSIHEHMA BTOPWYHOrO aHanu3a. Bce daiinsl,
3anucaHHble B nanke Analysis (aHanu3), konupytoTcs B nanky Output (BbIXOfHbIE faHHbIE).

MpUCBOEHNE UMEHN KOPHEBOI narke

AR

Mo MMeHM KOpHEeBOW Nanky pa6oyero LMKAa MOXHO ONpeAennTb AaTy BbiNONHEeHUs pa6oyero uykia, Homep
npuéopa 1 MCMofb30BaHHYH MPOTOYHYIO sueliky. [na No6oro ofHoOro pa6oyero UMKIa Kaxkaas ero nanka
“MeeT OJUHAKOBOE VMSI KOPHEBOM Nanku.

Mo ymonyaHuio, AN UMEHW Manky UCMosb3yeTcsa cneayowuii opmar:
rMrMMAL_<Homep npubopa>_<Homep pabouyero ymkna>_A<LUTpux-Kof NPOTOYHON AYeinkn>

Homep pa6ouero uukna yeenuumBaeTcs Ha 1 MpU KaXAOM BbINOJHEHWM paboyero LMKIa Ha 3a4aHHOM
npuoéope.

[JokymeHT Ne 1000000021961 B. 03
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TexHnyeckasd nomoLLlb

[na nonyyeHmsa TeXHUYECKOM NOMOLLN 06paTUTECh B CNY)XOY TEXHMYECKOW NOAAEPXKKN KomMnaHuy lllumina.

T =8

Tab6nuua 3. O6wWMe KOHTaKTHblE AaHHble komMnaHuy llluminaion
Be6-cant www.iilumina.com

3n. nouta techsupport@illumina.com

° ogx

Ta6bnuuya 4. Homepa TeneoHOB cnyX6bl NOAAEPXKKM KIMEHTOB KomnaHum lllumina

PervoH KOHTaKTHbIA HOMEp Pernon KOHTaKTHbI HOMEp :]
CeBepHas Amepuka 1.800,809,4566 Ntannsa 800.874909 O
ABCTpanus 1.800.775.688 HupaepnaHgbl 0800.0223859

ABcCTpuA 0800.296575 HoBasa 3enaHgus 0800.451.650

Benbrua 0800.81102 Hopserus 800.16836 O
JaHna 80882346 WcnaHua 900.812168

PUHNAHANA 0800,918363 LLiBeyusa 020790181

®paHuua 0800.911850 LLiseiuapus 0800.563118 B
repmaHus 0800.180.8994 Benmko6puTaHms 0800.917.0041 cr
NpnaHauns 1.800.812949 [pyrve cTpaHbl +44.1799.534000

MacnopTta 6e3onacHOCTH

MacnopTa 6e3onacHocTn (SDS) AocTynHbl Ha Be6-canTe komnaHum lllumina; support.iliumina.com/sds.html.

[oKymeHTauus Ha nsgenve

JokymeHTauuio Ha usgenve B oopmate PDF MOXHO ckayaTb ¢ Beb6-cavita komnaHum lllumina. 3ainguTte Ha
support.illumjna.com, BbibepuTe nsgenue, a 3atem uwenkHmte Documentation & Literature (gokymeHTaums n

nuTeparypa).

fronapauuna nuuapnneTon nnAnna raueTYeCKWin cekBeHaTop M18eaOxana MOS .. 2 71
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CnaHcop B ABCTPANIK

Hlumina Australia Pty Ltd
Nursing Association Building
Level 3, 535 Elizabeth Street
c € MelboumeAWctoda 3000

Australla MA

litumina _ (AscTpannn)

§200 llumina Way

San Diego, Calfomia 92122 U.S.A. (CWA) Iic-lz

+1-800-800-ILMN (4566) -

+1-858-202-4568 (” npesenamu cew w"m) lllumina Net:':ﬂws 8.V

techsuppoaig@llumina com Staeﬂoven.
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Hlumina

[MporpammHbIn Moaynb Local Run Manager

CnpaBoYHOE PYKOBOACTBO K reHeTnyeckoMy cekBeHaTopy MiSeqDx

O6LLME CBEAECHUS O LOCAI RUN MBI AIG O . ittt ettt ettt e e et e et et e e e a e e e e e e e e ea e e ea e ean e eeenaeeennaennne 3
OOBLLNE CBEAEHUST O TTTABHOM CTP@HVILLE .o iiiiiiiiiitittttt ettt e eeeeaeaaaaaaaaaaeaaaaaaaaeabbebtaes e e e et et et et aeaaeeeeeaeaaaaaa e nnannbabbbebeeeeeeaaeaaaaas 4
ALMUHUCTPATUBHDBIE HACTPOMKU M BALAUM ceuneiriieeuneeiieeeieeeateeaaseaaeean e eanaeeanaeaneeanaeeaneeaaneeennaeeaneeennseannaennseesnreesnneenneeennaes 7
OO6LMNE CBEACHUA O PAGOUEM TP OLLECCE .uututiriieiiiitttetetetataaaaasaaaaaaeaeaentrenr et e ettt et eteeaeaaeaeaeteaaasnentnbnaabesesee et et eeeeaeeeeeeeenenas 12
2 Len Ko] o178z I EcT VLY ST 1 L PP TUUPTPPPIN 17
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CnpasoyHOe PYKOBOACTBO K nporpammHomy oGecnevennio Local Run Manager reHeTn4eckoro cekseHaTtopa
MiSeqDx

HacToaMiA ROKYMEHT W ero COASIKMMOR 3alUMILeHB NPpaBom COBCTBEHHOCTH kopnopaumu llluming, Inc. u ee
AcMepHMX komnanwil (lllumina) W npegHasHaveHt UCKIIMNTENLHO AN WCNONBIOBAHWA NO JOrOBOPY C ee
3aKa™UKaMKU 8 CBAIN C MCRONBIDEAHWEM NPOAYKTOB, ONUCAHHLIX B HACTOALLEM LAOKYMEHTE, U HU ANA KaKuX
Apyrux yened. PacnpoctpaHeHne win nepeasya HECTOSILEro AOKYMEHTA W ero wHhopmayun nobuim cnocobom
ana noBuix Apyrmx uened 6e3a MMCLMEHHOrD cornacus kopnopauwn lliumina aanpewexn. Hacroawmm
AOCKyMeHTOM kopfiopaLus lllumina He nepeaasT Npasa HW HA CBOW NATEHTH, TOBAPHLIG 3HAKW, ABTOPCKWE Npasa
unu npasa obuero npasa, HY Ha AHANOTUYHBIE NPABA KaKUX-NTWEO TpeTLUX NnyY.

Ana obecnevennn NPaBUNLHORS W GEIONACHOTO MCNONLIOBRHUA NPOLYKTA(OB), WHCTPYKLMM, U3NOWEeHHbIe B
ASHHOM [OKYMEHTE, AOMKHBEI CTPOro U YetTko coBmoaateCA KBANU(PUUWPOBaHHLIM W AOMKHLIM O5palzom
ofyuertibim nepcoHanom. Mepea KCNONLIOBAHUEM TakMX MaJeNKA ODA3ATENbHO CNEAYET OSHAKOMWTLCA CO
BCei HhopPMALKEH, NPEACTIBNEHHON B HACTOSLLIEM JOKYMEHTE.

HEMNOJNIHOE O3HAKOMJIEHVME C WHOOPMALIMEN U HETOYHOE COBNIOAEHWUE BCEX YKA3AHHBIX
MHCTPYKUA MOXET NPVBECTU K MOBPEXAEHUIO USAEMMWNPOAYKTOB, TPABMUPOBAHUIO
MEPCOHANA, B TOM YMCNE MONb3OBATENEW U APYrUX ML, A TAK KE K HAHECEHMIO YWEPBA
UMYILIECTBY.

KOMNAHUA ILLUMINA HE MPUHUMAET HA CEBA HUKAKOW OTBETCTBEHHOCTU 3A HENPABUNBHOE
gCI'IOIIBSOBAHME ONUCAHHLIX M3AENMATIPOAYKTOB, X KOMNOHEHTOB WNKU MPOrPAMMHOIO
BECMNEMEHWUA.

Asropcroe npaso © 2021 Komnanus INumina, Inc. Bce npasa 3auywLLeHbI.

llumina, reneTuiecKHid cexpenaTop MiSeqDx n Au3aiAH NOTOKOBLIX 683 ABNAIOTCA 38PETUCTPUPOBRSHHLIMM MW
HaXOARWIMMHCR Ha PACCMOTPEHUW TOBAPHLIMM SHaxamK lllumina, Inc. w/nnn ee dunnanos 8 CLUA wunu apyrux
cTpaHaX. Bce oCTanbHEI® HAMMEHOBAHNA, NOTOTUNLI N NPOYME TOPTOBLIE MaPKHU ABNAKKTCA COBCTREHHOCTLIO
COOTBETCTBYIOLUMX BRAASNLLSS,

Boxymest Ne 1000000011880 v02 2
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CnpaBO4YHOe PYKOBOJACTBO K mMporpamMmHomy ob6ecneyeHuto Local Run Manager reHeTuyeckoro cekseHaTopa
MiSeqDx

O6uwue ceegeHus o Local Run Manager

MporpammHoe o6ecnevyeHune Local Run Manager - 3To BCTPOEHHOE B NpUGOpP peLUeHMe, npeagHasHavyeHHoe aJisi
CO34aHUs1 NMPOroHa, KOHTPOJISi COCTOSIHMS, aHasim3a AaHHbIX CEKBEHWPOBaHMWs M MPOCMOTpa pe3y/ibTaToB.

XapakTepHble ocobeHHocTu Local Run Manager:

N 3anycKkaeTcs C KoOMMObkoTepa npubopa M coBMewaeTcsa C MNporpaMMHbIM ob6ecrneyeHnem ynpaBfieHus
npuéopowm;

) pernctpupyeT o6pasubl, nogsexalime CeKBeHNPOBaHUIO;

) ob6ecrneunBaeT cneunUUecKuini 418 Kaxkaoro Moayns aHanusa nHTepdgeic ycTaHOBKM MPoroHa;

) aBTOMAaTMUECKWN BbIMOJIHAET aHa/In3 AaHHbIX C NpM6opa nocsie 3aBeplleHns NPoroHa CeKBeHNPoBaHUS;
» BbIMOJIHAET NMOC/eA0BaTE/IbHOCTb 3TANOB aHaNIM3a, XapakKTepHyo A/ BbIGPAaHHOro MoAy/s aHanns3a;

4 no 3aBeplweHnnm aHaansa 0T06pa>KaeT KOoJ/in4eCTBEeHHbIE nokKa3aTtesin aHa/in3a,;

Busyanusauma Local Run Manager (Local Run Manager)

MHTepdelic Local Run Manager BusyanmnsupyeTcs yepe3 Beb6-6pay3ep. Ha onepaunmoHHoit cucteme Windows 7
nogaep>kmpaetcsa Beb6-6pay3ep Chromium Bepcun 43.0.2357. CoeguHeHue ycTaHaB/MBaeTCa OOHUM U3
OMMCaHHbIX HWXe cnocoboB:

’ OTKpbITb Beb6-6pay3ep Ha KOMMNbiOTEpPe C AOCTYNOM K CeTu, K KOTOpOol NoAknto4vYeH npubop, M yCTaHOBUTb
coeauHeHune, ucnonblya IP-agpec wnn HasdBaHue npmbopa. Hanpumep, http://myinstrument.

) Ana Busyanmsauun uHTepderica Local Run Manager Ha MoHuUTOpe npubopa, OTKPbITb Beb6-6pay3ep u
BBecTun http://localhost B agpecHoi cTpoke.

CeKBEHMPOBABHME BO BPEMS aHann3a

BbluMcinTenbHble pecypcbl npuGopa MiSeqDx paccumTaHbl TOMIbKO Ha CEKBEHWpOBaHWE WKW NpoBefeHune
aHanunsa.

Ecnu HoBbIM pa6ounii LMK CEKBEHUPOBAHUS HauyMHaEeTCsi Ha FreHeTUYecKoM cekBeHaTope MiSeqDx euwe pgo
3aBeplleHUss BTOPUYHOrO aHaausa npegbiayuiero pa6oyero Uukna, MNOSBUATCA  AMAsIOfOBOe  OKHO
noaTBep>XAeHusi. MNMocne noATBEP>XKAEHUS Hadana HOBOro paboyero uMkia cekBeHupoBaHus, MO ynpaBreHus
MeCTHbIM pa6oynM LMKIOM MpuocTaHaBAMBaeT BTOPUYHLIA aHann3 npeablgyliero paboyero uukna Ao Tex nop,
noka He 6yaeT BbINO/IHEH HOBbI pa6ounii UMK CEKBEHUPOBaHMUS.

Mo 3aBepleHUi0 HOBOTro pa6oyero LUKIa CEKBEHMPOBAHUS aBTOMaTU4Yecku 3anyctutca {C camMoro Havasna)
BTOPWUYHBIM aHanu3 npegblayuiero paboyero yukna.

Maponu nonb3oBaTenein

Ons poctyna K uHTepdeiicy Local Run Manager Heo6X0AMMO 3aperncTpMpoBaThCss B CUCTEMe C AOMYCTUMbIM
MMEHEM U1 MaposieM Mofib30oBaTesisi. Y4YeTHble AaHHble MOSb30BaTesisi NMpucBanmBaeT TO/bKO MNOJib30BaTeslb-
afMUHMCTpaTop.

Mpu NpnGAn>KeHNN faTbl OKOHYAHUSA cpoKa AelicTBUs Bawero napossi, BBepXy aKpaHa NosiBAsieTcsl coobGueHue,
HanomMMHarLee 0 He06X04UMOCTU CMEHUTL Naposib.

Mos yyeTHasa 3anncb

Mop cBoel y4yeTHOl 3anuvcbio Bbl MoXXeTe BUAETb CBOe WMs MOJ/Ib30BaTesis, Has3HayeHHble Bam npasa,
paspelieHns n cMeHy napons.

Mocne nNepBOro BXoga B CUCTEMY, MOXXHO M3MEHUTb CYL,EeCTBYHOLUMA naposib B /At060e Bpemsi B OkHe «Mos
yuyeTHas 3anucb».

Tekywmii naposb oTo6GpakaeTcs B 3awugpoBaHHOM Buge. [103ToMy, A1 CMEHbl Naposisi Ha HOBbIA
HEeo6X0AMMO 3HaTb CBOI Tekywuii naponb. [Ana 3abblTbiXx naponeii TpebyeTcs MNOMOLWb CUCTEMHOrO
agMuUHUCTpaTopa Wau nosib3oBaTtensi-agmMmuMHuUcTparopa.
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CnpaBo4YHOe PYyKOBOACTBO K NporpammHomy ob6ecnedeHuto Local Run Manager reHeTM4Yeckoro cekBeHaTtopa
MiSeqDx

CocToaHMA naponsd

BO3MOXXHbIe COCTOAHUSA Mapons:

» BpeMeHHbIVI naposib - npu co3gaHnm nonb3oBartesnieM-agMUHUCTPATOpPOM Maposida  noJsib3oBaTesid,
nonb3oBaTtesib-agMMUHNUCTPAaTOp nNpmnceanBaeT HOBOMY MNoJsib3oBaTesito BpeMeHHbIVI naposb,

) naponb nonb3oBaTtend - nNpun nepBomM AOoCTyne HOBOMY nMnosib3oBaTesilo npegnaraetcd WU3MEHUTb
BpeMeHHbIVI naposib B OKHe BXog4a B CUCTEMY Ha Ha3Ha4yeHHbI Nnosb3oBaTesiemM napo’sib;

» 3a6bITbli Maponsb - B c/iydyae, ec/n nosib3oBaTtesib 3abbl/l Naposib, Mosib30BaTeb-afMUHUCTPATOP MOXXEeT
NPUCBOUTL APYrOii BpEeMEHHbI Naposb, KOTOPbIi MOXXHO M3MEHUTbL MpU cneayloliemM AocTyne;

~ MCMO/Ib30BaHHbIN naponb - No6oV nosb3oBaTesib HE MOXKeT NMOBTOPHO MUCNOJ1Ib30BaTb NMaposib B TeHeHne
NATU UMKNOB CMEHbI NaposiAa;

) 3anpeT AocTyna nofsib30BaTefNia - KOJ/IMYECTBO MOMbITOK BXO4a C HEBEPHbIM Maposiem 3ajaeTcs
nosib3oBatesnieM-aAMUHUCTPATOPOM. B crfiydae npeBbllleHUs Mo/sib30BaTesieM Ko/siMyecTBa [AO0MNYCTUMbIX
nonbITOK yyeTHas 3anucb MNosib3oBaTesnia G/10KMpyeTcs. Pas36/1oKMpoBaTh YYETHYHO 3anucb UM MPUCBOUTL
BPEMEHHbI NMapo/ib MOXXET TO/IbKO MoJib30BaTeb-aAMUHUCTPATOP.

Ona cMeHbl naposns

1 Ha naHenwn HaBurauyun BBepxy MHTepdelica BbibepuTe nukrtorpammy A «lonb3oBaTtenb» (User) pagom c
Bawunm nmeHem.

Bbibepnte «Mos yueTHasa 3anucb» (My Account) 13 BbinagalroLero cnmcka.

Bbli6epute nuktorpammy  «PepaktupoBaTtb» (Edit) B pasgene «Maposnb».

2
3
4 B none «Ctapblii naponb>», BBeAUTE CBOI CcTapblii Naposib.
5 B none «HoBbI Naposib>», BBeAUTE HOBbIM Maposib.

6 B none «MoaTBepanTb HOBbLIA Naposib>», BBeAUTE MOBTOPHO HOBbIV Naposb.
7

Bbibepute «CoxpaHuTbh» (Save).

O6LUMe cBeAieHUs1 O IN1aBHOM CTpaHuLe

Mocne perucrpauuu B NporpaMmMmHoM Moayne Local Run Manager oTKpbiBaeTcsl rnaBHas cTpaHuua. Ha rnaBHol
CTPaHULLe MOXXHO NMPOU3BECTU criefyloLyne onepaymu;

’ oTC/MieXXMBaTb CTaTyC MpoLecca CEKBEHMPOBAHUS U aHaIn3a;
) copTMpoBaTb U (PUNBLTPOBATbL MPOrOHbI;

% cosgaBaTb W pefaKTMpoBaTb MPOroHbI;

» npepbiBaTb aHasM3 UaM NOBTOPHO CTaBUTb €ro B o4vepefb;

y npocMaTpmuBaTh CTaTyC npouecca aHanu3a;

3  CKpbIBaTb MPOroHbI.

Ha rnaBHOIh cTpaHuLe NpeacTaB/ieHbl B BUAe CNMCKa BCe MPOroHbl, BbIMO/IHEHHbIE HA Npu6ope, Mo 10 NporoHoB
Ha cTpaHuue. C NOMOLWbIO CTPESIOK HaBUrauum BHU3Y CNMCKA MOXXHO MpocMaTpuBaTtb CTpaHULbI.

Ana Kaxkaoro nporoHa B CNUCKE yKas3aHO ero HasBaHue, MoAy/lb aHanu3a, ctaTyc nNporoHa v garta nocnegHero
M3MeHeHNA nporoHa. na copTUPOBKN MPOroHOB Bbl6€pVITe HanmMmeHoBaHNA CTOI'I6LI|OB.

~  HasBaHue/naeHTUMUKaLNOHHbIA HoMep (HKO) nporoHa - ykasblBaeTcsl MPUCBOEHHOe Ha3BaHue MNporoHa u
npefocTaB/isieTcsl BO3MOXHOCTb Nepexofa Mo cCbl/IKe Ha CTPaHULbl pe3yibTaToB NPOroHoB.

~  Mogaynb - yKasblBaeTcsi MOAY/lb aHanM3a, Ha3HauyeHHbI MPoroHy.

) CTaTyC - yYKa3blBaeTcAa cCTaTyC nporoHa m unmMmeeTcAa CTpoKa COCTOAHUA BbINOJIHEHUA. AonoNnHUTENbHYO
nHpopmauyunto cm. HacTp. 15 «BO3MOXXHble COCTOAHUSA NPOrOHOB.
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CnpaBo4YyHOe PYyKOBOACTBO K mMporpamMmHomy obecneuyeHuto Local Run Manager reHeTM4yeckoro cekBeHaTopa
MiSegDx

~  TocneaHee M3MeHeHMe - yKasaHa gaTta U Bpemsi nocrefHero M3aMeHeHus MporoHa WM ceaHca aHanusa.
Mo ymonuaHuto cTpaHuua «AKTUBHbIE MPOroHbl» (Active Runs) copTupyeTcs 3TUM CTO/IGLLOM.

MukTorpammbl «Local Run Manager»
[Ans BbINOSIHEHUA pa3/IMYHbIX onepaynii B «Local Run Manager» MCNosib3yloTCsA cregyrouwme nMKTorpaMmmbl:

Muktor HammeHoBaHue OnucaHue

pamma
CkonupoBatb B B 6ythepe obmeHa KOMNblOTEPa CO34aKTCS KOMuM.
Gypep
a naBHas OTKpblBaeTCH rnaBHas cTpaHuLa.
cTpaHuua
PenaktupoBaTb [103BO/ISIET pefakTUPOBATL NapaMeTpbl NPOroHa rnepes CEKBEHNPOBAHNEM.
akenopTt KomaHga ana akcnoprta AaHHbIX.
3a6/0KkMpoBaHo YKasblBaeT Ha TO, YTO MPOrOH MPOXOAUT MPOLLECC CEKBEHWPOBAHUS WKW, 4TO ApYrow
A nonb3oBaTesib PeAaKTUPYeT B AaHHbI MOMEHT MPOroH B APYromM ceaHce bpaysepa.

+ JononHutenbH  OTKpbIBaeT AOMNOMHUTENbHbIE MAapameTpbl, JOCTYMHbIE ANS BBOAA C [NaBHOW CTpaHULLbI.
ble napameTpsl

Bo3Bpart B [OBTOPHO 3anyckaeT aHain3 BbIGPaHHOrO MPOroHa.
ouyepenb
Q Mouck OTKpbIBaeT nose noucka Ans Movcka Ha3BaHMIn MPOroHOB U UAEHTUGUKALUOHHBIX HOMepoB (ID)
06pasLoB.
<1 Cwucrema OTKpbIBAET CUCTEMHOE MEHK. [OCTYyNHbIE NO3ULMM 3aBUCAT OT NOSTHOMOYUIA NONb30BaTeNS.

Monb3oBatens  OTKPbIBAET MEHIO YUETHO 3anvcu nosb3oBaTens.

CTpaHuua «AKTUBHble NpPoroHsl» (Active Runs)

CTpaHnuya aKTUBHbIX MPOroHOB OTKPbIBAETCS C [/1laBHOM CTpaHuubl. B BepxHel 4yacTu cTpaHuubl aKTUBHbIX
MPOroHOB B CBOJAHbIX AaHHbIX 06 aKTUBHbIX MPOroHax ykKasaHo KOJ/INYEeCTBO MPOrOHOB B KaXKAol M3 criefyrouimx
KaTeropmin ctatycoB MPOroHoB. [Ans (puabTpaynm akTUBHbIX MNPOFrOHOB MO COCTOSAHUIO HEO6X0AMMO Bbl6paTb
KONINYecTBO.

4 [OTOB - yKa3biBaeT Ha roTOBHOCTb MNPOroHa KCeKBEeHUPOBaHUIO.
~ BbinonHsaeTcsa - yKa3biBaeT Ha NPoOLEeCC BbINO/IHEHUA CEKBEHNPOBaHNA UM aHannsa faHHbIX.

B OcTaHOBNEH UMW He yfanocb BbINO/MIHUTL - yKa3blBaeT Ha TO, UTO aHanus Obl/1 ocTaHOBJIEH BPY4YHYHO
MM 4YTO He yaasioCb BbINMOJ/IHNTbL aHaU3.

3aBeplleH - yka3blBaeT Ha ycrneuwHoe 3aBeplLleHne aHanmsa.

) MToro - o6uee KoOJIMYECTBO MPOroHOB Ha CTpaHuLe «AKTMBHbIe MPoroHbl» (Active Runs).

duNbTP 0TOGPaKEHMS NPOrOHOB

1 Bbl6paTb KaTeroputo crtaTyca MporoHa B CBOAHbLIX AaHHbIX 06 aKTUBHbIX MPOroHax, YTo6bl OTOUILTPOBATL
CTpaHMLy aKTUBHbIX MPOrOHOB c/eayoWwmnM 06pas3om.

FoToB - B CMUcKe A0/KHblI 0TO6paXkaTbCs TO/IbLKO MPOroHbl, FOTOBbIE A1 CEKBEHNPOBaHUA.
BbinonHAeTcsa B CNUCKe A0/HKHbI OTOGpaXkaTbCs TOMIbKO obpabaTbiBaemMble B faHHbIA MOMEHT MPOroHbI.

OcTaHOBJ/IEH UN He yaanocb BbIMONHUTL - B CNUCKE AOJ/IKHbI OTO6pa)KaTbCF| TOJIbKO MPOroHbIl, aHanns
KOTOpPbIX Obl/1 OCTaHOB/EH UK KOTOprIz He ynanocCb BbIMNO/IHUTb.

3aBeplUueH - B CNUCKE A0/IKHbI OTO6pa)KaTbCF| TOJIbKO MPOroHbl, aHa/an3 KOTOpPbIX 6bIn 3aBepLieH.

MToro - c6pacbiBaeT oUAbLTPbI, N 0TO6paXKaOTCA BCE aKTMBHbIE MPOTrOHbI.

JAokymeHT Ne 1000000011880 v02

ANa ANATHOCTUKW IN VITRO
& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



CnpaBO4YHOe pYKOBOACTBO K mMporpamMmHomy obecneuveHuto Local Run Manager reHeTM4Yeckoro cekseHaTopa
MiSeqDx

CKprTI/Ie N BOCCTaHOBJ/1IEHMNE TMPOroHOB

1

Ha cTpaHuue akKTMBHbIX MNPOroHOB Bbl6epuTe NUKTOrpamMmmy £ «J[onofiHUTeNbHble napameTpbi» (More
Options), a 3aTem Bbibepute 0 «CKpbITb» (Hide).

Mpu 3anpoce noaTBeP>XKAeHUA nepemMelteHns, Bblbepute «CKpbiTb» (Hide).
MporoH nepemeltaeTcs Ha cTpaHuLy «CKpbITble NporoHbl» (Hidden Runs).

Ona oTobpakeHnsa cTpaHuubl «CKpbITble MPOroHbl» (Hidden Runs) BbliGepuTe CcTpenKy BblNagalrLliero
cnucka u 3atem BblbepuTe «CKpbiTble NMPOroHbl» (Hidden Runs).

[nsa BOCCTAaHOB/IEHVSI CO CTPaHWUbl CKPbITbIX MPOroHOB Bbi6epuTe nuktorpammy C  «BoccTaHOBUTb»
(Restore).

Mpn 3anpoce noaTBepP>XXAeHUA nepemMelieHns, Bbibepnte «BocctaHoBuTbL>» (Restore).
MporoH 6yaeT BOCCTAHOBJ/IEH Ha CTPaHULy «AKTMBHble NMporoHbl» (Active Runs).

Ana oTobpa)keHusi cTpaHulbl «AKTUBHble MNpPOroHbi» (Active Runs) BblibepuTe cTpenkKy BbiNajatoLliero
crnucka v 3atem BblbepuTe «AKTUBHbIE NPOroHbl» (Active Runs).

Mounck nporoHos W o6pasLoB

1
2

Ha naHesnn HaBurauuMu rnaBHOW CTpaHuWLUbl BblGepuTe NUKTOrpammMy «Mownck» (Search).

B nosie novucka BBeguUTe HasBaHMe NMporoHa win ngeHtTudmnkaymoHHbsln Homep (KO) obpasua.
Mo mepe BBOAA AaHHbIX NOSABMSAETCA CNMCOK BO3MOXXHbIX COBMageHNi, KOTopble MOMOryT BaM B MOMCKe.

Bblﬁepl/lTe coBnageHne nU3 cnucka nnm Haxxkmmte Enter.

Ecnn nouck ocyuwecTBfisieTca MO Ha3BaHMIO MNpPOroHa, OTKpbiBaeTca BkNagka «O063o0p nporoHoB» (Run
Overview).

Ecnn nouck ocyuiectensdetca no unaeHTudgukaunoHHomy Homepy (KO) obpasua, OTKpbiBaeTcsa BKAagka
«0O6pa3ybl 1 pesynbTaTtbl» (Samples and Results).
JononHuTenbHyO MHOPMaLno cM. Ha cTp. 14 «Bulyanmsauymsa AaHHbIX O NPOroHax v obpasuax».

PefaKTupoBaHue nporoHa

1

Ha cTpaHuue aKTMBHbIX MPOroHOB Bbl6epuTe NUKTOrpamMmy * «JlononHUTeNbHble napameTpbl» (More
Options) pagomMm ¢ MMeHeM MPOroHa, KOTopbI Bbl XOTUTe pegakTupoBaTh.

Bbibepute N «PepakTunpoBaTb» (Edit).
Mpu 3anpoce noaTBep>XAeHuUs agelicTeun, Bblbepute «Mpogomkntb» (Continue).
BbinonHuTe Heob6xoanmoe pefakTupoBaHMe NporoHa.

Mo 3aBepweHnn BblbepuTe «CoxXpaHUTb NporoH» (Save Run).
Ha cTpaHuue akKTUBHbIX NMPOroHOB A1 AaHHOro rnporoHa O6HOBUTCA faTta NocsiefHero N3MeHeHus.

OcTaHOBKa aHa/m3a

Ha cTpaHunue akTMBHbIX MPOroHOB BblbepuTe nNUKTOrpammy * «JlonosiHUTEeNbHble NapameTpbl» (More
Options) psgoM ¢ MMeHeM NpPOroHa, KOTopbIi Bbl XOTUTE OCTAaHOBUTb.

Bbibepute «OcTtaHOBUTL» (Stop).
KomaHaa ocTaHOBKa MOSIBUTCA A1 MPOrOHOB, HaxoAswmuxcss NM6o B COCTOSIHUM «Odepenb Ha aHanms»
(Analysis Queue), nn60 «BbinonHeHne aHanusa» (Analysis Running).

Mpu 3anpoce NoATBepP>XKAeHUs, BbibepuTe «Mpoao/mkntb» (Continue).

CTaTyc nporoHa WM3MeHUTCA Ha «BblINosHsieTcA ocTaHoBKa aHanusa» (Stopping Analysis) wnnu «AHanus
ocTtaHoBneH» (Analysis Stopped) B 3aBUCUMOCTU OT COCTOSIHMUS nporoHa. lNpoOroH, aHanAM3 KOTOPOro 6bin
npepBaH, MOXXeT 6blTb MOBTOPHO MOCTaB/IEH B o4yepeab A/19 BbINO/IHEHUA aHasiM3a no3gHee.
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CnpaBo4YHOe PYKOBOACTBO K mporpamMmHomy obecnedveHuto Local Run Manager reHeTM4Yeckoro cekpeHaTtopa
MiSeqDx

Bo3BpaT aHanu3a B oyepesb

AHanns3 MO>XHO MOBTOPHO MOCTaBUTb B o4yepefb MoOc/ie TOro, Kak OH Oblfl OCTAaHOBJ/IEH, €CNn aHa/n3 okKasascs
HeyAayHbIM UM ecnin Bbl XOTUTE NMOBTOPHO MpPoOaHasin3npoBaTb NPOroH C APYrMMK HacTpokamu. OCyLLecTBUTb
BO3BpaT aHanm3a B o4yepefb MOXHO C rnaBHOW cTpaHuubl Local Run Manager wnm ¢ BkAagkm «O6pasubl u
pe3ynbTatbl» (Sample and Results). B cny4dae nonyyeHus coobuieHms «llanka nporoHa He HaigeHa» (Run
Folder Not Found), Heob6xo4MMO nepeMecTUTb WAM  CKOMUpoBaTb MNPOroH o6paTHO B nanky
D;\lllumina\MiSegAnalysis.

Bo3Bpar aHanmsa B ovepeb CO CTpaHuLbl «AKTUBHbIE NPOroHbl» (Active Runs)

1 Ha cTpaHuWue akTMBHbIX MPOroHOB BbIGEpUTE NUKTOrpamMmy 1 «JlonosiHUTenbHble napamMeTpbl» (More
Options) psiAoOM ¢ UMeHeM MPOroHa, KoTopblii Bbl XOTUTE MOBTOPHO MOCTaBUThL B o4Yepefb.

2 Bbibepute «BosBpaT B ouepegb» (Requeue).
3 Mpwn nocTynseHun 3anpoca, BbiIbepnTe 04HY U3 ONUMIA:

N [Ana v3MeHeHuUst nmapamMeTpoB aHasnn3a BblbepuTe «HacTpoiika pegakTupoBaHua» (Edit Setup). Ha
cTpaHunue «Bo3BpaT aHanu3a B oyepeab» (Requeue Analysis) M3MeHWUTe >Kenaemble HacTpPOWKW, a
3aTem BblbepunTe «Bo3BpaTt aHanm3a B ovepeab» (Requeue Analysis).

2 BbibepuTe «Bo3BpaT B ouepeab» (Requeue). AHanmM3 3anycTUTCS Ha OCHOBaHUU TeKyLUX
napameTpoB aHanusa.

Bo3BpaT aHanm3a B 0Yepe/lb CO CTPaHWLbl Pe3ynbTaToB

1 BbibepuTe nmsa nporoHa Ha cTpaHuue «AKTUBHble NpPoOroHbl» (Active Runs).
2 BbibepuTe BknagKy «O6pasubl 1 pesynbtatbli» (Samples and Results).

3 Bbibepute «Bo3BpaT aHanusa B odepeab» (Requeue Analysis).

4 Mpw nocTynsieHMn 3anpoca, BbibepnTe O4HY U3 ONUWIA;

AN [Ana n3MeHeHUs napamMeTpoB aHanm3a BblbepuTe «HacTpolika pegaktmpoBaHusa» (Edit Setup). Ha
cTpaHunue «BosBpaT aHanusa B odvepeab» (Requeue Analysis) namMeHUTe >Kenaemble HacTpPoliku, a
3aTtem BblbepuTe «Bo3BpaTt aHanmn3a B ovepenb» (Requeue Analysis).

2 Bbibepute «Bo3BpaT B ouyepeab» (Requeue). AHanmM3 3anycTUTCA Ha OCHOBaHUW TeKyLLIUX
napamMeTpoB aHanmsa.

AOQMNHNCTPATUBHbIE HAaCTPOMKM 1 3aaun

npaeBa Nosib30oBaTeNA-a4MUHMUCTPATOPa PAcNpPOCTPaHAITCA Ha c/efylol e HacTPOKN 1 3a4auu;

~ ynpaBneHune ydYeTHbIMUN 3anncamMmm nonb3oBaTenen - ,CI,O6aBI'IF|eT nonb3oBaTesieii, Ha3Ha4daeT npaea un
yYCTaHaB/IMBaeT Naposiun;

N  pefjakTupoBaHMe NapamMeTpoOB HAcTPOWKWM cucteMbl MOS - pa3pellaeT pegakTupoBaTb onepalmoHHoe
nporpammHoe ob6ecneveHne MiSeq (MOS) c NOMOLLbLIO NUKTOrpamMMbl yrnpasB/ieHUs NpnbopoM Ha r1aBHOM
JKpaHe reHeTn4yeckoro cekseHartopa MiSeqgDx;

AN ynpaB/ieHMe napameTpamMu HacTpoiikm cucTtembl Local Run Manager - ycTtaHaB/iMBaeT napameTpbl
6e30MacHOCTU CUCTEMbI, UHTEPBasIbl OGC/TYXKUBAHUS U YYETHbIEe 3anucu cryxe;

» MPOCMOTP KOHTPOJIbHbIX )XYPHA/IOB - KOHTPO/IMPYET 4acToTy AOCTyMna U akTUBHOCTb MoJib30oBaTesei.

MonHomouunsa Ha BblMOJ/IHEHNE YKa3aHHbIX HWXe onepau,l/ll7| HacTpaunBarTCA B pasaene ynpasJsieHUsA
nosib3oBartensamMmu;

N  nepesarpy3ka B pexum research use only - paspewaeT KOMaHAe WCCAeA0BaTENbCKOro pexuma
BbINO/IHUTbL Nepe3arpy3ky Ans nepexoga cucremHoro MO B nccnegosatenbckmin pexkum (RUO);

3 HacTpoilikm MoAyns pefakTUpoBaHUSA - paspellaeT 3arpy3uTtb Bce ainbl  MaHudecta Ans
MCMNO/Ib30BaHNSA UX CO BCEMU MPOTroHamMM B KOHKPETHOM MoAyJ/le aHanmsa;

~  BO3BpaT aHanusa B o4dyepelb - pa3pellaeT peakTMpoBaHWe NapaMeTpoB C Moc/efyloWwnM MOBTOPHbLIM
npoeegeHuemMm aHanusa. Cm. «Bo3BpaTt aHanusa B o4epelb» Ha CTpP. 7;
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CnpaBo4YHOe PYyKOBOACTBO K nporpammHomy obecneyeHuto Local Run Manager reHeTM4yeckoro cekBeHaTopa
MiSeqgDx

>  MuHuUMM3auma MOS m gocTyn KomMMbioTepa - paspellaeT COKpaTUTb A0 MUHUMYMa windows-KoMaHAabl
LN focTyna KonepayuoHHOW cucteMe npubopa v noboi nanke Ha KoMnbikoTepe npubopa npu pa6ote MO
ynpaB/ieHuss Npu6éopom B MOSTHOIKPAHHOM peXXnme.

YnpasneHue nonb3oBaTenamm

Bce yuyeTHble 3anucu nosib3oBaTesieli MnepeuncneHbl Ha CcTpaHWLe YynpaBfieHUs Mo/fib30BaTesiiMu, KoTopasi
BK/MOYaeT B cebss MMs, aMuInio U ydeTHOe UVMsi Mofib3oBaTesis ANs KaKAoi yuyeTHoW 3anucu. B pamkax
MH(opMaLMKM O KadKAol y4eTHOI 3anvMcu ycTaHaB/IMBaeTCcs NMpaBo M COOTBETCTBYlOLLME paspelleHns. Bo3aMoXKHO
ABa BuAa npas, NM60 agMUHUCTpPATOP, IMGO NOoMb30oBaTe b.

~  TMpaBo agMuHucTpatopa - lpaBa agMuHUCTpaTopa noApasymMeBalT MO YMOSYAHUIO MOMHbIA nakeT

MOSTHOMOUWIA.

~  TlpaBo nonb3oBaTens - [lpaBa Mofb3oBaTefls HacTpaMmBalTCA Ha OCHOBaHMM Ha6opa BO3MOXXHbIX
MO/IHOMOUMNIi. He3aBNCUMO OT HACTPOWKK MOTHOMOUYMI BCe MoJib30BaTeNIM MOMYT cO34aBaTb MPOroHbI.

CTpaHuua ynpas/sieHna nonb3oBaTensaMm AOCTYyMNHa TO/IbKO MoJib30BaTeNnto-agMUHNCTPAaToOpPY.

NonHomMounA nosb3oBartens

MonHomoune OnwucaHune MpaBo MpaBo
agMUHUCTpaTopa nosib3oBaTens

Jo6aBuTb Habopbl noaroToBku [aHHas (QYHKUMA He aKTMBMpoBaHa B PaspelueHo PaspelieHo,
6nbnnoTek no ecnn BblbpaHo
Pepaktnpoeatb napameTpbl PegaktuposBaHue napameTtpos PaspelweHo He paspewieHo
HacTpolikn cuctembl MOS HacTpOWKN cUucTemMbl MOS Ha

reHeTU4YeCKOM cekBeHaTope MiSeqDx
PepakTnposartb napameTpbl YcTaHOBKa napameTpoB 6e3onacHocTn, PaspellieHo He paspelueHo
HacTpoliku cuctembl Local Run o6Gcny>XmBaHUst U yUeTHbIX 3anucei
Manager cny>x6
PepakTnpoBaTtb HacTpolku 3arpy3ka ¢annos onucaHmii ana PaspeweHo Pa3peweHo,
Moayns Mopayner aHanusa ecnun Bbli6paHo
YnpaBniATb y4eTHbIMN 3anMcaAaMu Cos3gaHue n pegakTumpoBaHue y4dyeTHbiX PaspelueHo He paspeweHo
rnosb3oBaresnis 3anuceli nonb3oBarens
MunHnmmsauna MOS un pgocTtyn [ocTyn K KOMMbHOTEpy npubopa B PaspelueHo PaspelteHo,
KOMMbIOTEpa MOJIHO3KPAHHOM peXxume ecnn BblbpaHo
BosspaT aHannsa B oyepeib MoBTOpHbIN aHanuns nporoHos; Pa3spelueHo PaspelweHo,

pefaKkTupoBaHue napamMeTpoB aHann3a ecnn sBblbpaHo
MNepe3arpyska B [epexon MO npubopa B pexkum RUO Pa3peweHo PaspeweHo,
nccnegoBartenbCKuii pe>xkum ecnn BblbpaHo
Research Use Only
MpocmoTp KOHTPO/IbHbIX [lpocMOTp, YycTaHOBKa duabTpa un Pa3pelweHo He paspelweHo

>KypHasioB

3KCMOPT KOHTPO/IbHbIX >XypHa/sioB

Cos3gaHne HOBOro nonb3oBaTtens

1 Ha naHenu HaBurayumm rnasHoii cTpaHuubl Local Run Manager BbliGepuTe nukTorpammy

(System), a 3aTem BblbepuTe «YnpaBneHnme nonb3zosarensamm» (User Management).

2 Ha cTpaHuue ynpaBaeHUs nosib3oBatensamum Bbibepute «Co3gaTtb nosib3oBatensn» (Create User).

B ananoroBom okHe «Co3gaTb HOBOro nosib3oBaTtens» (Create New User) BBeguTe MM UM paMUnNO HOBOFO

nonb3oBartens.

4 B none «/msa nonb3osatena» (User Name), BBegutTe nmsa nosib3oBarend.

VimeHa nonb3oBaTeneii
pefakTMpoBaTbCa No3gHee.

He [OO0J/1>KHbI

noBTOPATBLCA WU He

MOryT

5 B none «HoBbIl naponb» (New Password), BBeguTe BpEMEHHbI Naposib.
BpemeHHble Naposin He COXPaHAITCA B UCTOPUM Naposier n MOryT UCMNo/ib30BaTbCsA NMOBTOPHO.

ncnonb3oBaTbCA

NMOBTOpPHO

6 B none «MoatBepanTb HOBbIM Naponb» (Confirm Password), BBeAMTe NOBTOPHO BPEMEHHbIV Naposib.

7 Mpu BbIGOpe npaBa «AgmuHucTpatopa» (Admin) nin «Monb3oBatena» (User) cneayeT nepekioyunTb

Ha Bbl6MpaemMyto onuuio.
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CnpaBo4YHOE PYKOBOACTBO K MporpamMmHomMy oGecneuyeHut Local Run Manager reHeTMYecKOro cekBeHaTopa
MiSegDx

8 Bb|6epre MoJsTHOMO4YMA NMoNb30BaTeNnId UCXoaAa U3 YyKazaHHOIro npasa nosib3oBartens.

9 Bbibepute «Co3aaTtb nonb3oBaTtens» (Create User).

CMeHa napons nonb3oBarens

1 Ha naHenu HaBurauuvm rnaBHOW CcTpaHUUbl BblbepuTe nNUKTOrpammy cuctembl ‘O, a 3aTtem BblGepute
«YnpasneHne nonb3oBatenamm» (User Management).

2 Haiigute uMa nonb3oBaTens, KoTopoe Bbl XoTuTe pejakTupoBaTb, W BbiGepuTe nuKTorpammy N
«PepakupoBaTtb» (Edit).

3 B none «Hosblihi naponb» (New Password), BBegnTe BPEMEHHbI Naposb.
BpeMeHHble Maposn He COXPaHATCA B UICTOPUM Naposieil U MOryT UCMNOIb30BaTbCA MOBTOPHO.

4 B none «MoarBepAnTb HOBbIM naposib» (Confirm Password), BBeguTe NOBTOPHO BPEMEHHbLIV Maposib.

5 Bbibepute «O6HOBUTL Nonb3oBaTtena» (Update User).

Pa36/10KMPOBKa Napons Nonb3oBaTens

1 Ha naHenun HaBurauum rnaBHOW cTpaHuubl 3angute B MeHH «WHCTpymeHTbi» (Tools), n Bblbepute
«YnpaB/sieHne nonb3oBatenamu» (User Management).

2 HaiguTe wuma nofib3oBaTesis, KOTOpoe Bbl XOTUTe pegakTMpoBaTb, W BbiGepuTe nuktorpammy N
«PepakTtupoBaTtb» (Edit).

3 B pananoroBom OKHe «PepaktmpoBaTb Mnonb3oBatensa» (Edit User) Bbibepute fi «PasbnokupoBatb
nonb3oBaTtenda» (Unlock User).

4 B none «HoBbih naponb» (New Password), BBegnTe BPEMEHHbI Naposib.
5 B none «MoaTBepauTb HOBbIM Naposib» (Confirm Password), BBeAUTe NOBTOPHO BPEMEHHbIV Naposib.

6 Bbibepute «O6HOBUTL Nosib3oBaTtenda» (Update User).
3meHeHne NoAHOMOYMIA NoNb30BaTeNs

1 Ha naHenu HaBuraymm rnaBHOW CTpaHuUbl BblbepuTe MUKTOrpaMmMy CUCTEMBI a 3atem Bblbepute
«YnpaBneHune nonb3oBatenamu» (User Management).

2 Hailgute wMmsi nonb3oBaTesns, KOTopoe Bbl XOoTUTe pegakTMpoBaTb, M BbibepuTe nukTorpammy
«PepakTuposatb» (Edit).

3 AOnsa  wn3meHeHuss npaBa «ApgMuHucTtpatopa» (Admin) win «lonb3oBaTtensa» (User) cnepgyet
Nnepek/touUnNTb Ha BblGUPaeMyto OnNumio.

4 Bbl6epl/lTe no/THOMO4YMNA Nosib3oBaTesnid UCXoaA U3 YKadaHHOIro npasa nosib3oBaTenisa.

5 Bbibepute «O6HOBUTL nonb3oBaTena» (Update User).

YpaneHune nosnb3oBartens

1 Ha naHenn HaBurauum rnaBHOW CTpaHuUbl BblbepuTe MNUKTOrpamMmy CUCTEMBbI a 3aTtem Bblbepute
«YnpaBneHue nonb3oBatenamm» (User Management).

2 HaiianTe wuMmaA nonb3oBaTensi, KoTopoe Bbl XOTUTe pefakTupoBaTb, W Bbl6epuTe nukTorpammy

«PepakTuposaTtb» (Edit).

3 B puanorosom oOkHe «Co3paTb HOBOro nosib3osatenia» (Create New User) Bbibepute «<YpannTtb
nonb3oBaTtensa» (Delete User).
Mocne ypaneHnsa nonb3oBaTtensa co3faHne YYeTHOW 3annucu ¢ Takum MMeHeM CHoBa 6yaeT HEBO3MOXKHO.

4 Mpu 3anpoce NoATBEPXAEHUS yAaneHus Mofb3oBaTens, BblbepuTe «Yaanntbe» (Delete).

MapaMeTpbl HACTPONKN CUCTEMBbI

MapameTpbl HaCTpOVIKVI CNCTeMbl - 3TO rno6anbHble napamMeTpbl 6e3onacHoCTH nosib3oBartensd n
aBTomMaTn4yeckoro 06CJ'Iy)KVIBaHVIF| AaHHbIX.

P- HacTpoiikm 6e3omnacHOCTM rMonb30oBaTens BKAOYalT B cebsA CpoOK AelcTBUA Napons, MakcmmasibHoe
KOJIMYECTBO MOMbITOK BX04a B CUCTEMY U ANINTENBHOCTL Nepuoaa 6e3neincTeus.
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Cnpasoynoe pyxosoAacTBO K nporpammnomy obecneuennmio Local Run Manager reHeTMHeckoro cexsexHaTopa
MiSeqDx

>

»

Hactpoitku oGCAYXMBaHUA AGHHLIX BKNICYSIOT 8 COO0A ABTOMATUYECKYIO OMKCTKY NANOK HEAKTMBHBIX
NPOFOHOB ¥ YACTOTY PE3IEPBHOMO KONUPOBAHNA GA3bl NAHHBIX, & TAKKS KOMAHAY HOMEANEHHOTO Pe3epPBHOND
KONMPOBaKWA Gaabl ABHHBIX.

Coananne yyemHbix aanuceil cnywbel ananusa w cnyxb aanaHnil aAnst Windows, ecnn nanka SuIXOQHOO
NPOroHa HAXOAUTCA B CETEBOM NYTH. M0 YMONUSHNIO 384aHE NOKANbLHEN CUCTEMHEN YHETHARA 3aNKCs.

Crpaﬂuua napameTpos uac'rpoﬁ CUCTaMbl ROCTYNHA TONBKO NONBICBATENIO-AAMNHKCTRATOPY.
Hacrtpowka napameTpos 6e3onacHOCTH cucTembl

1

2
3

7

Ha naMenn Hasurauwn rnasnoi CTpanuusl BuGEpUTe NWKTOIPaMMY cucTembl &, a satem suBepure
«MapamoTpm HacTpoiikn cucremul» (System Settings).

BuiSepure sxnagxy «BesonacHocTe» (Security).
YKaOUTE KONUMOCTBO AHEH A0 UCTOUSHNA CPOKE ASHCTBIUA NSPONA N HEOGXOAUMOCTH 810 3aMeHR.

YkaxuTe KONUUECTBO ANGH OO UCTEUEHWA CPOKA ASICTBUA NAPONA, 8 TEYSHWE KOTOPLIX MOMb3VBATENMO
ABNAETCA HANOMUHEHNE O HEOBXOAWMOCTH CMEHE! NAPONA.

YaanuTe MaxcHManbHoe KONUYeCTBO NOMBITOK BXOAS B CHCTEMY NOMNbIOBATENEM NPU YKS3aHHH HEBSPHBIX
YMNETHBIX AaNNBIX A0 GROKMPOBKH 870 BXOAS B CUCTeMY.

YKXNTE KONUMECTBO MUHYT, B TEYSHWE KOTOPbIX CUCTEMA MOXeT GeaneicTBoeaTh OO ABTOMATUYECKOD
BbiX0Aa NONLIOBATANH U3 CUCTEMbI.

BuiGepure «Coxpanutob» (Save).

Hacrtpoiika napameTpos oGCnyuBaHuA CUCTEMbI

1

2
3

7

Ha nawenn HaBwraumw rnasHoi CTpaHwusl BuIGEPUTE NUKTOTPaMMY CHCTOMbI ©, a2 sarem suibepure
«(MapameTpLl HACTPOIHKN CHCTeMbI» (System Settings).

BubGepnre sBxnanxy «OGcnyxusatue» (Maintenance).

Ana 8KNIOCYEHNA SBTOMATUNECKONO YAANGHNA HEAKTMBMBIX FOKANBHBIX NanoK NPOrOHOB, YCTaHoBWTe
¢ naxox «Bmounth asTomaTnyeckoes yaanenne» (Enable Automatic Deletion).

MpW BINONBHIN CHCTEMA YABNSET HEAKTUBHLIE NANKM WS NANKN SHANK3A NO YMONYANKIO Ha npwbope no
HCTEHEHUN YXAIAHHOMO BPOMEHN.

B cnyuae ycranoskw ¢dnaxxa «Bxnounth asTomMatuyeckoe yaanenwe» (Enable Automatic Deletion),
YRaOXWTE KONU4ECTSO AHeH Ge3eiiCTBNA 40 aKTUBALWN KOMaNAL! BBTOMETHNECKOND YAANeHHUS.

Ann yxalaHua MecTa xpaHeHma pesepeHod xonun 6a3sbi AaHHBIX, BBEAUTE NPEANOMTHTENBHEIA NyTL K
MECTONOSNOXEHHIO PESBPBHLIX KONWA,

B none «llepnoa pesepanoro xonuposaxus» (Backup Period) BBeAUTe KONNYECTBO QHEH MEXAY KEKALIM
PE3SPBHLIM KONMPOBAHNEM,

AAnR BLINONHEHNA HEMESIEHHOIO PE3EPBHONO KONUPOBAHWA BuiGepuTe «CO3NATL POISPBHYIO KONKIO
ceilyac» (Backup Now).

BuiGepure «Coxpannto» (Save).

HacTpoika yyeTHbiX 3anucel cnyx6 cucremb

1

Ha nanenw wasurauyuu rNeeHOH CTPaHWULI BuLiGEpUTE NUKTOrPaAMMY CUCTeMbl @, a sarem suifepute
«[TapameTpbl HACTPORKN cHCTOMbI» (System Settings).

2 Bubepure sxnagky «YuetHbie sanucw cnyB» (Service Accounts).

3 AnA skmovetnn ywoTHeIX 3anuceid Windows cnyxbb aHannsa n cnyxbbl 3aaannii suibepure «Y4eTHyi0
sanuce Windows» (Windows Account).

4 B none «Umn nonbsoaatenny (User Name), eeanTe MMA NONLIOBATENA.

5 B none «MNapons» (Password), BBeanTe Napons.

6 Bubepurte «Coxpannte» (Save).
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Cnpasoynoe pyxoBOACTBO K NporpammHoMy obecnedsnnio Local Run Manager reHeTHMeckoro CexseHaTopa
MiSeqDx
MNMapameTpbl HACTPOWKN MOAYNA

Ha cTpanwue HacTpoiiku napameTpoB MOAYNA Ha nesoll NaHenw HaeWraywd nNPeAcTasiied CNWCoK
YCTEHOBSIEHHLIX MOAYTeR ananw3a. Mpu Buibope HAIBAHWA KOKAOre MOAYNA AHANKIA OTKPLIBASTCA CTPAHWUA ¢
wHdopMaLMe#d O BEPCMIN MOAYNA W SATOH NOCNEQHENO HIMEHEHWR.

KoHTponbHbte AOPOXKN

B KOHTPONbHLIX ACPOXKKAX pPerucTpupyeTcs uHbopMaunua o6 onpegeneHHuIX AOHCTBUAX, TaKUX KaK AOCTYN
NONBLICBATENA, USMEHEHUA NPOdUNA NONLIOBATENA W WIMEHEHMS NAPAMETPOB CUCTOMB), NPOrOHA WAN

aHanusa. ina kaxgoll pervcTpaunn B KONTPONBHOW AOPOXKE BHOCUTCA CNSAYIOLLAR WH(POPMaLMS;
> Koraa, B euge atsl B JOPMATE FOA/MECAL/ABHD W BPEMEHN B 24-4aCOROM (DOPMATE.

K70, B BMAe UMEHN NONBL3OBATENA, BLINOITHUBLLErO AeACTBME.

Ur0, B BUAS KPATKOrO 3APAHSE YCTAHOBNBHHONC ONUCAHNA BLINONHEHNOTO AeiiCTBNA.

3atparusasmbiid o6uext, 8 Buae 4 Kareropud 3satparvsaemoro ofnexra: Maonbsosartenn, [Mporoka,
Ananwaa v Cucremb:.

> [lna copTUPORKK CNINCKOB KOHTPONbHLIX JOPOXeX, BuiGepuTe 3aronosox moboro cronbua AnNA COPTUPOBKYK
NO BOIPACTAHUIO UM NO YELIBAHNI.

CTpanuLa KOHTPONbHBIX XYPHANOR AOCTYNHA TOALKO NONbIOBATENIO-AAMUHNCTRATORY.
YcraHoBka punbTpa KOHTPOMbHLIX 4OPOKEK

1 Ha nanenw Waswrauuw rnasHoW CTpaHWubl 3aiaute 8 meHiO «MucTpymenTbi» (Tools), u BuiGepute
«KonTponuHble aopoxku» (Audit Trails).

2 Ha CTpaHuue KOWTPONbHBIX AOpPOoXeK BbiGepuTe NHKTorpammy ¥ «OunuTp» (PunsTp).
{  MNpumevanne

r
DUNLTPLl MOXHO NPUMEHNTL K Panes OTHUNBTPOBAHHBIM PedynbTatam ANA GONbLISTO YTOMHEHWRA
cnncka. flnn npumMeHenna GuneTpa Ko BCeil Oase QAHHBIX KOHTPONbHBIX [OPCKEK NPEXAS BCOro
HeoBxoauMOo cOPOCHTL npaabiRyLUKE DUNLTPLI.

dunbTp no aare

vyvyey

1 Bubepure nukrorpammy ] «Kanengape» (Calendar) n 3atem gaty «Ot» (From).
2 Buibepute NUKTOrPaMMY [ «Kanennapo» (Calendar) u aarem gaty «flo» (To).

3 BuniSepure «dunuTp» (Filter).

PunbTP N0 UMEHK NONb3OBATENA

1 B none «Kvo» (Who ), BBegure uma nonbaosarens.
BsecT MOXHO MOGYI0 YaCTh MMEHN NONLIoBATENA. IBE3ZOUKM (*) CTABUTL HE HYXHO.

2 BuiSepute «PunbTp» {Filter).
PunbTP NO ASHCTBUAM

1 B none «Uros (What), seeaute HasaaHue AGHCTBUA.
BeecTn mMoxHO NoGyio 4acTs HalaaHnA. IBA3AOUKN (*) CTABUTD HE HYNHO.

2 BuGepute «DunbTp» (Filter).

dUNLTP No onNMCaHNIo 3aTparnsaemoro obbexTa

1 B TexcTosOM none saTparnsaemoro obbexra sseamTe NobYI0 YacTs ONWCaHWA 3aTparusaemoro obivexra.
JAtiM onucanwem moxeT GbiTb, HaNpPUMep, HasBaHWe NPOTOHA, WMA NONLIOBATENA, HAIBAHWE MOAYNS
aHanusa wnn Hassanwe otuyeTa. BaecTu MoxHO NOGYI0 YacTL HassaHuA. 3Be3RoMKY (*) CTABUTEL HE HYXHO,
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CnpaBo4YHOEe PYKOBOACTBO K nporpamMmHomMy obecnedeHuto Local Run Manager reHeTM4YeckKoro cekBeHaTopa
MiSeqDx

2 Bbibepute «dunbtp» {Filter),
dunbTP MO Kateropun 3aTparnBaemoro oobekra

1 [Ana ycTtaHOBKM chunbTpa no Kateropuun satparmBaemoro o6befcra Bbibepute nuktorpammy N «Kateropusi»
(Category) B nosie 3aTparMBaeMoro o6bLeKTa u 3atem Bbl6epuTe OANH U3 yKasaHHbIX HWKE BapuaHToB;

A «lMonb3oBaTenb» (User) - dnnbTpyeT CNUCOK, YTOObI MokKasaTb AelCTBUA MNo/fib3oBaTens u genlcTeuns
ayTeHTUdMKaLMM nosb3oBaTesns.

N «MporoH» (Run) - ®unbTpyeT CNUCOK, YTOGblI NMoKas3aTb M3MeHeHUsi napamMeTpoB MporoHa M cratyca
nporoHa

N «AHanus» (Analysis) - ®unbTpyeT CAWCOK, YTOObl MNOKasaTb M3MEHEHWsI MapamMeTpoB aHanuMsa u
cTaTtyca aHanusa,

N «Cuctema» (System) - ®uUnbLTpyeT CNUCOK, YTOBbI NMokasaTb AeliCTBUSA Ha YPOBHE CUCTEMbI, Takue Kak
3arpy3ku gpairinos, o6cny>KMBaHUe CUCTEMbI WM HAcTpoiika napaMeTpoB 6e30MacHOCTU.

2 Bbibepute «®unbtp» (Filter).

9KCNOPT KOHTPO/IbHbIX XXYPHAN0B

1 Ha naHenu HaBurauuMu rnaBHOW CTpaHuubl 3angnte B MeH «WHCTpymeHTblI» (Tools), n Bblbepute
«KOHTponbHble aopoXxXku» (Audit Trails).

Ha cTpaHuue KOHTPO/IbHbIX AOPOXKEK BblGbepuTe nukrtorpammy T «dunbTtp» (OPunbtp).

MpumeHUTe NpeanouYTUTENbHbIE (PUNBLTPLI.

BbibepuTte nuktorpammy A «3kcnopt» (Export).
Mporpamma gopmupyeT oTyeT B (popmaTte PDF, KOTOpblii BK/OYaeT B ce6sa uMs nosb3oBaTtens, gaTty
aKcnopTa u napameTpbl ouabTpa.

MMKTOrpamMmmbl KOHTPO/IbHbIX JOPOXKEK

B pa3aesie pe3y/sibTatoB KOHTPOJ/IA MUCMNOJIb3YHOTCA cnegyrouimne 3Ha4d4ku:

MukTtorpa HawumeHoBaHue OnucaHue

MMa
Ll AHanus YKasblBaeT Ha M3MEHEeHVEe NapaMeTpoB aHa/M3a Unn cTaTyca aHanmsa.
w MporoH YKasblBaeT Ha U3MEHEHWe NapamMeTpoB NPOroHa WM ctTatyca NpPoroHa.
) Cuctema YKasblBaeT Ha M3MeHeHWe NapamMeTpoB HACTPONKN MOAY/S WU CUCTEMBI.
1 Monb3oBaTenb  YKasblBaeT Ha AeiicTBME NONb30BaTeNs UM ayTEHTUMKALMIO MOMb3oBaTens.

O6buwme cBegeHUA o0 paboyemM npouecce

B HAacTOsiLLleM PYKOBOJACTBe rMpecTaB/ieHbl o06Wue cBegeHWss o paboyeM npouecce cO3faHusi MporoHa u
npocMoTpa pe3ynbTaToB aHanmMsa B MporpamMmMHOM o6GecnedeHun Local Run  Manager. [10OCKONbKY
onpefesieHHble 3Tamnbl Yy KaXKAOro mMoAyssi aHanni3a pas/iMyHbl, MowaroBble WHCTPYKUUW criefyeT CMOTpeTb B
COOTBETCTBYIOLLEM PYKOBOZACTBE Mo paGoyemy npoueccy Ucrnosib3yeMoro Moay/sisi aHanmsa.

Paboumnii npouecc «Local Run Manager»

Co3aaTb MNPOroH CospaiiTe nporoH, ucrnonb3ya uHTepderic «Local Run Manager»,
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CnpaBoYHOe PYKOBOACTBO K MporpamMmmHomy o6GecneuyeHuto Local Run Manager reHeTM4YecKoro cekBeHaTopa

MiSeqDx
CekBeHUpOBaHMe Vicnonb3ys onepauuoHHOe nporpaMMHoe obecneyeHne npubopa, BblGEPUTE HaMEUEHHbII
MPOroH, 3arpy3uTe PacxofHble MaTepuasibl U MPUCTYNAATE KCEKBEHUPOBAHMIO.
AHanna AHann3 HauMHAEeTCs aBTOMATUYECKW MOC/e 3anojIHeHUs NnokasaTesieli cekBeHmpoBaHus. Local
Run Manager 3arpyaeTt yKasaHHbIii MOAY/lb aHA/IM3a 1 BbINOJHSET aHaNN3 JaHHbIX.
MpocmoTp [na npocmMoTpa CTPaHuLbl pPe3ynbTaToB BblGEPUTE  3aBEpLUEHHbIA  MNPOroH, WCMoMb3ys
pe3ynbrartos nHTepdgeiic Local Run Manager.

O6wme cBefeHns 06 yCcTaHOBKe napamMeTpoB

YcTaHOBKa napameTpoB MporoHa npouM3BoguUTCA C MOMOLLbLIO KOMaHAbl «Co3paTb nporoH» (Create Run) Ha
rnaBHoi cTpaHuue Local Run Manager n Bbi6opa mMoayns aHanmsa u3 Bblinagarkwowero cnucka. Ha ctpaHuue
co34aHnsa NpPoOroHa npegcrtaB/ieHbl BapuaHTbl A1 Bbl6paHHOro MoAy/si aHasmsa.

CTpaHuua co3faHWs MNPOroHa COCTOMT U3 TEKCTOBbIX MOMei, BbiNagarolwmMx CNMCcKOB M Tabnuubl 06pasyos,
XapaKTepHbIX A1 KOKA0ro MoAyns aHanmsa. CTpaHuubl CO34aHNsA MPOroHa MMEIOT pasfenbl:

) «HasBaHue nporoHa» (Run Name)

) «0O6pasubi» (Samples)

HasBaHMe nNporoHa n onvcaHue

HasBaHue nporoHa npeacTaBnsieT cob6oii HasBaHWe, MO3BOJIsIOLLEE UAEHTUPULMPOBATbL 3TOT MPOFrOH BO BCEX
TeKylWMX aHanm3ax CeKBeHUpoBaHUsi. HasBaHue nporoHa MoXeT cogepykaTb A0 40 6YyKBEHHO-UMEPOBbIX
CUMBO/IOB. [lONYCTUMO MCMOJ/Ib30BaHue Npo6enoB, nogyepkHyTbIX Npo6enos 1 Aeducos.

OnuvcaHne NporoHa sAAB/SETCA MPOU3BOJIbHLIM N MOXKET coAep>KaTb A0 150 6yKBEeHHO-LNMPPOBbLIX CUMBOJIOB.

HacTpoiika napaMeTpoB MpOroHa

B HacTpolikax napameTpoB MPOroHa ykKasblBalT cnejylolme napamMmeTpbl NporoHa:
) Tvn NpoyTeHnsa, OA4NHOYHOE NMPOYTEHNE WX NapHO-KOHLEeBOe

) KonuuectBo npouteHuii nHaekcos, 0,1, nan 2.

) Ko/imyecTBO UMK/IOB A1 KaKAOro MpoYTEeHUs.

’ MpoyTeHnna, ncnonb3dyrLwmne 3akasHble npanmMepbl, ecan MPUMEHUMbI.

Ana HeKoTopbIX Mo,qyne|71 aHa/in3a paspelwiaeTca Mcnosib3oBaTb TO/IbKO Bbl60p no ymosi4aHuio.

Ocobble napameTpbl MOAYNA

Oco6ble NapameTpoB MoAy s, NpefcTaBfieHHble B 3TOM pa3fesie, 3aBUCAT OT KOHKPETHOro mMoayns aHanusa,
BbIGpPaHHOro A/ MPoroHa. Y HeKOTopbIX MoAy/ieli aHanm3a oTCyTCTBYHT 0coGble napamMeTpsbl.

Bonee NoApoGHY MH(OPMALUIO MOXXHO HATU B MHCTPYKLMM MO MCMOJ/Ib30BaHWUIO MOAY/MA aHanusa.

Pazgen «O6pasybl»

B Tabnuue o6pasyoB yKaXkuTe o6pasubl, noanekawme CEKBEHWPOBAHWIO, A1 KaKAOro nporoHa. B Ta6nuue
06pa3LoB YyKaszaHbl UAEHTUPUKALMOHHLIN Homep (KO) o6pasua, NpPOU3BO/IbLHOE OMNucaHne W WHAEKCHI,
MCMONIb3yEeMble C KaXKAbIM 06pa3LoM.

CTOI'I6LI,I>I NMHOEKCOB cogep>XaTt BbII'Ia,D,aPOLLI,VIVI CNMCOK COBMECTUMbIX afanTtepoB NMHOEKCOB.
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CnpaBo4YHOEe PYKOBOACTBO K nMporpammHomMy obecnedyeHuto Local Run Manager reHeTM4yeckoro cekBeHatopa
MiSeqDx

O6pasubl MOXXHO MMMOPTMPOBATL U3 COBMECTMMOTO TEKCTOBOrO (haina.
MnopT 1 akcnopT 06pasLoB

B pasgene «06pasubi» UMEOTCA KOMaHAbl AN UMnopTa 06pasuos. Ans 3Toro cosgaiTte Tabnuuy 06pasLoB BO
BHewWwHeM daline B ¢opmaTe 3HayeHWldi ¢ pasgenntenamm-zanateimm (comma-separated values; *.csv).
LWa6noH gocTyneH gns 3arpy3ku Bo Bkaagky nmnoprta o6pasyos (Import Samples).

MPOCMOTP AaHHbIX NPOroHa 1 o6pasLia

[na npocmoTpa pe3ynbTaToB MporoHa BbibepnTe Ha3BaHWMe MporoHa Ha rnaBHoOl cTpaHuue Local Run Manager
(Local Run Manager).

CBofKa pe3ynbTaToB NpeAcTaB/ieHa B CeAYOLWNX BKNagKax;
» O6uwune ceeageHna o nporoHe (Run Overview)
» NHtopmauma o cekBeHnpoBaHum (Sequencing Information)

’ O6pasubl 1 pesynbtathl (Samples and Results)

Bknagka «O6uwune ceefeHmsa o nporoHe» (Run Overview)

Bo Bknagke «O6wwne cBegeHua o nporoHe» (Run Overview) ykasaHa WHGpoOpmauus O NPOroHe, CBOAKA
nokasaTtefieil CEKBEHNPOBAHUS 1 PacnosioXXeHne nanku nporoHa.

HasBaHue pasgena OnucaHne

Ha3BaHue nporoHa / HasBaHve nporoHa npucBavBaeTcs Npu ero co3gaHuun.
NaeHTudnKauoHHbI HOoMep (ID)

nporoHa

Co3spaH MMsa nonb3oBartens, co3faBLUero 3TOT MPOroH.

OnucaHwune OnncaHne NporoHa, ecnm ecrb.

Manka BbIXOAHbIX AAaHHbIX MPOroHa MyTb K Nanke BbIXOAHbIX AAHHbIX MPOroHa CEKBEHMPOBAHUSA.

Lnsa 6bicTporo pgoctyna K nanke BbIXOAHbIX [aHHbIX Bblbepute
nuktorpammy” «CkonuposaTtb B 6ydep» (Copy to Clipboard).

Bcero knacTepos KonnyecTBo knactepoB B O4HOM MpPOroHe.

MpoueHT knactepos U (% Clusters PF)  [MpoueHT KiacTepoB, NPOXoAswmux yepes unbTp.

% > Q30 (MpouTteHune 1) MpoueHT npoyTeHunii B MpouteHnn 1c 30 (Q30) wnm 6onee 6annamm KavecTsa.
% > Q30 (MpouTteHue 2) MpoueHT npoyteHunii B MpouTteHun 2 ¢ 30 (Q30) mnm 6onee 6annamm Kavectsa.
MocneaHwuit umkn ¢ 6annamn (Last Scored MMocnegHwii UMKN NporoHa, wMewwWwuii 6Gannbl KavectBa. EcCAu UMK He
Cycle) 3aBepLInICA JOCPOYHO, 3TO 3HaYeHWe NpeacTaBnseT NocaefHUA LMK NPOroHa.

Bknagka «MHpopmayms o cekBeHupoBaHum» (Sequencing Information)

Bo Bknagke «WHgopmauus o cekBeHupoBaHuu» (Sequencing Information) npeactaBneHbl CBOAHble AaHHble O
napameTpax nNporoHa CcekBeHMpoBaHMs. Bo Bknagke «WHGopmaums o cekBeHupoBaHuu» (Sequencing
Information) npeacTaBneHa cnegytowas nHpopmaynsa:

HasBaHue pasgena OnucaHune

Ha3saHue npubopa Ha3saHwue npubopa, Ha KOTOPOM Obl1 BbINOJIHEH MPOrOH.

CekBeHMpPOBaHNE BbIMOHWN IMa nonb3oBaTens, 3anyCTUBLLETO 3TOT MPOroH.

Hauyano cekBeHnpoBaHus [JaTta v Bpemsa Hayana NporoHa CEKBEHMPOBAHUS .

OnviHa npouTeHwnii KonnyecTBO MPOYTEHMI M LMKMIOB K&XA0r0 MPOYTEHUs, BbINOMHEHHbIX BO BPeMS
nporoHa.

WHhopmaumsa o NpoToYHOR suelike LUTpux-KoA, HOMEp M34enuns, HoMep MapTuM U CPOK FOAHOCTU MCMONb3yeMoli Ans

NporoHa NPOTOYHOIN AYEliKN.
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CnpaBo4YHOe pYKOBOACTBO K nporpammHomy obecnedyeHuto Local Run Manager reHeTMyeckoro cekBeHaTopa
MiSeqDx

HassaHwue pa3gena OnwucaHne

WNHthopmauwms o KapTpug>k c peareHTamu LLITpUx-Kog, HOMEpP WM3AENWS, HOMep MapTUM WM CPOK FOAHOCTU MCMO/b3YeMOro
AN NPOroHa KapTpui)ka c peareHtamu.

Xummnueckunii metop, XUMunyeckunin meToq NogroToBkM GMGANOTEK.

Bepcusi xummyeckoro Belectsa Bepcuma xnMmyeckoro BellecTBa yHMBepcanbHOro Habopa peareHToB MiSeqDx

Bepcus  nporpammHoro  obecneuyeHus licnonb3yemas A8 NPOroHa Bepcusl NPOrpaMMHOrO o6ecrnevYeHust aHanusa B

aHanmsa B pexuMe peasibHOro BPEMEHU pexume peasnbHoro spemexHn (RTA)

(RTA)

Bepcua mopyns Bepcus nporpammHoro obecnevyeHnsa mogyns «Local Run Manager.

WHdopmaumsa o hnakoHe ¢ 6ydpepom PR2  LLTpux-koa, HOMep W34enusi, HOMEep NapThM M CPOK FOAHOCTU MCMO/b3YEMOrO
ONs nNporoHa cnakoHa ¢ 6ycepom PR2.

Bknagka «O6pasupbl 1 pesynbTtatbl» (Samples and Results)

Bo Bknagke «O6pa3ubl U pe3dynbTaTbl» (Samples and Results) npeacrtaBneHbl CBOAHbIE faHHbIe 0 pe3y/ibTatax
aHanmsa no Kakgomy M3 yKasaHHbIX B Tabnuue obpa3uoB, pacnosioXKeHune narnku aHaavsa n onuus noBTOPHOW
oyepefgHoCcTM aHanmsa. VIHopmauma, npeacrasneHHas BO BKAagke «O6pasubl 1 pesynbTarbl» (Samples and
Results), oTHoCUTCA K MOAY/ IO aHannsa, MCNOosb3yeMoMy A1 NporoHa.

B Kaxegblii oTuyeT BK/IOYEHbl Ha3BaHUs 06pasLoB, Bepcusi MPorpaMMHOro obecnedyeHUs ANs aHanuMsa wumm
NPUK/Ia4HOro NporpaMMHOro o6ecneyeHuns, a TakKe garta cocTaBfeHusi oTyeTa. Bknaaka cogep>xut cnegyrouime
WH(pOpMaLMOHHbIE MOSIs.

Ha3BaHue pasgena OnucaHune
BuibpaTh aHanu3 (Select Analysis) Bbinagawowmii CnMcoK KaXKAoro aHanmsa AaHHbIX, CTeHEPUPOBaHHbIX U3 MPOroHa
CEeKBEHUPOBaHUA.

[na kaxpgoro 3anycka aHanM3a Has3HayaeTcs MOPSIAKOBbIA HOMep. PesynbTaThl
yKa3aHbl OTAENbHO.

MNanka «AHanu3» (Analysis) MyTb K Nanke aHanunsa.
Lns 6bicTporo goctyna K nanke aHanu3a BbiGepuTe NUKTOrpammy”™
«CkonuposaTtb B 6ycep» (Copy to Clipboard).

Bo3Bpat aHanusa B ouepefb KomaHga Ha  BbIMO/HEHWE  MNOBTOPHOFO  aHanM3a  fAaHHbIX  MpOroHa
CEKBEHVPOBaHWS1.
KomaHga paeT BO3MOXHOCTb peAakTupoBaTb NapameTpbl  aHanusa wam
AelicTBOBaTb 6€3 M3MEHEHMWIA.

BO3MOXXHbIe COCTOAHUSA NMPOroHa

B cTon6ue ctaTtyca (Status) Ha raBHOI cTpaHULe OoToGpakaeTcs CTATyC KadKAOro M3 yKasaHHbIX MPOroHoB. B
TabnvuUe HKe oMnvcaHbl BO3MOXXHble COCTOSIHMS MPOroHa Co CTPOKO COCTOsIHMSA B cTon6Le cTaTyca (Status).

CocTosiHne LiBet cTpokn OnucaHue cratyca
COCTOSAAHNA

[0TOB K CEKBEHVPOBaHNIO Het OxupaeTt Hayana NporoHa CeKBeHNpoBaHwus.

CekBeHMpoBaHMe BbINOMHAETCA CuHuin uBet CekBeHVpOBaHMe  HaxoguTca B npouecce
BbIMO/IHEHWS.

He ypanocbh BbINOMHUTL CEKBEHNPOBaHME KpacHsblil uBeT Mpobnema cekBeHnpoBaHusi. besgeicTeue.

CekBeHMpOBaHVe OCTaHOBNEHO KpacHblin uget CekBeHMpoBaHMe O0CcTaHOB/EHO. Be3gelicTeue.

CekBeHMpoOBaHMe 3aBepLUeHOo CviHuii uBeT CeKkBeHMpOBaHNe 3aBepLUeHo. CTpoka
COCTOAHMA cBeTUTCA Ha 50 .

BbIMOIHEH OCHOBHOI aHann3 CuHunii uget 3aBeplieHa yCTaHoBKa nokasarenei
cekBeHUpoBaHua CTpoka COCTOSIHUSA CBETUTCA
Ha 50 .

He ypanocb BbINOMHUTL OCHOBHOM aHann3 KpacHsbiii uBeT He ypanocb BbINONHUTL aHanu3 B pexuve

peanbHoro BpemeHu (RTA). CTpoka COCTOSIHWUS
cBeTuTCA Ha 25 .
AHanun3 nocTas/ieH B ovepesb CvHunin uget OxungaHve Havana aHaIn3a.
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CnpaBO4YHOE PYKOBOACTBO K MporpamMmHomMy o6GecneuveHuto Local Run Manager reHeTuuyeckoro cekBeHaTopa

MiSeqDx

CocTosiHMe

AHanun3 BbINOJSIHAETCA

He yaanocb BbINO/IHUTL aHaIn3
OcTaHOBKa aHann3a

AHann3 octaHoOB/EH

AHann3 3aBepLUeH.

JokymeHT Ne 1000000011880 v02
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Liset
COCTOAHUSA
CuHnin uBet
KpacHsblii uBeT
KpacHblii uset
KpacHblii uBet
3eneHblil uBeT

CTPOKM

OnucaHune crtaTtyca

AHann3 HaxoauTcAa B NMpoLecce BbINOSIHEHUA.

Mpob6nema aHanu3a. BesgeiicTame.
MonyyeH 3anpoc Ha 0CTaHOBKY aHa/M3a.
AHanns3 octaHoBneH. besgelicTBue,
Onepauus 3aBepLueHa.

CTpoka cocTtosiHuA ceeTutca Ha 100% .
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CnpaBo4YHOe pYKOBOACTBO K nporpammHomy o6GecnedeHuto Local Run Manager reHeTU4YecKoro cekBeHaTopa

MiSegDx
NcTtopusa nsameHeHumn

JokymeHT Ne Aata OonwucaHne n3meHeHui
AoKymeHT Ne ABrycCT O6HOB/EH afgpec YyNO/IHOMOYEHHOro npeacrtasutensa EC.
1000000011880 B. 02

2021 r.
JAokymeHT Ne Jekabpb O6HOBJ/IEH aApec YyNo/HOMOYeHHOro npeacrasntensa EC.
1000000011880 B. 01 o

2019 r. O6HOB/IEH afpec aBCTpa/IMIACKOro cnoHcopa
AokymeHT Ne ABrycrt MepBoHayaibHbIl BbIMyCK.
1000000011880 B. 00

2017 r.
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CnpaBo4YHOe PYKOBOACTBO K nporpammHomy obecnedyeHuto Local Run Manager reHeTu4eckoro cekseHaTopa
MiSeqDx

TexHunyeckaa nogaeprkka
[0 BCEM TexXHMYEeCKMM BOMNpocaM obpallanTecb B CAYXOY Tex-MoAAepP KKK

KomMmnaHuu lilumina.

Beb-caliT; www.illumma.com
3n. noyra: techsupport@illumma.com

Homepa TeneoHOB CNy»0bl TexX-noaaepkkn komnadmm lilumina

PernoH
CeBepHas Amepuka
ABCTpanus
ABCTpuUA

benbrus

Kutaii

[OaHna
PUHNAHAMA
PpaHuma
FepmaHus

Hong Kong
WpnaHgms
NTanusa

AnoHuna
HwaepnaHgbl
Hosas 3enaHaus
Hopserus
CuHranyp
WcnaHusa

LLliseumsa
LLiBeliyapus
TaiBaHb (Taiwan)
Bennkobputanumsa (United Kingdom)
Jpyrve cTpaHsbl

BecnnaTtHblii Homep

+ 1.800.809.4566
+1800 775 688
+43 800006249
+32 80077160
400.635.9898
+45 80820183
+358 800918363
+33 805102193
+49 8001014940
800960230
+3531800936608
+39 800985513
0800 111 5011
+31 8000222493
0800 451 650
+47 800 16836
+ 1.800.579 2745
+34 911899417
+46 850619671
+41 565800000
00806651752
+44 8000126019
+44 1799 534000

MacnopTta 6e3onacHoOCTM mMaTepuanos (SDS)

support.illumina.com/sds.html.

PernoHanbHaa noggep>xxka
+43 19286540

+32 34002973

+45 89871156

+358 974790110
+33170770446

+49 8938035677

+353016950506
+39 236003759

+31 207132960
+47 21939693

+34 800300143
+46 200883979
+41 800200442

+44 2073057197

Beb6-caniTe KOMMaHuun lilumina

JokKymeHTauus Ha u3genusa AocTynHa Ans 3arpy3km B dopmarte PDF Ha Be6-carite komnaHum lilumina.

Mepeignte Ha canT3mpporl.lUntlna.coT

(Documentation & Literature).
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Komnanus lllumina C€

5200 lllumina Way CrioHcop B Asctpanium

San Diego, California 92122 CLUA. lllumina Australia Pty Ltd

+1 800 809 ILMN (4566) I\D Nursing Association Building
+1 858 202 4566 (3a npegenamu CeBepHOli AMEprKI) Level 3, 535 Elizabeth Street
techsupport@illumina.conf) Melbourne, VIC 3000
www.illumina.com EC | REP Australia (ABcTpasusi)

lllumina Netherlands B. V.
Steenoven 19

5626 DK Eindhoven

The Netherlands (Hugepnangb!)

AnAa ONATHOCTUKKW INVITRO . -
Hlumina

©2021 Illumina, Inc. Bee npaBa 3aliuLeHbI.
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[eHeTuyecknn cekseHatop MiSeqDx
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SAWNLWEHO NMPABOM COBCTBEHHOCTW ILLUMINA
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Hactoswmii OOKYMEHT W €ro cogepXXaHue SBAAETCA COOGCTBEHHOCTbH KomnaHuu lllumina, Inc. n ee
athdunuposaHHbix nuy (lllumina) n npegHasHayeH WCKAYUTENBHO A1 WUCMOMb30BaHUA 3aKa3yMKoM
KOMNaHuWy CcorfacHo AOroBOpy M COBMECTHO C WCnofib3oBaHueMm ppyroro (-ux) usgenusa (-n), KoTopble
onucaHbl B HaCTOSLWEM LOKYMEHTE, W HW AN Kakoli Apyroi uenu. Micmonb3oBaHWe WAM pacnpocTpaHeHue
HacToAWEero AOKYMeHTa fAna /bbix Apyrux ueneid  w/wnnm  WHOW  nepejayun, packpbiTMa  Uan
BOCMPOU3BELEHNA COAEpPXKaHUsA [OKyMeHTa N6biM crnocobom 6e3 MUCbMEHHOrO corsiacust KoMnaHuum
lllumina 3anpeleHsbl. HacToAwum fOKymeHTOM komnaHus lllumina He nepefaeT HUKaKWX NULEH3NA B
COOTBETCTBUM CO CBOMMM MaTeHTamMu, TOBapHbIMW 3HaKaMW U aBTOPCKMMMW MpaBamMy WaM B COOTBETCTBUM C
HopMamu obuiero npasa UM NOJO6GHLIMU NpaBaMu TPETLUX JIULL.

[na npaBunbHOro 1 6e30NacHOro UCMoab30BaHWUsA ONUCAHHOTO (-bIX) B HACTOSALWEM AOKYMeHTe ndgenus (-id)
paboTbl AO/MKHbI BbINOAHATLCA KBaNMMUUUPOBAHHBLIM U CcrleuuasbHO 06yYeHHbIM MepcoHanoM CTPOro B
COOTBETCTBUW C yKa3aHHbIMW B HACTOALLEM JOKYMEHTE MHCTPYKUMAMUK. Mepen ncnonb3osaHMeM Takoro (-ux)
usgenus (M) o6a3atensHO crneayeT 03HAKOMUTLCS CO Beell MHhopmauMell, NpeACcTaBAeHHO! B HACTOSLEM
[OKyMeHTe.

HEMNO/IHOE O3HAKOMJIEHWME C WH®OPMALMEA W HETOYHOE COBJ/IIOAEHME BCEX YKA3AHHbIX

NHCTPYKLIMIA MOXET MPUBECTW K MOBPEXAEHWIO W3LEANA (-1), TPABMUPOBAHWIO MEPCOHAJIA, B
TOM YWCNE MONb3OBATE/NEN W APYTUX NINL, N HAHECEHWIO YLLEPBA AIPYTOMY VIMYLLECTBY.

KOMMAHUSA ILLUMINA HE MPUHWMAET HA CEBA HWKAKOW OTBETCTBEHHOCTW 3A HEMPABWU/IbHOE
NCMO/Ib3OBAHWE OMWUCAHHOIO W3AENUA (1), BKMOYAA MX KOMMOHEHTLI WM MPOTPAMMHOE
OBECIMEYEHNVE.

ABTOpckoe npaso © 2021 KomnaHusa lllumina, Inc. Bce npaBa 3awuLeHbl.

ToBapHbIMK 3Hakamy KomnaHvum lllumina, Inc. n ee addunmpoBaHHbix nuy B CLUA n/unn gpyrnx crpaHax
asnaTca lllumina, MiSeq, MiSegDx, LBeT opaHXeBOW TbiKBbl U AM3aliH paboTbl 6a30BOM KOHCTPYKUUN B
NOTOYHOM pexume. Bce nNpoyne HauMmMeHOBaHMS, AIOFOTUMbLI U MPOYMe TOBapHble 3HaKM NpuHagaexart
APYTM COOTBETCTBYIOLUM BriagenbLam.
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cTopust peaakumi

OokymeHT Ns Jata

JokyMeHT Ne
15070066 v04

JokymeHT Ne
15070066 v03
JokyMeHT Ne
15070066 v02

JokymeHT Ne
15070066 vOI

YacTtb Ne
15070066 peg. A.

ABrycr
2021 r.
[ekabpb
2019 .

ABryct
2017 r.

[ekabpb
2016 r.

MapT
2015 .

OnucaHne n3meHeHuNs

O6HOBNEH afpec YNO/JIHOMOYEHHOTo npeactasutens EC.

O6HOBNEH aapec YNO/HOMOYEHHOro npeactasmtens EC.
O6HOBNEH afpec 3aka3unka B ABCTpanvu.

Jlo6aBneHbl ccbinky Ha CrpaBoOYyHOE PyVMOBOACTBO [ANA
reHeTnyeckoro cekseHatopa MiSeqDx ¢ MOS B.2 (Ne
JoHyMeHTO 1000000021961).

B pasgmen «PacxogHble MaTepuanbl, MpuoGpeTaembie
nosb3oBaTesieM» [06aBeHbl MaTepuasbl 4718 NPOMbIBKM
NPOTOYHOM CUCTEMBI.

O6HOB/MEHbI HOpPMATMBHbIE MapKMPOBOYHbIE 3HAKM Ha
3a/iHeli cTopoHe.

M3veHeH Tun Bogbl, TpebyloulelicA A1 NPOMbIBKK
npubopa: BmMecTo Boabl 6e3 [HKa3z un PHKa3 - Boga
nabopaTtopHoro KayecTBsa. MpueepeH nepeyeHb
npuemnemblX NPUMEPOB BOAbI /1a60PaTOPHOro Kayecrsa,
Bktoyas lllumina PW1.

N3meHeHbl pekoMeHfauun Aas ceTeBOro kabens: BMecTo
3KpaHMpoBaHHOro ceTeBoro Kabens CAT6 —
HE3KpaHUPOBaHHbLIN ceTeBoi Kabenb CAT 5e nokanbHOW
KOMMNbIOTEPHOW CETH.

N3MeHeHUA MapKUpoBKY ¥ hopmaTupoBaHus.

MepBblii BbiMycK. [ns nonb3oBatenell, y KOTOpPbIX Npuéop
C KOH(purypaumein ABOWHONM 3arpy3kum, 3to PykoBoACTBO
3ameHsieT PyKkOBOACTBO MO MNOArOTOBKE MecTa Ans
npunbopos MiSeqDx (Yactb Ns 15038351).

PykoBoACTBO MO MOATOTOBKE MecTa ANA YCTAHOBKM FEHETUYECKOro CcekBeHaTopa
MiSegqDx ¢ KoHghurypaumeidi MHOrOB3pUaHTHOW 3arpysku

[okymeHT Ne 15070066 vO4
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BeepgeHve

B 4aHHOW WHCTPYKUMM NpuBEAeHbl TeXHWYeckne TpeboBaHUS M ykas3aHUs NO NOArOTOBKe
MecTa YCTaHOBKW W aKcnyaTauuy reHeTU4eckoro cekseHatopa MiSeqDx:
» TpeboBaHua K NPOCTPAHCTBY B nabopaTopuu

N TpeboBaHMA K 3NEKTPUYECKON HacTu

}  YCnoBus OKpyXXaiolleii cpefbl

» TpebGoBaHMS K BbIYUCAUTENBHBIM YCTPOWCTBaM

» PacxofiHble MaTepuansl n 060pyaoBaHue, NpuoGpeTaemblie NonbL30BaTENEM

[0NONHNTENbHbIE NCTOUYHVKU UH(OpMaLLMK

Cnepylolyo [OKYMEHTALUID MOXHO 3arpy3uTb Ha CTpaHule TexnonAepXKu
cekBeHaTopa MiSeqDx Ha Beb6-caliTe komnaHum lllumina.

Twn reHeTnyeckoro

cekBeHaTopa MiSeqDx

Bce

MOS B.2

PykoBoacTBa

PyHoBofCcTBO Nno obecneyeHunto 6e3onacHoCT U 1

COOTBETCTBMUA TpeboBaHUAM ansa
reHeTMYEeCKOro  cekBeHatopa MiSegDx  (Ne
LOHYMEHTO 15034477) — [MpuBegeHa
nHdopmauns 0 MapKMpoBKe npubopa,

cepTuurkaumm cooTBeTCTBMA TpeboBaHUAM W
TeXHNKe 6e30MacHOCTU.

CnpaBquoe PYHOBOACTBO AN1d TeHeT WNn4d4ecHoro
MiSegDx ¢ MOS M2 (Ne
fonymMeHTa 1000000021961} — ana
reHeTUYeCKUX CEeKBEHATOPOB C OMNepauuOHHbIM
nporpammHbiM obecneyeHnem MiSeq (MOS)
Bepcun 2. (Bce reHeTMyeckMe CeKBeHaToOpbl C
MOS Bepcumn 2 nverT KOHurypaumo
MHOroBapuaHTHOM 3arpysku). lMpuBegeH 0630p
KOMMOHEHTOB W MNPOrpaMMHOro ob6ecneyeHus
reHeTMYecKoro CekBeHaTopa, WHCTPYKUUU Mo

CeHBeHaTOpa

NPOBEAEHUI0  CEKBEHUPOBAHUS U METOAMK
Hafnexallero  TeXHWYeckoro  06CNyXUBaHUA
reHeTMYeckoro CcekBeHaTtopa W  ycTpaHeHus
HeucnpaeBHOCTe.

reHeTn4yeckoro

UTobbl MOMy4MTb AOCTYN K AOKYMEHTaLMMW, 3arpy3ke MporpamMMHOro ob6ecrnevyeHusi, 4acto
3ajjaBaeMblM BOMpocam W WHTepHeT-Kypcam 00y4yeHus, moceTuTe CTpaHuuy TexnoAfep>KKu
reHeTMyeckoro cekseHatopa MiSeqDx Ha Be6-cainTe komnaHuu lllumina. Ana Bxoga B cuctemy

TpebyeTcsa normH Mylllumina.
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JlocTaBka 1 ycTaHOBKa npuoéopa

YNO/MHOMOYEHHbI/ NOCTaBWMK YCIyr KoMnaHum lllumina ocyuiecTBnseT fOCTaBKy, PacnakoBKy
M pasMmelleHWe TeHeTUYeckoro cekseHaTopa MiSeqDx Ha na6opaTopHom cTone. [Mepeq
[0CTABKOM NPOCTPAHCTBO M pabounii CTON A0MXKHbI GbITb 3apaHee No/roTOB/EHbI.

NPEOYNPEXAEHNE
n PacnakoBbiBaTb, yCTaHaBAMBaTb M MepemelaTb reHeTUYECKNn cekBeHaTtop MiSeqDx
paspelsaeTtca TOMbKO YMNO/NHOMOYEHHbIM COTPYyAHMKaM  Komnawuw  lilumina.

HenpaBunbHaa ycTaHOBKa nNpubopa MOXeT NpUBECTM K HapyleHuo npouecca
c60pKM MM NOBPEXAEHNIO KOMMOHEHTOB npubopa.
"~pr NPEAYNPEXOEHWE
n Mpunbop sBnseTca KpynHorabapuTHbIM. HenpaBuabHOE pacnakoBbiBaHWE, YCTaHOBKa

N nepemMeLleHne reHeTUYecKoro cekseHatopa MiSeqDx mMoxerT;
Bbi3BaTb Ccepbe3HOe MNOBpeXAeHue npuv nageHnunm WM  HenpasBW/IbHOM
obpaleHun.

» BbI3BaTb NOBpEXAEHWE UM NMONOMKY FreHETUYECKOrO CEKBEeHaTopa.

YcTaHOBKY M COOPKY reHeTMYecKOro CeKBeHaTopa OCyLlecTBAsSeT npeacTaBuTenb KOMMaHWW
lllumina. Ecnn nnaHvMpyeTcsi MNOAKMOYEHME TEHEeTUYECKOro CeKBeHaTtopa K cucteme
ynpaBfeHus AaHHbIMU WM K YyAaneHHOMY CeTeBOMY KaTanory, Ao fAaTbl YCTaHOBKMU
Heo6X0AMMO MOMYYUTb NyTb K KaTanory XpaHeHWs AaHHbiX. 3apaHee BblGpaHHblli NyTb gaeT
BO3MOXHOCTb MpefcTaBuTento komnaHum lllumina npoBepuTb npouecc nepefayv faHHbIX B
Xxoge ycTaHOBKM npubopa.

NPEAYNPEXAEHWNE

n Mocne ycTaHOBKM M cOOpPKM reHeTUYeckoro cekeeHaTopa MiSeqDx npeacrtaBuTenem
komnaHum lllumina He wu3MeHATe MecTonosoXeHue npubopa. HenpaBunbHoe
nepemetlleHne npuéopa MOXXeT HapywuTb COOPKY OMTUYECKMX KOMMOHEHTOB W
NOBNAUATb Ha LLeNOCTHOCTb AaHHbIX. YToObl nepemectuTb npnbop MiSeqDx Ha HoBOe
MecTo, 0b6paTuTech K Ballemy npegcrasutesnto komnaHuu lllumina.

Pasmepbl 1 coaepyKaHne ynakoBKu

MepeBO3Ka reHeTn4yeckoro cekeseHatopa MiSeqDx ocywecTBnsetTcs B O4HOM YNakKOBOYHOM
Awmke. Micnonb3yinTe ykasaHHble HWKe pasMepbl A8 OnNpeAeseHUns MUHUMANbHOM LIMPUHbI
[BepHOro npoema, Heo6xo0AMMOI AN NPOXoAa TPaHCNOPTUPOBOYHOIO KOHTeHepa.

MN3mepeHne Pa3mepbl B ynakoBke
WupuHa 72,4 cm {28,5 awoiima)
Boicota 76,8 cm (30,25 agtoiima)
FnyébuHa 83,8 cm (33 gtoiima)
Macca 90,7 kr (200 ¢hyHTOB)

B ynakoBOYHOM SlMKE HaXOAWUTCA reHeTUYeckuii cekBeHaTop MiSeqDx co cneaylouwuMm
KOMMOHeHTaMu:

» bByTbinb Ana cnuBa 0TpabOTaHHOW >XWAKOCTW, NOAAOH [ANA CTOKAa W ABE Haknewku ¢
yKasaHuem MecCT Kpenexxa npu TpaHCnopTUPOBKe.
» KoMmMnnekT AOMOMHMTENbHbIX MPUHALIEXHOCTEl reHeTu4eckoro cekseHatopa MiSeqDx,
cofepxXalnin cnegyouwye KOMNOHEHTbI:
JloToK gna NnpombIBKM npubopa
ByTbinb gns npombiBKM Npubopa, 500 mn

Kpblwka gna 6aHkn ans cnnea oTpaboTaHHOW XMUAKOCTU
4  T-06pa3Hblit M6 WwecTurpaHHbii KoY, 6 4IOAMOB
T-06pa3Hbiii 5/64"WwWecTurpaHHblii KoY, 6 goiiMmos

PyKoBOACTBO MO NOArOTOBKE MecTa [ANs YCTAHOBKM TeHeTUYeckoro cekBeHaTopa
MiSegDx ¢ KoHurypaumeli MHOroeapnaHTHOW 3arpysku
AokymeHT Ne 15070066 v04
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TpeboBaHus K nabopartopusam

B gaHHOM pasgene npueefeHbl TpeboBaHWA U MHCTPYKLMM MO NOATOTOBKE MecTa YCTaHOBKM
reHeTnyeckoro cekseHatopa MiSeqDx B nabopatopuun. bonee nogpo6bHy0 MHPOPMALUIO CM. B
pasgene «YCnoBusi OHPYXXaoLLEeN cpedbl» Ha cTpaHuue 11.

Pa3mepsbl npnbopa

PucyHok 1. FeHeTunueckmnii cekseHaTop MiSeqDx

L -1

w

leHeTnyecknin cekseHaTop MiSeqDx MMeeT yka3aHHble HWXKe pa3Mepbl B YCTaHOBMEHHOM
COCTOAHUM:

M3vmepeHue Pasmepbl npubopa
WwnpuHa 68,6 cm {27 groiimoB)
Boicota 52,3 cm (20,6 glolima)
rnyénHa 56,5 cm (22,2 groiima)
Macca 57,2 kr (126 dyHTOB)

TpeboBaHUA K pa3MeLleHuto

FeHeTU4ecknin cekBeHaTop MiSeqDx ponkeH O6blTb YCTaHOB/EH B MecTe C Heob6xoauMmoi
BEHTUAAUMEN, AOCTYMOM K BbIK/OYATENO MUTAHWA U PO3eTKe, a TakkKe C BO3MOXHOCTbIO
JocTyna Ansi TeXo6cny>KmBaHus,

» ObecneybTe CBO6GOAHOE MPOCTPAHCTBO C MNpaBOlii CTOPOHbI Npubopa Ans fgocTyna K
Tymb6aepy BKAOYEHUS NMUTAHUS Ha 3afHel naHenu, pacnonoXeHHOMY PSAOM CO LWHYPOM
3NeKTponuTaHus.

» Pacnonoxute npubop Tak, 4Ttobbl y paboyero nepcoHana 6bl1 CBOGOAHLIA AOCTYN K
po3eTKe A5 BO3MOXHOCTM BbICTPOro 0TCOeANHEHUSI Kabens nuTaHus.

Joctyn K npubopy fo/mkeH OblTb 06GECcneyvYeH CO BCeX CTOPOH C YKa3aHHbIM HUXe
MUHWMasbHbIM CBOGOAHLIM NMPOCTPAHCTBOM:
Joctyn MwuHuManbHoe cBO6G0AHOE MPOCTPAHCTBO
Mo ctopoHam  [onyckaeTcs MUHUMYM 61 cm (24 aroima) ¢ Kakaol CTOpOHbI npubopa.
C3agn [onyckaetcsi MuHumym 10,2 cm (4 aroima) 3a npubopom.

Cepxy [JonyckaeTtcs MuHumyMm 61 cm (24 plolima) Hag npubopom. Ecnv npubop
pacnonoxeH noj nonkoi, ybeanTecb, YTO ero pacnosoXXeHne cooTBeTCTBYET
TpeboBaHUAM K MMHUMaNbHOMY CBOBOAHOMY MPOCTPAHCTBY.

PyKoBOACTBO MO MOAFOTOBKE MecTa [/1 YCTAHOBKU TEHETUYECKOro CeKBeHaTopa
MiSeqDx ¢ KoH(UrypaLmeii MHOrOBapuaHTHOM 3arpysku 7
[lokymeHT Ne 15070066 v04
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MPEOYTPEXXOEHUE

n UTo6bl MepemMecTUTb reHeTudeckuid cekBeHatop MiSeqDx Ha HOBOe MecCTO,
obpatutecb K Bawemy npeactaButento kKomnaHuy lllumina. HenpaBunbHOe
nepemeLll,eHne npuéopa MOXET HApYLUTb HCTUPOBKY OMNTUYECKUX KOMMOHEHTOB U
NoBNWATb Ha LLeNIOCTHOCTb JaHHbIX.

PykoBoacTeo /1A pabouero ctona

lllumina pekomeHAayeT pa3mewartb npubop Ha nabopatopHom cTtone 6e3 ponunkos. CTon
OO/MKEH BblAepXnsatb Maccy npubopa, kotopas coctasnseTt 57,2 kr (126 dyHTOB).

LnpuHa BbicoTa rnyébuna Ponnku

122 cm (48 pgroinmoB) 91,4 cm (36 groiimoB) 76,2 cm (30 aroiimoB) Het

PyKOBOZCTBO MO YCTPaHeHUo B1GpaLmm

NPEAYNPEXAEHNE
leHeTnyeckuii cekBeHaTop MiSeqDx 4yyBcTBUTENEH K BUGpaLuu.

BbinonHWUTE cnefywolime ykKasaHusi, YToO6bl MUHUMU3MPOBATb BMOpPaLM0 BO BPEMS LMKIOB
CeKBEHUPOBaHUA 1 06ecneynTb ONTUMasnbHy paboTy npubopa:

» YcTaHoBWUTE NpMBOpP Ha YCTOMUMBLI HEMOABWMXHbLIN NabopaTOPHbLIA CTON.

» He ycTaHaBnuBaliTe Ha cTon Apyroe o60pyfoBaHue, KOTOPOe MOXET co3jaBaTtb BMGpaL MK,
Hanpumep, LWelikep, BOpTeKC, LeHTpudyra, uam npubopsl ¢ MOLLHLIMU BEHTUASTOPAMU.

» He yctaHaBnuBaliTe npu6op B6M3U ABepeli, KOTOPLIMU YacTo Nob3yloTcA. OTKpbIBaHME 1
3aKpblBaHWe ABepeil MoXeT co3faBaTb BUGpaLuu.

» HeycTtaHaBnmBaiiTe BbIABUXHYIO MaHe b KnaBnaTypbl HUXe paboyero crona.

» [Mpu paboTe npubopa B peXuMe CEKBEHMPOBaAHMA He MpuKacamTecb K npubopy, He
OTKpbIBaWiTe ABEPLY OTCeKa A1 peareHToB U He knaguTe npeameTsbl CBepXy Ha npubop.

Na6opatopHble ycnosus ana MLUP

8

Mpouecc nofmMmepasHoil uenHoi peakuun (MUP) ucnonb3yetca npu  NPUroTOBAEHUU
616NOTEK AN CEKBEHWPOBAaHWS aMMIMKOHOB. [pu Heco6MlAeHUM Haanexalux mep
NpefoCTOPOXHOCTM MPOAYKThbl MLP MOryT 3arpsisHsiTb peareHTbl, Npuéopbl 1 06pasiibl, UYTO
NPMBOAMT K TOMYYEHUIO HEKOPPEKTHbIX W HEHafAEeXHblX pe3ynbTaToB. 3arpsi3HeHue
npogyktamu MUP MoXeT oTpuuaTeNnbHO BAWATL Ha Mpouecchl pa6oTbl B fa6opaTopun 1
NpUBOAUTL K 3aiepXkKKam paboumx onepauuii.

NPEAYNPEXOEHWE

K Heob6xoanMmMo npegycmMoTpeTb crneuunanbHble 30Hbl U nabopaTopHble MeTOAMKK ANA
npegoTBpawleHnsa 3arpasHeHus npogyktamm MUP nepep Havanom paboTel B
na6opartopun.

NMpeaycMOTpuUTE TeppuUTOPUANbHO pa3fjeneHHbl e 30HbI

Y6eauTecb, 4TO yCnoBuA B flabopartopuy MO3BOMAIOT Hadnexawmm o6pas3om CHU3UTb PUCK
3arpsasHeHus npogykramu MLUP.
MpepgycmoTpuTe B nabopatopumn TeppuTopuanbHO OTAENEHHY 30HY «npe TMUP» ans
BbIMOMHEHUA npoueccoB noarotoBkn K MUP (BbigeneHne [AHK, KonnyecTBeHHOe
onpegeneHne n Hopmanmsauns).
MpegycmoTpuTe B NnabopaTtopumn TeppuTopuanbHO OTAENEHHYHO 30HY «nocT MUP» ans
nonyyeHus n 06pabotkm npogykros MLP.
He npowmbiBaiiTe maTepuansl gns noarotoBkum Kk TMLUP B 0fHOM pakoBuMHe ¢
mMaTepuanamu ans o6paboTku npogykTos MMLP.
He ucnonb3yinTe ogHYy cucTemMy BOAOMNOATOTOBKM Ans npoueccoB «npe MLUP» n «noct

[okymeHT Ne 15070066 vO4
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MLP>».

XpaHuTe NpUHaLNEXHOCTW, WCMo/ib3yemble B MpoToKonax «npe [LP» B 30He «npe
MLP», n nepeHocnTe ux B 30HY «nocT MLP», ecnn Heob6xoanmo.

Mpnbop f0MKeEH 6bITb YCTaHOB/EH B nabopaTopun B 30He «nocT MLP».

CneunannsnpoBaHHoe o6opyaoBaHMe N NPUHAANEXHOCTU

MpegycMoTpuTe OTAE/NbHbIe MOJHbIE KOMMIEKTbl 060pYA0BaHNS U NPUHAAIEXHOCTENR
(nuneTkun, TepmocTaT, TepMOOIOK, BOPTEKC, UeHTpudyra v T. 4.) 418 NPOLeccoB «rnpe
MLP» n «noct MNUP» 1 He ncnonb3yiite 4nas HAX O4HO U TO XXe 060pyaoBaHue.
MpegycmoTpuTe  OTAefbHble  MecTa  XpaHeHusa  (MOpPO3W/ibHble  Kamepbl U”
XONOAUNBHUKN) ANS pacxo4Hblx MaTtepunanos «npe MUP» n «noct MNUP».

PyKoBOACTBO MO MOAFOTOBKE MecTa [J/1s YCTAHOBKM TEHETUYECKOro CcekeeHaTopa
MiSeqDx ¢ KoHGUrypawueil MHOroBapmaHTHoO 3arpysku 9
[lokymeHT Ne 15070066 v04
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TpeboBaHNA K 3/1eKTPUYECKON YacTu o

m
o\
B aToM pasfene npegcTasneHbl TEXHUYECKME XapaKTePUCTUKWU 3NeKTPOMUTAHUSA U OMUCaHbI 0
TpeboBaHMA K 3/1EKTPUYECKOI YacTy B Balleli opraHm3auuu.
0;
1
TexHunyecKne XapakTepucTUKN 3/1eKTPonuTaHna S
Tun  TexHu4yeckas xapakKTepucTmka T:
HanpshkeHne cetn  100-240 B nepem. Toka 50/60 Iy L“
MoTpebnsaemas MmowHoCcTb 400 Bt o]
Yy
X3
MNogkntoyeHune
X
B Balleli opraHusauuMm Ao/mkHa O6biTb MPeaycMOTpeHa 3/1eKTPOMNpPOBOAKA CO ClefyHoL,uMm D
XapakTepucTukamu; 0
Onsa HanpsxeHna 100-110 B nepem. Toka TpebyeTcs BblgeneHHasn IMHUA 3/1eKTPonuTaHus e
C HOpPManbHbIM HamnpsHXKeHWem 1 3NeKTPUYeCcKnM 3asemneHunem, obecneymsarowas 1ok 10 Xc
A. X
Tun po3eTkun gns CesepHoit Amepukn n AnoHmm: NEMA 5-15 lL_“)
Onsa HanpsaxeHna 220-240 B nepeM. Toka TpebyeTcsl BblAeNIeHHasa IMHUA 3/1eKTPonuTaHus H
X

C HOpPMa/bHbIM HaMpsHXKeHWEM U 3NeKTPUYECKMM 3a3emieHneM, obecneumBarolwas Tok 6
A.

» Ecmu  konebaHusa HanpsbkeHWs cocTaBnsoT 6Gonblie 10 %, TpebyeTca ycTaHOBKa
cTabunusaropa.

3aluTHOoe 3a3eM/ieHne

Ha reHeTnuyeckom cekBeHaTtope MiSeqDx npeaycMOTPeHO MOAK/IOYEHUE Kopnyca K
cucTemMe 3allMTHOTO 3a3emneHus. CucTema 3alWUTHOrO 3as3eMmsieHus  Kabens
anekTponuTaHua obecneynBaeT OTHOCUTENbHO 6Ge30MacHblli YypPOBEHb 3alWUTHOro
3asemneHus. Mpu paboTe npubopa nNoAKMOYEHME 3alWMTHOrO 3as3emMieHus Ha
kabene nuTaHua AO/KHO 6bITh B Hag/exallem paboyem COCTOAHUN.

Kabenb nutaHusa

Ha reHeTMyecKOM CekBeHaTOpe WMeeTCsa T[He340 CceTW nNuTaHusi, COOTBETCTBYHOLLEe
TpeboBaHMsAM MeXxayHapogHoro crtaHgapTa IEC 60320 C13, v B KOMMNEKTe nocTaBnsieTcs
Kabenb NUTaHUS 4NA HY>XXHOTO pervioHa.

OnacHble HanpsXeHWs OTCYTCTBYHOT B FEeHEeTUYECKOM CeKBeHaTope TOJ/IbKO Torfa, korja
Kabenb NUTaHms O0TCOeANHEH OT UCTOYHMNKa Hanps>XeHna cetn nepemMeHHOro Toka.

MPEAYNMPEXAEHUE
[LNs noAkMouYeHNss TeHeTUYECKOro CEeKBEHATOpa K WUCTOYHWMKY MUTAHUA HUKOrAa He
Mcnonb3yiiTe yaMHUTENN.

MNpepoxpaHutenn

B reHetuueckom cekBeHaTope MiSeqDx OTCYTCTBYHOT NpefOXpPaHUTENUN, KOTOpble MOTyT ObiTb
3aMeHeHbl Nofb3oBaTesNiem.

10 [OokymeHT Ne 15070066 v04
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ICTOYHMK 6ecnepebonHOro nuTaHus

Mofib30BaTe/nto  HacTOATE/IbHO PeKOMeHAyeTCA MpuobpecTn W  WUCMOMAb30BaTb WUCTOYHUK
6ecnepeboitHoro nutanmsa (MBM). KomnaHua lllumina He HeceT OTBETCTBEHHOCTWM 3a COOU
paboynx UMKNOB B CBA3N C NepeboAmMM HanpsKeHus nuTaHua npubopa, He3aBUCUMO OT
Hanmunsa  WBM. Wcnonb3oBaHue CcTaH4ApTHbIX TreHepaTopoB He MOXeT obecneyntb
6ecnepeboitHoe pe3epBHOE NUTaHME, TaK Kak O0ObIYHO Mepef BOCCTAHOB/IEHWEM MUTAHUS
NMPOMCXOAUT KPaTKOBPEMEHHbI MPOBan HanpsHXKeHUsi, YTO MPMBOAUT K NPepbiBaHNI0 NMPOroHa
CeKBEHMPOBaHUS.

PyKoBOACTBO MO MOArOTOBKE MecTa [ANs YCTAHOBKM FEHeTUYecKoro CcekBeHaTopa
MiSegDx ¢ KoHhurypaumeli MHOrOBapnaHTHOW 3arpysku 11
JokymeHT Ne 15070066 vO4
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YCcnoBusi okpyxatoLlei cpeapl

AneMeHT

TemnepaTtypa

BnaxkHOCTb

BbicoTa Haj ypoBHEM
mops

KauecTBo Bo3fyxa

BeHTunnaumsa

TennoBblgenexHue

MN3mepeHHan
MOLLHOCTb

400 Br

YpoBeHb LWyma

B reHeTuueckom cekeseHaTope MiSeqDx npeaycMOTPEHO BO3AyLIHOE oxNaxaeHue. Bo Bpems

TexHuuyeckas xapakTepuctuka

TpaHcnopTupoBKa n xpaHeHue; ot -10 & pgo 40 'C (ot 14 °F go
104 “F). 3kcnnyatauusa: ot 19 “C go 25 °C (o1 66 °F o 77 °F)

TpaHcnopTUPOBKa U XpaHeHue: OTHOCUTENIbHAs BaXKHOCTb
6e3 obpa3oBaHus KOHJeHcaTa. dkcnayarauus;
OTHOCUTesNIbHas BraxHocTb 30-75% (6e3 o6pa3oBaHusA
KOHAEeHcaTa)

YcTaHaBnuBaiite npubop Ha BbICOTHO OTMeTKe Hwmxe 2000
meTpoB (6500 chyToB).

Wcnonb3yiiTe  npubop B  ycnoBMAX BO34yxa CTEMeHu
3arpsasHeHus Il mnn uiw,e. Bo3gyx cteneHwn 3arpsasHeHus i
06bIYHO COLEPXMUT TO/IbKO HENPOBOAALME 3arpAsHAoLWme
BellecTsa.

MPOKOHCYNbTUPYIATECL C COOTBETCTBYIOWMM OTAE/IOM Balleii
KOMMNaHuK, 4To6bl BbIpaboTaTb TPE6OBAHMSA K BEHTUNALMKN Ha
OCHOBaHWW XapaKTePUCTVK TEN/OBbLILENEHUS NMpuGopa.

Tennosas MOWHOCTb

1364 BTB/u

paboTbl Nnpubopa WyM BEHTUIATOPA YETKO C/bILEH.

YpoBeHb wyma (ab)
<62 nb

i3MepeHHbIl ypoBeHb WyMa <62 AE COOTBETCTBYeT YPOBHIO 3ByKa OGbIYHOrO pasroBopa Ha

PaccTosiHue oT npuéopa

1wm (3,3 thyta)

pacctosiHum npumepHo 1 metp (3,3 dyTa).

12
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TpeboBaHUS K KOMMbIOTEPHOI CETY

B cBA3M ¢ 06bEMOM [aHHbIX, CO34aBaeMbliX TFeHeTU4Yeckum cekBeHaTopom MiSeqDx,
pekomeHAyeTCs ero NoAKIIYEHNE K KOMMNbIOTEPHON CeTu.
» B komnnekTe ¢ npnbopom npunaraeTcs HeaKpaHMpoBaHHbIA kKabenb CAT 5e nokanbHoOM

KOMMNbIOTEPHOW ceTn AnnHon 3 metpa (9,8 dyTa).

MofgKnoueHne K KOMMbIOTEpPHOW ceTm U WHTepHeT-coefjMHeHne Tpebyetca  Ans
MCNO/Mb30BaHNUA CNeayLUX (YHKLWIA:

Mpuem w© ycTaHOBKa O6GHOBMEHWI A MNpoOrpammHOro ob6ecneyeHnMs C UHTepdelica
onepaunoHHon cuctemsl MiSeq (MOS).
Hoctyn ¢ uHTepgeiica MOS K thaiinam onucaHusi, wabioHam NPOTOKONA UCCNefoBaHUSA 1
CCbl/IKaM, PacrnosoXeHHbIM Ha cepBepe KOMMbIOTEPHON ceTu.
MpocToe nepemelleHne MOAMeXAlNX XPaHEHUIO [aHHbIX MNpeabligywmnx LUKI0B W
aHann30B B pacnosiokeHue cepeepa W ynpasneHWe CBOGOAHLIM MECTOM Ha Aucke
BCTPOEHHOr0 KOMMbOTEpPa reHeTUYeckoro cekseHatopa MiSeqDx.
» OTcnexvBaHue 1 yrnpasfieHWe AOMNOSIHATENbHbIM aHann30M C MOMOLLbI0 aHa/IMTUYECKOTO
nporpaMmHoro o6ecnevyeHuss MiSeq Reporter.
» lMcnonb3oBaHne BCTPOEHHOW yHKumMn Live Help npmbopa, nossonswuiein cBA3aTbCA CO
cny>6oi Texnogaepxku lllumina gna yctpaHeHns HencnpaBHOCTENA.
NMPUMEYAHUE
Mocne nNOAKMOYEHWS K KOMMbIOTEPHOW CeTM YyCTaHOBUTE  KOHGUrypauuio
o6HoBNeHMA Windows, 4TOObl He [ONYCTUTb aBTOMATUYECKOro OOHOB/IEHUSA
reHeTMyeckoro cekBeHaTopa MiSeqDx. Ecnu  coxpaHuMTb — aBToMaTU4yeckoe
06HOBMEHWE, TEHeTUYEeCKWii cekBeHaTop MiSeqDx MOXeT HauaTb nepesanyck B
cepeAuHe nporoHa. Ecnv aTo npousoiigeT, HauHWTe MPOroH CHavana.

KoHthurypaums MHOroBapuaHTHO 3arpysku

FeHeTU4Yeckuini cekseHatop MiSeqDx MMeET KOH(Mrypauuto MHOFOBapuaHTHON 3arpy3ku c
ABYyMA onepauuoHHbIMM cucTemMamun. OfHa onepaumoHHas cucTema npefHasHavyeHa AN
paboTbl B AMArHOCTMYECKOM pexume, a BTopas — A8 paboTbl B UCCIe[0BaTENbCKOM pexume
(RUO). 311 ABe pa3Hble onepaunuoHHbIE CUCTEMbI NOAK/OYEHbI K OAHOMY U TOMY XXe KaHasy.
Kaxpgas OC nmeeT cBOe MMA KOMMbKOTEpa, NO3TOMY Bbl BUAMTE B CETM TONIbKO OAHY U3 [BYX
onepawmoHHbIX CUCTEM O4HOBPEMEHHO. Ecnn Bbl BUAMTE Apyroe MMs KOMMNbiOTepa Ha kaHane,
cuctema paboTtaeT HOpPMasbHO W yKasblBaeT Ha MepeklyeHne pexuma paboTbl
reHeTM4yecKoro cekseHatopa MiSeqDx mexxay ANarHOCTUYECKUM U UCC/Ief0BaTeNbCKUM.

CeTeBasi NoAaep>xKa

KomnaHua lllumina He BbINONHSAET YCTAHOBKY W HEe OKa3blBaeT TEXHWYECKYy MNoAAepP>XKKY

ceTeBbIX MOAKMHYEHU Npubopa.

[na ycTaHOBKM W TEXHUYEeCKOro 06CAy)XUBaHWA CeTeBOro MOAKIYEHUS WCNONb3yiiTe

cnegyoume pekomeHgaunn:

»  Wcnonb3yiiTe coefnHeHne € MPOMNYCKHOM CNOCOBHOCTLIO 1 rurabut mexay npuéopom u
CMCTEMOI ynpaBneHuss gaHHbIMW. 3TO COeAUHEHNE MOXHO CO34aTb HanpsAMyl Uan yepes
ceTeBOli KOMMYyTaTOop.

» [AnAa ycTpaHeHUs MOTeHUMasbHbIX PUCKOB, CBA3@HHbIX C COBMECTMMOCTbIO CUCTEMBI,
obpaTtutecb K WUT-cmeuymanucTy Balleii opraHmsauumm c nNpocbboil 0 NpoBepKe paboThl
TEXHUYECKOro 06CNY>KMBaHUA CETU.

NMPUMEYAHWE

He ycTaHaBnuBaiiTe Ha reHeTU4ecknii cekBeHaTop MiSeqDx A[ononHUTENbHOE
nporpammHoe obecnevyeHve. Hen3BecTHO, KaK [OMOMHUTENbHOE MporpammHoe
obecneyeHve noBnuseT Ha (YHKUMOHMPOBaHWE U paboyne XapakTepUCTUKU
reHeTnyeckoro cekseHatopa MiSeqDx, 1 MOXXeT HapyLWwnTb ero paboTy,

PyKOBOACTBO MO NOArOoTOBKE Meaa [ANA YCTaHOBKW TreHeTn4eckoro cekBeHaTopa 13
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AHTUBMPYCHbIE NPOrpammbl

ONna 3auThl KOMMbloTepa Npubopa OT BUPYCHLIX aTak lllumina HacToATeNbHO pekoMeHayeT

YCTaHOBUTb aHTMBUPYCHYIHO MpOrpamMmy, KOTOPYK MNofib30BaTe/lb  MOXET YCTaHOBUTb
CaMOoCTOSITE/IbHO.

Bo n3bexaHue BMellaTeNbCcTBa B paboTy reHeTM4eckoro cekseHatopa MiSeqDx wnu noTepu

[aHHbIX CKOHUTYpUpyliTe aHTUBUPYCHYIO MPOrpaMmy cneayloumm o6pa3om:

' YcTaHOBMTE pPEXWUM pPYYHOrOo CKaHWpOBaHMUSl; He fAornyckaliTe aBTOMaTUMYecKux
CKaHNPOBaHWIA.
BbINnonHAKTE ckaHUpoBaHWe TONIbKO B TO BPeEMSsi, KOrga npubop He UCMosb3yeTcs.
YCTaHOBUTE PEeXWM 3arpy3kum o6HOBEHUIN 6e3 3anpoca pa3pelleHns nonb3oBaTtens u 6e3
aBTOMAaTMYECKON YyCTaHOBKW.

» He gonyckaiiTe aBTOMaTU4eCKOl nepesarpyskn KOMnboTepa nocae 06HOBIEHUS.

» VckniounTe KaTanor NpuaoXKeHnus WU AUCKU C AaHHbIMU U3 061acTy AeicTBUSA Kakoin-nm6o
CMCTEMbI 3aluTbl B peasbHOM BpPeMeHH.

14 AokymeHT Ne 15070066 vO4
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PacxoAHble matepvanbl 1 060pyaoBaHue, npuobpeTaemble
Nnonb3oBaTenem

LOna BbINONHEHWS TMPOrOHOB CEKBEHMPOBAHUA Ha TreHeTU4eckom cekBeHaTope MiSeqDx
TpebyloTCA YyKa3aHHble HWXKe pacxofHble MmaTepuansl U o6opypoBaHue. [ONOAHUTENbHYIO
WH(opMaun cM. B JokymeHTe CnpaBOYHOE PYKOBOACTBO nNpubopa reHeTUYecKui
cekBeHaTOp MiSeqDx ¢ MOS B.2 (Ne sokymeHTa 1000000021961).

Pacxo/iHble MaTepuabl, NPYOBPETaEMble Nob30BaTeNEM

Mepes HayanoM NpoBeAeHWst NporoHa y6eanTech, YTO B pacnopshkeHUn UMetoTCs cneaytoline
pacxofHble MaTepuasbl, MPeaocTaB/sieMble Nob30BaTeNIeM.

PacxopgHblii maTepuan Lenb

CnupToBble candeTku, 70% [ns 04nCTKM CTekna u gmkcaTopa siyelikm
M30MpoNuAoBLIA cnvpT NMPOTOYHOI

nm

70 %ataHon

NabopaTtopHble candeTkn, 6e3sopcosble  Ans OUYUCTKMN thnkcaTopa AYekn
NPOTOYHOIA

Bymara Anf  nNpoOTUPKW  ONTUYECKUX [N OYMCTKM SYEKN MPOTOYHOWA

cTekon, 4x6 prolimos

Mpo6upkn MiSeq MpombiBKa NPOTOYHONA CUCTEMbI
(onuynoHanbHOo)

NaOCl, 5 % MpombiBKa NPOTOYHOWA CUCTEMBI
(onumoHanbHO)

TeuH 20 MpombiBKa npubopa

MUHLEeTbl NnacTUKOBble C KBagpaTHbIMM  M3BneuveHne  A4YellkM  NPOTOYHOW M3

KOHUaMu (OnuMoHasibHO) KOHTeliHepa AN NepeBO3KU  AYeliKn
NPOTOYHOA

Boga nabopaTopHOro kavecrsa MpombiBKa Nprnbopa

YKazaHuns Nno UCrnosib30BaHUIO BOAbl 1a6opaTOpHOro KayecTtea

[ns BbINONHEHUSI paboT Ha reHETMUYECKOM CEKBEHATOpe BCEeraa Ucnosb3yiTe Boay
nabopaTopHOro Kayectsa. Hukorga He Ucnonb3yiite BOAONPOBOAHYIO BOAY. HMXe NpuBeaeHbl
npuvemsemble NpuMepsbl:

- Hlumina PW1

» BOfAA C a1. conpoTusneHnem 18 MOm (MQ)
» Boga Milli-Q

Boja Super-Q
» Bopga gns monekynapHoi 6uonorun

O6opyoBaHue, NpuobpeTaemMoe Nnosb30BaTenem

Mopo3unnbHasa kamepa, ot -25 °C go -15 °C, 6e3 o6pa3oBaHus Hanegu
» Bepgepko gnsa nbga
»  XonogunbHUK, oT 2 *Cpao 8 X

PyKoBOACTBO MO MNOArOTOBKE MecTa AN YCTaHOBKM TEHETWYEeCKOro CekBeHaTopa
MiSegDx ¢ KoHurypaLmeil MHOroBapMaHTHO 3arpysku 15
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TexHnyeckas nogaepxka

Mo Bcem TexHMYECKMM BOMpocaM obpaljaintechb B CNyby Texnogaepxkm komnanum lllumina.
Tabnvua 1. O6wan KoHTakTHaa nHopmMaLms komnaHum Hlumina

Be6-caiitT www.illumina.com

an. noyta techsupport@illumina.com

Tabnumua 2. Homepa irenetoHoB cyx6bl Texn 3/ ],epxkn komnaHuu llium na

PervioH KoHTaKTHbI HOMep PervoH KOHTaKTHbI
TenegoHa Homep TenedgoHa
CeBepHas 1800 809 4566 Wtanusa 800 874909
Amepuka
ABCTpanusa 1800 775 688 HuaepnaHgbl 0800 0223859
ABCTpUsA 0800 296575 Hosas 3enaHaus 0800 451650
bBenbrus 0800 81102 Hopserus 800 16836
JOaHuna 80882346 WcnaHus 900 812168
PuHNAHANA 0800 918363 LliBeuus 020790181
dpaHuua 0800 911850 LLsefiuapus 0800 563118
FepmaHuna 0800 180 8994 BenunkobputaHus 0800 917 0041
Wpnauguna 1800 812949 Lpyrue cTpaHbl +44 1799 534000

MacnopTta 6e3onacHoOCTA

Macnopta  6e30mnacHoOCTK (NB)  AOCTYMHBbI Ha BebO-canTe KOMMaHun lllumina
support.illumina.com/sds.html.

[oKyMeHTauuMsa Ha NpoayKLuto

[JokymeHTauuMio Ha NpoAaykuumi B opmate PDF MOXHO 3arpy3nTb Ha Beb-caiiTe KoMmaHuwu
llumina. MepelignTe no ccbiike support.liumina.com, BbIGepUTe MNPOAYKUMIO, 3aTeM
BblbepuTe pasgen «[okymeHTauma n nutepaTtypa» (Documentation & Literature).

16 AokymeHT Ne 15070066 vO4
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CnoHcop B ABCTpanuu
Ilumina Australia Pty Ltd
C€ Nursing Association Building
Level 3, 535 Elizabeth Street
Melbourne, VIC 3000

d IV D Australia (ABcTpanusi)

lllumina
5200 Illlumina Way
) ) ) EC 1REP
San Diego. California 92122 U.S.A. (CLUA)
+1-800-809-ILMN (4566) lllumina Netherlands B. V.
+1-858-202-4566 (3a npegenamu CeBepHoW Steenoven 19
AMepuKn) 5626 DK Eindhoven
techsupport(S)illumina.com The Netherlands (HngepnaHgbi)
www.illumina.com
pykKoBOACTBO MO MNOArotToBke MecCTa ANA YyaaHOBKW TeHeTUYeCKOoro CcekBeHaTtops
MiSeqDx ¢ koHurypaumeii MHOroBapu3aHTHOI 3arpy3ku 17

JlokymeHT Ne 15070066 v04

& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



iHlumina

IMPORTANT CUSTOMER INFORMATI1C»'J

ENGLISH

Redd the Safety and Cinnpliaiwc Guide before performing any priKedurcs on tlw instniment.

« AfiSe"Dj Si*.ty end Ccinpliano: Cwitie Idticumenl 1 15034477)

« AliSeq Si"efy and Complitmce GtiiJf (dccumeiit | 150276J6)
flic guide pnrvides Important safety information peOaining to the irrstallation, serridng,
and operation of themstmment.Tl'ie guide als' includes product compliance and regulatory
statements.

Simplified Declaration of Conformity

Illumina, Inc. liereby declares llral the radio equipment type h>r the MiSeqDx'MiSeq instalment
is bt compliance nrith Directive 2014<'53/EU. The full text of the EU Declaration olCnnhirmity
isavailable at the following URL.

supf»»ii illumina LiinvVerlifn.iievhtml

To dorvnievid the safety and ciimpliance guide, insinutienl package insert, or other insetumeoi
documentation

1 Go to«iippon illumina com.
2 Navigate to your ptinduct.
3 Under the Documentation ciilumn, select View .All.
FiH questions, contact yinir Krenl account manager or 1llumina Customer Support.

RENSEK3NEMENTS IMPORTANTS DESnNfeS AUX CLIENTS
FRANQAIS
User le Guide de s*curiNeet de omfrirmiw avani d'effectiier loute pmcPdure sur rinstrument.
«  Gt(td-ifce*imf<l«ifrfmfbriiri/<‘.if I'mstrwiifiilMiSfiiDriVfix-ummtM-'1515344771
« Guidedekeuritt eldtconformiUdusyslfmcMiSni tihcuntentn'- 25027616)

Ce guide hninut Ics renseignemenis de security importonls relatifs a Tinstailalion, a Ventretien
el arutilisation de I'instniment. Il comprend c'galement les declarations de conftrrmiW el de
rpgtemciiladon du pmduil.

Otelaration de conformite »m|HW6e

niumina, Inc. declare paries prfsenlosquo Ictyped'equipemeni radirxileclrique do rinstrument
MiSeq DXTMiSeq est conkrrme 6 la directive 2014'53/UE. Le texte complet dela declaration do
contormilcprHir I'UEsctrouvearadrcssesuivanle:
-npport [mTTa.0T,'C bbo.uNe T 1

Pour leKchnrger le Guide de s"curite et de amftirmile, la Notice d'acaimpagnemenl de
linstrument ou toute autre dc4umentation relative Arinstrument:

1 Rendo™vnus sur le site -.iippoi i liliimina.vom.

2 Naviguer jusqu'i votre pnsduit.

5 Sims la colontH' Documentation, diquez sur View All (AtticliLT lout).
Si vxmsaver des questions, ci‘irununiquer avec le gestionnaire de compte hNai nu I'assislance
clientele dTllumina.

INFORMAZ2IONI IMPORTANT! PER IL CLIENTE

fTAUANO
ITimadi eseguire qualsiasi procedura sullo strumenhi, leggerela Cuida alia sicurerzaeconfonnila
delki strumento.
« CtiiiLialkisicure22ecconpmitidiMiSc."Dx-<diK4mcnloii. 15034477)
«  CuiJaail ts/G(?mofCfiifi?nHifiiri(AfiScq(cia.-MnifHlaii. J5027616)
La guida fomisce important! informarioni di sicuiezra relative all'installarione, alia manutenrione
eai funrionamentii delloslrumento. Laguida include inoltre la contormitadel prodottoele
diduararioni di contormita alle rrortaHrc.
Dichlarazione dI confoimlUi semplITicata
Illumina. Inc. dichiara che Il tipo di apparecchiatura radio per lo strumcnlo MiSeqDx.'MiSeq
e conforiiK alia Direttive S)14,'53/UE. MMlcsio completo della dichiararionc di conkirmila per
rUEe disponibileal seguenteindiri/ro URL.
sup|v.ti illiimm.i uim-.vrtili..1I's.him)
Per scjficare laguida alia contormitac sicuiem I'inscrlo della conferione deilo strumcnlo
o altia documentazione deilo strumento
1 Andare alia pagina Web -iipport illumin.i .om.
2 Individuareii prodotto.
3 Nellacolonna Documentation (Documentazionet, selerionare View All (\'odi luttii.
Per eventuali doniandc, rivolgersi al respoirsabiledi rona nail'Assistenra Clienti Illumina.
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\MCKTTGE INFORMATICS FUR KUNOEN
DEINTSOH

Madicn Sie sidi vor der Venvendung des GerSts mit dem Slclwrhoils- und Complianco-Handbuch
vertraut.

« AfiSrqOr SichfrheitS' und Cempitancc-HandInch IDeLf.mfaf-.Nr. 15034477)

« MtSeq Skberheiti- und Conipliaiice-Hendhich <IMoka>nm/-/ir. 15027626)
Das Handbuch enthalt wichtige sicherhcntsreler'ante Int.'rmatkinen beziigiich der Installation,
Wartung und Bedienung des GerSts. Esenthlilt auferdimi Erkllirungen zur ITcxiukt-Con”liance
und zu rclevanten geselzlichen bestimmungen.

Verelnfaclite KontormltStserkISrung

niumina. Inc. erklarl blettii|, dass der Typ der Funkubertragungsk.'mponenten im
ktiSeqDv-.'MiSeg-Ca’at der Richllinie 2bl4,'5\'EU rarlspricbl. Dct vnlislandigeTexi der
EU-Konformit(ltserklarung ist unter der fnlgenden URL abru”iar:
supfX'rl illumina oon-artilu.iU»- bind
Golwn Sie wic foigt vor, um das Sicherh”ts- und Compliance-Handbuch. die Packungsbeilage
odor sonslige Dokumentation rum Gerat herunterzuladen;
1 RufenSiesupjH'rt illumina omi auf.
2 Navi”eren Sie zum enisprechenden IYodukt.
3 Wahlen Siein der Spallc ,,Documentation” (Dokumentation) die Option ..View AH"
(Alle anresgen).
Wenn Sie Fri*eii haben. wenden Sic sich an fltren zust*tdigen Kundenbetrouer odor an den
Illumina-Kundaidienst.

INFOFtMACfON IMPORTANTE PARA LOS CLIENTES

Lealagmade cumplimiento y scgurldad antes de realirar ningdn pnxvHlimicnto en el
instrumento.

« Giiiadfcumplindenley vguiidnldeIMiSeijDx In ‘dedatimenlc 25534477)

« CuiadccnmplmiiiUoj/s-.5unlad del MiSeqIn.” dedicinmvU’ 15K7626)
Laguia pnxporckrna infbnnacidn de seguridad imporfante reiativa a la inslalacioa
¥ manumimienlo v el ust>del instrument.’. Tatbl6n induse declaraciones de nonnativas
y de cuinplinacnto del prc*ductn.

Oedaracidn de conformidad simpUficada

Por la prescnle, 1llumina, Inc. declare quo cl #ipo de equip<'s de radio del insirumenlo
MiSeqDx'MiSeq cumplc con la Directb a 20H'53'UE. El texlo completo de la doclaradim
de conformidad a<n las nomutivas de la U£ sc oncuenira dispimibic en la siguiente URL.
xupport.illununa.com.".c'i lilicatcx.html

l'ara descargar la guia de cumplirrdento y seguridad. el prospecto del instrumento u otra
documenladon relacionadnconoste, sigacsios pasos:

1 Vayaa-.iipport illumina.one

2 Seleccione su producto.

3 Enlacolumna Documentation (Documentad.in), scicccionc View All (Ver todo).

Si tiene preguntas, pbngase en oonlacto con su comercial l.ica] o cun el servicio de atenddn
ilicllente de 1wm Tann

BAKHASA VHOCMALIMA A9 KMEHTOB

PYCCKUI
Mepeg BbNio.LLenMeY Kakux-.LIo rTpeskayp c iipiifiopoM olakumbTech C pyKoBoncTTHa
iiooe.voiianKicni n mipvranfBHO-iipaB<Ng'siv nxTT8Crc1Buio.
* MiSeqDx Safety and Cmiplmiee Guide/pykMmMX'TXx'na xxnn-HKMLW W NOPANTUAHO-
aptMCVOMY) ivemeemnnewo Onn Hpu6npe MiSofPt) 11>eynreut/1? 15034477)
« MiSoj Siifi-ty BHx Cowup/mac! Gwidf (pyKOWATIlda lIDtifJon*ri<De»m b HopyaTuTC-
npamnomy cooryeeTcnunio Out npuitapa MiScql ObkymeHT W 25027626)
BpyKOBCVicne (|pBc.1eHa BaXKHas MH(GOPManns HO o XHUKcOeKTaal cTn Kacarensi1o
xciaiKSMi noOcays.n«amus npubopa, a rak».cpa(a<m cnuxcTakxes pyKoso.1Cie
civiepiKHIVK 1lthopklawiocooineiciaHii n3xmnsa yeisnoe.1CHKbIM Ciaiisapna.M 11.)ass.1enns
ar VeV OB

YnpouieHHas ieknapayus o eootseTeTanm

KomnaHus niumina, Inc. HacioxiiuiM :>a».uei, 4iopa,uicx«4ipyAOBaiiiie, untogblyemoe
Bnpubope MiScqDx,'MiSeq,cooi»eiciByer rpe6usanuam Aupeku ibu 2014.53 EU. MonHiw
Tekcr EepcaieiicKotr Sleknapalu T o cooTBeH4aun .vKiyiicii no c.seavneuoii ccu.ine.
viipjKirl.illiimina o'lrvu'riili.ali-i him!

Mop|uK>K.rarpy3K11pyK<KuI 11ra ii<isv.V)iiacwK.*iH ii vopma lUBim -iipaBoniuv nxrraerciBHHi.
1UOiv."i-BKAALbtuia ¢ 1M|hp<~>mnlnello iipiifx~ ' man unoit oxemwrraymnx Kacare,1blx>npunéopa

1 Orxpoitre Be6-caitT -.oppow illviniin.i.oun.

2 TepoHNuUN' K TMepPecyr’HKMY Bac U3/AC.THO.

3 B Ko.KHixe Documentation ([lokyme>nars) Bi.3epH re Vierv AH {Mp.xm.qape1n see).
Mpu BLUIMMKHOBEHUM RonjxxxiB oopaiiiauiecL K viecTiiohiv MCHC.DKEPY HO paboTe c Kamey laxtii
V. BC.IYXO6Y HO.MEPXK1M K. W 0T'8 KomnaHum Illumina.



[XN-ENT6 INFORMACE PRO ZAKAZNIKV

4eShna
rfed prmad*iimiakychk<'li pstupu s timtu pr(slr<”"msi pfedtetc pf(w/1n berpoiinsii ashodv
s pfedpisy pHstroic.
« MiScifOx 5¢p !y and CempliiBicr Cuirfol PtindHa haiKtnosH nsAoriy s phxtpuv pfo phitroi Mi*D x>
(itom. TifL'7503447T)
*  MiSeij S ~ v ivtj CompluMCC Guide iPtIni*ka bczpeaiPiti asliodi/ s pffdpsu piv pfisiroj MiSo))
I'rfotunwifi'. 15027616)
Tat.' pHiufkaobsahujcdOleHtdberpc/ni'stni informace, kter” se vrtahuji k instalaci.provadfni
udr”by a prt'V()7u pHstre”e. THruJ/la rahrnuje lake prohlak-ni o shod* prodiiklu a rogulaini
proMAJoni.
ZJednoduieni prohliSenio shodi

SpiJcCniist Ulumina, bu. timro pn‘hlaldirjc. zep pridio’.-eho vvbavpni' pfisiroji MiSeqDv'MiScq
vylv'vuicsm6niici2014/"3,'EU. L'piny text evropskebo prohlAseiu odiod”Jek dispof/ici na
nasloduiici adrese URL.
supfX'rt itliii'im.i uHn..rrlifi,ali-. hinil

Toslup staiwii pt(nifty boipt?eiH>sti a shod)' s pfedpisy. pffhalo'ch." letjku pHstroje neho dalii
dokurrtontoce k pflstroji

1 ITejdetena web m.ppon llUimm.i .om.

2 I'feidMe na\ /Uprodukt.

3 Vesloupci Documentation (CX'kumcntatt.’) vyberle mofnost View .Ml (Zobrazit vie).

MS(c-li dola?'-, k.'nlaklujle mistniho rastupcc nebs' I'ddfleni podp'rv 7Ska7«(ku sp.'le6x'sli
lilumina.

VA2NE IhtfORMACIJE ZA KORtSNIKE

HRVATSKI
rVijeirsodenja ps'slupakartainstrumentu pn<Cil*tc Vodi<!?asigumust i sukladnost.
« l'cdu” MS!g»r>irafisuA(aincsfsHS»en».4iiSeijCb:(br ifo*uriieahilSEB4477)
* Vndff 2/1srjuinosl i suHnritiosf susfew MiSr? <br dctumcnhi 15027616}
Utomsu' (‘'di?uru‘edene vaine sigumosneinformaciiekfiescodr>ose na instaladju, KT'isiranje
irad instrumenta. Vodii' obuh'ailai iajave o stikladnosli proizvoda te repuiatome i/|ave.
Pojednostavllena Izjava o sukladnosti

Illumina. liic. ovime i*avlju)e da jo vrsta radkKiprmne za instrument MiSegDv'MiScg u skladu
s Direkavum2014/53rEU-Cjelovit tekst Dcklaractje o sukladnosti EU-a divstupan je na sljedecoi
iiitomotskiy adresi;
upi»'ri illumo'aconre.'riirKal.’- iitml

Dabistcpreucoli voditlza sigurnost i sukl.rdi'Kisl, intortnati'niprcgledinstnintenla ili niiw
drupu dokumcmladiu instrumenta,

1 iditena -upport.liliimin.! .oni.

2 IVoiwdile svoj proziw'd.

3 U stupcu Documentation (Dokumentadja) odaberite View .All (Piika?i sve).

Ak.i imate pitanja, obratitc sclokatnomw'dileliu «'drmsa s klijentimaili sluibu za podrSku
tvTtke Illumina.

IKTHO KUNDINFORMATION
EVFNSKA

Las sakerhets- isch eftcric' nadsgiuden innan du anvandor instrunwntct.

*  SIKCTACfs- a-A?/fertfTO«(sjuirfi’ frr Alisc”Di- (ikdcumenhiT 15034417)

*  S*c7iii.rs. Kh “erlevnadsguidcpr .MiSeq Idokumenhn 15027616)
Di'kummfct innehallCT viktig sakerhetsinibrtnationavseendeinstallation, scrvicci'chdrift
as mslrumentcl. Dt'kumcnlel innehMler liven information om prrHIuktdvers-nsstiunmclse
t'ch Kireskrifter.

FérenMed fbrsakran om 6verensstAmmeise

Illumina. Inc. fbrsakrar harmed att typen av radioutrustning i instrumecniM MiScqEh'MiSeq
d'erensstiimmer mod dirckhvel 2014,'53'EU. Den fullstandiga texien om EU-Kirsakran om
tiverensstammelsc ar tillganglig p3 fiiljande URL.
w'ipl'M illumina c.‘m'ei-miii .ill'- him|

Am iiiid fi'iiande an'isningar om d u " ill ladda tied sakerhets- irch eftertevnadsguiden,
instrumemtets bipacksedel eller annan dokunvnlation som rfir instrumentel.

1 G3till tipp*Mlitlun'ma.iom.

2 Na'igeratiil pr(>dukten.

3 \al| View All (Visa alia) i kolumnen Documentation (EH'kutetnbon).
KortK'okladin k'kala kontoansvarigi cUer Illuminas kiindsuppi>rt om du har ft.igor.

ViGITGE KUNDEOPLYSNINGER

Lrs Skketheds- ogovermsstcrnn'clsesvetlodrenpen. hw du anvender insinimenlet.
« Sikkerhetif- eg cwranflemnrcisenvjUdniiig HI .MiSfifDt MnbltrTKnr. J503447D
+ SifetcrAfiis- og iitemiSsrarime/.«.'S!''iti'dii/ji” fif /lb<ty (diAumentni  15027616)
Veiledningen indeholder vigtige sikkcrhedsoplysningCT i forb>Id lii installaHon.
scrvicecftorsynog.-uivendelse af insfrumenlet. Vujledningen iiidchc>lder ogs."
opl\'sningcr om produktovere'nsstcmjnelsc og lovnuessige anvlsninger.
Forenklet overensstemmelseserkleering

JUumma, Inc. erki.pterh<?rmed, at radioudslyrstj’pen for MiSegD*~"MiScg-instrumenlet
or i."'erensstemmrise mod Europa-Parlamentels I'd RSdcls direkliv 20i4/53/EU. Den
k.'mplette EU-oveis'nsslemmolsoserkljeringer lilg*ngeligp4 felgende URL-adresso.

illimuna oim.'voilihcati'. him|
Du kan downloddosikkerhods-ogo'orensslemmolsesvejlodningen. indlatgssedlen
til instrunwnb'l og atidon inslrumentdokumentation
1 G4til Mipp'inUimiii* 1i.'m.
2 Gt til dit prirdukt.
3 Ikolomien Documentation iDokurocntPtion) skal du va.'lgc Vies» All (Visaile).

Hvis du har spwtgsm.Tl. k.m du konlakic din lokale accc'unt numager elicr kundesupporl
hos illumina.
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BELANGRIJKE KLANTINFORMATIE

NEDERLANOS

Lees de Haitdleiding \*eiligheid on naleving vtx'rdat u ‘vcrk/aamhcxlon mot hot instrument
uitvoert.

« Haadliidmg ivilighad en iialcmig MiSeqDa fdocuniail 1 15034477)

« Handleulmg mhgheid ai nideiitig MiSeq idixumeni >15027616/
Dc handleiding bicdl bolangriike veili*Kidsinlormatie met betrekking tot de installatie.
liet nnderhoudondebedioninfi vanhet instrument. Dehandloidtngbevat ix'k vcrklaringen
omtrent pn'duvtnaleving en regeigeving.

Vereenvoudtgde conformiteitsverkianng
lumina. Inc. verklaan hierbii dat bet type radioapparatuur vxior bet MiSeqDx-."MiSeq-instmmont
overcenkomt met dc richtlijn 20U/53,'EU. Do volledigc tekst van de conk’)rmiteitsvcrklaring
vande EU is bescliikbaar "-ia de volgendc link;
supfxnl illumina .omui rtilk.iK--.htmi

Om dc hartdlmding "*eilighc4d en naleving, do bijsluiter s'fandere d.'cunxmtatie van het
instrument tc do'vnloaden:

1 Ganaar support Illumina com,

2 Blader nnat u'v product.

3 ScleclBerunder dekolom Documentation (Documentabel do optic View All

(Mies 'veergevw).

Indion u vragen hebi, nocT dan contactop met u'v plaalselijko accountbohcerdcr of
de klanlensorvicc van Iliumina.

VIKTK3 KUNDEINFCffIMASJON
NORSK

Lcs Sikkerhets- op samsvarsvtAledningen for du ulfnrer noe vedlikeht'ld pa instrumentet

= SibtrrArts- aj sarnsrarstrilcdaing”™ MiSojPx MrATosaTTr 1.4134477)

« Sikbrhets-eg nvnswrsmledning”® MiSeg (dokumritnr. 15027616)
Vciledningen inneholder viktig sikkerhetsinfonnasH’n I'm installasjim, vedUkchold I'gbruk
av instrumentel. Vciledningen innehi'lder ogsa samsvars- og forskriftsinformasion.

Forenidet samsvarserklaering

Illumina, Inc erkliprer bervod at radioutst) Tet ftr MiSeqDx-i'MiSeg-instrunvsitct er | samsvar
mod direktiv 2014/53'EU. Den fullc tcksicn til EU-samsvarscrklan'inpcn finnes p4 folgcnde
URL-adresse:
-iippirrt.illumina..om'LiThfuah's himl

Fori laste ned sikkerhets- og sartisvarsveilediungen, pakningsvedlcgget cHlcrannen
dokumentask'n for Insirunventet

1 G4til supp'ri.illmninau'tn.

2 Blatil enskcApmdukt.

3 Veig View All (Visalt) under Documentation (Dokumentasfon)-koli'nncn.
H"is du bar sporsmal. kan du ki'ntakte den lokale kundekonlaklen oiler THumlna-kundestotte.

ZHMANTIKEI rWiPOHOFIEE MATON NENATH

FAAHVRA
lut(3ii(7TE TnvObrj*-onmptxAeut; k«ton)uao(yp(|tO1)c Tpivmo ttp' {KTsAtinjonouJobiirtinf
6u»6iKnoinc 0To ogsit'ro.

« ObtjyA: aaipaAsiOi uai iTypyOpyjaxijc .MiSbjDt (ftp. tvypftpot' 15Q34477)

- Oft/p'dc noipif/Uiftc xui -u>pppp|padirc iVIiSoj (up. eyypft"MU 15('27610)
O obrrpi:ui'toc nugfxfnrripiisTiKfv riAv)pcNxx?i«C«oipaAEiucavmp4piKd p{ ir]s-r)xutaotn<n,
TOiirppic KILTT Slemiugyla Toii opsttvou. O 00r|v6; nepuxn- tnkir)c, n.\r)pi'<pop(fC(rx{TiKi> p{
TT(th'ppi‘ipipux'ri icui TK icusxivioTiKfc 6ry)tliO£i4 Ttai npekT-Ku™

ATT/lon<rtenp4ur) 5[)/1wor| ouMpApPpb1o 1) (
H Illumina, Inc. Uni.V.'Vtibui Toi4 napovTocd TiOTum>: cv'buictort/VVu'pou \w Toiipyoro
MiScqDx'MiSeq cruiapopiptirvtTiii p£ TTp' obiiyut 2D14.'53/EE. To nAripfS kE|uEn'o ny; &n\ucTT]c
owilii04>p'OT)c Try; EE 4iv«i butOfOipo (tnya niipiik AT (i'6ifi4)i'\'or} URL
support illumina .mom.ivrtilu‘atc's.blinl

Ptti Tt) At w u obtyyov ootpttAfiUv *a« cifppopipt.xrry:, Tcu' cpi)ANi4* obrjyir.'v g onouH)f=>iynoT{
iA\(U' ouvsibfvnKcA' E'yypetuxH) Tov uciriSTiu

1 MtTapEITtrrroT' IOTOTono -up['ort illumina oim,

2 nAstri'fqOffTtoTo npoiyetUK.

3 Emr) OTi)Aq lkocumentation fTEKnr)pluimi), EMAIETE A'iew All (M, 0(}o/p ix\iov).
FiaTiTiiSs tpriTt ofic, fniKoivi.rvrlOTE pp tov ToniKrtbiaxtiptr'Ti) Aayapinopoii i) p« ToT)T)p«
L'nooTqpiEqc ncArtTi.iv tc 1llumina.

INFORMACAO IMPOFTTANTE PARA O CLIENTE

PORTIXINFS iPTi

LeiaoCuia de cirnformidaduesepuran®a antes de exccutarqu”giier procedimento no
instrumento.

¢ Cuiadc CiUiJormiiUuk e Kguninfa do AliSeqDT (ifeTiitifttfon « 15034477)

« GuiJdccciiformidadc c seguraa” do MiSci) idocumentv n." 15027616)
O guia fomece informa"CK.'Sdc sepuran”a unporlantesrelativas Ainstalapao, repara®ik) o operai;eo
do instrumenh’.Opuia tambtim inclui declara?Oesivpulamenlaresedc cortformidadc do prixiuto

Declarepao de conformidade simpimcada
A illumina, li'c. declaraquoi'equipamcnh'debpodc rAdiodoinsirumcnlo MiSeqDx'MiSeq esia
em o'nfi'rmidade com a E)ii*eli*a2014/53'UE. Otesh' ciimploto da Dcclarayai' dcronhumidadc
Eun'peia esta dispc'nivel no seguintc URL.
suppori.illiimu.i.iT'm, ceiiiltcales.html

Para transferir opuia de contormidadeesegur.m”a, o folheio infortrsativo do instrumento ou
qualquer outra documentas'iiorclafivo ao instTumonlo

1 Acedaa Aippori illmniii.i mm.

2 Naveguo ate ai' seu prt'duto.

3 Nacoluna Documenlation (Poeumema?ao). scleciono View All (Yct tudo).

Seti'-er nlgumaqucsiao, cimlaclcoseii gesh'r de conta livral oun .Apoioai' CTicnteda Illumina.



INFORWApAeS IMPORTANTES PARA O CUFNTE
POBTUOUes ten)
Leu OLiuia de segurajn,” e cnnltirmidado amc« de rcaii/ar qualquer pn'codirrwnlo no

instnimento.

* Gu( rt/3rjnf.iflrii'fso;jvr«iifOitoMiSeijDx(derunifi;ton." J5034477) « iMISeqDx 15034477)

« CfUiedesrguroHi:AfCoiifoi"niiiaiiedcMiSg(claumentcii ¢ 15027616.* «  iMiSeq 54M&i114A LW M3r; Y 15027616)
Osui.iofcreccimporlanlesinforma®ocs de seguranjaan rela(ao a instalai;»', manutengio
o opera™6o do instrunicnlo. O guia tambom inclvii declara®oos de ennformidade e regvilamentai™i
do pn~dulo.

Declarat” gimphricada de confoimidade IHumina, Vic. 4«Dtrss. MISeqDx/MiSeq 2014/53/EUs»
Por meio de?fe documento.a Illumma. inc. declaraqueo hfK'de cquipamcnlo dc radio para @N@OSN@’W(“P“SHQ'S]]—XTLR,
o iiistrumcTilo MiScqDx/MiSeq esl4 cm «)nfomiidade com a Diretiva 2014.5?<'EU. O texto compiMO
da IX'darai*ikideConforinidadeda U Eesti dispnnfve! ivi URL aseguir. s™)port;|Jumina,com‘ceitificat0S.html
Mip[x>ri tijumma «omaortOi. hinii
I'nra tazero downiloaddo guio de scgutan?acci>iifi>rmidndo, do folhetoinfonnativoou deouha 1 -JMfPj supDort.iiumina.co'ri,
d«»cumentn”ao do inytrumimlo . .
2 #.S2f5"S.

1 Aa.sse'iiipi’--rt llumma o .
2 Na'eg\ie ale sou produto. 3 a '5"OocumentNeon (XW) ‘NMiTM-Vliew All (SSSM) %

3 Nacoluna Documentation (Docuroenta”So). seleciono View All (Visuali/ar ludo). MWar” .-ie*»SS«(S05«Pg3S llumma*;p$}$gan.

Em caso dc duvidas, entre cm ainlaU’ com sou geronte de eonta Wal nu com o setor de
Alcndimenlo ao dlente da lllurrana.

jjsaksoaseeiBide . ..
SHES S« VP

+ M18enOxir&MANas (A1P *15034477)

an
‘Safety and Conipiiance Guidej *E£ita>><nfSL).
«  'MISeqDx Safety and Compliance Guidej (3?88Y : 15034477) * MISegeiS*«SS (Xft» 15027616)
. TMiSeq Safety and Compllanoe Guide." (X B BY : 16027616)
CRO«-<UT. «A®WN.W. «ths«. «cCYaN1ecnTd*a)3;r™*14«««o*?,

HE CoadHKtt. »ffi@8>75'f7v/ ®&d:amiJICM'5-5l61a«S/urU)*', illumina, Inc. 1"UJISS>MISeqDx/UiSeq fR S Ne M il X 1S ® S £/ alS -» 2014/537EU A
19SLLILSIXB 8 % EUM-&«BBAMEX'5],«TUAY). AN

r/l/S?-«SCS?+13, MISeQDX7MiSe()«iS®* W «Srad»D'»fee 8% 2014/53/EU(ClI|!g'0 euppwi.iilumma.com'ceiiifiaies.him|

o o o
ruscicccic*iu'fcL-*T, Euaft*s*® £xict>uria. ;>®uURLi"67"»12AU 1 <ALAVBEAE*Visb>
r<«SLi; 1 MiT tt support.iHumina-cem ¢

-miiTport.lllutTitna.coiTi.c-irtifuatPS.himi 2 FEe«c°

3 ft [Documentation (ANe)] AT-184 (View AB(«?1SSH)] -

D-KT5(CI3. ffiS ftfrraa-aiSEXiCKiSeeaa illumma
1 i>.suopod.Ktuiii'na.. <im®C X"/i:cSLio
2 ®®Li®»aicNiLr<;!fau.
3 [Oocomentation] W@ [ViewAlll «SJRL-r<KfaLU

/N BO«iN'canl*b;cO. Bla<®eaB*if-1J1/5®S5 T-77n<-b*a®/111i4»3

EC I RE*

ISumina Netherlande B.V.
Steenoven 19

5626 OK Eindhoven

The Nefinerlands

Australian Sponsor

IHumina Australia Pty Ltd
Nursing Association Budding
Level 3. 535 Elizabeth Street
Metooume. VIC 3000

lliHTiina

52CKO [llum m Way

San Diego, Callfomia. 92122 U.S.A.
«1.800,609.ILMN (4566)

+1.856,202,4566 (Outside North America)

techsupporteiHumtna.cdm

A 121 ftiT'tne koo, A feMicramv*H, . . .

Al trpa>>tv. Mum, loc, wiVar v ae hutaediK gand«
SraHMpVivuns.coT | 7ro” pery lagathtrrt,,
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Appendix to the operating instructions for the
Russian Federation

Description of medical device and its components:
«Genetic sequencer MiSeq in variants: MiSeqDx»:
I. Genetic sequencer MiSeq in variants:
- MiSegq;
- MiSeqDx.
. Content:
. Basic unit of the device;
. Safety instruction; (1 pc.)
. Operational instruction; (1 pc.)
. Tray for washing the instrument; (2 pc.)
. Stickers for the left panel; (2 pc.)
. Bottle washing device, up to 500 ml; (1 pc.)
. Bottle for draining waste liquid; (1 pc.)
. Cap for the bottle ofwaste liquid drain can up to
800 ml; (1 pc.)
9. T-shaped M6 hex key, 6 inches; (1 pc.)
1T-shaped 5/64" hex key; (1 pc.)
11. Cable for connecting to the Internet network; (1
pc.)
12. Power cord; (1 pc.)

0O ~NO AP WN R =

Developer:
Illumina, Inc.
5200 Illumina Way, San Diego, California 92122,
USA
Tel.:+1.858.202.4566
mail: techsupport(®*illumina.com

Name and address of the production site:

Illumina, Inc.

Hayward, 25861 Industrial Blvd, Hayward California
94545, USA

Official manufacturer:

Ilumina, Inc.

5200 Illumina Way, San Diego, California 92122,
USA

Tel.:+1.858.202.4566

E-mail: techsupport@illumina.com

Authorized the Russian

Federation:

Representative in

& 000 LHPMH (7] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

MpuNoXeHWe K MHCTPYKLMKN N0 3KCnayaTayum
ansa Poccuiickoi ®epepauyunm

OnncaHne  MeAULMHCKOIO ero

KOMMOHEHTOB:

MeHeTMYEeCKMn ceKBeHaTop MiSeq B BapuaHTax

NCNONTHEHUSA: MiSeq, MiSeqDx:

I. FeHeTnuyeckuii cekBeHaTop MiSeq B BapuaHTax

NCMONHEHUS:

- MiSeq;

- MiSeqDx.

Il. B cocTaBe:

1. Bba3oBbli 610K Npubopa;

MHcTpykuns no 6esonacHocTu; (1wit.)

MHcTpyKumMa no akenayatauum; (1wT.)

J1oTOoK ansd npombiBKK Npubopa; (2 wT.)

Hakneikn gns nesoi naHenwu; (2 wr.)

ByTbinb Ans npombiBKM npubopa, go 500 mna; (1

wT.)

7. baHka gna cnmea oTpaboTaHHOM XKUAKoOCTK, o 800
ma; (1 wT.)

8. Kpblwka ans 6aHkM gns cnmBa 0TpaboTaHHOM
xuagkoctu, go 800 mn; (1 wr.)

9. T-06pa3Hblit M6 WeCTUrpaHHbIN KNOY, 6 AHOAMOB;
(1 wrt)

10. T-06pa3Hbiii  5/64”
Aonmos; (1 wr.)
N.Kabenb gnd nogkn4vYeHUsa K MHTepHeTy ceTu; (1

wrT.)
12. Kabenb anekTponutaHus; (1 wr.)

n3genns  u

ook wn

WeCTUTPaHHbIA KoY, 6

Pa3paboTumk:

nntomMnHa, NHK

5200 Illumina Way, San Diego, California 92122,
CWA

Ten.+1.858.202.4566

E-mail: techsupport@illumina.com

HanmeHoBaHue u NPOV3BOACTBEHHOM
naoWwanKu:

«MnnoMnHa NHK.»

XeiBapg 25861 WHpacTpuan 6ynbB. XeiBapg, wrat
KanugopHus, CLLUA

agpec

OduumanbHbIi NPON3BOAUTEND:
«MnnommHa HK.»

5200, WnniomuHa  Yan,
KanugopHua, 92122, CLUA
Ten.:+1.858.202.4566
E-mail: techsupport@illumina.com

r. Can-Aluero, wTart

YNONHOMOYEHHbI npeacTaBuTeNns B Poccuiickoli
thegepaynm



R-Pharm International LLC,
123154, Moscow, Berzarina St,
premises V, room 9

Tel; +7(495)956-79-37,

Fax: +7 (495) 956-79-38

e-mail: info@rpharm.ru
www.r-pharm.com

19 bid. 1, floor 1,

Application area
Clinical laboratory diagnostics.

Contraindications
Not detected.

Possible side effects when using a medical device
Not detected.

Requirements for the operator (user)

"'iSeqDx should only be used by qualified, trained (in
e clinical laboratory diagnostics area) personnel.

MiSegDx is an in vitro diagnostic medical device for

professional use only by a medical laboratory

technicians (medical assistants, laboratory assistants)

or clinical laboratory diagnosticians.

The list and description of the materials of the

medical device coming into contact with the

patient’s body (human body)

Not applicable.

The components of this medical device do not come
to contact with the patient’s body, either directly or

indirectly.

Information on pharmaceutical substances used
for the final product, including principles and
methods of evaluation

Not applicable. This medical device does not use
pharmaceutical substances.

Final sterilization method
Not applicable. Not sterile.

Description of commissioning rules
MiSegDx is commissioned by a service engineer.

An indication of the specific pathology, condition,
risk factor for the detection, determination or
differentiation of which the medical device is

& 000 LHPMY (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

000 «P-®apm NHTepHELHN»,

Poccua, 123154, r. Mocksa, yn. bepsapuHa, g. 19,
Kopnyc 1, atax 1, nomeuieHne V, KoMHaTa 9.

Ten: +7 (495) 956-79-37,

®akc:+7 (495) 956-79-38

e-mail: info@rpharm.ru

ww w .r-pharm.com

O6nacTb NpUMeHeHUs
KnuHunueckas nabopatopHas gmarHocTuka.

MpoTuBONOKasaHNA
He BbISIBNEHDI.

B03MOXHbIe No6oYHbIe jencTBus
MCNONb30BaHUN MEeAULLMHCKOTO N3genmns
He BbIsiBNEHBI.

npu

TpeboBaHMA K onepaTopy (N0/b30BaTENIO)

Mpn6op MiSegqDx [onXeH WMCNONb30BaTbCA TOMbLKO
KBanMnUMpoBaHHbIMM NOArOTOB/IEHHbLIMM
COTPYAHMKaMK B obnactu K/IMHUYECKOIA
nabopaTopHOl AMarHOCTUKMN.

Mpnbop MiSeqDx npeactaBnseT co60i MeANLMHCKOE
n3genne AN OWarHOCTUKWU in vitro  ans
NMPoeccnoHanbHOro MCNoNb30BaHNSA TO/IbKO
nabopaHTammn MefuUMHCKUX nabopatopuit (Bpayamu-

accucTeHTamu, Bpayamu-nabopaHTamm) nnm
crneuManucTaMm no  KAMHWYECKOW nabopaTopHOiA
AVarHoCTUKE.

MepeyeHb " onucaHue mMaTepuanos
MeAULUMHCKOro W3AeNns, KOHTAKTUPYHLWUX C

Tenom naymneHTa (YesIOBEYECKUM TEIOM)

He npumeHumo.

KOMNOHEHTbI  3TOM0  MeAMLMHCKOTO W3LeNnnsd  He
conpukacaroTCcs C TenoM MauueHTa HU NPAMO, HU
KOCBEHHO.

NHpopmayms 0 hapMaleBTUHECKUX CYOCTaHLNAX,
ncnonb3yemblXx 4719  NPOU3BOACTBA TOTOBOrO
n3genus, BKaYas NpUHLUMNbI U MeTOAbl OLEHKN
He npumeHnmo. B jaHHOM MeLUUMHCKOM U3LEeNUN He
MCNOMb3YHTCA (hapMaLeBTUYeCKMe cy6cTaHLun.

MeTo[f OKOHYaTeNbHOW cTepuan3saynm
He npuMeHMMO. He CTepU/bHBbIA.

OnwncaHne npaBun BBeAEeHNA B 3KCNyaTauuio
Mpubop MiSeqDx BBOAUT B 3KCMAyaTaLUUO UHXEHEP
no aKcnayarayuu.

Y KasaHue Ha KOHKPETHYI0 naTonoruo,
COCTOSAAHME, (haKTOp puUcKa, ANsa obHapyXeHus,
onpefeneHna unn guddepeHymaLnum  KoTopbiX



intended
Not applicable.

NpeAHA3HAYMEHO MEAHIHACKOE yeTpolicTBo
He nprMennmo.

Population, demographic aspects of the use of a
medical device
Not applicable.

MonyauunonHbie B AeMOrpaduIccKHE ACMEKTHI
MCMOJIL30BAHUN MEARIHHCKOTO YCTpoiicTBa
He npnMeHKMO.

Information on the presence in the medical device
of materials of animal and (or) human origin
Not applicable.

HidopMannas ¢ HAMHMHA B MCEAHUHAHCKOM
yCTpolicTBE MATEPHAIOB KHBOTHONO H (WIH)
JeJIOBEYECKOr0 NPOHCXOXKACANS

He npHMeHHMO.

Analytical Specificity and Sensitivity Information
Not applicable. Depends on reagent kit used.

Hudopmauun of ananurnueckoii cnenndnunocTt
K 9yYBCTBHTEJbHOCTH
He npumenuMo. 3aBHCHT OT HCHoONb3yeMoro Habopa

peareHToB.

Diagnostic sensitivity and specificity information
Not applicable. Depends on reagent kit used.

Hadopmanns ° AHATHOCTHYECKOH
YYBCTBHTEABHOCTH R CREIHPHIHOCTH
He npuMeHHMO. 3aBHCHT OT HcnoassyeMoro Habopa

PEAreHTOoB.

Medical Device Stability Information
Not applicable.

Hudopmaunst 0 cTabuanHOCTH MeIHURRCKOTO

ycrpoiicrna
He npuMeHnuMo.

Information on the biological reference interval

Hudgopmauns o OHosormueckom pedepeRTHOM

for the use of a medical device HNTepBaJE QIR HCNOIL3OBAHNR MEAHUMHCKOIO
Not applicable. ycTpoiicrsa

He npuMenumo.
Information on interfering substances or | Hujopmauns ¢ MemMIAKMHX BemMECTBAX HIN

limitations associated with the sample that may

OrpanHYeHREX, CBAIAHALIX ¢ 00pa3namMu, KoTophie

affect the test result. MOFYT OKa3aTh BJIHAHHE HA  PEIYALTAT
Not applicable. HCTILITAHNS.

He npAMEeHHMO.
- he description of key functional elements of the | Onucanne OCHOBHBLIX PYHKUHORAALHBIX
medical device that may be supported by charts, | 3nemenToB  ycTpoiicTBa, KOTOpBIC  MOIYT
photographs, diagrams, and explanations COMPOBOXRAATLCH TpaduHKaMi, ¢GororpadusIMA,

The MiSeqDx Instrument is a high throughput DNA
sequence analyzer for clinical use.The MiSeqDx
Instrument with access doors open is shown below:

AHATPAMMAMHE H (OSCHEHHIMH

INpubop MiSeqDx npeactasnsier coboli cexpeHaTrop
nocneaosatensHocTet JIHK ¢ Bhicoko#i nponyckHoH
cnocobnoctoio. [lpuGop MiSeqDx ¢  OTKpLITBIMK
ZABEPLIAMH V1A AOCTYNa H300paxen HHXeE:

& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU




Front view:

The MiSeqDx Instrument performs
amplification/cluster generation, sequencing and data
analysis in a single instrument. MiSeqDx utilizes a
pre-loaded reagent cartridge to supply all reagents for
the sequencing by synthesis steps. Samples are also
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Bug cnepegu:

Mpunbop MiSeqDx BbINOJIHAET
aMmnampukayunio/cosgaHue Knactepos,
CeKBeHWpOBaHVe WU aHann3 faHHbIX B O4HOM npubope.
B npnbope MiSeqDx ncnonb3yeTcd npenBapuTenbHO
3arpy>KeHHbI KapTpuaX C peareHTamy Ana nojayu



loaded onto the reagent cartridge and automatically
transferred to the Flow Cell at the beginning of the
cluster generation process. Sequencing by synthesis is
performed within a single-use Flow Cell which is
imaged at each synthesis step by the instrument. Image
processing and reduction to sequence data is
performed on-board the instrument so no external
computer is required for data analysis. Both reagent
cartridge and Flow Cell carry unique RFID (Radio
Frequency Identifier) tags for tracking that are read
within the instrument.

You can use a keyboard and mouse to work with the
sequencer.

pearecHTOB I JTanoB CEKBCHHPOBAHMA NYTEM
cuaTe3a. O6pasubl TaKKe 3arpyXaioTc B KapTpHILK ©
peareHTaMM W aBTOMATHYECKH IIEPEHOCATCA B
NPOTOYHYX0 AuYeHKY B Hayane npouecca cCo3JaHHA

knacrepos.  CexBeHMpOBaHME  NYTEM  CHHTe3a
BHITIONHACTCA BHYTPH npotouHo# Agehku
OAHOKPAaTHOro MCNONbL3OBAHHA, KoTopas

BU3yanH3upyeTcA npuOOpOM Ha KaKAOM ITane
cuntesa. OGpaforka u cxarue wu3zobpaxennfi ¢
NOMyYeHHEM JAHHBIX CEKBEHHDOBAHUA BHITIOIHACTCA
npuGopoM Ha MecTe, MO3TOMY JUIA AHAIKW3A AAHHBIX
sHeIDHHH KoMnbioTep He Tpebyerca. U kaprpmax ¢
peareHTaMHi, ¥ NPoTOYHAA A4eHKa HECYT YHHKaNbHble
merkn PUUJL (RFID) (pazmodacTOTHOTO ACTEKTOPA)
ANA NPOCIIEKHUBAHNA HX NPOUTEHUs B npnbope.

Jna paGotel ¢ CEKBEHATOPOM MOMKET HCNOMb30BAThCA
KJIABHATYPA M MBILIb.

Dual-Boot Configuration:

1e two solid-state drive configuration, known as dual
vuot, allows for a physical separation of Dx workflows
from RUO workflows. This configuration allows for
the RUO side to be upgraded without affecting the
validated workflows on the Dx side.
The advantage of this configuration change is that it
physically separates the mechanisms that control the
dual diagnostic and research functionality of the
instrument into two discrete processes controlled by

Kondurypauns AsyxsapuantHoii 3arpyskn:

Koupurypauna ¢ ABYyMS IKCCTKHMH  AMCKAMH,
M3BeCTHA? KaKk KOH(Hrypauus AByXBapHaHTHOH
3arpy3kH, fo3Boaser GU3MIecKH pasaenuTh paboune
npouecct Dx u RUO. Ora kondpurypauus naer
BO3MOXHOCTh YCOBEpPIICHCTBOBATh cTOpoHy RUO, He
BIHAA Ha BaIMAMpOBaHHbIC pabouue Npoilecchl Ha
cropote Dx.

TIpeHMyIIeCTBO 3TOTO H3MCHCHHA KOHPHrypaunu
COCTOMT B TOM, YTO OHa MO3BOJSET (PMIUUECKH

independent hardware components and software. PasACNHTL  MEXaHH3MBI, YNpaBuAloOUMEe  ABYMSA
This hardware change was assessed to be a minor | pyHkuuamMu — ABarHocTHYecko H
change with no impact to product safety or | uccneaoBarensckolf, — Ha npubope ¢ NOMOILBIO ABYX
effectiveness. JHCKPETHRIX NpoUeccoB, ylpaB/seMbIX
An example is shown below: HE3aBHCHMBIMH  KOMIIOHEHTaMH  anmapaTHoro H
MpOrpaMMHOTO 0GeCneYeHuUS.
JlanHoe wW3MeHEHHME annapaTHOrO obecrneucHHus
CYMTAIOT HE3HAYHTENLHHIM C TOYKH  3PEHUSA
GesonacHocTH WM 3PPEKTHBHOCTH H3ASTHA.
ITpumMep npuBCACH HHXeE:
Left slot is for the IVD SSD: ITa3 cnepa npeanasuaden mis IVD SSD:

Right slow is for the RUO SSD:

| a3 cnpasa npeanasnauen ans RUO SSD:
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Hardware Description:
The MiSeqDx Instrument consists of six major
hardware sub-systems that interact to provide the
operational functionality ofthe system consisting of:
« Imaging module
* RFID system
m'ow Cell holder
4uidics system
» Reagent chiller
* E-box
» Touchscreen user interface

MiSegDx Operation Details:
The MiSeqDx Instrument requires limited user
interaction to operate and commence a sequencing run
as outlined in the Figure: Operating Performed by the
User. The user must load the Flow Cell, wash solution
PR2 bottle and the reagent cartridge onto the
instrument and empty the waste bottle. The system
en automatically initializes the fluidics and optics,
performs cluster generation, and commences the
sequencing by synthesis cycles while acquiring data.
You can use a keyboard and mouse to work with the
sequencer.

Figure: Operating Performed by the User
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OnucaHune annapaTHOro obecnevyeHus:

Mpubop MiSeqDx COCTOMT W3 LWECTM OCHOBHbIX
nogcucTem annapaTtHoro obecneyeHus,
B3aMmMojeincTeume KOTOPbIX obecneymBaeT
(hYHKUMOHMPOBAHME CUCTEMbI, COCTOALLEN Wn3:

* Mogynb n3obpaxeHwuii

* Cuctema PUN L (RFID)

 [lepkaTenb NPOTOYHON SUENKN

e Cuctema CTpYMHOW aBTOMAaTUKU

e OXnaguTenb peareHToB

* JNeKTPUYECKNin 610K yrnpaBneHns

e [lonb3oBaTenbCKUin  UHTEpdeic ¢
3KpaHoM

CEHCOPHbIM

CsefieHMs o paboTe npubopa MiSeqDx:

Ona pa6otel npubopa MiSeqDx u 3anycka NporoHa
CEKBEHMPOBaHMA TpebyeTca OrpaHWYeHHOe ydacTue
Monb30BaTeNd, Kak MokKasaHO Ha PUCYHKe: onepauuu,
BbINO/IHAEMbIE nosib30BaTeNeM. Monb3oBartenb
[JO/DKEH 3arpyaTb B NpUOOP MNPOTOYHYHK SAYenKy,
(hnakoH c¢ mowwmMm pacTBopom PR2 u KapTpuax c
peareHTamm 1 OMOPOXHATb C/IMBHYIO EMKOCTb. 3aTeMm

cuctemMa  aBTOMATMYeCKM  3anyckaer  CUCTEMY
CTPYWHON aBTOMATUKM U ONTUYECKYK CUCTEMY,
BbIMOMHAET  CO3[jaHMe  KNacTepoB M HauyuHaeT

CeKBEHMpPOBaHME TMNOCPEACTBOM LMKMIOB CUHTE3a C
perucTpaymein JaHHbIX.

Ans paboTbl C CEKBEHATOPOM MOXET MCMONb30BaThLCS
KnaBmaTypa 1 MblLLb.

PUCYyHOK: BbIMNOJ/IHAEMbIE

noJsib3oBaTesieM

Onepauunn,



Prepare the pre-filled
reagent cartridge for use

Load Library onto the
reagent cartridge

*

Start the run set-up steps
from the User Interface

W ash and dry the flow-celi

Load die ftow-cell

Load the PR2 bottle

Checit waste reservoir is
empty

Load die reagent cartridge

Start run

O ice run is connpiete,
p~fomn post-run wash

I oading the Flow Cell:

le MiSeqDx has a mechanism that moves the Flow
Cell-holder into an exposed position to permit easy
loading of the Flow Cell. The Flow Cell holder and
Flow Cell have physical features that preclude
incorrect part orientation.
The instrument contains an RFID reader that is used to
identify the Flow Cell type and ensuring that the
correct Flow Cell is being used.
Post-Run Operations:
Empty waste bottle
Unload Flow Cell
Unload reagent cartridge

Calibration Principle and Quality Control
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MogrotoBbTe NpeaBapuUTe/ibHO
3aro/BEBBbIV KapTpUaK C
peareHTamu K MCrnosb30BaBLLO

3arpysute 61U6IMOTEKY b KapTPUIK C
peareHTamu

HauHWTe BbLLO/HEHVE 3TanoB
HaCTPOIKM NPOroHa ¢ MOMOLLbH
I'IpOFpaMMHOT nHTepdeiica

MpomoliTe 1 BbICyLUMTE MPOTOYUHYHO
a4eliky

3arpysuTe nakoH ¢ PR2

N

MpoBepbTe, NYCT /N CIMBHOM
pesepeyap

r

3arpysuTe KapTpUmK C peareHTamm

Hayvano nporoHa

M0 3aBepLIEHNN MPOFOHA BINOSHATE
MPOMbIBKY'TIOC/IE NPOroHa

3arpyska NpoTOYHOW AYENKN:

B npunéope  MiSeqDx  ummeeTtca MeXaHU3M,
nepemellalWnini - gep>xatenb MNPOTOYHON SYElKM B
OTKpbITOE NOJNIOXEHME, MO3BOMAIOWMNIA  NIETKO
3arpy>katb  MPOTOYHYK  SiUEeiiKy. dunsmyeckne
XapakKTepPUCTMKN AepKaTens MPOTOYHON S4Yeliku w
NPOTOYHON AYENKNM NPenaTCTBYET HEKOPPEKTHOW
OpueHTauuu geTanw.

Mpubop copepxut  pugep PYNA, KOTOpbI
ncnonb3yetca AN MAeHTUdUKaLUM Tuna NPOTOYHON
A4erikn 1 obecneymBaeT KOPPEKTHOE WMCNO/Mb30BaHMe
NMPOTOYHON AYEKN.

Onepaunn, BbINOHAEMbIe NMOCNE NPOroHa:
OnNOpPOXHUTE C/IMBHYIO EMKOCTb

BbirpysuTe npoTOUHYHO AYeliKy

Bbirpysnte KapTpuaX ¢ peareHTamm

MPUHUMN KanubpoBKM 1 KOHTPO/b KayecTBa



The instrument is calibrated in the following cases:
1. During the installation and qualification of the
instrument.

2, 1 time a year as part of preventive maintenance
of instrument.
3. After any maintenance work on the instrument.

4. After any movement of the instrument.
The specific service equipment is required to calibrate
the instrument, and calibration is performed by
qualified Illumina personnel (Field Service Engineer).
There is no end-user calibration of the system. During
installation of the platform, a company representative
(Field Applications Scientist) begins a series of tests to
validate the performance of the instrument
subsystems, which include optical alignment, fluidic
delivery, and thermal calibration, among others. In the
case of a test failure, the MiSeqDx company
representative uses a set of instrument-specific tools to
adjust and/or repair the instrument to meet operational
ecifications. Re-calibration occurs during the
preventive maintenance visit.

KanuGposxy npubGopa BHIONHAIOT B CIEAYIOIINX
CIyHdanx:

1. Bo BpemMs yCTaHOBKM H KBaTH(QUKAUHH
npubopa.

2. 1 pas B ron B pamxax NpPOQHIAKTHISCKHX
MEpONpHATAA 0[O TCXHHYECKOMY OOCHYXHBAHHIO
npuGopa.
3. [locne BrmomHenAs moOOLIX AcCHCTBHR MO
PEMOHTY H TEXHH4ECKOMY 0OcayxkuBaHHIO npubopa.
4, [locne nepecraHoBkM mnpuGopa B IpPYyroe
MECTO.

Jna xanu6poBku mpubopa Tpebyerca cueuxanbHOE
oGopyaoBaHHe UIA TEXHHYECKOIO OOCHYXKHBAHHA, H
€¢ TPOBOJAT KBANHHUIMPOBAHHEIE CMEUHATUCTHI
xomnagun Illumina (WHXeHep NO TEXHHWICCKOMY
obGcnyxuBanmio, paboralomuit Ha BEIE3fE).

Koneunpiii mons30Bate/ib He BHIIOJHAET KaNTXOPOBKY
cacreMsl. [Ipa ycTaHoBKe NIaTgOpMbl RPESCTABHTEND
KOMNaHuM (HayMHEIH COTPYAHRK MO IKCIUTyaTaluH)
HAYAHACT MNPOBCACHHC CEpHH HCNHTaHWil Mo
BAMHAALMH  SKCIUTyaTAHMOHHBLIX  XAapPaKTEpPHCTHK
noacucTeM npubopa, KOTOpHE BXKOYAlOT CPEAU
MPOYEr0 KOCTHPOBKY ONTHYECKHX KOMMOHEHTOB H
KaMHOpOBKY NOAZYH XMAKOCTH M TEMIICPATYPHOIO
pexnMa. Ecnu  uennimamus He | nNpo#AcHH,
NpeACTABHTE: KOMIAHHH N0  00CTYyXWBAaHHIO
npubopa MiSeqDx ncnons3yer Habop HRCTPYMEHTOB,
nNpegHASHAYEHHBIX MIA ZJaHHOrO mnpubopa, 4TOOH
OTPEryIHpOBaT: H/MIH OTPEMOHTHpOBAaTh NpHOOP
TakiM oOpa3soM, 9ToOH OH  COOTBETCTBOBAN
IKCTUTYATAUHOHHEIM TEXHUYECKHM XapaKTepHCTUKaM.

TMoptopHyro KanMOpOBKY DPOBOAAT B  XOAE
NpoQHIAKTHYECKOTO O0CIYKHBAHKA.

Manufacturer's Accompanying Information for
e Product

Packing description

The MiSeq Dx Instrument final packaging preparation
is outlinded below:

A thank you card is added to the final product as
shown below:

Conpopoxasomas HHGOPMALHE NPOH3BOAHTEAR
ANE H3XCAAR

Onncagne ynakoBKu
IMoaroToBka OKOHuATENbHOH ymakopxu mnpubopa
MiSeq Dx onucana Huxe:
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Thank you

S gDx «UB)aBon i+ purdhese at your rewNentre*sem
W anonmakyoI<qriw]
et dmwerpyyumqgavxnoe YT n)g
w7/l
\ ~ w \

A monitor protective screen is added as shown below: [o6asneH 3aWUTHLIA 3icpaH MOHUTOPA, Kak NnokasaHo
HUXe:

The MiSeq Dx Instrument gets covered from top to [lpubop MiSeq DX MNOKpbIBalOT CBEPXY BHU3 C
bottom using an antistatic Polyethylene bag, a outlined nomolwbio  aHTUCTAaTUYECKOro  MOJIN3TUNEHOBOTO

in Instrument Covered by Polyethylene Bag below. nakeTa, onucaHHOro B pasgene «IMpubop, NOKPbITbI
MONNI3TU/IEHOBLIM MaKeTOM» HUXeE.

Foam is installed around the instrument as it shown Bokpyr npu6opa YyCTaHaBNMBaeTCa MNeHa, Kak
below: MoKa3aHo HUXe:

& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



An approved status label and other labels are placed OpgobpeHHad Hagnexailas MapKupoBka W [pyrue
on the create, as shown below: 3TUKETKM pasmellalTcd Ha W3LeNuKn, Kak MokKasaHo
HUXe:

ASSV,M iS«iO*?

o 20014737
|_|_|I UUimina Sugamt Ix

toT
FHAOILE
SCIENTIFfC
INSTRUMENT M70864
N, NFA j15Cto30C
UOM~NEA QTYt illnm ina
M20A4 j« COO US iumina
Environmental transport and storage packaging label JKonornyeckas 3TUKeTKa [Ans TPaHCMOPTMPOBKM 1
XpaHeHus
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Product labeling

The MiSeqDx immediate labels are shown in Figure:

MiSeqDx Product Labels.

Figure: MiSeqDx Product Labels
Product label

uDl
(01)00816270020002
(11)210600
(21)12345678

Compliance Label
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Mapkunposka npubopa
HenocpeacTBeHHble aTUKeTkKM MiSeqDx nokasaHbl Ha
PUCYHKe: Mapkuposka npnbopa MiSegqDx.

PucyHoK: mapkunpoBka npubéopa MiSeqDx
MapkupoBka npunbopa

SN | 12345678
a3 2021.06-09

Pbl ti03t77fR»v B
MapK1MpoBKa COOTBETCTBMS CTaHAapTaMm



illumina' @

wwwJflumiRa.com

[[("CE  w

CompHM wfiti
IMDA ittndanl|*
DALM2M
jgr] DX~10-1001
N abaw Mmaovio
> mo:10fiv<2deV AMW BIM7-12-«TlT«
CONTAINS FCC ID: ZM7A1BEOQ NTC
COMT2UNSIC IMIAMitEQ
IEfTIt: ncpiumu”iiini WIVR No.. CSO-171SIMC
CMC O H-W23 N
hitW  iMay
QC eee 2571 -
{ Bt ) MI C - I
’ y
ICT

Mumitai tc ( [ N Ll
IR fl
LAMKM  IMr*|H*y B
PATENT» «MIFiIHKNMt ««m/fManW

[MAoMM US MODEL M |S eq ’DX

TRA
REGISTEREONo
ER7365>/19
DEALER No:
OA0O75Xx»/tl

Thio tfovico compltM with Part IS of tho FCC Ruitt. Oparation % aubjoct to
tha foRowtng two con”™ona; (1)thia davica may not cauaa harmful
intaitarofKa. artd (2) thia daviea muai aecapt ar>y tntarfaranca rocawad.
«rKtudlofl intarfararkca that may cauaa undaairad oparatien

LABEL PN aooMaravwot

Labeling with the name of the medical device in MapkupoBka ¢ HauMeHOBaHMEM  MeULUHCKOro
different languages n34enns Ha pasHbIX A3blKax
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EN: Next-generation sequencing (NGS) analyzer

FR; Anatyseur de s™gquen”age nouvelle gén6ration (SNG)

Analizzatore per il sequenziamento di nuova generazione
(Next-Generation Sequencing, NGS)

DE:

NGS-Analysesystem (Next-Generation Sequencing,

Sequenzierung der nflchsten Generation)

ES: Analizador de secuenciacidn de nueva generacidn (NGS)

Label MN 20051850 A

In addition to the product labels the MiSeqDx product
includes the following labeling:

Safety instruction:

Safety and Compliance Guide - PN 15034477-04

»
Operational instruction:

Operational instruction - PN 1000000021963

The MiSegDx Instrument operational manual includes
the Intended Use, detailed instructions for use, and
lists all reagents and consumables required to operate
the instrument as intended.

MiSegDx Instrument Reference Guide for MOS v2 -
P N 1000000021961
The MiSeqDx Instrument reference guide provides
more detailed instructions, technique tips and helpful
hints to newly trained users to help guide proper
execution of the experimental protocol. This
icument serves as a supplement and is not meant to
ivplace the package insert.

Software Reference Guide for MiSeqDx, Local Run
Manager-PN 100000001180

The MiSegDx Instrument software guide provides an
overview of the software workflows on the
instrument, instructions on how to set up a sequencing
run, and other related activities.

Site Prep Guide for Instruments with Dual Boot

Configuration - PN 15070066-04
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illumina

B [OMNOJIHEHMe K MapkupoBke npubopa MiSeqDx
BK/IHOYAeT CNeaytowyo MapKUpoBKY:
MHCcTpyKuma no 6e30MacHOCTU:
WHCTpyKuma no 6esonacHocTn w
TpeboBaHusaM - PN 15034477-04

COOTBETCTBUA

WNHCTpYyKUMs NO 3KcnayaTaymm:

MHcTpykums no skcnnyataumm PN 1000000021963

WMHcTpyKumns no akcnnyataumm npubopa MiSeqDx
BK/MtOYaeT B cebA  Has3HayeHue, NOAPO6GHbIe
WHCTPYKLUX NO NPUMEHEHUIO U MNepeyuncnset Bce
peareHTbl W pacxofHble MaTepuanbl, HeobXxofuMmble
N5 paboTbl Npnbopa B COOTBETCTBUM C Ha3HAYEHUEM.

CnpaBO4YHOE PYKOBOACTBO nNpubopa reHeTUYecKni
cekBeHatop MiSeqDx pgna MOS B 2 PN
1000000021961

CnpaBo4HOe pyKoBOACTBO AnA npubopa MiSeqDx
cCofepXunT 60nee NogpPoBGHbIE MHCTPYKLUKN, COBETHLI MO

TEXHUKE n nosesHble  COBETbl  And HefaBHO
06y‘-IeHHbIX nonb3oBaTtenen, KOTOpbIe nomMoryT
npasuibHO BbIMOJ/THUTb 3KCI'IepI/IMEHTaI'IbeII7I

MPOTOKON. DTOT JOKYMEHT CNYXWUT AOMOSTHEHUEM U

He npefgHa3HauyeH ANns 3ameHbl WHCTPYKUMM MO
aKcnayaTaymm.
CnpaBOYHOE  PYKOBOACTBO K  TEHETUYECKOMY

cekBeHaTopy MiSeqDx, nporpammHbliii Moaynb Local
Run Manager - PN 100000001180

CnpaBoYyHOe  PYKOBOACTBO K  TFEHETUYECKOMY
cekseHaTopy MiSegqDx copepxut o0630p paboymx
npoL,eccoB NporpaMmMHOro obecneyeHuns Ha npuobope,
WHCTPYKLMKN MO YyCTaHOBKe MPOroHa CEKBEHVWPOBAaHMUSA
M Lpyrue cBsazaHHble AeiACTBUS.

MeCTa YCTaHOBKU
MHOFOB&pI/IB.HTHOVI

PyKoBOACTBO MO MNOArOTOBKE
npubopoB €  KOHGurypaumei
3arpysku - PN 15070066-04



Instrument Insert, document -P N 1000000042884

Appendix to the operating instructions

Additional marking for the Russian Federation

Bknagbiw  ang PN

1000000042884

npuéopa, [OKYMEHT -

MpunoxeHne K MHCTPYKLMK MO 3KCNyaTaumm

JononHntenbHaa MapkKupoBka Ans Poccuiickomn
Pepepauunn

«lCeHeTUYeckunii cekBeHaTop MiSeq, BapuaHT ncnonHeHns: MiSeqDx»

PerncrpaunoHHoe yaoCTOBepeHue
Ne P3H 2014/1568 oT 29.04.2014 r.

Howmep cepwuu, faTa Npou3BOACTBA, FpamMHeCKMe CAMBO/bl YKa3aHbl Ha OpUrMHasbHOM CTUKepe

1 ynakoBke.
TONbKO ANA ANarHOCTUKWN UH BUTPO.
Ana npodeccnoHanbHOro NPYMeHeHUs.
MpounssoanTenb:

«nnroMmuHa MHK.», CLLU A

«Mnnomuna. UHk.» (lllumina, Inc.), 3aperncTpupoBanHas no agpecy; 5200, nnomuHa Yai,
r. Can-fluero, wrat KanudopHusa, 92122, CLWI A (5200 lllumina Way, San Diego, California

92122, USA)

YNONHOMOYEHHbIV NpeACcTaBUTEb NPOM3BOAUTENS:

000 «P-dapm VHTEpHELWHN»

Poccus, 123154, r. Mocksa, yn. bep3sapuHa, 4. 19, kopnyc 1,3tax 1, nomelieHne V, kKomHata 9
TenetoH: +7 (495) 956-79-37, dakc: +7 (495) 956-79-38

* Thefinal version ofthe label can be changed at the
Wi~scretion o fthe manufacturer

Technical parameters and
components and accessories

specifications of

l. «Genetic sequencer MiSeq variant: MiSeqDx»

MiSegDx instrument is intended for targeted
sequencing of DNA libraries from human genomic
DNA extracted from peripheral whole blood or
formalin-fixed, paraffin-embedded (FFPE) tissue,
when used with in vitro diagnostic (IVD) assays
performed on the instrument.

Number: 1 pcs.

Width: 68.6 cm £10%
Depth: 56.5 cm £ 10%
Height: 52.3 cm = 10%
Weight: 57.2 kg+ 10%
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AOKOHYaTeNbHas BEPCUA 3 TUKETKN MOXKET ObITb
N3MEHEHA MO YCMOTPEHNIKO Npon3BoanNTENA

TexHMYeckme xapaKTepuUCTUKM U cneyndunkaymm
KOMMOHEHTOB U NMPUHAANEXHOCTel

1. «[CeHeTMYecKunii cekBeHaTop MiSeq B BapuaHTe
ncnonHeHns MiSeqDx»

Mpubop MiSeqDx npegHasHayeH [na  LEeNeBoro
cekBeHupoBaHusa 6ubnunotek AHK n3 reHomHon AHK
YesoBeKa, BbILENEHHON U3 Lie/IbHOM Nepuiepuyeckon
KpOBM WM K3 (UKCMPOBAHHON B QopmManvHe W
3anuToii B nmapaguH (ganee FFPE ot formaldehyde
fixed-paraffin embedded) TkaHn npu ncnosb3oBaHUM
B guarHoctuke in vitro (IVD, ot in vitro diagnostic),
BbIMONHAEMOM Ha 3TOM npubope.

KonnyectBo: 1 wr.

WnpuHa: 68,6 cm £ 10 %
Fny6uHa: 56,5 cm + 10 %
BbicoTa: 52,3 cm + 10 %

Macca: 57,2 kr+ 10 %



Instrument Internal Computer:

Central Processor: Intel Core i7-2710QE 2.10
Memory 16 GB RAM

Hard Drive (Solid-State, 2x): 1 TB each
Operating Systems: Windows 7 embedded
Light Emitting Diode (LED):

Green excitations 530 nm

Red-excitations 630 nm

Power Requirements:

Line Supply 100-240 VAC @ 50/60Hz
Peak Current 10 A

Maximum consumption power 400W
Radio Frequency lIdentifier (RFID):
Frequency 13.56 MHz

Power 100 mW

1. Includes:

Basic unit of the device

Number: 1pcs.

2. Safety instruction

BCTpoeHHbI KOMMbOTEp Npubopa:

LleHTpanbHbIn npoueccop: Intel Core i7-2710QE 2.10
Mamats 16 '6 RAM

XecTknin guck (Solid-State, 2x): 1 Tb Kaxablii
OnepaumnoHHbIe CUCTEMbI: BCTpoeHHads Windows 7
Csetousnyvatowunin guog (CNA4):

Bo36yxaeHune 3eneHol gpayopecueHymnn 530 HM
Bo36yxaeHune KpacHol ¢nyopecueHumn 630 HM
TpeboBaHMA K 3NEKTPONUTAHUIO:

NnHua anekTponutaHnsa 100-240 B nepem. Toka (i
50/60 Iy,

Amnnutyga toka 10 A

MakcumanbHas notpebnsemas mowHocTb 400 BT
PagnoyacToTHbIN geTekTop (PUNA):

YactoTa: 13,56 MIy,

MowHocTb 100 MBT

n. B cocTaBe:

L BasoBblli 6510k npubopa

KonunyectBo: 1 LWT.

2. MHCcTpyKLMsa no 6e30nacHoCTU

This guide provides compliance markings, regulatory B AaHHOW WHCTPYKUWM MpeACTaBieHbl MapKUPOBKU

statements and safety information pertaining to the
installation, servicing, and operation.

Paper, white colour.
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COOTBETCTBMA TpebOBaHMAM U WHGpOpMauua no
6e3onacHocTy, OTHOCsLasAcA K yCTaHOBKe,
o6cnyxXmBaHuio 1 pabote npubopa.

Bymara, uBeT 6enblii




Number: 1pcs.

3. Operational instruction

il
L
ft

xxStruction for customers using the instrument.

Paper, white colour.

Number: 1pcs.

4. Tray for washing the instrument

Description:
Tray for washing the instrument

Number: 2 pcs.
Length: 21 cm £ 10%
Height: 9,3 cm = 10%
Width: 8cm £ 10%
Weight: 355 g+ 10%

5. Stickers for the left panel
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KonwnyecTtBo: 1 wWT.

3. VIHCTpyKUMS N0 3KcnayaTaumm
i i
b

WHCTpyKumMa 418 nonb3oBatens, WCMNOJb3YyHOLWUX
npméop.

bymara, uBeT 6enblii.

KonnyecTtBo: 1 wWwrT.

4. J1IoTOK ANg nNpoMbIBKKU npunbopa

#HHH <!

wedeTT
9

OnucaHue:
J1oTOK ans npoMbIBKM npubopa

KonunyecTBo: 2 WT.

OnvHa: 21 cm £ 10 %
BbicoTa: 9,3 cm = 10 %
WnpuHa: 8cm £ 10 %
Bec: 3551 +10%

5. Haknekun ansa neBon naHenu



Description:
Stickers for the left panel

Numbser: 2 pes.
Length: 8 cm + 10%

Width: 5,2 cm + 10%
eight: 5 g+ 10%

Onncanune:
DTAKETKA 1A JIE€BOii naHenu

Konwaecteo: 2 mr.

Jomna: 8 e+ 10%
HIupuna: 5,2 cM + 10 %
Bec:5r+10%

6. Bottle washing device

6. ByTaiab A58 npoMeiskE npubopa

Description:
™ottle for washing solution

Number: 1 pcs.

Bottle:

Volume: up to 500 ml
Length: 17,5 cm £ 10%
Height: 7,6 cm + 10%
Width: 7,6 cm + 10%

Onucannue:
ByThUNE A8 MOIOIIETO pacTBOpa

KonuuecTno: 1 mr.

®dnaxon:

O61eM: go 500 ma
Jinnna: 17,5 em = 10%
Bricota: 7,6 cM+ 10%
Iupnana: 7,6 eM+ 10 %

Weight: 86 g+ 10% Bec:86r+10%
Cap: Kpoimka:
Diameter: 4 cm Huametp: 4 cM

7.Bottle for draining waste liquid

7. Banka Aas cIHBa oTpaboTannoi KHAKOCTA
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Description: Onncanne:

Bottle for draining waste liquid Banka And causa oTpaboTaHHON KMAKOCTH
Komaaecso: 1 mT.

Number: 1 pcs.
O6BeM: g0 800 mn

Volume: up to 800 ml Anuna: 17,5cm+ 10%

mgth: 17,5cm + 10% Buicora: 9,5cm+ 10%

Height: 9,5 cm = 10% Iupuna: 9,5 cMm =10 %

Width: 9,5 cm = 10% Bec:91r+10%

Weight: 91 g+ 10%

8.Cap for the bottle of waste liquid drain can 8. Kpuimka pang Ganka Ans cInBa oTpaboranuoi
AHAKOCTH

Description: Onucanue:

Cap used with Bottle for draining waste liquid Kpemka mwmcnonssyerca ¢ Gamkolk ana  cimBa
oTpaboTaHHOK KHAKOCTH

Number: 1 pcs.
Komuuecrtno: 1 mr.

Volume: up to 800 ml

Diameter: 6,8 cm + 10% O6vem: o 800 ma
Height: 1,7 cm + 10% Huametp: 6,8 cM+ 10 %
Weight: 17 g+ 10% Buicora: 1,7cMz10%

Bec: 17rx10%

9. T-shaped M6 hex key 9. T-obpasmpiti M6 mecTurpasnnit kmo4, 6
asoitMoB
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Description:
T-shaped M6 hex key, 6 inches
M6 hex key used to unlock shipping locks

Number: 1 pcs.

Length: 18 cm £ 10%
Width: 10,3 cm + 10%
~iameter: 0,6 cm + 10%
.'eight: 88 g+ 10%

Onucanse:
T-o6paszunit M6 mwecTurpasHit Ko, 6 aoiMoB
Illecturpasnuift wmou M6 mcnoab3yercs s

pasGIOKMPOBKH TPAHCIOPTHEIX GHKcaTOpPOB

Konmuectso: 1 miT.

Jmna: 8cemx 10%
Ilnpuna: 10,3 cM £ 10 %
Nunamerp: 0,6 cm+ 10 %
Bec: 88r+10%

10. T-shaped 5/64 " hex key

10. T-obpasnniit 5/64” mecTarpanauiii KA0%

Description:
T-shaped 5/64 " hex key, 6 inches
64 hex key used to unlock Z-axis lock

Number: 1 pcs.

Length: 16,5 cm + 10%
Width: 7,5 cm £ 10%
Diameter: 0,2 cm+ 10%
Weight: 11 g+ 10%

Onucanue:
T-o6paznniit 5/64™ mecTHrpanubIi KMo, 6 TIOHMOB
Ilecturpannuii kmoy 5/64” wucnome3yerca s

pa3bIOKHPOBKH OCH Z

Komuectso: 1 mT.

Jmna: 16,ScmM=10%
Mupuna: 7,5 cm = 10 %

Huamerp: 0,2 cm + 10 %
Bec: 11r+10%

11. Cable for connecting to the Internet network

11, Kabenn a9 BoAK/II0O9CHAS K AHTEPHET CCTH
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Description:
Cable for connecting to the Internet network

Number: 1 pes.

Cable:

" mgth: 3m=+ 10%
~.ameter: 0,6 cm + 10%
Connector (RJ45):
Length: 4,5 cm + 10%
Height: 0,6 cm + 10%
Width: 1 cm + 10%

Weight: 89 g + 10%

Onucanwve:
Kabent 218 NOAKMOYCHASA K HHTEPHET CETH

Komuvectso: 1 miT.

KabGens:

Jmnaa: 3m+10%
Jinametp: 0,6 cM = 10 %
Kongekrop (RJ45):
Jmna: 4,5cm+ 10 %
Beicota: 0,6 cM+ 10 %
Ilinpuna: 1 cMx 10 %
Bec:89r+10%

Length: 2,5m+10%
Diameter: 0,7 cm = 10%
Connector: (IEC C13)
Weight: 276 g+ 10%

12. Power cord 12. Kafean 2ieXTpONHTAHRA

Description: Onucanne:

Region specific power cord. Used for system | KaGens 3eXTponmRTaHHA AJf JAHHOTO PETHOHA.

connection to power supply Hcnonpayerca And NOAKMOYEHHs npmdopa K
SNEKTPOCETH

Number: 1 pcs.

KonmaecTso: 1 .

Hnrna: 2,5mMx 10%
Huamerp: 0,7 cM = 10 %
Konnekrop: (IEC C13)
Bec: 276 r+ 10 %
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Manufacturer’s Warranty

The manufacturer guarantees the safety of the medical
product, the absence of unacceptable risk of harm to
life, human health and the environment when using the
medical product for its intended purpose under the
conditions stipulated by the manufacturer.

Life time

It is anticipated that with annual Preventative
Maintenance (PM) and service support the instrument
will meet a 10-year service life.

The MiSegDx Instrument does not have any shelf life
limitations.

Environmental Protection

At operation and storage MiSeqDx has no negative

impact on the patient, medical staff and the

“ivironment while respecting the rules specified in the
perators Manual.

MiSeqDx Specifications

Instrument Internal Computer

Central Processor Intel Core i7-27
100E2.10

Memory 16 GB RAM

Hard Drive (Solid-State, 2x) 1TB each

Operating System Windows 7
embedded

Operatine Environment

Temperature 19-25®C

Humidity 30-75% Non-
condensing

Altitude < 2000m (6,500
ft)

Air Quality Pollution  degree
rating 11

Ventilation Maximum of
1,364 BTU/h

Light Emitting Diode (LED)
Green excitation 530 nm
Red excitation 630 nm
Dimensions
Instrument

Width 68.6 cm (27.0 in)

Depth 56.5 cm (22.2 in)

Height 52.3 cm (20.6 in)

Weight 57.2kg(1261bs)

Crated

Width 72.4 cm (28.5 in)

Depth 83.8 cm (33 in)

Height 76.8 cm (30.25 in)
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MapaHTMa nponsBoauTens

MponssoauTens rapaHTupyert 6e30MacHoOCTb
MeAULUWHCKOro M3gennsa, oTCyTCTBUE HefonycTUmoro
pucka Bpefa XW3HU K 340POBbLI0  YesioBeKa U
OKpyXarouiein cpege nNpuv MCNONb30BaHUU [AHHOTO
MeAMUWHCKOro M3genna no npsAMoMy Ha3Ha4YeHWo B
yCNoBUAX, 0603HaYeHHbIX NPOU3BOLUTENEM.

CpoK rogHoctun

OXMnpaeTcs, YTO NpPU eXerogHoM NpoMUIaKTUYeCcKOM
00CNyXXMBaHUM W TEXHUYECKOW NOALEPXKKe CPOK
cny>xo6bl npubopa coctaBut 10 ner.

Mpubop MiSeqDx He MMeeT OorpaHM4eHUint NO CPOKY
roAHOCTH.

3awmTa oKkpyXxatouwieii cpegbl

Mpw skcnayaTauum n xpaHeHun npubop MiSeqDXx He
OKa3blBAeT OTPULATENLHOIO0 BAMAHWA Ha NalLWeHTa,
MEeAMLMHCKWUIA NepcoHan 1 OKpy>XXarolwyt cpegy npwu
yCnoBumn Cco6n0AeHNS npaBus, 0003HAYEHHbIX B
pYyKOBOZACTBE NO/b30BaTENSA.

Cneundmkaumm npmnoopa MiSeqDx

BcTpoeHHbI1 KOMNbIOTep Npubopa

LleHTpanbHbI npoueccop Intel Core i7-27
100E2.10
MamsATb 16 'b RAM
XKecTkunin guck (Solid-State, 2x) 1TB Kaxgplii
OnepauynoHHasa cuctema BcTpoeHHas
Windows 7
Ycnosus paboTbl
Temnepatypa 19-25 °C
BnaxHocTb 30-75 % 6e3
obpasoBaHus
KOHfeHcaTa
BbicoTa Haj ypoBHEM Mops <2000 ™ (6500 1)
KauecTBo BO3ayxa CTteneHb
3arpasHeHns M
Knacca
BeHTunauna Makcumym 1364
BTE/u
CeeTomsnyvarowmii guog (CUA)
Bo3by>aeHune 3eneHon 530 HM
thnyopecueHUNM
Bo36yxpaeHue KpacHoii 630 HM
dyopecLeHLmn
FabapuTbl
Mpnbop
LWupuHa 68,6 cm (27,0
AH01AMOB)
FnybuHa 56,5 c¢m (22,2
Jroima)
BbicoTa 52,3 cM (20,6
aroiima)



Weight

90.9 kg (200 Ibs.)

Power Requirements

Line Supply

Peak Current
Power

100-240 VAC @
50/60HZ

I0OA

400W

Radio Freauencv Identifier (RFID)

Frequency
Power

13.56 MHz
100 mW

Product Safety and Compliance
NRTL Certified IEC 61010-1

CE marked
FCC/IC approved

Software Application

MiSeq Operating
Software (MOS)

MOS version
Real-time  Analysis
Software (RTA)

RTA version
Local Run Manager

Local Run Manager
version

Somatic Variant
Module

Somatic Variant
Module version
Germline Variant
Module

The MOS software application
manages the operation of the
instrument during sequencing and
generates images for use by Real-
Time Analysis (RTA) software.
v.2.2.4.3 and higher

The RTA software application
converts the images generated by
MOS for each tile per cycle of the
sequencing run into base call files,
which are inputs for Local Run
Manager analysis modules. The
RTA software application does not
contain a user interface.

1.18.54.3 and higher

The Local Run Manager software
is an on-instrument integrated
solution for user management,
executing secondary analysis, and
monitoring status.

1.4.5. 0 and higher

This Local Run Manager analysis
module software processes base
calls through secondary analysis.

The processing includes
demultiplexing, FASTQ file
generation, alignment, variant

calling, and reporting. The variant
caller (Pisces) generates VCF files
that contain information about
variants found at specific positions

in a reference genome and
includes the measured variant
frequency.

1.1.0.146 and higher

This Local Run Manager analysis
module software processes base
calls through secondary analysis.

The processing includes
demultiplexing, FASTQ file
generation, alignment, variant

calling, and reporting. The variant
caller (Pisces) generates VCF files
that contain information about
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Macca

57,2 Kr (126
(hyHTOB)

B ynakoBaHHOM Bufe

LnpunHa
Fny6buHa
BbicoTa

Macca

724 cm (285
arolima)
83,8 c™m (33
arolima)
76,8 cm (30,25
arolima)
90,9 Kr (200
(PyHTOB)

Tpe6oBaHUs K 3N1eKTPONUTAHNIO

dnekTponuTaHue

AMNNNTY[a ToKa

MoTpebnsiemasi MOLLHOCTb

100-240 B nepem.
Toka (@, 50/60 I'y
20 A

400 BT

PagnouacToTHbIl getekTop (PUML (RF1D))

YacToTa
MowHocTb

13,56 MIy,
100 mBT

be3onacHOCTb M3enuns 1 CoOTBETCTBME TpGﬁOBaHMFIM
NRTL CepTtucgmkar IEC 61010-1

Mapkuposka CE
YT1BepxgeHo FCC/IC

MporpaMMHoe NpunoXxeHue

OnepaymoHHoe
nporpaMmMHoe
obecneyeHne  MiSeq
(MiSeq Operating
Software, MOS)

Bepcua MOS
MporpammHoe
obecneyeHne aHanmsa
B peXume peasnbHOro
BpemeHUn (RTA)

Bepcua RTA
JloKanbHbIA MeHemKep
nporoHa (Local Run
Manager)

Bepcua  Local Run
Manager
Mogaynb ans

MNporpammHoe npunoxeHne MOS
ynpaBnseT pab6oToii npubopa B
npowecce  CEKBEHWpPOBaHUA U
reHepupyet n306padkeHus,
UCNosb3yemble nporpaMMHbIM
obecneyeHVem aHasM3a B pexume
peanbHoro BpemeHn (Real-Time
Analysis. RTA).

Bepcus 2.2.4.3 v Bbile
MporpammHoe npunoxeHne RTA
npeobpasyer n3o6paxeHuns,
reHepupyemble MOS ana Kaxpgown
AYENnKN Ha  MPOroH ymkna
CeKBEHWPOBaHUA, B thainbl
pacrno3HaBaHusA a30TUCTbIX
OCHOBaHWIA, KOTOpble ABNAIOTCA
thaiinamm BBOAA AN MOAYy/en
aHasu3a NoKasbHOro MeHemkepa
nporoHa (Local Run Manager).
[MporpammHoe npuioxeHne RTA
He BK/IOYaeT B cebs
Nnonb30BaTeIbCKU NHTepdeiic.
1.18.54.3 u BblLLE

MporpammHoe obecneyeHune
«JI0Kas/IbHbIA MeHeKep MporoHa»
(Local Run Manager)
npeacTaBnsieT coboii  cuctemy,
BCTPOEHHYIO B Mpolecc paboTbE
npuéopa, ans ynpaBfeHuns
nonb30BaTeNeM, BbINOSIHEHNS
[OMOSTHUTENIbHOTO  aHanmMsa W

MOHUTOPUHIa COCTOSAHUSA.
1.4.5.0 n BbliLLe
aToT

Moaynb aHa/M3a



variants found at specific positions
in a reference genome and
identifies each variant as
heterozygous or homozygous.

Germline Variant  1.1.0.67 and higher

Module version

Storage capacity approximately 550 GB

Number of 1

concurrent tests

Product Performance
Number of flow cells 1

Reads per Run > 15 million

Maximum Read Length 2x 150 bp
in Diagnostic Mode (in

paired end run)

Sequencing output >5Gb

The number of types of Not less than 4
~uorescently labeled
ucleotides supplied to
the reaction module in
each sequencing cycle
Standard lengths  of 2x75, 2x150 bp
readable DNA
fragments when reading
from both ends
Q30 score (at read >80%
length of2x150bp)

The number of clusters 12-15 millions
of DNA  molecules
formed during
sequencing from one
end of the fragment
The number of clusters 24-30 millions
of DNA  molecules
formed during
sequencing from both
nds of the fragment
he number of identical More than 1000
DNA molecules
forming one cluster
Samples per Run 8-96 samples/run depending on
assay

Run duration Depending on the version of
MiSegDx reagents, the MiSegDx
can perform a paired-end
sequencing run up to 2 x 301
sequencing cycles.

The maximum number 1536

of amplicons analyzed

within one sample in

one run

Maximum number of 147 456

amplicons analyzed per

system start
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COMaTUYECKMX NpPOrpaMMHoOro obecreyeHus
BapvaHToB  (Somatic  «J1oKasibHbIA MeHe[Kep MPOroHa»
Variant Module) (Local Run Manager) BbINonHsAET
06paboTky pacnosHaBaHusA
a30TUCTbIX OCHOBaHWiA

NnocpeacTBOM  JOMOSTHATE/IbHOTO
aHanusa. O6pab6oTka BKJ/OYaeT
AEMYNbTUNIEKCUPOBaHME,

reHepupoBaHue aiina FASTQ,
BblpaBHMBaHWe, onpegeneHue
BapvaHTOB W co3faHue oT4yeTa.
[Mporpamma onpegeneHus
BapunaHToB (Pisces) reHepupyeTt
thainbl VCF, cofepxxatime
MHGopmaLmto 0 BapuaHTax,
06HApPYXXEHHbIX B  KOHKPETHbIX
NOSIOXKEHNSAX pecthepeHcHOro
reHomMa, W BK/KO4YaeT B cebs
onpefesieHne YacToTbl BApUaHTOB.

Bepcus Somatic  1.1.0.146 v Bblwe

Variant Module

Mogynb ansa 9T0T Moayb aHanmsa
repMyHasIbHbIX nporpaMmHoro obecreyveHusn

BapuaHToB (Germline «J1oKa/ibHbIA MeHeKep MpPoroHa»

Variant Module) (Local Run Manager) BbIMOSHAET
06paboTKy pacnosHaBaHus
a30TUCTbIX OCHOBaHUM
nocpeAcTBOM  JOMONIHUTE/IBHOTO
aHanm3a. O6paboTka BK/OYaeT
feMybTUNNEeKCMpPoBaHue,
reHepmpoBaHue ¢pana FASTQ,
BblpaBHMBaHMWe, onpegeneHue
BapvaHTOB M CO3fjaHue oT4yeTa.
Mporpamma onpegeneHns
BapuaHToB (Pisces) reHepupyeTt
thaiinbl VCF, cofepxatime
MHpopmayno 0 BapuaHTax,
06HapyXeHHbIX B  KOHKPETHbIX
NONOXEHNSAX pedepeHCHOro
reHoma, W onpegenseT Kaxabli
BapMaHT Kak TreTeposuroty wim
romMo3nroTy

Bepcus Germline 1.1.0.67 v Bblwe

Variant Module)

EMKoOCTb namaTu npumepHo 550 b

Konuyectso 1

O04HOBPEMEHHO

BbIMO/IHAEMbIX TECTOB

Paboume xapaKTepUCTUKMN M3aenns
KonnyectBo npoToyHbIX 1
AYeeK
KonnuectBo npouTeHnin >15 mMnH
3a 0fjMH NPOroH

MakcumanbHass  gamHa 2 x 150 n. o.

npoyTeHns B
[LNArHOCTUYECKOM
pexxume (Mpu MNporoHe
CEKBEHNPOBAHUA no
TUMY NapHO-KOHLLEBOro
NpoYTEHNS)

Bbixoa cekBeHnpoBaHua >5 b



Konnwuectso nos|He meuee 4
$ryopecuenTio

MEYCHHBIX

HYKICOTHAOB,

NOJABAEMBIX B
PeakUMOHHLIH MOAYNL B

KaXAOM uMKne
CEXBEHHPOBAHNS

Cranaapribie  AIHHM
YUTaEMbIX  (parMeHToB
JHK npu npourennu ¢
0foHx KOHUOB

2x75, 2x150 nap ocnosauuit

Bamn Q30 (mpx amme|>80 %
npoarenux 2x150 n. 0.)

Konuuecteo knactepos|12-15 mun
MOJIeKYN JHK,
obpasylomuxcs B

npouecce

CEKBEHHPOBANMA ¢

OLHOTO KOHLA
dparmenta

Koanvectro xnacrepos|24-30 man
MONeKYN JHK,
obpasylommxca ]

fpolecce

CEKBEHHPOBAHHA c

oboux KOHLIOB
dparvenTa

Konnuectso bonee 1000

OAHHAKOBLIX  MOACKYN

IHK, obpazyrompmx

OMH KNAcTep

MakcHmansHoe 8-96 obpa3oB B 3aBHCHMOCTH OT

KONHUECTRO BHIA aHATY33

AMIUIHKOHOB,

AHANMH3HPYEMbBIX BHYTPH

oanoro ofpasua 3a OAHH

3anycx

INMpononxurenshocts B 3aBHCHMOCTH  OT  Bepcun

fIporoHa pearenros  MiSeqDx  npmbop
MiSeqDx  MoOxeT  BLNOAKATL
nporox NapHo-KOHILEBOTO
cekBeHMpOBaHHA a0 2 Xx 301
LMKIIOB CEKBEHHPOBAHHA.

Makchamanshoe 1536

KOJIHYECTBO

AMIVIHKOHOB,

AHANHIMPYEMBIX BHYTPH
oaworo ofpazua  3a

OAHH 3aMYCK

MakcHmanoHoe
KONMHYECTRO
AMIUTHKOHOB,
AHANH3HPYEMbLIX 32 OIHH
3ANYCK CHCTEMB

147 456
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List of national and international rules / standards to which the medical device complies / MNepeyeHb
HaLWOHANbHbLIX W MeXAYHapoAHbIX NpaBwu/i/CTaHAApTOB, KOTOPbIM COOTBETCTBYET MeAMLNHCKOE
nsgenue

Symbol Table / Tabnuua cnmBonos

Labels / MapkupoBka Description / OnucaHue

Fragile. Caution / Xpynkoe, 06paLiaTbCs OCTOPOXHO

t Keep away from moisture / Bepeub 0T Bnaru
Up / Bepx
n
y Manufacturer / i3rotoBuTenb
IVD In vitro Diagnostic Medical Device / MeguunHckoe wusgenve Ans

ANarHoCTn4eCckKoro NnpuMeHeHuna in vitro

REF Catalog Number / Homep no katanory
SN Serial Number / CepuiiHbiii Homep
European Union Conformity / CooTtBeTcTBMe  TpeboBaHUAM
C £ EBponeiickoro coto3a

Authorized representative in  the European Community /

EC REP o <
Y NOMHOMOYEHHbI NpeAcTaBuTeNb B EBponeiickom coobLiecTse
Refer to the instructions for use / O6paTuTecb K WHCTPYKUMK NO
IBI MPUMEHEHUNIO

Production date / [laTa n3rotoBfieHus

Certification authorityTUV Rheinland / OpraH no ceptugukaumu
«THO® PeliHnang» (TUV Rheinland)
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Danger warning / OcTopoxHo! O6paTuTecb K MWHCTPYKUWM MO
MPUMEHEHNIO

Do not dispose with household waste / He Bbli6bpacbiBaTb BMeCTe C
ObITOBBIMM OTX0LaMW

Korea Certification / CepTudnkaumsa 8 Kopee

Barcode / bapkop

Ukrainian standards and regulatory documents Conformity /
CooTBeTCTBME CTaHAAPTaM U PErynsiTOPHbIM AOKYMEHTaM Y KpauHbl

C-Tick Compliant/ CooTBetcTBYeT C-Tick

Serbian mark of conformity / Cep6¢ckuii 3HaK COOTBETCTBMSA

Compliance with Brazilian industry standards / CooTBeTcTBUe
Opa3nibCKUM 0TpacneBbIM CTaHAapTam

NCC mark and approval number / 3Hak NCC 1 HoMep ofo6peHuns

Vietnamese mark of conformity / BbeTHaMCKNi1 3HaK COOTBETCTBUSA

Compliance logo to the Radio frequency requirements governed by the
Ministry of Internal Affairs and Communications (MIC) of Japan /
CooTBeTCTBME /N0roTMNa TPeboBaHUAM PafnoYacToT, pPerynmpyembim
MMWHNCTEPCTBOM BHYTPEHHMX fAen u cesasn (MIC) AnoHun

Logotip of Company / Jlorotun KomnaHuu

EAC compliance / CooTBeTcTBME CTaHhapTam EAC

alternating current / nepeMeHHbI TOK

Off/ BblkntoueHo



TRA
«{GISCROND
ER72CS1/19

001 (¢Hil

UDI
us

IPATENT™

On / BloTHO4YeHO

Humidity Range (on packaging: indicates acceptable shipping and
storage

limits) / [Auana3oH BAaXHOCTM (Ha YyMakoBKe: YyKa3blBaeT Ha
npuemsieMyr 4OCTaBKY U

npefenbl XpaHeHUs)
Temperature Range (on packaging: indicates acceptable shipping and
storage

limits) / [Awana3oH Temnepatypbl (Ha YMakoBKe: YKa3blBaeT Ha
NMPUEM/IEMYIO LOCTaBKY M Npefesibl XpaHeHUs)

General Safety Warnings / O6uiee npegynpexaeHue no 6e30nacHOCTM

Electrical Safety Warnings / MpegynpexaeHns no
3anekTpobesonacHoCTH

Protective Earth / 3aWMTHOe 3a3eMieHne

Hot Surface Safety Warning / MpegynpexaeHne o 6e30nacHoCcTU -
ropsiyas MOBEPXHOCTb

Heavy Object Safety Warning / MpegynpexaeHne o 6e30nacHoOCTH -
TSOKenNblli npegmeT

Certification of TUV / CepTugmkayma TUV

The registration of the instrument in Saudi Arabia / Peructpayus
npubopa B Cayf0BCKOM Apasun

Unique Device Identification / iaeHTU(MKATOP YHUKabHOIO nproéopa

MADE IN US / MpounssegeHo B CLLUA
PATENS / NATEHTbI

List of national and international rules / standards to which the medical device complies / NepeyeHb
HauMOHaNbHbIX W MEXAYHapOAHbIX MNpaBWN/CTaHAAPTOB, KOTOPbIM COOTBETCTBYET MeAULMHCKOE

nsgenve

Standard
Number/Revision /
Howmep
cTaHpjapTa/pegakumns

Title / HazBaHue

EN ISO 14971:2012 Medical devices - Application of risk management to medical devices / N3genus
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Standard

Number/Revision / Title / HassaHue

Homep
cTaHfapTa/pegakuuns
MeAnuuHcIcre. NMpuMeHeHVe ynpaBieHns puckammn K MeAULUHCKUM 13aenuam
Medical devices - Quality management systems - Requirements for regulatory
EN 1SO 13485:2012 purposes [/ W3genna wmeauuMHCKMe. CUCTEMbI  YNpaB/ieHUA  KayecTBOM.

CuctemHble Tpe60oBaHMA AN PErYNATOPHbIX Lienei
Safety requirements for electrical equipment for measurement, control, and
EN 61010-1:2010 laboratory use - Part 1. General requirements / Be30nacHOCTb 3/IEKTPUYECKUX
KOHTPONbHO-U3MEPUTESNIbHLIX NPUBOPOB U nabopaTopHoro obopynosaHMa. YacTb
1: O6wume TpeboBaHMA
Safety requirements for electrical equipment for measurement, control, and
laboratory use - Part 2-101: Requirements for in vitro diagnostic (IVD) medical
EN 61010-2-101:2015 equipment / bBe3onacHOCTb  3/IEKTPUYECKUX  KOHTPONbHO-U3MeEPUTENbHbIX
npuoopoB 1 nabopaTtopHoro o6opyaosaHusa. Yactb 2-101: YacTHble TpeboBaHMA
K MeanMunHCKOMY 060pyaoBaHUt0 Ans nabopaTtopHoit gnarHoctuky (1VD)
Safety requirements for electrical equipment for measurement, control, and
laboratory use - Part 2-081: Requirements for automatic and semi-automatic
laboratory equipment for analysis and other purposes / besonacHoCTb
3NIEKTPUYECKUX  KOHTPOJIbHO-U3MEPUTE/NIbHbLIX NpPU6opoB ©  nabopaTopHOro
obopypoBaHua. YacTb 2-081: YacTHble TpeboBaHUA K aBTOMATUYECKOMY W
nonyaBToMaTuyeckomy nabopaTopHOMy 000OpYAOBaHWUIO A1 NPOBEAEeHUs
aHann30B ¥ Apyrux uenen
EN 62304:2006 Medical device software - Software life-cycle processes / N3nenns meguuuHcKue.
MporpammHoe obecneyeHue. Mpouecchl XXMU3HEHHOIO LMKNa
Electrical equipment for measurement, control and laboratory use - EMC
requirements - Part 2-6: Requirements - In vitro diagnostic (IVD) medical
EN 61326-2-6:2012 equipment / O6opyfoBaHUe 3MeKTPUYECKOe AN WU3MepeHUs, ynpaBieHus W
nabopaTopHOro npumeHeHus. TpeboBaHWA 31EKTPOMarHUTHOW COBMECTUMOCTH.
Yactb 2-6: YacTHble TpeboBaHua. MeguumHckoe o6opyfoBaHue — Ans
anarHocTukm (IVD) B nabopaTopHbIX YCNOBUAX
In vitro diagnostic medical devices - Information supplied by the manufacturer
(labelling) - Part 1. Terms, definitions and general requirements / MeguumnHckue
EN SO 18113-1:2011 n3genua  A4Ns  AMarHocTWKM  in  vitro.  VHMopmauusa, npegoctasnsemMas
n3rotosmtenem (mapkuMposka). Yactb 1. TepMuHbl, onpefeneHns un obwue
TpeboBaHuA
In vitro diagnostic medical devices - Information supplied by the manufacturer
(labelling) - Part 3: In vitro diagnostic instruments for professional use /
MeauumHckue — u3genus  ANs  AMarHocTukM  in - vitro.  WIHdopmauus,
npegoctaBnsiemas M3rotoBuTenem (mMapkumpoBka). Yactb 3. VIHCTPYMEHTbI Ans
AMArHOCTUKM in Vitro gng npogeccMoHanbHOro NPUMeHeHUs
Performance evaluation of in vitro diagnostic medical devices / OueHka
EN 13612:2002 (DYHKLMOHANbHbIX XapalrepucTnK MeauLMHCKUX U3genuidi ANs LUarHOCTUKM in
vitro
Medical devices - Application of usability engineering to medical devices /
N3genna meguumnHckue. TpoeKTUpPOBaHME MeAUUMHCKUX W3[eNnid € y4yeToMm
aKCnyaTauMoOHHON NPUTroLHOCTM
Medical Devices - Symbols to be used with medical device labels, labelling and
EN ISO 15223-1:2016 information to be supplied / 3genna meanuymHckmne. CUMBONbI, NPUMEHSAEMbIe
npyv  MapkuUpoBaHWW  Ha  MELUUMHCKUX  U3LeNnsax, 3TUKeTKax U B
CONPOBOANTENBHON LOKYMEHTaL MUK

EN 61010-2-081:2015

ENISO 18113-3:2011

EN 62366:2008
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Complaint

For technical advice and support, please contact the
authorized representative of the manufacturer in the
Russian Federation:

LLC "R-Pharm International®

Russia, 123154, Moscow, Berzarina str., h. 19,
building 1, floor 1, room V, room ¢

Tel.: +7 (495) 956-79-37
Fax: +7 (495) 956-79-38
E-mail; info@rpharm.ru

In case of side effects not specified in the instructions
for use or the user manual of the medical device,

wdesirable reactions during its use, the peculiarities
v the interaction of medical devices with each other,
facts and circumstances that pose a threat to the life
and health of citizens and medical workers in the
application and operation of medical devices
products, you must send a message containing the
specified information to the Federal Service for
Supervision in the Field of Health in accordance with
applicable law bst.
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PexnaManan

HOns nonyveHHSs TEXHHYECKHX KOHCYNbTaMil M

NOANEPKKH ofpaTMTech K YHOJHOMOYEHHOMY
NpeNCTABHTEO MNpouspoautens B Poccwmiickoil
Qepepaunn:

000 «P-Papm HnTepHenH»

Poccus, 123154, r. Mocksa, yn. Bepsapuna, 1. 19,
Kopmyc 1, stax 1, kabuner V, xomMHara 9

Ten.: +7 (495) 956-79-37
daxkc: +7 (495) 956-79-38
e-mail: info@rpharm.ru

B cinyyae oGHapyxeHns noGouHbix 3¢dexToB, He
YKa3aHHbIX B WHCTPYKIHAX 1O 3KCIUIYaTAllHH KM
PYKOBONCTBE NOMBL30BaTENA MEAMIHHCKOIO
ycTpoficTea, HeXENaTeNIbHBIX peakiHii B xoae ero
3KCINyaTaldd, HapymeHH# Bo B3anMojclicTBHR
MEIMUHHCKHX YCTpOHCTB Mexnmy coGol, ¢axros u
OOCTOATENBCTE, KOTOPHIC MPEACTABAAIOT YTPO3Y
XM3HH K 3H0POBBIO TPaKIAH H MEAAIWMHCKHX
paGOTHHKOB IpPH TNpPHMEHEHHH H SKCIUTyaTAHUH
MEAMIHHCKHX YCTPOHCTB, HEOOXOMMMO HANpPaBUTh
coo0lIEHHE, COACPXAmEe AeTanbHyI0 HHpopMaNiio,
B Qenepamsuyioc ciyxGy no Hamsopy B chepe
3APABOOXPAHEHHA B COOTBETCTBHH ¢ NMPHMCHHMBIM
3aKOHOM.




e, NZRULCKO20 A36IKA HA PYCCKULE AI6IK

[IITat Mapunenn
AZIMHAHHCTpALHs CEKpeTaps LTaTa

HacTrosumii anocTine He AcicTBATENEH A Henoab3osanus B Coenunennuix Illtarax Amepuxy,
HA TEPPHTOPAAX H BO RIANCHHAX, IPHHAATEKAIINX JAHHOMY roCyJapCTBY.

AnocTuib He YAOCTOBEPACT COACPKAHHC TOKYMEHTA, Ul KOTOPOTO OH OBUT BEIIAH.

Apostille (amocTHAB)
(Convention de La Haye du 5 octobre 1961 (Taazcxan xoneensun om 5 oxmabpn 1961 2.}
1. Crpana: Coeaunennnie llITaThi AMepuKkn
Hacroaimmii opritmanbHbBIH JOKYMEHT
2. lNoanucan Cxorrom A, Iloiiepom (Scott A. Poyer)
3. BricTynaiomeaM B Ka4ecTBE CEKPETAPS OKPYRHOTO CYAR
4. CxpenieH nevYaThio/mraMnoM cexperaps OKpyHoro cyaa okpyra AnH-Apanjen
YnocroBepeno
5. B r. Aunanonuce, mrat Mapunenn
6. 11 moas 2022 r.
7. Cexpetapem mrrara Mapusena
8. 3a Ne 604683
9. Ieuars: 10. MNoanuce:
/Tlevamv/: ITIEYATD ATMHHUCTPALIHH /Moonuce/

CEKPETAPS LITATA HITAT MOPUJ/TEH]]
Cexpemape wimama

& 000 LHPMY (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU




iUTaT Mapuaena, okpyr AHR-Apanzea

Hacrosumm s, CKOTT A. TIOHEP, cexpetaph OKpyXHOTO cyna OKpyra AHH-Apanjen, mrar
MboprJieHA, KOTOphIH ARIAETCA CYAOM IMHCBMEHHOTO NPOM3BOACTBA, YAOCTOBEPAIO, HTO AXMAaN
Muckn (Ahmad Miski) sBasercs no/okHBMM 00pa3soM Ha3HAYEHHBIM HA JOKHOCTb,
YNOJHOMOYCHHHIM M KBaIHPHIHPOBAHHEIM HOTApHYCOM, AckicTByromnM ¢ 10 max 2021 roaa.

B yaocroBepenne ©eroe 3 CKpeIUNiO HaCTOSMMHA JOKYMEHT
cOOCTBEHHOPYYHOH NOAMHMCHIO M NEYATHIO CYAA CETOANA,

. 11 mona 2022 r.
levamv/: OKPY)KHOH  /11oonuce/
CYJ OKPYTA Cxorr A, Motiep, cexperaps

AHH-APARJEJL, LUTAT

MBPHIIEHT Oxpyasoii cya oxpyra Aun-Apangen, mrar Mapuienn
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Hlumina'

«["eHeTMYecKuniA cekBeHaTop Miseq

: MiseqDx»

/WTamn/: HacToswmm A. XaHaau
Ap>kamu (Hanadi Ajami), yaocToBepsito,

n HCTPYKLMS MO YTO [JaHHbIi JOKYMEHT fBNAeTCA
MOANVNHHOI Konuell opurvHana.
IKCrnyaraunun /Mopnucs/

LLTaT Mapunens, okpyr Au~Apadgen = '/MMeyaTb/: LUTAT MIPUJTEHA *

Moanucaxo XaHaau Af.>kKamu nog,

MPUCAroil B MOEM NpUCY TCTBUW. * OKPYTAHH-JI PAHAE” *

Axma Mucki HOTAPNYC *AXMAL MUACKN
HoTapuyc

/Moanuck/

11 vionsa 2022 r.

CpoK feiicTBNS MOTHOMOYUIA NCTeEKaeT
28masn 2025r.

MponssogmnTensb:
«MnmomuHa, MHK.» (Illumina, Inc.)

Appec:

5200 nntomuHa Yaii, Can-Auero, KanudopHus 92122, CLUA (5200 Illumina Way, San Diego,
California 92122, USA)

/WTamn/: TUBAWM. XOYN (LEVIP. HOPE) * HoTapwuyc,
wraT KammdopHua * Okpyr CaHn-Auero * JluuyeHsunas M
2377029 * Cpok [eiicTBMA MNONHOMOYNA WUCTEKaeT
30 ceHTabpa 2025r. * /BOJIbWLIAA TMEYATb LWWTATA
KANVN®OPHWA/

Co cTtopoHbl «nmomMmnHa, NHK.»

/Mopanucek/ Jarta: 11 niona 2022 .
Aypenua bpayHpuax (Aurelia

Brownridge)

[naBHbIli cneumanuct

HOPMaTMBHO-NPaBOBOro OTAeNa

«NnnomunHa, MHK.»
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HOTAPUANTbHOE YJOCTOBEPEHWE § 1189 TIPAXXAAHCKOIO KOAEKCA
WTATA KAIMD®OPHINA

HoTapuyc wnAM UWHOe [AO/MKHOCTHOE /MU0, 3ano/IHMBLUEE HacTosllee CBUAETENbCTBO,
yfocToBepseT TOMAbKO NMYHOCTb AMLa, NOAMNMUCABLUEro AOKYMEHT, K KOTOPOMY MPUIOXEHO
HacTosllee CBMAETENbCTBO, a He [AOCTOBEPHOCTb, MPaBUMbHOCTb WAM [AeliCTBUTENbHOCTb
yKa3aHHOT0 IOKYMeHTa.

LW TaT KanndopHus

Okpyr CAH-OVETO }
CerogHs, 12.07.2022 KO MHe,  HoTtapuycy JIMBAIKO I. XOYNy,
JaTa YKkasaTb uUMs, aMuinio v AOI>KHOCTb
ohmumanbHoro nmua
NUYHO o6paTnnach AYPEJINA BPAYHPU XK,

MmeHa, hamunum nul, nognnucasllnX JOKYMEHT

npeAocTaBMBLUAS AOCTATOUYHbIE 0Ka3aTeNbCTBa, YTO ABMAETCSA INLOM, YbUM UMEHEM NOLMMUCAH
npunaraemblii [AOKYMEHT, W MOATBepAUNa, YTO YMOJHOMOYEHA Ha ero NoAnucaHue W 4TO
nocpefCTBOM NOAMNMCAHUSA €10 HACTOSALLEro JOKYMeHTa (hU3NYecKoe Unn KpuanYeckoe nuuo, ot
MMEHW KOTOPOrO OHa AelicTBOBana, Hagnexawmm obpasom opopMmUI0 HaCTOALMIA LOKYMEHT.

/WTamn/: MTABAW M. XOY * HoTapuyc, B COOTBETCTBAM C 3aKOHOAATENbCTBOM LUTATa
wTaT KanugopHua * Okpyr Can-Auero * KanudopHusa MOA4 YTPO3OUN HAKA3AHUA
NuueHsms Ne 2377029 * Cpok peiicTsua 3A MPEAOCTABJIEHUE 3ABEOOMO

MOHOMOYNIA ncTekaeT 30 ceHTs6ps JTOXKHBIX CBEAEHWIA nopTeepxpato, uTo
2025r. * /BOJIbLUAA TMEYATb LUTATA npuBefeHHbIR Bbile ab3al ABNAETCA BEPHbIM W
KATM®OPHWN A/ TOYHbIM.

SACBWAETENBbCTBOBAHO moeit noanucebio

“ opuLManbHOR neyarsbio.

Moanuck: /Mognuce/
MecTo neyaTw u (Mnn) WTamMna HoTapuyca Mognuck HOTapuyca

JOMONAHUTENBbHBLIN MHPOPMALIMAPA3AEN
3anonHeHne nHopmauuy B JaHHOM pasfene MOXKeT NpefoTBPaTUTb BHECEHNE U3MEHEHNI B
JOKYMEHT WM HenpaBOMEPHOe NPUCOeANHEHNe AaHHOW (DOPMbl K ApYroMy LOKYMEHTY.

OnuncaHue NPUN0XEHHOTo JOKYMeHTa 5
HassaHue nnu tun gokymeHTa: TUTYbHBIV JINCT MHCTPY KLU MO KCMNNYATAUNN
N3AENNA MISEODX. BEPCUA 2
[ata gokymeHTa: 11.07.2022 Konunyectso cTpaHuy;: \
MognucaBlwimne JOKYMEHT Nuua, He yKa3aHHble BbiLle:

MonHomouunsa, 3asBMeHHbIE TNLaAMW, NOLAMNCABLUMMWN AOKYMEHT

Nwms, hamunms nuua, NOANUCaBLUEr0 JOKYMEHT: Vimsa, hamunusa nuua, NnoANMCaBLIEro JOKYMEHT:

I JlOMKHOCTHOE NNL0 KOMNaHWM, AO0MKHOCTK: I [JOMKHOCTHOE NNL0 KOMNaHUU, AOMKHOCTN:

0 MapTHep: I € OrpaHUYeHHOIA 0 NONHBbIA n MapTHep: I C OrpaHN4eHHoO 1 NONHbINA
OTBETCTBEHHOCTbIO I /luuo, geiicTeytolee no OTBETCTBEHHOCTbIO 0 Nluuo, feiicTByloLee no
o dusnyeckoe nnLo [loBEpPeHHOCTU n dusmyeckoe nnLo [lOBEPEHHOCTHN

I [loBepuTenbHbIii n OnekyH unu noneynTenb I NloBepuTenbHbiii 0 OneKyH unu none4nTtens
ynpaBnatoLwnii ynpasnsowmnii

I fOpyroe: n [ipyroe:

luuo, nognucasliee JOKYMEHT, NpeAcTaBaseT: Nvyo, noanucasluee AOKYMEHT, NpeAcTaenseT

aaoao

©2019 r. HaumoHanbHas accoumauma HoTapuycoB
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lMepeBog faHHOro TeKcTa BbINOJIHEH MHOM, nepesofymMkoMm TymaHoBbIM Bnagumupom Onerosnyem.

Poccuiickaa ®eaepaums
"opog Mocksa
TpeTbero aerycTa fjge ThiCA4YM ABaALaTb BTOPOro roga.
A, InTBnHOBa TaTbaAHa HMKONaeBHa, BPEMEHHO UCMOMHAOLAsA 06513aHHOCT M HOTapuyca ropoga Mocksbl
AKy60BOM TaTbsAHbI ONEroBHbI, CBUAETENLCTBYI0 NOLIMHHOCTL NOANUCK MepeBofynKa TymaHoBa
Bnagvmupa Onerosuya.
Mognwvce chenaHa B MOEM MPUCY TCTBUM.
JInyHoCcTb NoanucasLLIEro A0KYMEHT yCTaHoB/IEHa.
3aperncTpuposaHo BpeecTpe: No 77/2171-H/77-2022- n
YnnayeHo 3a CoBepLLIEHNe HOTapuabHoro geiicTansa: 400 py6. 00 Kon.

T.HnTBMHOBA

Bcero npoLug!po.e</\a-, NppHy”popa
1 ckpenneH/1 '

BPUNO HOMpu~r~
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