VeriSeq NIPT Solution v2 illumina

JlncTok-BKnagbliLl

ONA ONATHOCTUKK IN VITRO.

LleneBoe Ha3HayeHue

PactBop VeriSeq™ NIPT Solution v2 npeacTtasnseTt coboii AnarHocTM4eckuin TecT in vitro, npegHa3HavYeHHbIn Ans
NCMNONb30BaHUA B KA4eCTBE CKPUHWHIOBOrO TeCTa Ans BbIABNEHUA FTEHOMHbIX FeHETUYECKMX aHOMarnuin nnoga B
obpa3uax nepudepuyecKon LenbHON KpoBU MaTepn y 6epeMEHHbIX XEHLLMH Ha cpoke 6epeMeHHOCTM He MeHee 10
Hegenb. VeriSeq NIPT Solution v2 ncnonb3yeTt noNHOreHOMHOE CEKBEHUPOBaHUE AN BbIABIEHNS YaCTUYHbIX
Aynnvkaumin v geneuui Ana Bcex ayTocoM U ctaTyca aHeynnouanm ans scex xpoMocom. Oba Tvna CKpuHuHra
npeanonaralT BO3MOXHOCTb 3anpoca coobLieHusi 06 aHeynnouamm no nonosbiM xpomocomam (SCA). Napnenve
Henb358 MCNOMb30BaTh B KAYECTBE €ANHCTBEHHOrO OCHOBAaHMWA AN MOCTAHOBKM AMarHo3a uiv NpuHATUA APYrnx
peLueHnii o BeaeHun 6epemMeHHOCTH.

VeriSeq NIPT Solution v2 BkntovaeT: Oucnetyep pabounx npoueccos VeriSeq NIPT Workflow Manager v2 ans
VeriSeq NIPT Microlab STAR, Habop ans noarotoeku obpa3uos VeriSeq NIPT Sample Prep Kit u Cepeep VeriSeq
Onsite Server v2 c MNMporpammHoe obecneyeHne VeriSeq NIPT Assay Software v2. VeriSeq NIPT Solution v2
npefHa3Ha4veH A MCMosib30BaHWA C CEKBEHAaTOPOM CIieAyHOLLLErO MOKOEHNS.

KpaTtkuin 0630p 1 06bACHEHNE aHanM3a

XpOMOCOMHbIE aHOManuu NfoAa, B HaCTHOCTY aHeynnonams, Kotopasi NnpeacTaBnseT cobor aHomManbHbIM
KONMYeCTBOM XPOMOCOM, ABMAOTCA YacTOW MPUYNHON PENPOAYKTUBHbBIX HAapYLLUEHWI, BPOXAEHHbIX aHOManuin,
3a0epXKnN pasBUTUS Y YMCTBEHHbIX OTKITOHEHWIA. AHeynnonansa nopaxaet npnbnuautensHo 1 s 300
XMBOPOXAEHHbIX IETEN, NPY STOM ropas/o 6osiee BbICOKas YacToTa CBA3aHa C BbIKWbILLIEM 1 MepTBOPOXAEHNeM.
[0 HeLaBHEro BpeMeHM CyLL,eCTBOBaNo AiBa Tvna npeHaTanbHbIX TECTOB Ha 3TW 3aboneBaHns: AnarHocTuyeckoe
obcnepoBaHune Unu CKpuHuHE. duarHoctudeckoe obcnefoBaHme BKIOYaeT MHBa3MBHbIE NpoLeaypbl, Takne Kak
aMHMoLEeHTEe3 unu 6roncus BOPCUH XOpMoHa. DT METOAbI TECTUPOBAHUSI CHUTAIOTCS 30/10TbIM CTAHAAPTOM AnA
BbISIBNEHNA aHeynnouann nnoga. Tem He MeHee, OHW CBA3aHbl C PUCKOM HeBbiHaWwMBaHusA B ananasoHe ot 0,11 % go
0,22 %.3 TpaavuMOoHHbIE aHanM3bl HA MHOXECTBEHHbIE Mapkepbl HE UMEIOT PUCKa HEBbIHALLMBAHMWSA, MOCKOSIbKY OHU
HEeMHBa3MBHbI, HO OHU MeHee TOYHbI, YeM guarHocTmyeckme TecTtbl. MIx yactota obHapyxeHus Tpucomum 21
BapbupyeTcsa B ananasoHe 69-96 % B 3aBUCMMOCTU OT KOHKPETHOIO CKpMHWHIa, BO3pacTta MaTtepu U reCTauuoHHOro
BO3pacTa npu TecTMpoBaHnn.* BaxHO 0TMETUTb, Y4TO OHU UMEKOT YaCTOTY MOXHOMOMOXMUTENbHbIX PE3YNbTaToB
Npuénn3nTENnbHO 5 %, YTO MOXET NPUBECTM K UHBA3MBHOMY AMArHOCTUHECKOMY TECTMPOBAHMIO AJ151 MOATBEPXAEHNS
W, TakM 06pa3oM, K PUCKY BbIKMABILLA, CBA3AHHOTO C NpoLieAypoit.* YnbTpassykoBble o6cnenoBaHms Takxe MoryT
BbISABNATb XPOMOCOMHbIE aHOMasNW, HO OHM AENaloT 3TO C eLe MeHbLUEN YBEPEHHOCTbIO, YEM 3TN ApyrMe MeToAbl.

AHeynnonaus nnogoe ans xpomocom 21, 18, 13, X n Y MmoxeT 6bITb 06HapyXeHa C BbICOKOWN CTEeMNeHbo TOYHOCTU C
NOMOLLbI0 HEMHBA3MBHOIO NpeHaTansHoro TectupoBaHus (NIPT) ¢ ucnonb3oBaHneM NOAHOreHOMHOro
cekBeHunpoBaHus 6eckneToyHon OHK (cfDNA), nonyyeHHoi n3 nna3mbl Matepu Ha 10 Hepene 6epeMeHHOCTH nnu
nosxe. B HepaBHeEM MeTa-aHanM3e HECKONbKUX KIMHUYECKUX UCCNEL0BaHUN COOBLLLANoCh O TaKUX B3BELLEHHbIX
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06 beAVHEHHbIX NokasaTensax obHapyXxeHus u cneundunyHocTax Tpucomum 21 1 Tpucomum 18 npu ogHonnoaHoM
6epemeHHocTu: Tprcommsa 21 —99,7 % 1 99,96 % n Tpucomns 18 —97,9 % n 99,96 % cooTBeTCTBEHHO.® OfHO
nccnepoBaHue npegnonaraeT, 4To ucnonb3osaHne NIPT B KauecTBe NepBUYHOIO CKPUHMHIA NMpu BCeX
GepeMeHHOCTSIX MOXET NPUBECTY K CHUXEHMIO KONMYECTBa NOATBEPX/AatoLLMX MHBA3NBHbIX NpoLeayp Ha 89 %.8

YuunTbiBag 3HaUUTENBHOE CHUXEHNE YAaCTOTbI JTOXHOMOMOXUTENBHbIX pe3ynbTaTos Npu ncnonb3osaHumn NIPT no
CpaBHEHUIO C TPAANLMOHHBIM CKPUHUHIOM Ha MHOXECTBEHHbIE MapKepbl, MHOrMe npodeccnoHanbHble MeanunHcKme
opraHu3sauumu BbiNyCTUAY 3aKNOYEHUS, NOATBEPXAAIOLLNE HECKONBKO NOKa3aHuin K npumeHeHuio NIPT.

B yacTtHocTu, pekomeHayeTca MexayHapoaHoe o6LecTBO npeHaTanbHOM AnarHocTukn, AMepukaHckas Konnerus
aKkywepoB u ruHekosnoros (ACOG)/O6LecTBoO Mo MaTepuMHCKoON MeauumHe nnoga (SMFM), AMepukaHckasi Konnerms
MeaMLMHCKOW reHeTuku u reHomukmn (ACMG) n EBponeiickoe 06LecTBO reHeTUKM YenoBeka/AMeprKaHcKkoe
06LLIECTBO reHETUKM YenoBeka, npeanaratolee HAMT Bcem 6epeMeHHbIM xeHLmHam.”8° PekomenagyeTcs
npeaBapuTeNbHOE KOHCYNbTMPOBaHME, MHPOPMUPOBAHHOE COorfacue n AnarHoCTU4ecKoe TeCTupoBaHue ons
MOATBEPXAEHWUS MOMOXUTENLHOMO pe3ynbTaTa ckpuHuHra cfDNA.4

VeriSeq NIPT Solution v2 aBnaeTca HemHBa3uBHbLIM AWarHoCTUYECKMM TeCTOM in vitro (IVD), B KOTOpOM ncnosnb3yercs
nonHoreHoMHoe cekBeHupoBaHue dparmeHToB cfDNA, nonyyeHHbIX M3 06pasLoB nepmdeprmyeckoi LernbHOM KpoBK
MaTepu, B3ATbIX y 6epeMeHHbIX XeHLLUH Ha cpoke 6epemeHHOCTM He MeHee 10 Hepenb. OTOT MeToA NpegnonaraeT
[Ba BapuvaHTa AMarHoCTUKK: 6a30BbIf M FEHOMHBIN. Ba30BbIM CKPUHWMHT NpefocTaBnseT uHopmMaumio o ctaTyce
aHeynnouaum Tonbko ansa 21-i, 18-n, 13-n, X n Y-XxpoMocoMm. '€eHOMHBbI CKpUHUHT NpeaocTaBnseT nHdopmaLuio

0 YaCTUYHbIX Aeneunsx 1 Aynnukaumsax onsg Bcex ayTocoM U cTaTyce aHeynnouanm ansi Bcex xpomocom. Oba tuna
CKPVHUWHIra NpeAoCcTaBnsoT BO3MOXHOCTb COOOLLEHMA O aHeynionamMm nonosbix XxpoMocom (SCA) ¢ coobLieHrem o
MonoBoW NpuHaAnexHocTu nnoaa unu 6es Hero. Onuuto otyeTHoCTH AN SCA MOXHO OTKNHOYMTL. Ecnn onumsa
otyeTHocTM gna CKA oTkntoyeHa, Non nnoga Takxe He coobuaeTtcs. ns nonyyeHua 4onosiHUTENbHON MHcbopMaLuum
0 BapuaHTax coobLueHus o nonoBo npuHagnexHocTn cM. VeriSeq NIPT Solution v2 Software Guide (PykoBoacTso
no nporpammHomy obecnieqermnto VeriSeq NIPT Solution v2) (gokymeHT Ne 1000000067940).

[MpuHUMNbI NpoBeaeHNS NpoLeaypbl

VeriSeq NIPT Solution v2 npeacTtaBnsieT coboit aBToMaTU3NpOBaHHOE pelleHne ans nabopatopHoro aHanusa NIPT,
KOTOpOe COCTOUT U3 aBTOMaTM3MPOBaAHHOM NOArOTOBKM 00pa3L0B U aHan13a AaHHbIX cekBeHpoBaHusa. Habop gns
noarotoBku obpasuos VeriSeq NIPT Sample Prep Kit senstotca cneunanmsaMpoBaHHbIMKU peareHTamm gns
OZIHOKPAaTHOro NpUMeHeHus1, KoTopble ncnonb3ytoTcsa B codetaHuu ¢ VeriSeq NIPT Microlab STAR anga npurotoBneHus
cepuin u3 24, 48 nnm 96 o6pa3uoB AS1S CEKBEHMPOBaHNS HOBOIro NOKONeHNst. [laHHbIe NONTHOFreHOMHOTO
NapHOKOHLLEBOrO CEKBEHMPOBAHNSI aHANN3UPYIOTCS C MOMOLLIbIO CNeumnan3MpoBaHHOro NporpaMmMHoOro obecneyeHuns
MporpammHoe obecneyeHne VeriSeq NIPT Assay Software v2, n cozgaetcs oT4eT, KOTOpbIi NpefocTaBnaeT
Ka4yeCTBEHHbIE pe3ynbTaThl.

Pabounin npouecc cocTonT 13 criegyowmx npoueayp: cbop obpasuos, BolgeneHme nna3mel, akcTpakuma cfDNA,
noAarotToBka 6ubnMoTekn, KoNMYecTBeHHoe onpeaeneHne 6udbnmotekn, obbeanHeHne GUGNNOTEKMN, CEKBEHUPOBaHUE
1 aHanus, koTopble 6onee NoApPo6HO ONUCaHbI:
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* C6op o6pa3uoB — 7-10 mn nepucepryeckon LenbHon KpoBu MaTepu 6epyT B 6eCKNeTouHy0 Npobupky ans
cbopa kposu (BCT) gnsa OHK Streck, koTopasi npegoTBpallaeT MM3nc KNeTok U reHOMHOE 3arpa3HeHune u
CTabunuanpyeT LenbHY0 KpoBb.

* BblgeneHue nnasmbl — B TeveHne 5 gHewn nocne B3sTusA obpasLa nna3ma BbigensieTca us nepudepunyeckon
LenbHOM KpOoBM MaTepu C UCMOMb30BaHNEM CTaHAApTHLIX MeToA0B LieHTpudyruposaHus. VeriSeq NIPT Microlab
STAR acnupupyeT 1 pacnpegenseT nna3my B 96-nyHOYHbI NAaHLWET C rNy6oKMMK NyHKamMu Ansa nocnenyoLlen
o6paboTku. B cnyyae Heo6x04MMOCTM MOBTOPHOrO aHanu3a obpasupl Ans nocneaytowen o6paboTku moryT bbiTb
YKYMNOpPEHbI U XpaHUTbcA npu TemnepaTtype 4 °C B TeueHne AononHUTenNbHbIX 5 aHen (B oben cnoxHoctn go 10
OHen rnocre B3ATUA KPOBH).

A MNPEOYNPEXOEHVE

npeBbILLIeHVIe BbILLEYyNOMAHYTOIo BpeMeHn XxpaHeHnAa MOXeT OTpuuatesibHO NoBJINATbL Ha YaCToTy
OTKa30B OTAENIbHbIX 06pa3LI,OB.

*  Okctpakumsa cfDNA — ounctka cfDNA 13 nnasmbl gocTuraeTcs nyTem agcopbLumm Ha CBA3bIBaKOLLEM NaHLLETE,
NPOMbIBaHNA CBA3bIBAKOLLEro NinaHweTa Aanda yganeHmna 3arpAa3HAaowLmnx BelecTs 1 3J110MpoBaHNA.

* [loaroTtoBka 6M6nNMoTekn — ounieHHble pparmeHTol cfDNA noaBepratoTcs npoueccy penapaummn KOHLOB A1
npeobpazoBaHnsi 5’- n 3’-BbICTYMNOB B POBHbIE KOHLbI. 3aTeM K 3’-KOHL,aM A06aBna0T [e30KCMageHO3UHOBEIN
HYKIeoTuA A5 CO30aHns OLHOrMO BbICTyNa OCHOBaHUSA. 3aTeM MHOEKCMPOBaHHbIE aganTepbl, cogepXxaiime
OLHOOCHOBHOW 3’-A€30KCUTUMUAMHOBbIN BLICTYN, NMIMpYoT Ha obpaboTaHHble doparmeHThl cfDNA.
MepeBazanHyto OHK ounLatoT ¢ nomoLbo TBepaodasHblx rpaHyn ans obpatHon nmmobunuzaumn. Kaxaplii
ob6pazeu B Habope 13 24, 48 nnv 96 nonyyaeT yHUKanbHbIN MHOEKCMPOBAHHLIN agantep. AganTepbl cryxaTt ABYM
uensm:

/N NPEOYNPEXOEHVE

ByabTe npeenbHO OCTOPOXHbI, YTOBbI N3GeXaTh NEPEKPECTHOIO 3arpA3HEHUS UHAEKCOB, YTO MOXeT
MPUBECTU K HENPABUJIbHLIM pe3yribTaTaM.

- MHOeKcbl no3BoNnaT M,El,eHTMq)VILI,MpOBaTb o6pa3eL|, npu nocneanyrwwem ceKkBeHMposaHunn.

- VHpekcHble aganTepbl cogepxar nocneaoBaTenbHOCTH, KOTOPble obecneunBatoT 3axBaT 6ubNMoTeKM Ha
TBEPAON NOBEPXHOCTUN NPOTOYHON AYENKM CEKBEHUPOBAHWA ANA CO34aHuA Kractepa u nocneayowero
CEeKBEHUPOBaHWS.

* KonuyectBeHHoe onpeperneHue — npoaykT 6ubIMoTeEKM KONMYECTBEHHO ONPEAENSOT C MOMOLLbIO
hryopecLEeHTHOro KpacuTens ¢ KOHUEeHTpauuen, onpeaensaemMon nyTem cpaBHEHUS CO CTaHgapTHou Kpueon [HK.

* Ob6beguHeHue u cekBeHUpoBaHue 6ubnuotek — 6MbNMoTEKM 06pa3L OB 06 LEAUHSIIOT B NyNbl U3 24 unun 48
06pa3u,03 B CKOPPEKTUPOBAHHbIX KONn4yecTBax Ana MMHUMU3aLun Bapma6eanoc:TV| oxBaTta. 3aTtem Ka)K[J,bIVI nyn
CeKBEHMpYeTCsi C MOMOLLbI0 CUCTEMa CEKBEHMPOBaHMS HOBOTO MOKOSEHUS.

* VeriSeq NIPT Solution v2 He BkntoyaeT 060pyf0oBaHNE U pacxoHble MaTepuasbl A CEKBEHUPOBaHMS.

*  AHanus — gns Kaxporo o6pa3u,a aHanm3 CoCTouT na cneayruiero:
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- WpeHTudmkaums pparmeHToB 6GUGNMOTEKN NO MHOAEKCHON NOCNEN0BATENbHOCTM U BblpaBHUBAHUE NPOYTEHMUN
NMapHOro KOHUa ¢ pedepeHCHbIM rEeHOMOM YenoBekKa.

- OueHka deTtanbHon dpakuum 6ubnnoteku nytem obbeanHeHns nHdopmaumy o pacnpeneneHnm Kak A,
TaK ¥ reHOMHbIX KOOpAuHaT (hparMeHToB 6MGNMOTEKMN.

- [Mocne yyeTa U3BeCTHbIX CUCTEMATUYECKUX OLLMOOK CTaTUCTMYECKas Moaenb obHapyxunBaeT obnactu
reHoma, KoTopble HeOCTaTOYHO UMM Ype3MepHO NpeacTaBneHbl B 6ubnmoteke, B COOTBETCTBUM C aHOManNMEN
npu pacyeTHOM ypoBHe peTanbHoW hpakuuu.

- Otyet NIPT copepXuTt cBoaHble pe3ynbTaTthl Ans BbIOpaHHOro MeHto TeCTa, B KOTOPOM NepeYnCneHsbl
AHOMAJ1bHO OBHAPYXEHbI nnn AHOMAJTMN HE OBHAPY XEHDbI, a Takxe oueHka deTtanbHou hpakumum
Ans o6pa3LoB, NPOLIEeLLMX KOHTPOSb KayecTBa.

- JononHuTenbHbIV OTYET COQEPXUT KONNMYECTBEHHbIE MOKa3aTenn, KOTopble XapakTepusyoT Kaxayto
06HapyXeHHyo aHoMarnuto.

OrpaHunyeHus npouenypbl

OrpaHunyeHus aHanusa

* [lokasaTenbCcTBa, NoATBEpXAatoLme YyBCTBUTENbHOCTb U CNeUndUYHOCTb TECTa, OXBATbiBaOT OQHOMMOAHYIO U
[BYNNoAHYy0 6epeMeHHOCTb. OTU UHCTPYKLMK MO NPUMEHEHUIO HE NPEAOCTaBMNAT AaHHbIX O YyBCTBUTENIbHOCTM
UM cneundUyYHOCTM ANt TPEXKOMIMOHEHTHLIX 6epeMeHHOCTelN unv 6epemMeHHoCTel Goree BbICOKOro nopsaKa.

* VeriSeq NIPT Solution v2 He npegHa3HayeH ana obHapyXeHus NonunIonanm, Takon Kak Tpunnonams.
* VeriSeq NIPT Solution v2 He npegHa3Ha4yeH gna o6HapyXxeHus cbanaHCUpOBaHHbIX XPOMOCOMHbIX MEpPeCcTpoek.

* [nsa aHanusa TpebyoTcsa o6pa3ubl nepuceprnyeckon LesbHON KpoBU 6eEPEMEHHBIX XEHLLMH Ha CpokKe
6epemMeHHOCTU He MeHee 10 Hepenb.

* [1ns 6a3oBblx ckpuHuHros TecT VeriSeq NIPT Solution v2 BbisiBNsieT cneunduyeckne XpoMoCOMHbIE aHOManuu.
PesynbTtaThl, coobuaemble kak AHOMATTNN HE OBHAPYXEHDbI, He nckntoyaloT BO3MOXHOCTU XPOMOCOMHbIX
aHoManui TecTupyemMbix XxpoMmocoM. OTpuuaTenbHbIn pe3ynbTaT HEe UCKITYaeT BO3MOXHOCTU Hanmuna y
6epeMeHHOCTH APYrMX XPOMOCOMHbIX aHOMarui, reHETUYECKUX COCTOSHUI UK BPOXAEHHBIX NOPOKOB
(Hanpumep, pedekTa OTKPLITON HEPBHOW TPYBOKHN).

* [1nA reHomMHOro CKPUHUHTa 6onbLuMe aeneunn n noynnukaunn, KOTopble COCTaBJ1Al0T MEHEE 75 % pa3mMepa

XPOMOCOMbI, MOTYT YKa3blBaTb Ha aHeyrnJsiongno BCEN XPOMOCOMbI.

*  [1nA reHOMHOro CKpMHMHra HEKOTopble 061acTu UcknovaTea U3 aHannsa. CnmMcok TakKUX UCKITHYEHHbIX
PErMoHOB AOCTYNEH Ha Beb-caiTe noaaepxku lllumina. O6HapyxeHne reHOMHbIX aHOMarnui BbINOSIHAETCH TONbKO
Ha HEUCKITIOYEHHbIX y4acTKax.

*  WHdbopmaums o none nioga AOCTyMHa He BO BCEX PErMOHAX B CBA3M C MECTHbIMY HOPMAaTUBHbIMU TpeboBaHMAMY,
perynupyoLmmmn nHgopmauumio o rone.
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® Ha ocHoBaHuun JNINTEPATYPHbIX AAaHHbIX pe3yrbTaTbl 6ecKneTo4yHoro CKPUHUHIa Ha OHK MOryT ObITb MCKaXeEHbI
onpepgeneHHbiIMn MaTepUHCKUMAU N CbeTaJ'IbeIMVI CbaKTOpaMI/I. HeKOTOpre N3 HUX nepevyuncneHbl HnUXxe, HoO He
orpaHnymearoTCa cnenyrowunm:

- HepaBHee nepenuBaHue KpoBM MaTepu

- [pepwecTByoLas TpaHCNaHTaums opraHa MaTepw/TpaHCnaHTaums CTBOMIOBbIX KIETOK
- AyToMmMyHHOe 3aboneBaHue maTepu

- HoBoobpazoBaHusa y maTepu (4OOpOKaYECTBEHHbIE W 3TOKAYECTBEHHbIE)

- Mo3sauumam matepu

- BapwuaHTbl KOnuyecTsa Konvm matepu

- @eTonnaueHTapHbI MO3anLU3M / OrpaHMYEHHbIN NaLeHTapHbIN MO3anLUu3m

- CwmepTb nnopa / ncuesHoBeHne 6nnsHeLa
OtyeTt VeriSeq NIPT Solution v2

* VeriSeq NIPT Solution v2 aBnfeTca CKPUHUHIOBbLIM TECTOM U HE AO0MXEH paccMaTpmuBaTbCa OTAENbHO OT APYrnX
KNUHUYECKNX pe3yrbTaToB U pe3ynbTaToB aHanu3oB. BblBoAbl 0 COCTOAHNUM NNOAA U peLUeHUAX O BeAEHUN
6epeMEeHHOCTY He 10MXHbI OCHOBLIBATLCA TONLKO Ha pesynbTaTax ckpuHuHra HAMT.?

* VeriSeq NIPT Solution v2 BbigaeT 0TYeThI NO CMEAYIOLMM MYHKTaM:
- Bba30BbIN CKPpUHUHT onpeaensaeT n3bbITOYHOE NPeACTaBUTENBCTBO XpoMocom 13, 18 n 21.

- eHOMHBIN CKPWUHUHT BbIABNAET HeAoCTaTo4yHoOe U n3bbITOYHOE npeancTaBnTeNibCTBO BCEX ayTOCOM, BKINKO4Yana
yacTU4Hble aeneunn n gynnukaumm paamepom He meHee 7 Mb.

- [pn ogHonnogHom 6epeMeHHOCTH, ECNN B HACTPOMKaxX OTYETa O NOJSIOBOV NPUHAASIEXHOCTU BbIOpaHO
3HaueHue Yes (da) unu SCA, BbIBRAIOTCA creyoLime aHoManmm nonosbix XxpoMocom: XO, XXX, XXY n
XYY.

- TMpu ogHonnopHo 6epeMeHHOCTH, eCiniv B HACTPOMKax OTYETa O NOSOBOW NPUHAANEXHOCTU BbIGpaHo
3HayeHue Yes ([a), yka3biBaeTca non nnoaa.

- Hanuuue Y-xpomocoMbl npu ABYyNnogHoN 6epeMeHHOCTU.

KoMnoHeHTbl usaenusa

B cocTaB VeriSeq NIPT Solution v2 BxoasT cneaytowme KOMIOHEHTbI A8 NOArOTOBKM 06pasua:

* Habop pnsa noarotoBkn obpasuos VeriSeq NIPT Sample Prep Kit (24 o6pasua) (Homep no katanory 20025895)
* Habop gnsa noarotoBkn obpasuoe VeriSeq NIPT Sample Prep Kit (48 o6pasuos) (Homep no katanory 15066801)
* Hab6op gnsa noarotoeku obpasuos VeriSeq NIPT Sample Prep Kit (96 o6pasuos) (Homep no kaTtanory 15066802)
VeriSeq NIPT Solution v2 cocTonT 13 cnegyoLwmx nporpaMmMHbIX KOMMIOHEHTOB:

* [porpammHoe obecneyerune VeriSeq NIPT Assay Software v2 (Homep no katanory 20047024), npeaBaputenbHO
ycTaHoBneHHas Ha Cepsep VeriSeq Onsite Server v2.
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- Cepsep VeriSeq Onsite Server v2 (Homep no katanory 20028403, 20047000, 20101927) nnu cywecTByoLLnin
cepeep VeriSeq Onsite Server (Homep no katanory 15076164 nunu No 20016240), 06HOBNEHHbIN A0 Bepcun 2.

* [Owucnetyep pabounx npoueccor VeriSeq NIPT Workflow Manager v2, (Homep no katanory 20044988),
npegsapuTenbHo yctaHoBneHHas Ha VeriSeq NIPT Microlab STAR.

- VeriSeq NIPT Microlab STAR (Homep no katanory Hamilton Company Reno: 95475-01 (115 B) n 95475-02
(230 B), Hamilton Company Bonaduz: 806288).

* Local Run Manager mopynb VeriSeq NIPT (Homep no katanory 20044989)

PeareHTbl

[MocTaBnsemMble peareHTbl

lllumina cogepxuT cnepytowme peareHTbl: Habop ana nogrotoeku o6pasuos VeriSeq NIPT Sample Prep Kit (24
o6pasua) (Homep no kaTanory 20025895), Habop ona nogrotoeku obpasuos VeriSeq NIPT Sample Prep Kit (48
o6pa3uoB) (Homep no katanory 15066801) n Habop ans nogrotoeku obpasuos VeriSeq NIPT Sample Prep Kit (96
o6pa3uoB) (Homep no katanory 15066802). Habop ans noarotosku obpa3suos VeriSeq NIPT Sample Prep Kit
CKOHpurypupoBaHbl Anst ucnonb3oBanus ¢ VeriSeq NIPT Microlab STAR (ML STAR) (Homep no katanory 95475-01,
95475-02 nnu 806288), npepoctasnsemMon KomnaHmen Hamilton.

Habop ona noaroroBku o6pa3uoB VeriSeq NIPT Sample Prep Kit, Bnok pns
U3BJIeYEHUs

Tabnuua: 1 VeriSeq NIPT Brnok ansa nssneyexus (24) un (48), apt. No 20025869 n 15066803

Konunyectso
HasBaHue peareHTa .
KOHTEMHEepOoB B AKTUBHbIE UHIPEAUEHTDI XpaHeHue
Ha 3TUKETKE
Habope
Lysis Buffer (Bycpep 1 N'yaHuamHa ruppoxnopupg, B 6ydepHom ot 15°C po
ONs nu3nca) BOJHOM pacTBope 30°C
[MpOMBIBOYHbIN 1 N'yaHuguHa rugpoxnopug un 2-nponaHon B ot 15°C no
6ydep | bydepHOM BOAHOM pacTBope 30°C
Bydep ans 1 Conu, cogepxaluue 6ydepHbIi BOOHbIN ot 15°C oo
NpombIBKu I pacTBop 30°C
Elution Buffer 1 3abydepeHHbIn BOAHLIN pacTBop ot 15°C no
30°C
Bydep ans 1 MuuepuH B 6ychepHOM BOOHOM pacTeope ot 15°C mo
NpoTenHasbl 30°C
MpoTtenHasza K 3 JInodmnnampoBaHHan npotenHasa K ot 15°C no
30°C
HokymeHT N2 1000000078751, Bepcusa 09 6 n3 85
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Tabnuua: 2 VeriSeq NIPT Bnok ansa ussnevexus (96), apt. No 15066807

KonunuecTtso
HaseaHue peareHTa .
KOHTeiHepoB B AKTUBHbl€ UHrpeaueHTbl XpaHeHue
Ha 3TUKeTKe
Habope
Lysis Buffer (Bydpep 1 lN'yaHugmHa rupgpoxnopupg, B 6ydepHom ot 15°C po
Ons nusnca) BOJHOM pacTBope 30°C
MpOMBIBOYHBIN 1 N'yaHupguHa rugpoxnopug u 2-nponaHos B ot 15°C no
6ydep | 6ydepHOM BOAHOM pacTBope 30°C
bydep ans 2 Conu, cogepxalme 6ydepHblii BOAHbIN ot 15°C no
npombIBKM I pacTtBop 30°C
Elution Buffer 1 3abydepeHHbIi BOAHbI pacTBOp ot 15°C oo
30°C
Bydep ans 1 MuuepuH B 6ychepHOM BOOHOM pacTeBope ot 15°C po
npoTenHasbl 30°C
MpoTtenHasa K 4 JnodunusunposaHHasa npotenHasa K ot 15°C po
30°C

Habop ans noarotosku o6pa3uos VeriSeq NIPT Sample Prep Kit, Bnok noarotoBku
6ubnuoTteku

Tabnuua: 3 VeriSeq NIPT Library Prep Box (24) n (48), Homep no kaTtanory 20026030 1 15066809

KonuyecTtso
HasBaHue peareHTa Ha .
KOHTellHepoB B AKTUBHbIE UHIPEAUEHTHI XpaHeHue
3TUKETKE
Habope
End Repair Mix (Cmecb ans 1 DNA polymerase n dNTP B ot-25°C po
BOCCTaHOBIEHUSI KOHLIOB) 6ydepHOM BOOHOM pacTBope -15°C
A-Tailing Mix 1 DNA polymerase n dATP B oT1-25°C po
6ydepHOM BOLHOM pacTBope -15°C
Ligation Mix 1 IOHK-nuraza B 6ycdepHom BogHoMm 0T -25°C o
pacTBope -15°C
MbpuamsaumnoHHbIn 6ydep 1 3abydepeHHbIi BogHbIM pacTBop  0T-25°C o
-15°C
MnaHwert c apantepom OHK 1 OnuroHykneotuabl B 6ychepHoM ot-25°C po
NIPT BOZHOM pacTBope -15°C
DokymeHT N2 1000000078751, Bepcus 09 71385
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Tabnuua: 4 VeriSeq NIPT Library Prep Box (96), Homep no katanory 15066810

Konunuectso
HasBaHue peareHTa Ha .
KOHTEeNHepoB B AKTUBHbI€ UHIpeaUeHTbl XpaHeHue
3TUKETKe
Habope
End Repair Mix (Cmecb ans 1 DNA polymerase n dNTP B oT-25°C po
BOCCTaHOBMEHMUS KOHLIOB) 6ydepHOM BOAHOM pacTBope -15°C
A-Tailing Mix 2 DNA polymerase n dATP B oT-25°C po
6ydepHOM BOLHOM pacTBope -15°C
Ligation Mix 2 IOHK-nuraza B 6ycdepHom BogHoMm 0T -25°C o
pacTBope -15°C
MbpnamsaLmnoHHbIn 6ydep 1 3abydepeHHbIi BogHbIM pacTBop  oT-25°C o
-15°C
MnaHwert c agantepom OHK 1 OnuroHykneotuabl B 6ychepHoM o1-25°C po
NIPT BOZHOM pacTBope -15°C

Habop ona nogrotroBku o6pasuos VeriSeq NIPT Sample Prep Kit, komnnekr
NnpUHaasIeXHoOCTeN

Tabnuua: 5 VeriSeq NIPT komnnekTt npuHagnexHocten, apt. No 15066811

KonuuyecTtso
HasBaHue peareHTa Ha .
KOHTEWHEpOB B AKTUBHbIE UHIPEAUEHTHI XpaHeHue
3TUKETKE
Habope
MnaHweT ans 1 MwukponnaHLweT 13 nponuseHa ¢ ot2°Cpno
cBa3biBaHna JHK MoanLMpPOBaHHOW CUITMKOHOBOW 8°C
MembpaHon
Resuspension Buffer 1 3abydepeHHbIt BOAHbI pacTBOp otr2°Cpo
8°C
Sample purification beads 1 TeBepaodasHbie napamMarHnTHbIE rpaHyrbl B oTr2°Cpo
6ydepHOM BOAHOM pacTBope 8°C
PeareHT ons 1 Kpacutenb gna natepkanauumn JHK s AMCO o1 2°C go
KOJIM4ECTBEHHOIO 8°C
onpegenenna OHK
CraHpgapt gns 1 Cranpgapt acAHK, Hecneundpmueckas OHKu o1 2°C go
KOJIM4ECTBEHHOTO a3ug HaTpusa B bydepHoM BogHoM pactBope 8 °C
onpegenexua JHK
HokymeHT N2 1000000078751, Bepcusa 09 81385
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Habop ona noarotosku o6pa3uos VeriSeq NIPT Sample Prep Kit, npo6upku n
9TUKETKU paboyero npouecca

Tabnuua: 6 NMpobupkn 1 aTUKeTKN paboyero npouecca, Homep ro katanory 15071543

KonunyecTBo 3neMeHTOoB B

HasBaHue anemeHTa Ha 3TUKETKE XpaHeHue
Habope

Otuketka (LBL) — wTpux-koa nnaHweTta 9 o1 15°C oo
30°C

OtukeTka (LBL) — wTpmx-Ko4 nnaHweTa ¢ rny6oknumn 12 o1 15°C no

JNIyHKamu 30°C

Mpobupka (TB) — nyctasa npobupka ana oobeamHeHns 5 ot 15°C po
30°C

PeareHTbl, He BxogALMeE B KOMMEKT NOCTaBKU

Heobxoanmble peareHTbl, He BXOAAT B KOMIMJIEKT NOCTaBKU

* PeareHTbl ANA CEKBEHNPOBaHUS U pacxodHble MaTepuarsbl, HE0OX0ANMbIE NS CUCTEMbI CEKBEHUPOBAHWUSI HOBOTO
nokonenusa (NGS)

* CeptuduumpoBaHHas Boaa, He coagepxallas [JHKazy/PHKasy — knacc YncToTbl Ans MonekynsipHon 6uonorum

*  Ethanol, 100 % (200 proof) — knacc 4iCcToTbI ANA MONEKynapHon buonoruu

MPNMEYAHWE 3TtaHon, He cOOTBETCTBYIOLMIA KNAccy YACTOTbI AJ1s1 MOSIEKYNAPHON 6MoorMm, MoxeT
HeraTMBHO NOBNUATbL Ha 3EKTUBHOCTb aHaNN3a.

PeareHTbl Heo6s3aTenbHbI, HE BXOAAT B KOMMJEKT NOCTaBKU

*  ®docdaTtHo-conesown bydep Oynbbekko (PCBL) ana koHTpona 6e3 wabnoHa (NTC)

XpaHeHune n obpalleHmne

1. KomHaTHOWM TemnepaTypon cuntaeTca Temnepartypa ot 15 °C go 30 °C.

2. Bce peareHTbl NnpeaHa3Ha4eHbl TOJIbKO AJ1A OAHOPa30BOro UCNnosib3oBaHUA. Mocne noaroToBKK peareHToB K
MCcnosib30BaHUIO X cnenyeT Ucnonb3oBaTb HeMeOJIeHHO.

3. Ecnu kakas-nubo ynakoeka unu cogepxumoe komnoHeHToB VeriSeq NIPT Solution noBpexaeHb! nnm
noBpexaeHbl, 06paTuTech B cnyxby nogaepxku knueHTos lllumina.

HokymeHT Ne 1000000078751, Bepcus 09 9un3 85
OnA ANArHOCTUKU IN VITRO.
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4. PeareHTbl CTabunbHbI NPU XpaHEHUM B COOTBETCTBUU C YKa3aHUSIMU 0 UCTEYEHMS CPOKA rOAHOCTU, yKa3aHHOro
Ha 3TUKeTKax Habopa. YcnoBusa XxpaHeHus cM. B cTonbue «XpaHeHuey B Tabnuuax B pasgene Reagents
(PeareHThbl). He ucnonb3yiTte peareHTbl C UCTEKLINM CPOKOM rO4HOCTM.

5. VI3MeHeHus BO BHELLHEM BMAE NPEAOCTaBIIEHHbIX PEareHTOB MOTyT YKa3blBaTb Ha yXyALEHNe Ka4yecTBa
mMaTepuanoB. PeareHTbl 3anpellaeTcsa UCNoOMb30BaTb, €CNU HabnoaalTCA U3MEHEHUSA BO BHELLHEM BUae
(Hanpumep, SiIBHOE M3MEHEHMWE LIBETA peareHTa Ui noMyTHeHre, XapakTepHoe AJisi MUKPOGHOTo 3arpsisHeHus).

6. [pu pabote c Sample purification beads cobntogaiTe cnepytolie pekoMeHaauun:
* Hukorpa He 3aMmopaxuBanTe rpaHynbl.
* [lepepn ucnonb3oBaHMeM JanTe rpaHynam HarpeTbCcs 40 KOMHaTHOW TeMnepaTypsl.
* HenocpeacTBeHHO Nepen UCNosib30BaHMEM BCTPAXHUTE rpaHy bl Ha BUXPEBOM MeLLAsiKe 0 NosyyYeHus
O[HOPOAHOWN CYCMNEH3MM 1 OAHOPOAHOrO LiBETA.

7. Lysis Buffer, npombiBo4HbIfi 6ydhep |, npombiBouHbIn 6ydep Il, Elution Buffer n npotenHasHbii 6ydgep moryTt
06pa3oBbIBaTb BUAMMbIE OCAAKWN UK KpucTanibl. MNepea ncnonb3oBaHNEM 3HEPIMYHO BCTPSIXHUTE Ha BUXPEBOM
MeLlLasike, a 3aTeM OCMOTpUTE, YTOObI y6eanTbea B OTCYTCTBMU OCaaKa.

8. HwukorpaHe 3aM0pa)KVIBaI7ITe LeJIbHYO KPOBb NOCIE€ B3ATUA 06pa3u,a.

9. CekBeHupyinTe 6UOBNNOTEKM KaK MOXHO CKopee nocre o6beanHenns. ObbeguHeHHble OnbnmoTekn ctabunbHbl 40
ceMu gHew npu TemnepaType
o7 -25 °C po -15 °C. [Mpu XxpaHeHn B TeYeHMe ITOro NepuoLa BpEMEHN B 3TUX YCNOBUSIX JOMNONHUTENbHAsA
OeHaTypauus He TpebyeTcs.

HokymeHT Ne 1000000078751, Bepcus 09 1013 85
OnA ANArHOCTUKU IN VITRO.
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O6opynoBaHmne u matepuansl

illumina

Heob6xoanmoe o6opynosaHue n matepuarsbl (B KOMMSIEKT He

BXOAAT)

Heobxoaumoe o6opyanoBaHue, He BXOAUT B KOMMJEKT NOCTaBKU

O6opynoBaHue

Cuncrema cekBeHMPOBaHNsS HOBOIO MOKOMNEHNS

(NGS) co cneayoLwmMm BO3MOXHOCTAMM:

» 2 x36 n. 0., napHOe CeKBeHNpOBaHue

+ CoBmecTumocTb ¢ Habop ana noarotoBku
o6pa3uos VeriSeq NIPT Sample Prep Kit
OBOWHbBIMY afanTepamun HgeKca

* ABTOMaTM4yeckoe cos3gaHue dannos
pacno3HaBaHusi ocHoBaHui (BCL)

* XMMUYecKunin MeTop, C ABYMSA METKaMu

* 400 MWUMNIMOHOB NapHOKOHLEBBIX MPOYTEHNI
Ha 3anyck

» CoBMecTuMoCTb ¢ NporpammHoe
obecneueHune VeriSeq NIPT Assay
Software v2 unm cuctemon cekBeHMpoBaHus
NextSeq 550Dx .

Mopo3unbHas kamepa, ot -25 o -15 °C
MukpoueHTpudyyra

MomoLpb B NMneTupoBaHmm

XonoannbeHuk, ot 2 o 8 °C

OpHokaHanbHble NUneTkn oobemom 20 MKn
OpaHokaHarnbHble NMNeTkn obbemom 200 MKn
OpHokaHanbHble NuneTkn o6bemom 1000 MKn

Mewwanka Buxpeas

MocTaBwmkK

MocTaBLwmk obopynosanusa unu lllumina, Homep no kaTanory

20005715

MocTaBLwmk obwenabopaTopHoro obopyaoBaHus
MocTaBLwmk obwenabopaTopHoro obopyaoBaHua
MocTaBLmK 06uwenabopaTopHoro o6opyaoBaHus
MocTaBwumk obuenabopaTopHoro o6opyaoBaHus
MocTaBLwmk obwenabopaTopHoro obopyaoBaHus
MocTaBLwmk obwenabopaTopHoro obopyaoBaHua
MocTaBLmK 06wenabopaTopHoro o6opyaoBaHus

MocTaBwumk obuwenabopaTopHoro o6opyaoBaHus

LleHTpudbyra n poTop B cbope Ans Npo6GUpoK asisi B3STUA KPOBU

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.
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O6opynoBaHue

OKBUBaAneHT:

* Oxnaxpgaemasi ueHTpudyra c yCKOpeHnem
1600 x g 6e3 TOpMO30B

» PoTop Kayvatowerocsi KopLua C KOBLUAMU

* BcTaBku KoBLUA C MUHUMAaIbHOW rny6uHon 76

MM
- BcTaBbTe agantepbl AnA NoAAEPXKU

npo6umpok ans B3ATMsA kposr 16 mm x 100 Mm

PekomeHpyeTca:

* LeHTtpudyra Allegra X12R, 1600 g

» Potop ueHTtpudpyru Allegra GH-3.8 ¢
nonaTkamm

* Kpbiwku KoBwa LeHTpudyrun Allegra,
KOMIMMEKT U3 ABYX LUTYK

* ¥Y3en apantepa ueHTpudyru Allegra, 16 mm,

KOMMMEKT U3 YeTbIpex LUTYK

illumina

MocTaBwmkK

MocTaBLmK 06LwenabopaTopHoro o6opyaoBaHus

Beckman Coulter, Homep 392304 (120 B unu 230 B)
Beckman Coulter, Homep no katanory 369704
Beckman Coulter, Homep no katanory 392805

Beckman Coulter, Homep no katanory 359150

LleHTpudpyra n poTop B cbope Ans MUKPOMIaHLLETOB

OKBUBaAneHT:

* LleHTpudpyra c yckopenunem 5600 x g

* [MoBOpPOTHLIV pOTOP NNaHwWeTa C
aepxarenamu 96-nyHOYHOro nnaHwera,
MUHUManbHada rnybuHa 76,5 mm

+ Multifuge X4 Pro-MD 120 V TX-1000BT

* LleHTpudpyra Sorvall Legend XTR

» Potop ana mukponnaHwetos HIGHPIate
6000
* Bbicokas nnacTtuHa potopa 6000
OnopHoe ocHOBaHWe A1si MUKPONMJaHLIETOB
* PekomeHpyeTcs:
* 96-Well onopHas 6a3a MicroAmp
* Hocutenb 96-Well nnaHweToB Ans
nupP

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

MocTaBLwmk obwenabopaTopHoro obopyaoBaHua

Thermo Fisher Scientific, Homep no katanory 75016034
Thermo Fisher Scientific, Homep no katanory 75004521 (120 B)
unu Homep no katanory 75004520 (230 B)

Thermo Fisher Scientific, Homep no katanory 75003606
Thermo Scientific VWR, Homep no katanory No 97040-244

Thermo Fisher Scientific, Homep no katanory 4379590
Thermo Fisher Scientific, Homep no katanory AB-0563/1000
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O6opynoBaHue MocTaBLmkK

OfvH 13 cnefyoLmx cunTbiBaTenen
MUKPOMJHLLETOB UM 9KBUBANEHTHbIN
(cbnyopomeTp) ¢ SoftMax Pro v6.2.2-7.1.2;
* Gemini XPS MonekynsipHble YCTPOWCTBA, HOMep no katanory XPS
» SpectraMax M2, M3, M4 n M5. MonekynsipHble ycTponcTsa, apT. No M2, M3, M4 n M5
+ (®uroneToBblin BKNagblw Heobxoanm ¢
YCTPONCTBOM CUYUTLIBAHUSA
MUKPOMMaHLIETOB AJ18 MCMOMb30BaHNS B
paboyem npouecce.

BbicokockopoctHon USB-nopT SpectraMax, MonekynsipHble ycTponcTBa, Homep no katanory 9000-0938
nocnefoBaTesibHbI aganTep

TennoBow LMKIep Co crieaylowmmm MocTaBwmk obwenabopaTopHoro obopyaoBaHua
XapaKTepucTuKamu:
+ Kpbllwka ¢ nogorpesom
+ Ounana3oH Temnepatyp ot 4 °C oo 98 °C
* To4yHOCTb TemnepaTtypbl £2 °C
* MuHUManbHasi CKOPOCTb IMHERHOIrO
nameHeHus 2 °C B cekyHay
+ CoBMecCTMM C 96-1yHOYHbIM NSIaHLIETOM
Twin.tec PCR ¢ wupokoi to6koin

VeriSeq NIPT Microlab STAR Hamilton, Homep no katanory 95475-01 (115 B), Homep no
kaTtanory 95475-02 (230 B) unu Homep no katanory 806288 (ana
komnaHum Hamilton Bonaduz)

Cepsep VeriSeq Onsite Server v2 nnm lllumina, Homep no kaTanory 20028403 nnn 20047000 (v2) nnu
o6HoBneHH:IN cepBep VeriSeq Onsite Server 20101927 unn 15076164 nnm 20016240 (o6HoBNEHME)

Mpwn ucnonbzoBaHnm NextSeq 550Dx
Sequencing System: [llumina, Homep no kaTanory 20028870
« Hab6op peareHtoB NextSeq 550Dx High

Output Reagent Kit v2.5, 75 uuknos

HeobsasaTtenbHoe 060pyaoBaHue, He BXOAUT B KOMIJIEKT NOCTaBKU

O6opyaoBaHue MocTaBLmk
Cwucrema obpeskun Pluggo LGP Consulting, Homep no katanory 4600 4450
MnaHweT ans Banuaaumm priyopecueHumm MonekynsipHble yCTponcTBa, Homep no katanory 0200-5060

SpectraMax SpectraTest FL1

PeBonbBep/poTop npobupok, npobupku 15 Thermo Scientific, Homep no katanory 88881001 (CLUA) nnu
mn, 40 o6/muH, 100-240 B Homep no kaTanory 88881002 (EC)
HokymeHT N2 1000000078751, Bepcusa 09 131385
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Heobxoanmbie MaTepuanbl, B KOMMNIEKT HEe BXOAAT

PacxopHblin maTtepuan

HecTepunbHble npoBosiime GunbTpoBanbHble HAKOHEYHUKM
obbemom 1000 mkn

HeCTepI/IJ'IbeIe nposojadiine CbVIJ'IprOBaJ'IbeIe HaKOHEYHUKUn

ob6bemom 300 mkn

HecTepunbHble npoBogsAme dunbTpoBanbHble HAKOHEYHUKN
ob6bemom 50 MK

PeszepByap c rnyGoKMMuM fiyHKamu CO CrieayoLwmumm

XapakKTepucTtukamm:

®dopmat mukponnaHweta SLAS 1-2004 ¢ 96 nyHkamu ¢
nMpamMmuaanbHbIM UM KOHUYECKUM OHOM U MUHUMaTbHbIM
o6bemom 240 mn.

MonunponuneH, NpeanoYTUTENbHO C HU3KUM CBA3bIBaHMEM
IOHK ansi Bcex NOBEpXHOCTEN, KOHTAKTUPYHOLLMX C 0Opa3LoMm.
BHyTpeHHne pa3mepbl (ypoBEHb XUOKOCTN) COBMECTUMbI C
aBTOMaTM3MpoBaHHLIMW 3TanamMu acnupauum n [O3MpoBaHUA
VeriSeq NIPT Microlab STAR.

Pa3mepbl BbICOTbI COBMECTUMbI C aBTOMaTUYECKMMU
nepemetleHuamm VeriSeq NIPT Microlab STAR.

EMKOCTb st peareHToB CO crieayoLyMm creundukaumsamu:

EMKOCTb, KOTOpasa Npo4YHo, HO 6e3 ycunua ycrtaHaBnvMBaeTcs
B nepxarternb VeriSeq NIPT Microlab STAR, ¢ KoHNn4Yeckum
JHOM 1 MUHUManbHbIM 06btMom 20 mn.

MonunponuneH, He cogepxawwmin PHKazsy/OHaay.
BHyTpeHHWe pa3mepbl pe3epByapa obecneynBatoT ypoBEeHb
XWOKOCTWN, COBMECTUMbIN C aBTOMATU3UPOBaAHHbIMM 3Tanamu
acnupauumu n gosnpoBanusa VeriSeq NIPT Microlab STAR nipu
MCnonb3oBaHUN 06bLEMOB peareHToB aHanusa.

Pa3mepbl BbICOTbI COBMECTUMbI C aBTOMaTUYECKMMU
nepemelueHusamn VeriSeq NIPT Microlab STAR.

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

MNocTaBlwmkK

Hamilton, Homep no katanory 235905

Hamilton, Homep no katanory 235903

Hamilton, Homep no katanory 235948

MocTaBwuK 06LenabopaTopHOro
obopypoBaHus

CoBMecTuMbIe pe3epByapbl:

» Corning Axygen, Homep no kaTasnory
RES-SW96-HP-SI

 Agilent, Homep no katanory 201246-100

CoBMeCTUMbIE BaHHbI:
* lllumina EMKOCTb onsi peareHToB,
Homep no kaTtanory 20095418
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PacxoaHbln MaTepuan

MnaHweTbl ¢ rny6oKMMM NyHKaMm1 CO creyroLmmMmn

cneumduKkaumamm:

* ®opwmaTt mukponnacTtuH SLAS 1-2004, 3-2004 1 4-2004, c
96 nupamugansHBIMN NN KOHUYECKMMU JTYHKaMU 1
MWHUMAaNbHbIM 06 EMOM 2 MI.

 [Monynpo3payHbli NONUNPONUIIEH, NPeANoYMTaeMbIn
MaTtepuan ¢ HU3kKum cea3biBaHnem OHK ans scex
MOBEPXHOCTEN KOHTaKTa C 06pa3uom.

* Pa3mepbl NyHKU reHepupyoT ypoBEHb XUOKOCTH,
COBMECTUMbIV C aBTOMaTU3NPOBaHHBbIMW 3Tanamum
acnupaummn n gosmpoBaHus VeriSeq NIPT Microlab STAR.

+ KO6ka nnaHweTa, NO3BoIsoLLAan pa3MeLlaTh LUTPUXKOAbI
NAacTUHbI B HY>XKHOM MOJNTOXEHNN C HAOEXHBIM NpUieraHnem
K MSIOCKON MOBEPXHOCTM.

* YcTonumBas K KpyTawemMy MOMEHTY pamMa, cnocobHas
BblAepXunBaTb Harpy3ky He meHee 5600 x g.

* Pa3mepbl BbICOTbI NflaHLWeTa COBMECTUMbI C
aBTomMaTudeckmumu nepemereHuamm VeriSeq NIPT Microlab
STAR

384-nyHo4Hada nnacTyHa co cneayrwmmMmm cneumpukaunsmu:

* MukponnacTtuHa ¢ 384 nyHkamu, ONTMMU3MpOBaHHasn Ans
MaJsibix 06beMOB, C MUHUMarbHbIM 06 bEMOM NYHOK 50 MK,

* YepHbI HEMPO3payHbIi NONINCTUPOS CO
CBETOOIOKMPYIOLLMMI CBONCTBAMU U HU3KMM CBA3bIBAHNEM

IOHK ans Bcex NOBEpXHOCTEN, KOHTAKTUPYHOLLMX C 0Opa3LoMm.

* Pa3mepbl NyHOK reHepupyoT YPOBHUN XNAKOCTH,
COBMECTMMbIE C aBTOMAaTM3NPOBaHHbIMU STanamm
acnupaumm n gosnpoBanusa VeriSeq NIPT Microlab STAR.

+ Pa3mepbl BbICOTbI NACTVHbI COBMECTUMbI C
aBTomatudecknumu nepemerteHnamm VeriSeq NIPT Microlab
STAR.

+ KO6ka nnacTuHbl, NO3BONAKLLAs pa3MeLLaTh LUTPUXKOAbI B
HY>XHOM MONOXEHUN C HAAEXHbIM NpUneraHnem K ninockom
MOBEPXHOCTMU.

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

MocTaBlmkK

MocTaBwuK 06LenabopaTopHOro
obopypoBaHus

CoBMecTMMble NNaHLWEThbI:

» Eppendorf, Homep no katanory
0030505301

» Eppendorf, Homep no katanory
30502302

» USA Scientific, Homep no katanory
1896-2000

MocTaBwuk obLienabopaTopHOro
obopypoBaHus

CoBMeCTMMbIe NNaHLWWeTbI:
» Corning, Homep no katanory 3820

illumina
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PacxoaHbln MaTepuan

96-nyHo4Hasa nnacTyuHa co cnegyrwmmMmm cneumpukaumsamu:

* MuKponnaHLleT ¢ yCTOMUYMBOM K KPYTALLLEMY MOMEHTY pamowu,
Cnoco6bHbIN BbiAepXnBaTb MUHMMYM 5600 x g, 1 96
Nonynpo3payvyHbIMU JTYHKaMy C KOHUYECKUM JHOM,
NPUNOAHATLIMU 0604KaMMN U MUHUMarbHBIM 06 bEMOM
150 mkn.

* [MonunponuneH, He cogepxawmin PHKazy/[JHa3y ¢ Hu3kum
cBasbiBaHnem [IHK gna Bcex noBepxXHOCTEN,
KOHTaKTMPYIOLLMX C 06pasLLoM.

* Pasmepbl NyHOK reHepupyoT YPOBHU XUOKOCTH,
COBMECTUMbIE C aBTOMATU3UPOBaHHLIMW 3Tanamm
acnupauum n gosnpoBanusa VeriSeq NIPT Microlab STAR.

* Pasmepbl BbICOTbI NNACTUHbI COBMECTUMbI C
aBTomatudecknumu nepemetteHnamm VeriSeq NIPT Microlab
STAR.

NMPUMEYAHUE: CoBmecTMMble NNacTUKOBbIE N34enns C
pa3HbIMWM HOMepaMu Mo KaTanory, Hanpumep 96-nyHo4YHbIe
NNacTuHbl pa3HbiX MPou3BoAnTENEN, MOTYT ObITh
HEeCOBMECTMMbI HanpsimMyto 6e3 cneumndguryeckon kanmdbpoBKu
cuctemsl VeriSeq NIPT Microlab STAR nepconanom lllumina.
[nsi cMeHbl NNacTMKOBBIX paCXOAHbIX MaTepuanos
obpaTutecn B cnyx06y nogaepxku lllumina.

+ KO6ka nnacTuHbI, NO3BONAIOWAS pa3MeLLaTh LUTPUXKOAbI B
HY>XHOM MOSNTOXEHUN C HaAEXHbIM MpUeraHmeM K ninockomn
NMOBEPXHOCTMU.

+ CoBMeCTMM C TEpMOLMKIepamMu Ana AeHaTypaumu.

OavH u3 cnepyowmx repMeTM3NpYLLMX MaTeEpPMarnos:
* @onbra Microseal 'F'
* YnnoTHeHua us ¢ponbru

Becknetoynas OHK BCT CE
HaxuMHble konnauku

Mpobupkn Ha 2 M1 C 3aBUHYMBAIOLLLENCS KPbILLKOK

HakoHeuHuku punbTpoBaneHble 20 Mk anda gosatopa 20 Mkn

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

MocTaBlmkK

MocTaBwuK 06LenabopaTopHOro
obopypoBaHus

CoBMecTMMble NNaHLWEThbI:

» Eppendorf, Homep no katanory
0030129512

» Eppendorf, Homep no katanory
30129580

» Eppendorf, Homep no katanory
30129598

» Eppendorf, Homep no katanory
30129660

» Eppendorf, Homep no katanory
30129679

» Bio-Rad, Homep no katanory HSP9601

Bio-Rad, Homep no katanory MSF1001
Beckman Coulter, Homep no katanory
538619

Streck, Homep no katanory 218997
Sarstedt, 3aka3 Homep 65.802

MocTaBLwuK 06LenabopaTopHOro
obopypoBaHus

MocTaBwuk obLenabopaTopHOro
obopynoBaHus

illumina
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PacxoaHbln MaTepuan MocTtaBWwuK
HakoHeuyHukmn dounbtpoBanbHble 200 Mkn ana gosatopa 200 MocTaBwuK 06LenabopaTopHOro
MK obopynoBaHua

HakoHeuyHukmn counbtpoBansHble 1000 mkn ana gosatopa 1000  lMocTtaBwmk obwenabopaTopHOro

MK obopynoBaHus
OKBUBANEHT: MocTaBwuk obLienabopaTopHOro
* BbicTpoaencTByOWMN AE3NHMULNPYIOLLMIA CNPEen Ha obopypoBaHus

CMMPTOBOW OCHOBE
+ PacTBOp ge3vHduUumpyloLwero cpeacTaa
PekomeHpyeTca:
» [eunoHnsnpoBaHHas Boga u 70 % ataHon

Heobs3aTenbHble MaTtepuanbl, He BXOoAAT B KOMIMJIEKT NOCTaBKU

PacxopHbin maTepuan MocTaBwmk
docdaTtHo-coneson bycdep Oynsbekko (PCBO) ana MocTaBLwmk obenabopaTopHoOro
KOHTpons 6e3 wabnoHa (NTC) obopypoBaHus

Mpoburpka ¢ 3aBMHYMBAOLLENCS KPbILKOW, 10 M (TONbko Sarstedt, 3aka3 No 60.551
01151 KOHTPOJIbHbIX 06pa3L0B)

Mpobupka c 3aBMHYMBAIOLLENCS KPbILIKOW, 50 MmN MocTaBwuk obLenabopaTopHOro
obopypoBaHus

Ceponorunyeckume nunetkn obbemom 25 mn MocTaBLwmk obLenabopaTopHoOro
obopynoBaHus

Ceponornyeckue nuneTkn oobemom 10 mn MocTaBwuk obLienabopaTopHOro
obopypoBaHus

Cbop, TpaHCNOPTUPOBKA U XpaHeHne 0bpa3L/oB

/N NPEOYNPEXOEHVE

O6paluaitTech co BceMu obpasLiaMm Tak, Kak ecnim 6bl OHU BbINKU NOTEHLManbHO MHEKLMOHHBIMU
areHTamu.

*  O6pa3subl LenbHon kpoBu o6bemoM 7-10 M AonxHbl 6bITe cobpaHbl B Streck Cell-Free DNA BCT. He
3aMopaxmBarTb.

® TpaHCFIOpTI/IPOBKa LenbHomn KpOBU O0OJ1XXHaA COOTBETCTBOBATb BCEM NPUMEHNMbIM HOPMATUBHbLIM Tpe60BaHVIF|M K
TPpaHCNoOpTUpPOBKEe BO36y,EI,I/ITeJ'Iel7I 3aboneBaHus. PeKOMeH,D,yeTCFl YCKOpEeHHadA ,D,OCTaBKa/TpaHCFIOpTI/IpOBKa.

HokymeHT Ne 1000000078751, Bepcus 09 171385
OnA ANArHOCTUKU IN VITRO.
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Bo BpeMsi TpaHCNopTMPOBKKM XpaHuTe npu Temnepatype oT 4 °C go 30 °C. Nocne nonyyeHns 06pa3uoB xpaHuTe
nx npv Temnepatype o1 2 °C ao 8 °C fo roToBHOCTY K NPOAOSTXEHMIO. Bpema mexay B3ATUEM KPOBU U1
nepBoHayvasnbHbIM BblgeNeHneM Mnia3mbl He JOMTKHO NpeBbIWaTh 5 AHeNn.

B cnyyae HeobxoAMMOCTH NOBTOPHOMO aHanu3a obpa3subl A nocneayowen o6paboTkm MoryT 6bITb YKYNOpEHbI
N XpaHUTbCA Npy TemnepaType 4 °C B TeueHne JononHUTenbHbIX 5 aHen (B obwen cnoxHoctu fo 10 aHen nocne
B3ATUSI KPOBW).

/N NPEOYNPEXOEHVE

BozpgeiicTBue NoBbILLEHHBIX TEMNEPATYP BbilLe BbILLEYNOMSAHYTbIX ANANa30HOB MOXET HEraTMBHO
BNUATb Ha YacCTOTY Heyaay Ans oTAeNbHbIX 06pa3L0B U XapaKTepUCTUKM 06pa3LIoB.

[MpenynpexaeHnsa n mepbi NpeaoCTOPOXHOCTU

TecT-KOMNnekT CoAepXuUT NpoTenHasy K. I'Ip|/| BAbIXaHNW, NpOrnaTbiBaHUn, nonagaHnm Ha KOXy 1Uinn B rna3a
CywiecTtByeT OnacHOCTb NpuinHeHna speaa 3aopoBbHo. Mcnonb3oBaTh B XOpoLlo nposeTpmnBaemMom rnomMeLleHnn,
HOCUTb 3alUUTHYIO oaexay, n3deraTb BAbIXaHWS MbINU U yAanATb B OTXO4bl BCe KOHTeI7IHepr N HENCNOJ1Ib30BaHHOE
coaepxummoe B COOTBETCTBUM C NMPUMEHUMbBIMU rOCyO0apCTBEHHbIMU CTaHOapTaMu 6e30nacHoCTH.

3T0T TecT-Habop coaepXuT Xnopua ryaHuanHa. Mpu ux BapixaHum, NpornaTeiBaHMK, MONaAaHnu Ha KoXy Unn

B rfa3a CyLLEeCTBYET OMacHOCTb NPUYMHEHNS Bpeaa 300poBbH0. MIcnosib3oBaTh B XOPOLLO NPOBETPUBAEMOM
NOMELLEHUN, HOCUTb 3aLUUTHYIO OAEXAY M YAANATb B OTXO/Abl BCE KOHTENHEepbl 1 HEUCNONb30BaHHOe coAepXumoe
B COOTBETCTBMU C NPMMEHUMbIMMW roCyapCTBEHHbIMU CTaHAapTaMu 6e30MacHOCTY.

3T0T Tec-Habop coaepXnT 2-NPOonaHosl, NErKOBOCMNNaMeHSIIOLWEECs XMMUYECKOe BELLLECTBO. XpaHWUTb BAANMMN OT
WCTOYHMKOB Tena 1 OTKPLITOro orHs. Mpu Ux BAbIXaHWK, NPOrnaThiBaHum, nonagaH1um Ha KOXy Unu B rnasa
CYLLLECTBYET OMacHOCTb NPUYMHEHNs Bpeaa 300poBbio. Icnonb3oBaTh B XOPOLLIO NPOBETPUBAEMOM NMOMELLIEHUN,
HOCWTb 3aLUMTHYIO OeXAy W yAansaTh B OTXOAbl BCE KOHTENHEPb! M HEMCMONb30BaHHOE COAEPXMMOE B
COOTBETCTBUU C MPUMEHUMbIMUN rOCYAapCTBEHHbIMU CTaHAapTamMu 6e30MacHOCTY.

3TOT TeCT-HabOp COAEPXMUT ANMETUIICYNIbOKCHA, arPECCUBHYIO Y FOPHOYYH0 XUAKOCTb. Mpy NX BObIXaHUK,
NpornaTbiBaHUM, NonagaHumn Ha KOXY UK B r11a3a CyLLECTBYET OMacHOCTb NPUYMHEHUS Bpeaa 340POBbIO.
Mcnonb3oBaTb B XOPOLLO NPOBETPMBAEMOM MOMELLEHNUM, HOCUTb 3aLLUMTHYIO oeXAay W yaanaTb B 0TX0oAbl Bce
KOHTENHEepbl U HEUCMOJIb30BaHHOE COAEPXMMOE B COOTBETCTBUM C MPUMEHUMbIMI FOCYAaPCTBEHHbLIMM
cTaHgapTamu 6e3onacHoCTy.

Bo n3bexaHne o6pa3oBaHus BpeaHbIX ra3oB He BbiGpacbiBaiTe oTxoapbl akcTpakumm cfDNA (copepxuTt
TMAPOXNOPUA ryaHuamHa) ¢ oTxodamu, cogepxaluymim oTéenneatenb (TMNOXIopuT HaTpus).

Ob6palaiiTech co Bcemy 06pa3uamMm Tak, kak GyATo OHM coAepXaT NoTEHUMANIbHO MHADEKLMOHHBIE areHTbI.

CobntonaiTe 06bl4HbIE MeEpPbI NPedoCTOPOXHOCTM Npu paboTe B nabopaTopun. 3anpellaeTcs NMNeTMpoBaThb
pToMm. 3anpeLuaeTca ynoTpebnaTb NPoAyKTbl MUTAHUS U HAMUTKX UK KYpUTb B 0603HaYeHHbIX paboymx 30Hax.
Mpu paboTe c 06pasLamm u peareHTamu Ans aHanu3a cnegyeT HageeaTb OAHOPa30Bble NepyaTKy 1
na6opaTopHblii xanat. [Mocne paboTbl ¢ 06pa3uamu U peareHTamu AN aHanuaa cnefyeT TWaTeNlbHO BbIMbITb

pYKM.

HokymeHT Ne 1000000078751, Bepcus 09 181385
OnA ANArHOCTUKU IN VITRO.



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

* He ucnonb3yiTe Kakme-nMbo KOMNOHEHTbLI aHanM3a nocrne UCTeYEHNs CPOoKa roHOCTU, YKa3aHHOro Ha
MapKupoBKe Kopobku TecT-Habopa. He ucnonb3yiTe KOMMNOHEHTbLI U3 pa3HbIX NapTui TecT-Habopos. MapTum
TecT-HabopoB NAEHTUULMPYIOTCA HAa MapKMPOBKE KOPOOKU TecT-Habopa. XpaHUTe KOMMNOHEHTbI TecT-Habopa
npu yKkasaHHoW TemnepaType.

* BowusbexaHue gerpagaumv obpasua unv peareHta nepen Hayanom npoTokosna y6eautecs, Y4To BCe napbl
FMMOXMOPUTa HAaTPMS MOSTHOCTbLIO PacCesHbl.

* HecobntoaeHne onucaHHbIX NpoLeayp MoOXeT MPUBECTU K NMOMYYEHMUIO OLLUMOOYHbBIX PE3YNbTAaTOB UMK
3HaAYMTENbHOMY CHUXEHWIO KayecTBa 06pa3LoB.

* O nobbix Cepbe3HbIX MHLUUAEHTaX, CBA3aHHbIX C 3TUM U3AENUEM, criefyeT HeMedsieHHo coobwats lllumina u
KOMMETEHTHbIM opraHam rocy/1lapctea, B KOTOPOM 3aperMcTpupoBaHbl Nosib30BaTeNb U NaLUMWeHT.

*  VHdopMauus o 3alumTe OKpyXatoLlen cpeabl, OXpaHe 340poBbs U TEXHWKE 6€30MacHOCTM NpeACcTaBeHa B
nacnopte 6e3onacHocTu (SDS, Safety Data Sheet) no agpecy support.illumina.com/sds.html.

[lpumeyaHns K npouenype

MNpepoTBpalleHue KOHTaM1UHaLum

*  Vcnonb3yinTe CBEXME HAKOHEYHMKM U CBEXYIO PaCcX0aHYto NabopaTopHyto nocyay.

*  Vcnonb3ynTe CTONKUE K a3PO030M1AM HAKOHEYHVKMN ANA CHUXEHNS PUCKa NepeHoca N NepeKkpecTHOro 3arpA3HeHns
Mexay obpasuamu.

*  /13-3a BO3MOXHOCTY 3arpsA3HeHns 6yabTe NpeaesibHO OCTOPOXHbI, YTOObI COAEPXUMOE JIYHKM OCTaBanoch B
nyHke nonHocTbio. He pa3bpbi3rmBante cogepxumoe. LieHTpudyrnpyinTe nocne no6oro atana BCTPSXMBaHUS.

* Tlpu paboTe C KPOBbIO M NPOM3BOAHBIMY KPOBM COBNI0AaNTE NpUMEHMMbIE PYKOBOASLLME HOPMbI Haaexallen
nabopaTopHON NPaKTUKN U TUTUEHBI.

® He I/ICI'IOJ'Ib3yI7ITe adpO030JibHble Crnpen And oTbenvBaHus npu noaoroToBke 6unbnunotekn. Cneapl 3arpA3HeHunA
oTbenueaTenem MOTYT NMPpUBECTU K cboto aHanuza.

* [pu pasrepmeTUsauum NaHWETOB pacrionarainTe niaHLeT TBEPAON NIIOCKON NOBEPXHOCTH, KPENKO yAepXnBas
nnaHwet. MegneHHo CHUMKUTE MaTepuan Ans repMeTusaumm, creas 3a Tem, YtTo6bl OH He comnpukacarscs ¢ ¢
OTKPbITbIMU NyHKamMW. He npukacaiTech K OTKPbITbIM JTyHKaM W He BO3[ENCTBYINTE Ha X COAEPXMMOe.
MepekpecTHoe 3arpa3HeHre MeXay JIYHKaMy MOXEeT NPUBECTU K HENPaBUIIbHbIM pe3yribTaTaM.

Yuctka nnatdpopmbl VeriSeq NIPT Microlab STAR

® I'Iepep, ncnoJsib3oBaHNEM OCMOTpUTE rlnachopmy Ha npegMeT YNCTOThI. He pexe O0gHOoro pa3a B Hegesto
npoBoanTe exeHeaeribHoe TeEXHNn4Yeckoe OGCJ'Iy)KVIBaHI/Ie n cnep,yl7|Te OTUM UHCTPYKUMAM MO OYUCTKE.

HokymeHT Ne 1000000078751, Bepcus 09 191385
OnA ANArHOCTUKU IN VITRO.
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*  YpanuTb BCe BbIrpyXaeMble AepXaTenn 1 04UCTUTE ObICTPOAECTBYIOWUM AE3MHPULMPYIOLWMUM CNIpEEM Ha
CNUPTOBOI OCHOBE, AeNOHN3MPOBaHHOW Boaoi 1 70 % 3TaHOMOM, OCTaBbTe MX CYLUMTbCS. ECnv oHM cunbHO
3arpsi3HeHbl, 3aMo4YMTe UX MOCsIe 3TOro B pacTBOpe Ae3nHMULMPYIOLLErO CpeACTBa, NPOMONTe
Ae3UHMULMPYIOLLMM CPeCTBOM Ha CMIMPTOBON OCHOBE M OCTaBbTe HACyXo.

*  OTKpoNrTE NEPELHIO KPbILLKY M MPOTPpUTE NIaTdopMy TKaHbHO, MPONUTaHHON AenoHM3npoBaHHoM Bogon u 70 %
3TaHonom. B yacTHoCTH, HEO6X0AMMO NPOBEPUTL YNCTOTY 6SIOKOB MUKPOMpPenapaToBs.

*  CHumuTe Konnektop 6a30Bow BakyyMHOW cucteMbl (BVS) 1 0uncTute KOnNnekTop, NpoKnaaky U BHyTPEHHWE
oTaeneHusa BVS TkaHblo. M3b6erarite 04MCTKM NPOKNAAKM 3TAHOMOM, Tak Kak 9TO MOXET NMPUBECTU K XPYNKOCTH
mMaTepuana.

* OnopoxHute oTxoabl HakoHeuyHuka ana CORE 96-head n He3aBucumoro kaHana.

*  CHuMuUTe NnaHweTa AN N3BneyYeHsa HakOHeYHKa He3aBNCMOro KaHarna CTaHLUMN OTXOA0B HAKOHEYHUKA U
0YMCTUTE ee: pacnbinuTe AenoHN3npoBaHHyto Boay 1 70 % aTaHON HENOCPeACTBEHHO Ha MOBEPXHOCTb U
npotpute. HaTaHUTe HOBbLIM NNAcTUKOBBIN NaKeT Ha paMmy 1 CHOBa NPUKPenuTe ero. YCTaHoBUTE YACTbIN NnaHweT
[ns N3BIe4YeHNs HaKOHEYHMKa 06paTHO Ha MecTo.

* Pacnbinute emoHn3npoBaHHyto Bogy n 70 % 3TaHO HEMOCPEACTBEHHO Ha MOBEPXHOCTb KOHTEHEpa ANngd
otxonoB CORE c 96 ronoekamu 1 xenob n npotpute ero.

- Ecnu otnoxeHus TpyaHO yoanuTb U3 OTXO40B HAKOHEYHMKOB, NPOTUPANTE MX TKaHb, CMOYEHHOW BOAOK, HE
copepxaulen 1HKa3y/RNase, 1o Tex nop, Noka oTrnoxeHus He 6yayT yaaneHbl. Y TUNN3NpynTe TKaHb
Hagnexawum o6pa3om. BbinonHuTe cTepunmaaumio Ae3MHMOULMPYIOLWUM CPeACTBOM Ha CNIMPTOBOM OCHOBE.

* Cmouute 6€3BOPCOBYIO TKaHb NN BaTHbIM TaMnoH 70 % aTaHonom. MNMpoBeauTe nanbuem No OKHY Nla3epHOoro

CKaHepa cKkaHepa WTpux-koaos. OuncTuTe Kaxayto NyHKy agantepa ansa nnaHweta CPAC Ton xe TKaHbio unm

TamMnoHom. [py ncnonb3oBaHUM TPANKK BAaBUTE TPANKY B KaXAyYH NYHKY agantepa, MCnosib3ys 3a4HI0K0 YacTb

pY4KM, YTOObI y6eanTbCs, YTO BHYTPEHHSS YacTb JIYHKU Haasiexalmm obpasom oumLeHa.

*  OuuncTuTe HE3aBUCUMbIE KaHanbl:

- Ha He3aBuCMMbIX KaHanax OuUCTUTE rMNb3y ANA U3BIEYEHNS] HAKOHEYHMKA (BHELLIHIOI YacTb KaHasloB Ans
nuneTupoBaHusa) 6€3BOPCOBON TKAHbKD, CMOYEHHOM B AenOoHU3npoBaHHon Boge n 70 % ataHone. (Cwm.
CnpaBo4Hoe pykoBoacTso Hamilton Microlab STAR No 15070074)

- OuucTuUTE CTOMOPHBIN AMCK U YMITOTHUTESNBbHbIE KOJbL,Aa AO3MPYHOLLIEN FONTOBKM (BHELLHSA YaCcTb KaHanoB
0031poBaHusA) 6e3BOPCOBON TKAHbIO, CMOYEHHOM B AEMOHN3NPOBaHHON Boge 1 70 % aTaHorne.

*  Quuctute 96 ronosok CORE:

- Wcnonb3aya Ty xe 6€3BOPCOBYI TKaHb, CMOYEHHYIO B AEVOHNU3MPOBaHHOM BoAe 1 70 % 3TaHone, ounctute
Kopnyc 96-ronoBKM 1 HUXHIOK YaCTb CTOMOPHbIX ANCKOB.

- C nomMoLpbto TOW Xe TKaHU Uv NOpBaHHOWN MONTIOCKN TKaHU, CMOYEHHOW B fIeMoHu3npoBaHHon Boae n 70 %
aTaHose, «NpoTpUTE» TKaHb MO 60KaM KaHasnoB NUNEToK 96-roNoBKKU, YTOObLI OYNCTUTL YNIIOTHUTENbHLIE
KonbLa. [oBTOpUTE 3Ty NpoLenypy OS5 KaXA4oro kaHana nuneTku Ha 96 ronoekax.

* PacnbinTte Ha NepeaHio 1 60KOBYHO KPbILLKK AEMOHU3MPOBaHHY0 Boay U 70 % 3TaHON M BbITPUTE HAcyxo.

*  Ouuctute 3aWMTHYLO NeHTy Autoload TKaHbO, CMOYEHHOW B IEMOHU3MpoBaHHOM Boae u 70 % ataHone, n
npotpute 6e3 naBneHus.

HokymeHT Ne 1000000078751, Bepcus 09 201385
OnA ANArHOCTUKU IN VITRO.
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® Korga nnachopma N KOMMOHEHTbI NOJTHOCTbIO BbICOXHYT, 3aMEHUTE AepXaTesin.

MPNMMEYAHWE HenpaBunbHas ounctka u obcnyxmsaHne ML STAR mMoryT npuBecTun K nepekpectHoMy
3arpsA3HEeHNIo 1 yXyALEeHWI0 paboymnx XxapakTepucTuk aHanmaa.

KoHTposnb KayecTBa

KOHTpOonbHbI MaTepuarn ¢ U3BECTHbIMI 3KCMNyaTaLMOHHbIMU XapakTEPUCTUKaMU MOXET ObITb OLEHEH Ans
BbISIBIIEHUS pasnuunii B npoLieaypax 06paboTky 1 TEXHUYECKMX Npoueaypax B nabopaTtopum.

BbINosiHeHME KOHTPOJIbHOro o6pasua uiv KOHTpors 6e3 MaTpuLbl CHUXAET obLiee KOIMYeCTBO HEU3BECTHbIX
06pa3uoB MaTepu, KOTopble MOryT 6biTb 06paboTaHbl ¢ KaxabiM NpenapaTom obpa3sua.

He npesbiwainTe gea obpasua NTC Ha napTuio u3 24 nnm 48 o6pa3uoB nnu YyeTolipe obpasua NTC Ha napTuto n3 96
06pa3uos.

NHCTPYKLMN MO NPUMEHEHMIO

CoBeTbl U MeTOAbI

Ecnu B npoTokone He ycTaHOBeHa Touka 6e30nacHoi 0CTaHOBKW, He3aMeaIMTeNbHO NepexoanTe K Crieayowmm
aTanam.

HaHeceHue LWTPpUX-KoaoB Ha niaHLWweTbl

*  |UTpux-koapl 4N NOSTHOPa3MepPHbIX MiaHLWEeTOB HavnHatTcs ¢ PL.

* LUtpux-kKoapl ANsi NAHLWETOB C rNy6oKMMUY NIyHKamMu HavmHatoTcsi ¢ DW.

* HaHocuTe WTpux-Koapl Ha NoHopa3MepHbIe 1 ry6oKoNyHOUHbIE NNaHLWeTbl PAAOM € cTonbuom 12.
*  3arpyxaiTe nnaHLweTbl LWTPUX-KOAOM BNpaBo, YTobbl obecneynTb aBToMaTU4eckoe CKaHMpoBaHue.
FepmeTnsaums n pasrepMeTMsaums nnaHweTa

*  ByabTe NpeaenbHO OCTOPOXHbI, YTOGLI N36exaTb NepekpPecTHOro 3arpsa3HeHns — Ha HUXHeN CTopoHe MaTepuana
NA repmMeTn3aLmm He AOMXHO GbITb BUONUMOW XUAKOCTU.

- YbepuTtechb, UTO OTKpbITasi HUXHSAA CTOPOHa MaTepurana Ans repmMmeT3aumm He ConpukacaeTcsi C OTKPbITbIMU
NyHKamu.

- He npukacaiTecb K OTKPbITbIM JTyHKaM.

*  Bcerpga repmeTtusunpyiite 96-nyHOYHbI NnaHLLET nepem BbiNoJIHEHNMEM CrieflyIoLLMX LLAroB B NPOTOKOJE:
- OTanbl LEHTPUGYrMpoBaHUs
- OTanbl TepMOLMKIIMPOBaHMUS

* [nArepmeTnsauun nnaHweTa HaHecuTe OONbry Ha NnaHLWeT, a 3aTeM repMmeTusnpynte. Yoeamrech, 4to
OaBneHve NpUNoXeHo KO BceMy NaHLEeTy, a NfeHKa NioTHO nNpureraeT K Kaxaon OTAENbHON fyHKe.

HokymeHT Ne 1000000078751, Bepcus 09 211385
OnA ANArHOCTUKU IN VITRO.
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Mepen nepep pasrepMeTU3aLmelt NaHWeTa BbINOMHUTE creayoLme AeNCcTBUs:
- KpaTtkoBpeMeHHO ueHTpudyrupymnte 96-nyHouHbin nnaHwet npu 1000 x g B TeueHne 20 cekyHA.

- [NomecTnTe NNaHLWeT Ha NSIOCKY0 NOBEPXHOCTh, @ 3aTEM MEANIEHHO CHUMUTE repMEeTU3INPYIOLLYIO MITIEHKY.

VeriSeq NIPT Microlab STAR

I'Iepep, ncnoJsib3oBaHMEM BbINOJTHUTE U 3ap,0KymeHTMpy|?1Te HeobxoaMMoe TeXHUYeckoe 06CJ'Iy)KI/IBaHMe B
COOTBETCTBUU C UHCTPYKLUAMU NpON3BOOUTENA.

Ha6ntopanTte 3a ML STAR B0 Bpems aBToMaTuU4eckux waros. KOHTponupynTe nporpaMmHbIn MHTepdenc
OuncneTyep paboumx npoueccos VeriSeq NIPT Workflow Manager v2 Ha Hanmune NoAcKa3oK U MHCTPYKLUIA
oneparopa.

Bo Bpemsi paboTbl AepXuTe NepefHIo KPbILKY Ha MecTe.
Bo Bpemsi paboTbl He pa3mMeLLanTte Ha NnaTgopme HUKaKMx NPeaMETOB.

Ecnu nosiensetca kHonka Exclude (MckntounTb) Bo BpeMsi 06paboTku oLLIMBKKM, HU NPU Kaknx 06CToATENbCTBAX He
BblOUpanTe aTy onumio. Ecnu metog He MoXeT NPOAONXUTb BbINOMHEHWe nocre cobbiTus 06paboTKKM OLLMGKM UMK
NMeeT OrpaHNYeHHbIE BO3MOXHOCTM 06paboTky owmnbok, NpepeuTe 3anyck.

Bo BpeMsi aTanoB BakyyMMpOBaHWs MaHLLIEeTa, eCnu 3To 3anpawumnsaetca ucnetyep pabounx npoLeccoB
VeriSeq NIPT Workflow Manager v2, Bpy4Hyto noMoruTe co3faTb repMeT3anmio Mexay niaHweTom u
BaKyYMHbIM KOSIIIEKTOPOM.

[ante cucteme aBToMaTU4YECKM BbI6pOCVITb HakKOHe4YHUKN n3 agantepa. He n3BnekanTe HaKOHEYHMKN BPYy4HYHO,
€CITN 3TO He YKa3aHO NnporpaMMHbIM obecnevyeHnem.

Ypanute ncnonb30BaHHbIE peareHTbl U UCMOMb30BaHHbIE PACXOAHbIe MaTepuasbl B COOTBETCTBUM C 3aNpoCOM
Workflow Manager.

ExXeaHeBHO OMOPOXHANTE KOHTEMHEPDI A5 BaKYYMHbIX 0TX0A0B. [1epBbIit KOHTENHEP HE A0ITXEH 3anoSIHATCS
6onee YeM Ha Y%. [epenonHeHNe eMKOCTEN BaKyyMHbIX OTXO[,0B MOXET NOBPEAMTL BaKyyMHbI HACOC U CHU3UTb
NPUMeEHAEMbI BaKyyM CUCTEMBI.

Ons 24, 48 n 96 napTuit 06pasLoB nepes HayaroM MeToda 3arpy3uTe NosHbIi LTAaTUB C MHAMBUAYaNbHO
noAcYmMTaHHbIMU 8-KaHarnbHbIMU HAKOHEYHUKaMMU.

O6paboTka o6pa3LoB

Mpouenypa

Bbinonuute cnepywwme warv and KaXaoWn anuKBOTbl:

a. UeHTtpudyrnpyiite obpasubl co wrpux-kogom npu 1600 x g B TeueHne 10 MuHyT nNpu Temnepatype 4 °C c
BbIKJTIOYEHHBIM TOPMO30M.

b. W3Bnekute npobupku c obpasuamu, Koraa LeHTpudyra nonHOCTb OCTaHOBUTCS.

HauHuTe BblgeneHne nnasmel B TedeHme 15 MnHyT nocne ueHTpudyrmpoanus. Ecnv npowno 6onee 15 muHyr,

LeHTpudyrnpyinTe cHoBa.

OcmoTpuTe Kaxayto NpobupKy Ha npegmeT NpUrogHocT1 o6pasua, Nposepus creaytolime TpeboBaHus:

HokymeHT Ne 1000000078751, Bepcus 09 221385
OnA ANArHOCTUKU IN VITRO.
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* (O6beM 06pa3la COOTBETCTBYET OXUAAEMOMY.

® Mocne Ll,eHTpVI(byI'I/IpOBaHI/IH BMOHO YETKOe pasgerieHmne mexay CioamMum 3pnTpounToB U Nia3mbl.

*  YpoBeHb B Nfa3me KpoBu He MeHee YeM Ha 1,5 MmN Bbille nekoumMTapHon 060n04KN.

*  OG6paseLl, He CUNBHO reMoNM3npyeTcs (T. e. Nla3ma He UMeeT TEMHO-KPacHOro LiBeTa).

® O6pa3eu, HE ABNAeTCA NMneMn4eCcKknm (T. €. nnha3mMma He MyTHadA 6enas unm MOJ'IO‘-IHO-HGI'IpOBpa‘-IHaﬂ).

* (OG6pasel, He UMEET CBEPTKOB.

A\

NPEOYMNPEXOEHME

O6pasLbl, KoTopble ObIM HENPaBUBLHO COXPaHEeHbI UM 06paboTaHbl, MOTYT CTaTb HEMPUFOAHLIMMU.
Ecnu Henoaxoaswme obpa3subl o6pabaTbiBaloTcs B Xo4e paboyero npouecca, OHU MOryT 3aCOpUTb
CBSI3bIBAOLLMIA MAHLWET BO BPEMS 9KCTPaKLUMK U BbI3BaTb NepenmBaHne o6pasLoB B COCeHNe NTYHKMU.

CHUMUTE KpbILLKY C NPpOBMPOK M 3arpy3uTe ux B AepXxaTenu npobupok. 3arpysuTe Bce o6pasLbl M Bce

KOHTPOJIbHbIE o6pa3u,b| nnasmbl Ana cepun.

A

NPEOYNPEXOEHVE

Ecnu Bo Bpemsi 06paboTku oumbku otobpaxaetca onums Exclude (MckntounTh), He BbiGUpainTe ee.
Ecnu meTtop He MoxeT npoaonxuTe paboTy nocne cobbiTua 06paboTku ownboK 1y Bac ecTb
OrpaHUYeHHbIE BO3MOXHOCTN 06paboTku ounbokK, NpepBuTe 3anyck.

BbiaeneHue nnasmol

MoaroroBka

1.

MapkupyiTe 1 npomMexXyTOUHYI0 Mna3my nnaHLweTa ¢ rny6oKUMN NyHKaMu U HaHeCUTeE LUTPUX-KOA.

2. MapkupyiTe 1 okoHYaTesbHY Nna3mMy niaHweTa C rnyboKMMmM MyHKaMn U HAHECUTE LUTPUX-KOA,
3. [Ona 24, 48 n 96 napTuit 06pasL0B Nepea Ha4yanom MeTofa 3arpy3uTe nosiHbIv WTaTuB C MHAUBUAYanbHO
NoACYMTAHHbIMU 8-KaHaNbHbIMU HAKOHEYHUKaMMU.
/N NPEOYNPEXOEHVE
Y6eputech, 4TO o1l NPOMEXYTOYHbIX M OKOHYATESbHbIX NIa3MeHHbIX MN1aHLWEeTOB UCMOoMNb3yeTcs
npaBunbHbINA TUN NNaHweTa. Micnonb3oBaHne pesepByapa ¢ rny6oKuMmM nMyHKamMn BMECTO nnaHLweTa ¢
rnyboKuMmM NyHKamm NpuBOANUT K aMarnbramaumm obpasua n MoXeT NPUBECTUN K HENPaBUIIbHbIM
pesynbTaTtam.
Mpoueaypa

1.

OtkponTte AppLauncher n Boibepute VeriSeq NIPT Method (MeToga).

2. BseauTe yHukanoHbiv Batch ID (ngeHTudmkatop cepun) n nma nonb3osBaTens, a 3atem HaxmuTte OK.

HokymeHT Ne 1000000078751, Bepcus 09 231385
OnA ANArHOCTUKU IN VITRO.
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o g ~ w

Batch ID (mpeHTUdUKaTOp cepumn) MOXET coaepxaTb < 26 cMMBOOB. Bbl MoxeTe ncnonb3oBaTth LMGpPbI, OYKBbI,
CUMBOSbI NogyepkuBanus (_) unu geduc (-). Hanpumep: 2025-10-16_Batch3.

B Batch ID (ngeHTudmkaTop cepum) He yuntbiBaeTcs peructp cumeonos. Batch ID (ngpeHTudukaTop cepun),
YYBCTBUTENbHbIE K PEFUCTPY, HE CUUTAIOTCA YHUKANBHbBIMM.

WmeHa Batch ID (ngeHTudmkatop cepun) A0mXKHbl 6bITb YHUKANbHLIMUW U pa3nmyaTbCA HE TONMbKO PETMCTPOM.
Hanpumep, Ha3BaHus cepui Batch01 n BatchO1 He aBnsA0TCA yHUKanbHbIMK. 3TO Xe NpaBuiio NpUMeHseTca Ans
NPUCBOEHUA UMEH naeHTUdnKaTopam obpasLoB.

Boibepute New Batch (Hosas cepus).
Mocne nHnumauum Haxmnte OK, 4TO6bI HAaYaTb BblAeNeHNe nna3mbl.
Bbibepute pa3mep cepuu, a 3ateM HaxmuTte OK.

BbibepuTte konnyecTtBo koHTponen 6e3 matpuubl (NTC) n Haxmute OK.
Cnotbl NTC Bceraa siBnsitoTca nocnegHumm BelbpaHHbiMu cnotamu. Hanpumep, ecnv aea NTC B 24
npo6ooTbopHoM 3anycke, no3uumm 23 n 24 aenatotca NTC.

BbinonHuTte ognH n3 cnenyowmx waros:

*  Y7006bl 3arpy3nTb CyLLECTBYHOLLMIA MPOTOKON aHan13a, Bbioepute NpoTOKON aHan13a, CBA3aHHbIN ¢ cepuen, a
3ateM Haxmute OK.

*  Y7006bl NPOAONXUTb, HE BbIOUPas NPOTOKON aHanu3a, Bbibepute No Sample Sheet (HeT npoTokona aHanuza).

Ilna nonyyeHns ntHcpopmauumn o co3gaHum NpoToKona aHanusa cMm. pasgen VeriSeq NIPT Solution v2 Software
Guide (PykoBoacTtBo o nporpammHomy obecniedenuto VeriSeq NIPT Solution v2) (nokymeHT Ne 1000000067940).

MPUMEYAHUE [Onsa obecneyeHns Hagnexalero aHanvaa gaHHbIX Ans Kaxaoro obpasua Heobxoaumo
TOYHO permcTpmpoBaTb TMn obpasua, ogHoNIoaHan unu ApynioaHas 6epemeHHocTb. Ecnu
Bbl Bbiopanu No Sample Sheet (HeT npoTtokona aHanusa), ybeauTech, YTo Bbl YCTaHOBWIM
3HayeHus obpa3uos no ymonyaHuto B Workflow Manager Service Tools (CepBUCHbIX
WHCTpYMeHTax aucneTtyepa paboumx npoueccos). LononHUTENbHYO MHOPMAaLUIO CM.
3pecb: VeriSeq NIPT Solution v2 Software Guide (PykoBogcTBO o nporpamMmmMHOMy
obecnevyenuto VeriSeq NIPT Solution v2) (aokymeHT Ne 1000000067940).

HokymeHT Ne 1000000078751, Bepcus 09 24 13 85
OnA ANArHOCTUKU IN VITRO.
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8. Yb6eouTecb, UTO BCE LUTPUX-KOALI MPUKPENSIEHbI, @ 3aTeM 3arpy3nte 06pasLbl, HAKOHEYHWUKM 1 NiaHWeTbl (LpTUX-
KO/ZIOM BMpaBo) B AiepxaTerb.

9. TMMocne kaxporo 3anpoca Ha 3arpy3ky HaxmuTe OK.

Paswmep
HOepxaTenb MonoxeHue
cepum OtcnexuBaHne [losnuun .
Tun caiTa
o6pa3uoB
24,48, 96 HakoHeuyHuk  7-12 HakoHeuHunkun 1000 mkn 5
HakoHeuyHuku 1000 Mkn (ToNbKO 4,5
naptus 96)
Mpobupka 15 MoproToBneHHbIE NPOOMPKKN AN 1-24

o0b6pa3uoB kpoeu 1-24 (ansa Bcex
pa3mepoB NapTun)

Mpobupka 16 MoaroToBneHHbIe NPOBGUPKY Ans 25-48
06pa3LoB KpoBu 25-48 (Tonbko Ans
napTtun paamepom 48 n 96)

Mpobupka 17 MoproToBneHHble NPOGUPKK C 49-72
obpas3uamu kposu 49-72 (TONbKO
pa3mep naptum 96)

Mpobupka 18 MoaroToBneHHble NPOBUPKK C 73-96
obpas3uamu kposu 73-96 (TONbKO
pa3mep naptum 96)

Multiflex 19-24 MycTow nnaHwert ¢ rny6okumm 4
JlyHKaMu, oKoH4aTesbHasa nnasma —
LUTPUX-KOA,

Multiflex 19-24 MycTow nnaHweT ¢ rny6okMmm 5
JIyHKaMu, NpoOMeXyTo4YHas nna3sma —
LUTPUX-KOA,

PeareHT 47 [HeobszatensHol®ocdaTHo-coneBon 5
6ycep Oynwbekko (DPBS) ana
KOHTpons 6e3 matpuupl (NTC)
10. Y6eautecn, 4to HocuTenu, nabopaTopHas nocyaa u peareHTbl 3arpy>XeHbl NPaBUIbHO.
11. Ha akpaHe Pre-Spin Deck Verification HaxmuTte OK.
12. Habnopante 3a BbinonHeHnem ML STAR aBToMaTM4YeCKuX LLaros.

13. Mpu nosBneHun 3anpoca oT MeHeaxepa paboyero npouecca ybeamTtech, YTo Ha Norpy3o4vHon nnatdopme ML
STAR HeT npenarcTeuin ML STAR anga Boirpy3ku gepxaTenen.

14. Bbibepute Unload (Bbirpy3uTb), 4To6bl BbIrpy3uTh Nnatdopmy.

15. M3BnekatoT nnaHWweT ¢ rny6oKUMK fTyHKaMy NPOMeXyTOYHOW MasMbl CrieayoLwymM o6pasom.

HokymeHT Ne 1000000078751, Bepcus 09 25u385
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a. OcmoTpuTe NnaHwWeT Ha NpeaMeT OAMHAKOBbLIX 06 bEMOB B KaX 01 NyHKe (OLINOKM MMNEeTUpoBaHNs
oTcyTcTBYIOT). OXnagaemein o6bem coctasnaet 1000 mkn.

b. 3anucbiBaiiTe nobble HECOOTBETCTBMA NOCNE 3aBepLlieHuna npouenypbl BbiaeneHna nna3mbl.

c. [epmeTnsnpyiTe nnaHwet, cbanaHcupyinTe Harpy3ky n ueHTpudyrupyite npm 5600 x g B TeyeHne 10 MUHYT
NPV BbIKJTIOYEHHOM UJTN HAMMEHBbLLIEM 3Ha4YEeHUN NapaMeTpa TopMo3a.

16. Bblibepute Yes ([a), 4ToObl NEPENTN K OKOHYATENIbHOMY NMPUroTOBNEHNIO N1a3Mbl.

17. CHUMWUTE repMeTU3aLmio NilaHLWeTa 1 YCTaHOBUTE NIIaHWET Ha AepXaTesb.

Paswmep cepun [epxaTenb MonoxeHue

OtcnexuBaumne [o3uuus -
o6pasuos Tvn canTta
24,48, 96 Multiflex 19-24 MnaHweT ¢ rnyboKuMmn nyHKamm 5

A5 MPOMEXYTOYHOW Nia3mbl

18. YcTtaHoBuTe chnaxok NMpoMexXyTo4HbIM NiaHLIeT C NasMoun LeHTpudyrupoBaH, 3atem HaxmuTte OK.
19. Habnopante 3a BbinonHeHnem ML STAR aBTOMaTM4YeCKUX LLAroBs.

20. Mo 3anpocy MeHeaxepa pabo4yero npouecca ybeamrecnh, 4To Ha norpy3oyHon nnatgopme ML STAR Het
npensatcTeun ML STAR ans Beirpy3ku gepxaTtenen.

21. Bbibepute Unload (Bbirpy3uTtb), 4To6bl BbIrpy3uTb nnatcgopmy.
22. Mo 3anpocy MeHeaxepa paboyero npouecca onopoXxHUTE Aepxartenu u nnatopmy.
23. UsBnekuTe nNnaHLweT C rny6oKMMu NyHKamMu Ans KOHeYHON nna3mbl.
24. MNMpoBepbTe NNaHLLET Ha Hann4yne crneayloLmx owmnbokK:
* HenocTtosHHbIe 06beMbl B Kaxaown nyHke. OxngaemMein o6bem coctasnaet 900 mkr.
*  BuauMmbIi KNETOYHbIA 0CaAoK.
*  YpesmepHbIn reMonuns.
Ecnu Bbl 3amMeTunvM aHoMarnbHbI BUAUMBIN KNETOYHbIN 0CaA0K MU YPE3MEPHbIN reMONN3, N0 OKOHYaHUN MeToAa
BblAeNeHns nna3mbl YCTpaHUTE HeQeNCcCTBUMTENbHOCTb NopaxeHHoro obpasua unm ucnosb3ynTe gucneTyep cepuil.

HononHuTtensHyto nHdopmaumto o Batch Manager cm. B pasgene VeriSeq NIPT Solution v2 Software Guide
(PykoBogcTso o nporpammHomy obecrieyermnio VeriSeq NIPT Solution v2) (gokymeHT Ne 1000000067940).

25. Mpu nosiBneHnn 3anpoca oT aucneTyepa paboyero npouecca HaxmuTe OK.
26. BBeaomTte kOMMeEHTapun 0 3aTPOHYTLIX SlyHKax 1 HaxmuTe OK.
27. BbInonHWTE OAMH M3 CneayoLmx Waros.

*  Yt06bl nepewnTu k akcTpakuum cfDNA, Beibepute Yes ([a).

*  Yt06bl OCTaHOBUTbLCH, BbibepuTe EXit (Bbixoa).

TOYKA BE3OMACHOW OCTAHOBKM
Ecnu Bbl ocTaHaBnBaeTeCh, repMeTU3npyinTe niaHweT C KOHEYHON NNa3Moii U XpaHuTe npu TemnepaTtype ot

2 °C po 8 °C B TeueHue He 6onee 7 AHen.

HokymeHT Ne 1000000078751, Bepcus 09 26 n3 85
OnA ANArHOCTUKU IN VITRO.



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

OKcTparupyute cfDNA

MoaroroBka

1.

OcmoTpuTe KOPOBKU C N3BREYEHHBIMU KOMMOHEHTAMM 1 NMPUHAANIEXHOCTSIMU, YTOObI y6eanTbCs, YTO CPoK
roqHoOCTM HabopOB He UCTEK.

2. TloproToBbTE cnegyowme peareHTol: HaHecuTe Ha pe3epByapHble NPOOBUPKK 1 pe3epByapsbl C rybokumMu
JIYyHKaMu Ha3BaHWe peareHToB.
PeareHT XpaHeHue  UHCTpyKuum
MnaHweT ¢ rny6oknumm ot 2°C po Ecnu xpaHuncsa paHee, gante emy noctoatb 30 MUHYT,
NyHKaMu s KOHEYHOM 8°C 4yTOObI LOBECTU ErO 10 KOMHATHOW TEMMEPATYpbI.
nnasmbl LeHtpudyrupyimte 20 cekyng npu 1000 x g.
PazrepmeTtnsnpynte nepepg, ncnosib30BaHNEM NSAHLLET C
rnyboKUMM NyHKaMu o KOHEYHOW Nnasmbl.
3. MeaneHHo pobasnsiTe 3,75 Mn 6ydepa aAns npoTenHasbl B KaxXAblil hiakoH C peareHToM, CoAepXallmm
npotenHa3sy K.
* [oprotoebTe 3 dnakoHa ans 24 n 48 obpasuos.
* TlogroTtoBbTe 4 chnakoHa ansa 96 obpasuos.
4. 3akpouTe hnakoHbl ¢ NpoTenHason K n nepemeluanTe Ha BUXpPEBOW MeLLarnke A0 pecycrneHampoBaHus.
/N NPEOYNPEXOEHVE
He 3arpasHsanTe pe3mHoByto Npobky. NonagaHue Apyrux BELWECTB Ha PE3UHOBYH NPOOKY MOXeT
3arps3HuTb 6yaylume obpasupl.
5. O6benmHUTe NpUroToBneHHyto npoTenHasy K na Bcex nakoHoOB B NpobupKy As peareHToB Y MapKUPYNTE ee Kak
npoteunHasy K.
6. [Oob6aebte 100 mn 100 % EtOH B kaxabii hnakoH ¢ peareHToM NpoMbiBoYHOro 6ydepa 1.
* TloprotoBbTe 1 conakoH ansa 24 n 48 o6pa3Los..
* oprotoebTe 2 cdnakoHa ans 96 obpasuos.
7. TMepeBepHuTe chnakoHbl MpoMbIBOYHOro 6ydepa Il ona nepemelunBaHus.
8. OTmeTbTe AYenKknHa byTbinax npomMbiBoYHOro 6ydepa Il.
9. MapkupyiTte 1 HOBbIN MPOMEXYTOUHbIN NOSIHOPA3MEPHbIN MAaHLIET U NPUKNENTE WTPUX-KoA, NnaHwleTa.
10. MapkupyiTte 1 HOBbIV NONHOPa3MepHbIN NNaHweT and antovposaHus cfDNA u npuknenTe WTpUX-Kopm nnaHweTa.
11. MapkupyiTe 1 HOBbI NPOMEXYTOUYHbIN NNAHLIET C rIy60KMMK NIyHKaMKU ANns 3KCTPaKLUM 1 NPpUKNenTe WTPUX-KoZ4
nnaHweTa ¢ rny6oKumMmn nyHKamu.
12. HaHecuTe wWTpux-kog Ha nnaHweT ans ceasbiBaHnsa OHK.
13. HaHecuTe conbry aAns repMeTnsaumm Ha HeMcnonb3oBaHHbIE NYHKM Ansa 24 n 48 cepuii 06pas3LoB.
DokymeHT N2 1000000078751, Bepcus 09 27 n3 85
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14. MpuroTtoBbTe 70 % pacteop anst ounctku EtOH (70 % EtOH, 30 % Boabl, He copepxaluen JHKa3zy/PHKazy) ana

OYUCTKU BaKyyMm HOWN CUCTEMBbI.

15. MNMoaroToBbTE BaKyyMHYIO CUCTEMY CreayLWmuM 06pasom.

a. CHumuTe BakyyMHbI KonnekTop u ounctute ero 70 % pactsopom EtOH.

M3berainTe 04MCTKM NpoKnaakm ¢ NOMOLLbIO EtOH, Tak Kak 3TO MOXeT NpuUBECTU K XpPYNKOCTU MmaTtepuana.

b. OnopoxHuTe BYTbiNb BaKyyMHbIX OTXOA0B.

c. Yb6epuTtech, yTo BakyymHasi cuctema ML STAR BkntoueHa.

Mpouenypa

1. Haxmute OK, 4Tobbl HauaTb akcTpakumio cfDNA.

2. Ecnu metop VeriSeq NIPT He oTKpbIT:

a. Orkpovite AppLauncher u Boibepute VeriSeq NIPT Method (MeTtog VeriSeq NIPT).

b. Beepute ngeHtudurkaTop cepun n umMs nonb3oBaTtens, a 3atemM Haxmute OK.

3. 3arpysuTe HakOHEYHWKM Ha AepXaTenu HaKOHEYHUKOB criedyowmm obpa3om, a 3aTem Haxmute OK.

/N NPEOYNPEXOEHVE

Mepen Hayanom meTofda Ans cepuin us 24, 48 n 96 obpasLos AoOaBbTE NOMHbIN LWTATUB C 8-

KaHaJibHbIMN HAKOHEeYHNKaMW.

Pa3mep cepun OepxaTtenb
o6pa3uoB Tuvn

24 HakoHeYHuK
48 HakoHeyHuk
96 HakoHeYHuK

4, 3arpy3|/1Te noacYNTaHHbIE HAKOHEYHUKK B AepXaTesin HAKOHEeYHUKOB crnegywmnm o6pa30M.

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

OTcnexuBaHue

Mo3unuma

HakoHneuHunku 1000
MK

HakoHneuHunku 300 mkn

HakoHneuHunku 1000
MK

HakoHneuHunku 300 mkn

HakoHneuHunku 1000
MK

HakoHneuHunku 300 mkn

MNonoxeHue
caunTta

1

1,2

1,2,3,4

1
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Pa3mep cepumn OepxaTtenb MonoxeHue
OTcnexuBaHue Mo3unyus -
o6pasuos Tuvn canTta
24,48, 96 HakoHeu4HuK 49-54 HakoHeuHukn 1000 1
MK

HakoHeuyHukn 300 Mmkn 2

HakoHeuHukun 50 mkn 3

5. BseauTe pacnonoxeHue NepBoro u nocnegHero HaKOHEYHUKOB AJ19 KaXAO0ro LtaTuBa HAaKOHEYHUKOB, @ 3aTeM
HaxmuTe OK.

6. OTcKaHupyWTe WTPUXKOALI 6r10Ka Anst N3BneYeHus.

7. BBepguTe uMA Nonb30BaTENA MU MHULMATbI UL, TOTOBUBLLIETO peareHTbl, 3aTem HaxmuTte OK.

8. CkaHupyinTe LTPUXKOALI KOMMEKTa NpuHaanexHocTen.

9. BepguTe UMA NoONb30BATENA MU HULMATbI INLLA, TOTOBUBLLIETO peareHTbl, 3aTem HaxmuTte OK.

10. Yb6eanTtech, 4YTO LUTPUX-KOObI NPUKPENEHBI.

11. MNpn HEO6XOQMMOCTU pa3repMeTU3NPYNTE NMaHLET C rMyH6OKUMU NTyHKaMu A1 KOHEYHOW Nasmbl.

12. 3arpy3uTte nnaHweTsl (LUTPUX-KOLOM BNpaBo) B AepXxaTenb NnaHLwweTa cnegyiowmm obpasom, a 3aTeM HaxXMuTe
OK.

L HOepxaTtenb MNonoxeHue
cepuu OtcnexuBaHne [o3unuusn .
Tun cauta
o6pa3uoB
24,48, 96 Multiflex 19-24 HoBbI NONHOPa3MepHbIN MIaHLLET, 1
NPOMEXYTOUHbIN, CO LUTPUX-KOAOM
HoBbI NONHOpa3MepHbIV NNaHLIET, 2
antonpoBaHue cfDNA, co WTpUX-KOAO0M
HoBbIi nnaHweT ¢ rnyboKMMm fiyHKamu, 4
NMPOMEXYTOUHbIV MPOAYKT IKCTPaKLuK,
LUTPUX-KOA
MnaHweT ¢ rmy6oKumMu nyHkamu ans 5
KOHEYHOW Nfa3mbl, CO LUTPUX-KOAO0M

13. Y6eautecn, 4to nnaHweT Ans ceasbiBaHua OHK umeeT wtpux-kop, 3atem Haxmute OK.

14. [ns napTvit YacTUYHOrO MNilaHLeTa HAHOCAT 06pe3aHHY FrepMeTMU3MPYHOLLLYHO NIIEHKY NiaHweTa Ha
Hencnonb30BaHHbIe NYHKKM (cTonbubl 4-12 ana napTvin n3 24 obpasLoB U KOMOHKKN 7-12 pna napTun u3 48
06pasLoB).

15. 3arpy3ute nnaHweT and ceasbiBaHusa [JHK B BaKyyMHbIV KOMNEKTOP LUTPUX-KOLOM BMNpaBo.

16. MNepep ycTaHOBKOW CBA3bIBAKOLLENO NaHLweTa Ha Konnektop BVS ocmMoTpuTe nyHKn Ha npeaMeT BO3MOXHbIX
npenaTCTBUMN.

OTO MOXET NPenATCTBOBaTbL NOTOKY peareHToB B BaKyyMe.
HokymeHT N2 1000000078751, Bepcusa 09 2913 85

OnA ANArHOCTUKU IN VITRO.
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17. Mpu ncnonb3oBaHUn NapTuin u3 24 nnm 48 o6pa3LoB 3aKPONTE HEUCTONb30BaHHbIE NTYHKU U repMeTUsnpyinTe
donbron. YcraHosute cnaxok Are DNA Binding Plate Columns Sealed (FepmeTuanpoBaHb! fin KONOHKK
nnaHweTa ansa ceasbiBaHua [JHK?), a 3atem Haxmute OK.

18. 3arpys3uTte npobupkmM ¢ peareHTamu B AepXaTeNb peareHToB cneaytoLmm obpasom, a 3ateM HaxmuTte OK.

OepxaTenb
Paamep cepum 06pa3LoB

Twun
24,48 PeareHt
96 PeareHt

OTcnexuBaHue

47

47

MonoxeHune

Mo3unumnsa

canTa

16 mnElution Buffer 1

11 mn npoTeunHasbl 2
K

16 mnElution Buffer 1

15 mn MpoTeunHaza 2
K

19. MNepeHecuTe yka3aHHble peareHTbl B pe3epByaphbl C ry6oKMMn iyHKamu, a 3aTeM 3arpysuTe pesepByapbl B
HoCUTEenu ANs rnyGoKMX NYHOK CriefiyoLum o6pasom.

20. Bbibepute OK.

Pasmep cepun HOepxaTtenb

06pa3uoB Tun
24,48 [ ny60KONYyHOUHbIN
96 "ny60oKONYHOUHbI

OTcnexuBaHue

3944

3944

Mo3unuua

125 Mn NpoOMbIBOYHOIO
6ydepal ll

125 M NPOMbIBOYHOIO
6ydepa |

60 mn 100 % EtOH

100 mn Lysis Buffer (Bydep
Ang nusnca)

60 mn BoAbl, HE coaepxallen
OHKa3y/PHKa3zy

200 MmN NpOMbIBOYHOrO
6ydepa ll

125 Mn NpoOMbIBOYHOIO
6ydepa |

100 mn 100 % EtOH

100 mn Lysis Buffer (Bydhep
ansa nusnca)

100 mn BoAbl, HE copepXallen
[OHKa3y/PHKa3zy

21. OoxpauTech 3aBepLUeHNsi aBTOMaTUYeCKON NpoBepkn obbema peareHTa.

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

lNonoxeHue

canTa

1

301385
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22.

23.

24,

25.

26.

27.

28.
29.

30.

31.

32.
33.
34.

35.
36.
37.

38.

YbepguTech, YTO KOHTEHEpP A1 BaKyyMHbIX OTXOA0B MYyCT (peKkoMeHayeTcs AepXaTb ero HanosioBUHY NOJHbIM), a
3aTeM HaxmuTe OK.

MonTBepamnTe pa3mMelleHne Bcex aepxarenen, nabopaTtopHo NOCyAbl U peareHToB, a 3aTeM Haxmute OK Ha
akpaHe Extraction Deck Verification ([poBepka nnaTgopmbl 3KCTpPaKLmm).

Ha6ntopanTte 3a ML STAR B0 Bpemsi aBTOMaTUYECKUX LLIAToB.

/N NPEOYNPEXOEHVE

Mepep 3arpssHeHnemM 6rnmanexatimx NyHoK He06X0AMMO BPYUHYIO 06bABUTE HEAENCTBUTENbHBIM
nepenorHeHne obpasua, He 0GHapyXeHHOe CUCTEMON.

Mocne 3aknto4YnTEeNbHOro 3Tana BakyyMnpoBaHus 3BreknTe nnaHweT ans ceasbiBaHua JHK v ounctute
HUXHIot0 noBepxHocTb 70 % EtOH.

"epmeTn3MpyinTe BCE HEMOKPbLITLIE JTYHKM HA NnaHweTte ang ceasbiBaHua OHK n nomecTtute nnaHweT ana
cBnA3biBaHua [HK Ha nycTon nnaHweT ¢ rnyboKnuMmn nyHkaMmu ans KOHeYHoW niasmel.

LleHTpndyrnpynte nnaHwet ana ceasbiBaHma JHK/nnaHweT gna koHeyHon nna3mbl npu 5600 x g B TeyeHne
10 MUHYT C BKITHOYEHHBIM TOPMO30M.

Bbibepute OK.

Bo Bpemsi ueHTpucyrmpoBaHus nnaHweTa ans ceasbiBaHus [JHK BbINOMHWTE OYUCTKY BaKyYMHYO CUCTEMY:
a. CHumuUTe BaKyyMHbIN KonnekTop n Haxmute OK.

b. [Joxputecb 3aBepLUEHNsi aBTOMATUYECKOrO YAASIEHUS] OTXOAO0B.

c. OunctnTe BaKyyMHbIN KOMNEKTOP U BHYTPEHHIO YacTb BakyyMHou cuctembl 70 % EtOH, a 3aTem 3ameHnTe
BaKyyMHbI KONSIEKTOP.

d. YcraHosuTe cdnaxok Manifold is on Vacuum (BakyyMHbI1 KONNeKTOp BKIOYEH), YTOObI MHALMMPOBATb
nepemMeLleHre NMnaHLeTa A4 aNnpoBaH1a Ha BaKyyMHOM KOJIIEKTope, a 3aTeM Bbibepute OK.

Mocne Ll,eHTpVI(byrl/IpOBaHl/l‘r'l pa3repmeT|/|3|/|pyl7|Te NYHKWN, coaepxatiine 06pa3L|,bI, Ha ninaHweTe AJid CBA3biIBaHUA
OHK.

MomecTtuTe nnaHwet anga ceasbiBaHua OHK nosepx nnaHweta ans anomposaHus cfDNA, koTopblin HaxoauTcs Ha
BaKyyMHOM KOJINeKTOope.

3arpy3uTe nnaHweT ana ceasbiBaHma JHK co wrpux-kogom, HanpaeneHHbIM Bnpaeo, u Haxmute OK.
Habntopgante 3a ML STAR B0 BpeMsi aBTOMaTU4Y€CKNX LLAroB.

Mocne atana uxkybauun ycraHoBute chnaxok Plates are assembled as indicated (MnaHweTbl cobpaHbl, Kak
ykazaHo). Ybeautecn, 4to cbopka nnaHweTta ans ceasbiBaHusa OHK/antouposaHns cfDNA HaxoanTtcs Ha onopHoM
ocHoBe (ecnu TpebyeTcs LueHTpudyron).

"epMeTn3npyinTe HENOKPLIThLIE NTYHKW Ha nnaHweTe Ana ceasbiBaHua OHK.
LleHTpudyrmupyinte npu 5600 g B TeueHne 2 MUHYT NpuW BKITIOYEHHOM TOPMO3€, 3aTeM Haxmute OK.

BusyanbHo ocMoTpuTe nnaHweT ans antovpoBaHus cfDNA Ha npeaMeT cornacoBaHHbIX 06beMOB B Kax o
NyHKe.
OxwngaemMebin 06beM cocTaBnaeT NpubnM3nTensHoO 55 MKn.

epmeTn3npyinTe U coXpaHUTe MnaHweT Ana antouposaHns cfDNA gnsa npurotoBneHnss 6ubnmoTeku.

HokymeHT Ne 1000000078751, Bepcus 09 31u3 85
OnA ANArHOCTUKU IN VITRO.
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39. Mo 3anpocy MeHeaxepa paboyero npouecca ybeamTtech, YTo Ha norpy3oyHoin nnatgopme ML STAR Het
NPenATCTBUNA ANA BbIrPy3KW AepXaTenen.

40. Bbibepute Unload (Bbirpy3aunTb), 4To6bI BLIrPy3uTh NnaTgopmy.
41. BbIrpy3uTe Bce gepxatenu u odnctute nnatgopmy ML STAR, a 3atem HaxmuTe OK.
42. BBepnTte KOMMeEHTapum 0 3aTPOHYThIX NyHKax u Haxmute OK.
43. BbINonHUTE OAMH U3 CrieayoLwmX LWaros:
*  Yt06bI NPOAOMXNTL NOATrOTOBKY 61MbnmoTek, Boibepute Yes (Oa).

*  Yt06bI OCTAHOBUTLCSA, BLIbEpUTE EXit (Bbixon).

TOYKA BE3OMNACHOW OCTAHOBKU

Mpun ocTaHOBKE repMeTU3npynTe nnaHweT Ana snompoBanns cfDNA u xpaHute npu Temnepatype ot -25 °C o -15 °C
B TeyeHue He 6onee 7 gHen.

HokymeHT Ne 1000000078751, Bepcus 09 32 u3 85
OnA ANArHOCTUKU IN VITRO.
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Mopgrotoska 6ubnuoTtek

HokymeHT Ne 1000000078751, Bepcus 09 331385
OnA ANArHOCTUKU IN VITRO.
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MoaroroBka

1.

OcMoTpurTE KOPOOKU KOMMNIEKTOB AN NOArOTOBKM BUBNNOTEKN N NPUHAANEXHOCTEN, YTOObI y6eamTbes, YTO CPOK

roaHOCTU Ha60pOB HE UCTEK.

MoaroToBbTe CrieayoLMe peareHTbl: HaHecuTe Ha pe3epByapHble NPoBUpPKK 1 pe3epByapbl C rMy6oKUMK

PeareHTt

A-Tailing Mix

MnaHwert ana
antompoBaHusa cfDNA

End Repair Mix
(Cmecb ans
BOCCTaHOBMEHUS
KOHLIOB)

TmMbpunan3aLmoHHbIN
Gycbep

Ligation Mix

MnaHwet c
apantepom OHK NIPT

Resuspension Buffer

Sample purification
beads

NNYHKaMW Ha3BaHWe peareHToB.

XpaHeHue
o1-25°Cpo-15°C

or-25°Cpo-15°C

or-25°Cpo-15°C

or-25°Cpo-15°C

or-25°Cpo-15°C

or-25°Cpo-15°C

or2°Cpo8°C

o12°Cpo8°C

HokymeHT Ne 1000000078751, Bepcus 09

OnA ANArHOCTUKU IN VITRO.

UHCTpyKLUK

Pa3mopo3bTe Npy KOMHaTHON TemnepaTtype. bbiCcTpo
nepemMeLlanTe Ha BUXPEBOW MeLLArke, a 3aTeM
ObICTPO OTUEHTPUDYTUPYNTE.

Ecnu nnaHweT xpaHunca paHee, ybeautech, 4To OH
XpaHuncsa He 6onee 7 gHew, 1 pa3Mopo3bTe ero nNpu
KoMHaTHoI TemnepaTtype. ObpaboTalite Ha
BMxpeBon meLuanke npu 1500 06/MyH B TedeHmne

1 muHyTbI. LleHTpudpyrmupyite 20 cekyHg npu 1000 x

g.
Pa3mopo3bTe Npyu KOMHATHOM TeMnepaTtype.
lMNepemeluanTe Ha BUXPEBOW MeLlanke.

Pa3mMopo3bTe Npu KOMHaTHOM TeMNepaType.
MepemeluanTe Ha BUXpEBON Mellanke. BepHute Ha
XpaHeHue Nocne UCNosib30BaHMus.

Pa3mopo3bTe Npy KOMHaTHON TemnepaTtype. bbicTpo
nepemMeLlanTe Ha BUXPEBOW MeELLArke, a 3aTeM
ObICTPO OTUEHTPUDYTUPYNTE.

Pa3mopo3bTe npu kOMHaTHOM TeMnepaType.
MepemeluanTe Ha BUXPEBOWN MeLLIarkKe.
LleHTpudyrnpymrte 20 cekyng npm 1000 x g.

lMepemeluanTe Ha BUXpeBOM MeLlanke. BepHuTte Ha
XpaHeHue nocrie UCnosib30BaHus.

Lante oTcTosaTbes 30 MUHYT, YTOObI JOBECTU ero Ao
KOMHaTHOMN Temneparypsbl.

OHeprnyHo BCTpAXmMBanNTe nepes Kaxabim
ncnonb3oBaHneM. lNepemeluante Ha BUXpPEBOW
MeLlanke unm nepesopadnBanTe 4o Tex nop, noka
BCE rpaHyribl HE OKaXyTCA B CYCNEH3UM N CMECH He
CTaHeT O4HOPOOHOMN.

34 n3 85

illumina



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

6.

/N NPEOYNPEXOEHVE

Mpu pacnevaTbiBaHum nnaHweTa agantepa OHK NIPT 6yabTe npesenbHO OCTOPOXHbI, YTOObI
n3bexaTb NePeKPECTHOrO 3arpsA3HEHN a3po30sa MeXay fyHKaMu, YTo MOXET NPUBECTU K
HenpaBuUnbHbIM pe3ynbTaTam.

Ecnu nnaHwet ana antovposaHua cfDNA xpaHunca B 3aMOpoXeHHOM BuAe, MpUroToBbTe €ro CneayoLwmm
o6pazom.

a. Pa3mopo3sbTe npn koMHaTHOM TeMnepaType.

b. O6paboTtanTe Ha BuxpeBon MeLuasnke npu 1500 06/MuH B Te4eHne 1 MUHYTBI.

c. UeHtpudpyrmnpyite 20 cekyHa npu 1000 x g.

MapkupyiTe 1 HOBbI NONHOpPa3MepPHbIN NNaHLWeT 6UBNMOTEK N MPUKNENTE LUTPUX-KOA, NNaHLLETa.

MoprotoBbTe 80 % EtOH 13 abcontotHoro EtOH. O6beamHuTe 40 mn 100 % EtOH 1 10 mn Boabl, He copepxallen
I HKazy/RNase. MNepeBepHuTe KONby, 4TOObLI NEpeEMeLLaTb COAEPXUMOE.

Yb6epnutech, uTo perynsatop Temnepatypbl ML STAR BKknoyeH.

PasbaBbTe hepMeHTbI

1.

CwmewwanTte A-Tailing Mix n Resuspension Buffer B npobupke ¢ 3aBMHUMBatoLWEencs KpbIWKon. BeicTpo
nepemMeLlanTe Ha BUXPEBOW MeLLarke, a 3aTeM BbICTPO OTUEHTpUdyrnpymTe.

Pa3mep cepumn ob6pasuoB A-Tailing Mix (mkn) Resuspension Buffer (Mkn)
24,48 900 1200
96 1800 2400

CwmewwaiTe Ligation Mix n Resuspension Buffer B npobupke ¢ 3aBUHYMBAIOLLENCS KPbILLKOW. BbICTpo
nepemeLlanTe Ha BUXPEBOIN MeLLasnke, a 3atemM bbICTpo OTUEeHTpUdyrupymre.

Pasmep cepuu ob6pasuoB Ligation Mix (mkn) Resuspension Buffer (Mkn)
24,48 230 1713
96 440 3278

Mpouenypa

1.

Haxmunte OK, 4tobbl HavaTh noarotoBky 6ubnuotekn. Ecnu meton VeriSeq NIPT Method elie He oTKpbIT:
a. Orkpovite AppLauncher u Boibepute VeriSeq NIPT Method (Metog VeriSeq NIPT).
b. Beepute ngeHtudurkaTop cepun n umMs nonb3oBaTtens, a 3atemM Haxmute OK.

Y6enutech, 4TO NPUroTOBNEHLI Crieayolmne pacxoiHble MaTepuansl, Kak ykasaHo Ha akpaHe Reagent Preparation
(MoparotoBska peareHTOB):

* A-Tailing Mix, Ligation Mixu 80 % EtOH
* Sample Purification Beads, End Repair Mix n nnaHwet c agantepom OHK NIPT

YctaHoBute cnaxku n Haxmute OK.

HokymeHT Ne 1000000078751, Bepcus 09 351385
OnA ANArHOCTUKU IN VITRO.
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4. OTCKaHUpynTe WTPMXKOAbI KOMMNEKTa NOArOTOBKM GMOINOTEKM.
5. BBeauTe nMsi NONb30BATENA UMW MHULMASBI TMLA, FOTOBUBLLIETO peareHTbl, 3aTeM Haxmute OK.
6. CkaHupyihTe WTPUXKOALI KOMMIEKTa NPUHaArIeXHOCTEN.
7. BBeauTe MMsi NONb30BATENA UK MHULMASBI TMLA, FOTOBUBLLIETO peareHTbl, 3aTeM Haxmute OK.
8. 3arpysuTe HakOHEYHMKMN Ha AepXaTenu HaKOHEYHUKOB criefytoLmm obpa3om, a 3aTeM HaxmuTe OK ana kaxaoro
hepxarens.
Paamep cepumn HOepxartenb MonoxeHue
OTtcnexusaHue Mosunuus .
o6pa3uoB Tun canrta
24 HakoHe4YHuK 1-6 HakoHeyHukn 50 mkn 1
7-12 HakoHeyHuku 300 1,2
MK
48 HakoHe4YHuK 1-6 HakoHeyHukn 50 mkn 1,2
7-12 HakoHeyHuku 300 1,2,3,4
MK
96 HakoHe4YHuK 1-6 HakoHeuHukn 50 mkn 1,2, 3,4
7-12 HakoHneyHuku 300 1,2,3,4,5
MK

9. Ecnn NPOTOKOI ObIN OCTAHOBNEH Mocne npouenypbl 3KCTpakunn cfDNA, 3arpy3muTte noacymtaHHble HAKOHEYHUKN
Ha HOCUTEJNMM HaKOHeYHUKOB criegyoLnm 06pa30M.

Pa3mep cepumn OepxaTtenb MonoxeHue
OTcnexuBaHue Mo3unyus -
o6pasuos Tuvn canTta
24,48, 96 HakoHeuHuK 49-54 HakoHeuHukn 1000 1
MK

HakoHeuyHukn 300 mkn 2

HakoHeuHukn 50 mkn 3

10. BBeauTe pacnosnoxeHue nepBoro HaKOHeYHVKa AJis KaxXaoro WTaTuBa HAKOHEYHMKOB, a 3aTeM Haxmute OK.

HokymeHT Ne 1000000078751, Bepcus 09 36 n3 85
OnA ANArHOCTUKU IN VITRO.



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

11. Y6egutech, YTO LUTPUX-KOAbI MPUKPENIIEHbI, U 3arpy3nTe niaHLeTbl (LITpUX-kog o6palleH BNpaBo) Ha AepXaTerb
nnaHweTa cneayowmm o6pa3oM, a 3ateM Haxmute OK.

Paswmep

OepxaTtenb lNonoxeHue
cepuu OtcnexuBaHue [lo3uuma .

Tun caiTa
o6pa3uoB
24,48, 96 Multiflex 19-24 Mnanwet ana antonpoBaHua cfDNA, co 1

LITPUX-KOOAOM

MnaHwet c agantepom JHK NIPT, co 2
LUTPUX-KOAOM

HoBbIn 96-nyHOYHBIN NONHOPA3MepHbId 3
nnaHweT, 6UbnMoTeKHn, Co LITPUX-KOAOM

HoBble nonHopa3mepHble 96-nyHoYHble 4,5
nnaHweThbl

12. 3arpy3uTte gepxarenb ans rnybokux nyHok cneayowmm obpasom, a 3atem Haxmute OK.

Pa3mep cepuun HOepxaTtenb MonoxeHue

OtcnexusaHve [o3uuus .
o6pasuos Tun canrta
24,48, 96 nybokonyHouHbin  39-44 50 mn 80 % EtOH B 1

rnyboKonyHO4YHOM pe3epByape

HoBble nonHopa3mepHblie 96- 2,3,4,5
JIYHOYHbIE MnaHLWweThl

13. 3arpyanTe npobupkmM c peareHTaMu B AepXaTeslb peareHToB creayrowmum obpasom, a 3atem Haxmute OK.

Pasmep cepun LepxaTtenb MonoxeHue
OtcnexuBaHue [osuumsn .
o6pasuoB Tun caunTta
24,48, 96 PeareHt 47 2,5 mn End Repair Mix 1
MpurotoBneHHas A-Tailing Mix 2

(06wmn o6beMm)

MpurotoeneHHasa Ligation Mix 3
(06Wwmn 06eM)

Sample purification beads, 10 mn 4

Hybridization Buffer, 12 mn 5

14. OcraBwytoca Yactb Hybridization Buffer (HT1) o6bemom 12 mn coxpaHstoT B KOHTENHeEpE ANl 06 beanHEHUS.

15. Ybegutecn, uto Aepxartenu, nabopaTopHas nocyaa u peareHTbl 3arpy>XeHbl B COOTBETCTBUM C YKa3aHUAMMU, a
3aTem Haxmute OK Ha akpaHe Library Deck Verification (Mposepka nnatcgopmbl 6ubnmnoTek).

16. [JoxauTecb 3aBepLUeHUs aBTOMAaTU4eCKON NpoBepkn obbema peareHTa.

17. Habnopante 3a ML STAR Bo BpeMs aBTOMaTMYEeCKUX LIAroB.

HokymeHT Ne 1000000078751, Bepcus 09 37 u3 85
OnA ANArHOCTUKU IN VITRO.
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18. Mo 3anpocy meHepxepa paboyero npouecca ybeantech, YTo Ha norpy3oydHoi nnatcdopme ML STAR HeT
npensatcTeun ML STAR ans BeIrpy3ku gepxaTtenen.

19. Bbibepute Unload (Bbirpy3unTb), 4To6bI BbIrpy3uTh NnaTgopmy.

20. OCMOTpMTe nnaHLwieT c bubnnorekamu Ha npeamMmeT OgunHaKoOBbIX 06bEeMOB B Kaxaom NYHKe.

/N MPEOYNPEXOEHVE

Ecnu o6bembl JTYHOK pa3nn4arTcAd, O6p33Ll,bI MOTyT HE I'IpOl7ITVI aBTOMaTI/I3I/IpOBaHHbIl7I KOHTPOJ1b
Ka4yecTBa.

21. lNpwn XpaHeHU repMeTU3NPYNTE U COXPaHUTE MITaHLLET BubnnoTeku.
22. Boirpysute gepxatenu, ounctute nnatgopmy n Haxmute OK.
23. BBeauTe KOMMEHTapUK 0 3aTPOHYThIX NIyHKax n Haxmute OK.
24. BbINONHUTE OOMWH U3 CNeAyoLWNX LIaros:
*  Yt06bI NPOAOITXNTL KONMMYECTBEHHOE OnpeaeneHne 6ubnmotek, BoibepuTe Yes ([a).

*  Yt0b6bl OCTAHOBUTLCA, BbIDEpPUTE EXit (BbiX0a).

TOYKA BE30MNACHON OCTAHOBKM

Mpun ocTaHOBKE repMeTU3NPYNTE NNaHwWeT 6MbnuoTek nepep xpaHeHneM. MNMnaHweT 6MbnuoTek ctTabuneH B Te4eHne
0o 7 oHewn ¢ aatbl NpUroToBneHus npu temnepartype ot -25 °C o -15 °C.

KonuyectBeHHoe onpeaeneHue 6ubnuoreku

MoproroBka

1. TNoarotoBbTe credylolMe peareHTb:

PeareHT XpaHeHue MHCTpyKuuK

PeareHT ans ot2°Cpo XpaHuTb B 3aLUMLLEHHOM OT CBETa MecTe. PasamopaxwnBante npu
KONMN4YeCTBEHHOIO 8°C KOMHaTHou Temnepatype B TedeHne 30-150 MuHyT.
onpegenenna OHK (PekomeHayeTca yoanvTb peareHT B Hayarne npoueaypbl

MoarotoBuTh 6UGNMOTEKM.)
BbicTpo nepemMelualite Ha BUXPEBOW MeLLarnke, a 3aTemM b6bICTpo

OoTUEeHTpudyrupymnTe.
CraHpgapt gns ot2°Cpo BbicTpo nepemMelualiTe Ha BUXPEBOW MeLLarnke, a 3aTemM 6bICTpo
KONMNYECTBEHHOIO 8°C oTUEeHTpudyrnpynTe.
onpegenexua JHK
Resuspension Buffer otr2°C po lMepemeluanTe Ha BUXPEBOW MeLLASKeE.

8°C
2. Ecnv nnaHweT ans ¢ 6ubnmotekaMm XpaHUics B 3aMOPOXEHHOM BUAe, NMPUroToBbTE €ro criedyowmm 06pasom.

a. Yb6eouTecb, UTo NNaHLWET XpaHWUmcs He Goree 7 AHEN, M pa3MOpOo3bTe ero Npu KOMHATHOM TeMnepaType.

b. TlepemelunBaHne Ha BUXpEBOW MeLLanke

HokymeHT Ne 1000000078751, Bepcus 09 38 n3 85
OnA ANArHOCTUKU IN VITRO.
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c. UeHTtpudpyrmpyiite npmn 1000xg B Te4eHne MakCUMyM 1 MUHYTBI.
3. Bknounte conyopumeTp 3a 10 MUHYT 0 UCNONBb30BaHMSA.
4. HaHecuTe WTpux-Kom, Ha HOBbIN 384-NMYHOYHbIN MIAHLLET.

5. HaHecuTe WTPUX-KOA Ha HOBBI MOSTHOPA3MEpPHbIii MaHLLET.

Mpouenypa

1. Haxmute OK, 4To6bl HaYaTb KONMYECTBEHHOE ONpeaeneHue.
2. Ecnu metog VeriSeq NIPT Method elue He OTKpbIT:
a. Ortkpoiite AppLauncher n Boibepute VeriSeq NIPT Method (Metog VeriSeq NIPT).
b. Begute ugeHTUdMKaTOp CEPUM 1 UMS NOSb30BaTenNs, a 3atem HaxmuTe OK.
CKaHupyinTe WTPUXKOALI KOMMIIEKTa NPUHAANIEXHOCTEN.
4. BseauTe uMs Nonb3oBaTens UM MHULMAnbI iMua, roTOBUBLLEro peareHTbl, 3aTem Haxmute OK.

5. 3arpysuTe HaKOHEYHUKM Ha AepXaTenv HaKOHEYHUKOB criefytolumm o6pa3om, a 3aTeM Haxmute OK.

Pasmep cepun HepxaTenb MonoxeHne
OtcnexuBaHve  [o3unuus .
o6pasuos Tuvn caiTa
24,48 HakoHeyHuk 1-6 LUtaTnB N HaKOHEYHUKOB 1
300 mkn
LUTaTuB ons HAKOHEYHUKOB 2
50 mkn
96 HakoHeuHuk 1-6 LTaTuB AN HAKOHEYHNKOB 1
300 mkn
LUTaTnB gna HaKOHEYHUKOB 2,3
50 mkn
HokymeHT N2 1000000078751, Bepcusa 09 391385

OnA ANArHOCTUKU IN VITRO.
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6. Y6eouTech, YTO LUTPUX-KOALI MPUKPENSIEHBI.
7. [pu HeobxoANUMOCTU pasrepMeTU3npyinTe nnaHweT 6ubnmoTek.

8. 3arpysute nnaHweTbl (LUTPUX-KOAbI AONXEH ObITb HAaNpaBneH BrnpaBo) B AepxaTtenb Multiflex cneaytowmm
obpa3om, a 3aTtem Haxmute OK.

Paamep cepumn LepxaTtenb MonoxeHue

OtcnexuBaHue [osuuus .
o6pa3uoB Tuvn caunrta
24,48, 96 Multiflex 19-24 HoBble nonHopa3mMepHble 1

nnaHweTbl CO WTPUX-KoaoM

HoBbin 384-nyHO4YHbIN NNaHweT 2
CO LUTPUX-KOOOM

MnaHweT c GubnnoTekamu, co 3
LITPUX-KOAO0M

HoBble nonHopa3mepHblie 96- 4,5
NYHOYHbIe NnaHLWweThl

9. 3arpyaute npobupku c peareHTamm 6€3 KpbILIEK B AepXaTernb Npodupok cneayowmum obpa3om, a 3aTem
HaxmuTe OK.

Pa3mep cepumn OepxaTenb MonoxeHue

OtcnexuBanne [o3uuus -
o6pasuos Tvn canTta
24,48, 96 Mpobupka 46 CtaHpapT onga Konn4ectBeHHoro 1

onpegenexns OHK

PeareHT onsa KONMYeCcTBEHHOTO 2
onpepenenuna JHK

10. 3arpyanTe Npo6upKK C peareHTaMu B AepXaTellb peareHToB creaylowmum obpasom, a 3atem Haxmute OK.

Pa3mep cepuun HOepxaTtenb lMonoxeHue
OtcnexuBaHve [Mo3nuusn .
06pa3uoB Tun canTa
24,48, 96 PeareHt 47 Hoeas npobupka ans 1
peareHToB (nycTas)
16 mn Resuspension Buffer 2
HokymeHT N2 1000000078751, Bepcusa 09 4013 85

OnA ANArHOCTUKU IN VITRO.
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11.

12.

13.

14.
15.
16.

17.
18.

19.

20.
21.
22.
23.
24.
25.

HokymeHT Ne 1000000078751, Bepcus 09

Ecnun npoTokon 6bin1 0oCTaHOB/EH Nocsie Npoueaypbl NOAroTOBKU GUGNNOTEKN, 3arpy3nTe NoACHUTAHHbIE
HaKOHEYHVKM B iepXXaTenun HaKOHEYHKOB CrieflytoLLm o6pa3om.

Paamep cepumn HOepxarenb MonoxeHue
OtcnexuBaHue [osuuus .
o6pa3uoB Tun caurta
24,48, 96 HakoHeuHuk  49-54 HakoHe4yHukn 1000 1
MK
HakoHeuyHukun 300 2
MK

HakoHeyHnkn 50 mkn 3
BBeaute pacnonoxeHue NepBoro 1 NnocnegHero HAKOHEYHNKOB OIS KaXAO0ro WTaTuBa HAKOHEYHMKOB, @ 3aTeM
HaxmuTe OK.

Y6eputech, 4TO Aepxartenu, nabopatopHas Nocyaa U peareHTbl 3arpyXeHbl B COOTBETCTBUN C yKa3aHUSMU, @
3atem HaxmuTe OK Ha akpaHe Verification Quant Deck ([poBepka nnatdopmMbl KONMYECTBEHHOIO aHanu3a).

[oxantechb 3aBepLUeHMs aBTOMaTUYEeCKON NpoBepKM 06beMa peareHTa.
Ha6ntopanTte 3a ML STAR B0 Bpemsi aBTOMaTUYECKUX LLIAroB.

Mo 3anpocy MeHepxepa paboyero npouecca ybeamnTech, Y4To Ha norpy3o4Hoii nnatdopme ML STAR HeT
npenatcTeuin ML STAR gns Beirpy3ku gepxarenen.

Bbi6epute Unload (Bbirpy3utb), utobbl BbIrpy3utb nnatcgopmy.
Bbirpy3unte nnaHwet c 6ubnuorekamu.
a. OcmoTpuTe NNaHLWeT Ha NpeAMEeT OAMHaKOBbIX 06 bEMOB B KaXA0W IYHKE.

b. TepmeTusnpyiTe nnaHweT GMOGNNOTEKM N XpaHWUTE NPU KOMHATHOW TEMNepaType A0 3aBepLUeHUs
hlyopoMeTpUYECKOro aHann3a AaHHbIX.

Bbirpy3ute octaBLlumnecs 96-nyHOUHbIE NNaHLWETbI M NPOBEPbLTE HaNMYMe OAMHAKOBbIX 06bEMOB B KaXA0M NyHKE.
Makpockonuyeckue ownbkm B 06 bemMe MOTyT yKa3biBaTb Ha Npobnemy ¢ aTanamu NMNeTUPOBaHUS.

Bobirpysute 384-nyHO4YHbI NNaHLWeT 1 NpoBepbTE HanMune XugKocTn B COOTBETCTBYIOLUMX NTYHKaX.
repmeTnanpynTe nnaHweT QOosbrown.

Llentpudpyrupymnte 20 cekyHa npu 1000 x g.

WHKy6upyiTe Nnpu kKOMHaTHOW TeMnepaType B TedeHne 10 MUHYT B 3aLUMLLIEHHOM OT CBETA MECTe.
Bobirpysure Bce gepxaTtenmu.

Ouuctute nnatgopmy ML STAR un HaxmuTe OK.
/N NPEOYNPEXOEHVE

He Bbl6paCbIBal7ITe peareHTbl AnAa KoOJiIn4eCTBEHHOro onpeaeneHnd Ao nosiydyeHna AaHHbIX. Bam
r|0Tpe6yr0Tc;| peareHTbl, ecnu HEeobX0AMMO BbINONMHUTL KONUMYECTBEHHOE onpepenexHune.

OnA ANArHOCTUKU IN VITRO.
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26.

27.
28.
29.
30.

Mocne nuky6aumm cHumMmuTe donbry 1 3arpyaute 384-nyHouHbIN NMaHLLET B CYATLIBAOLLIEE YCTPOMNCTBO AJ1s
MuKponnaHweToB. O6A3aTenbHO NCNonb3ynTe (hMoNeToBbIN NEPEXOAHLIN NnaHweT (Homep no katanory: 0310-
4336), npepocTaeneHHbIn koMmnaHuen Molecular Devices, v 3KBUBaNEHTHbIN, €CNK 3TO MPUMEHNMO K
ncnonbdyemomy npubopy.

* [lpu 3arpy3ke ybeautecb, 4To A1 HaxoanTca B BEPXHEM JIEBOM yriy.

OBaxgabl Boibepute wabnoH VeriSeq NIPT, 4tobbl oTKpbITb ero B SoftMax Pro.

Bbibepute New Experiment (HoBbi akcnepumeHT) Ha Bknagke Home (TnaBHas cTpaHuua).

Boibepute Read ([MpouteHue).

OKkcnopTupynTe aaHHble B popmaTte XML cnepytowwmm obpasom.

a. [paBon kHoMKom Mblwn BeibepuTte Plate (MnaHweT), a 3aTem Bbibepute Rename (MepenmeHoBaTh).

b. OTckaHnpynTe WTPUX-KOA NNaHLWETa A9 KONMYeCTBEHHOro onpeaenexus n Haxmute OK.

c. B BepxHeM neBom yrny skpaHa BbibepuTe 3Ha4YOK NnaHLWeTa, a 3aTeM BbibepuTe Export (3kcnopT) B MeHio.
d

YctaHoBute dpnaxok Expt name (3kcnoptupoBath MM4), yCTAaHOBUTE NapaMeTp AaTbl NiaHLWeTa B
HeobpaboTaHHOe 3HayeHne, ycTaHoBuUTe chopmat BeiBoga B XML n Haxmute OK.
e. 3apaunTe nyTb K hanny BbIXOLOHbIX AHHBIX U UMSA, @ 3aTem HaxmuTe Save (CoxpaHuTsb).

KomnbtoTep Hamilton gonxeH nmeTb 4OCTYN K pacrnonoxeHuio daina. He ucnonbayiite npobensl B uMeHK daiina
nnu nNyTu K danny.

AHanuns

Ha ML STAR, Ha akpaHe NHdopMaLuusa o ckaHepe BBeanTe naeHtndukaTop ryopumeTpa.
BeBenunTe kommeHTapun o 3anycke donyopumeTpa n HaxmuTe OK.

MepengnTe K dhanny Konn4ecTBEHHOro onpeaeneHua *.xml, cogepxawemy pbriyopoMeTpnyeckme faHHble, 1
HaxmuTe OK.

MpocMoTpuUTe KPMBYIO CTAHAAPTOB U pe3ynbTaThbl aHanm3a KoHLeHTpauun obpas3ua, a 3atem HaxmuTe OK.

Ecnu HeobxoaMMo NOBTOPHO OTCKaHWpPOBaThb NiaHLweT, HaxmuTe Rescan (MoBTOpHOE CKaHNpPOBaHWE).
O6pa3sLbl HyBCTBUTENbHbI K BpeMeHM 1 cBeTy. [pyn Heo6XoAMMOCT HeMeaIEHHO BbIMOSHUTE NOBTOPHOE
CKaHupoBaHue.

Beeamte kOMMEHTapum 0 3aTPOHYThIX NyHKax U HaxmuTe OK.
OueHwnTe peaysbTaThbl U BLINOMHWUTE crieaytoLume AenCcTBus.

* Ecnu pe3ynbTaTbl COOTBETCTBYIOT cneundukauun, nepengute k ObnveauHeHne bubnmoTek Ha cTpaHuLe 43.
Cneundukaumm cMm. B Tabnmue nokasartenen KOHTPONA Ka4yecTBa U rpaHuL, KONMYECTBEHHOMO onpeaeneHns B
VeriSeq NIPT Solution v2 Software Guide (PykoBofcTBo o nporpammHomy obecriederuto VeriSeq NIPT
Solution v2) (aokymeHT N2 1000000067940).

* Ecnu pe3ynbTaTbl HE COOTBETCTBYHIOT crieuudmkaumm, cuctema npepbiBaet Mmetog,. lMosTopuTe npoueaypbl
KONMYeCTBEHHOro onpeaeneHns, HaunHas ¢ [logrotoBka Ha cTpaHuLe 38.

BblnonHnTe oavH U3 CneayoLmx LWaros:

* Y106l nepentn kK ObbeauHeHne bubnmnoTek Ha cTpaHule 43, Bolbepute Yes ([a).

HokymeHT Ne 1000000078751, Bepcus 09 42 13 85
OnA ANArHOCTUKU IN VITRO.
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*  Y106bl OCTaHOBUTLCH, BbibepuTe Exit (Bbixopn).

TOYKA BE3OMNACHOW OCTAHOBKM

Mpu ocTaHOBKE repMeTU3NPYINTE NnaHweT 6ubnmotek nepes xpaHeHueM. MNMnaHweTt ¢ Gubnuotekamm ctabuneH B
TeyeHue 0o 7 AHEN CyMMapHOro BpEMEHMN XpaHeHus npu Temnepartype o1 -25 °C go -15 °C.

O6beguHeHne 6ubnuoTek

NMoproroBka

1. MoparoToBbTe criefytoLINe peareHThbl:

PeareHT XpaHeHue  VHCTpyKLuu
MbpuamsaunoHHbin o1 -25°C Pa3mopo3bTe npu kKOMHaTHOM Temnepartype. [epemeluarite Ha
6ydep no-15°C BUXPEBOM MeLuarke. BepHuTe Ha xpaHeHue nocne UCnofb30BaHUA.

2. Ecnu nnaHwert gns c 6ubnmotekamm xpaHuics B 3aMOPOXEHHOM BUAE, NMPUIrOTOBLTE €ro CreaytoLwmm obpasom.
a. Ybeputecb, UTO NNaHLWET XpaHucs He 6onee 7 AHel, U pa3MOPO3bTE €0 NPV KOMHATHOWM TeMMepaType.
b. O6paboTaiite Ha BuxpeBo mewanke npu 1500 06/MUH B TeueHne 1 MUHYTHI.
c. UeHntpudpyrmnpynte 20 cekyHa npm 1000 x g.
d. TuneTtupyinTte onsa nepemelunBaHuS.
3. TMomeTbTe nycTyto Nnpobupky ana nyna A. [na 96 ob6pa3uoB NnomMeTbTe BTOPYO NYCTyo NPo6GUpKy ans nyna B.
4. CoxpaHuTe cnefyoLLyo nporpaMmMy AieHaTypaLmmn Ha TEPMOLMKIIEPE C HAarpeBaeMow KpbILLKOW.
a. BblbepuTte BapuaHT c NpeaBapuTENbHO Pa30rpeToit KpbILLKOWM 1 ycTaHoBUTe TemnepaTypy Ha 102 °C.
b. YcrtaHoBuTe 06bem peakuum Ha 50 Mkn.
C. YCTaHOBWTE MaKCUMMarbHY CKOPOCTb JIMHEWHOIO M3MeHEHUs (= 2 °C B cekyHay).

d. WHkybupyinTe npu Temnepatype 96 °C B TeueHne 10 MuHyT, a 3aTeM npu Temnepatype 4 °C B TeueHne 5
CeKyHA,

e. Bobigepxwute npu temnepartype 4 °C.

Mpouenypa

1. TNomecTuTe nnaHweT 6ubnmnoTek Ha NpegBapuUTENbLHO 3anporpaMMNpPOBaHHbIA TEPMOLMKIEP U 3anyCcTuTe
nporpamMmy AeHatypaumm.
He pneHaTypupyiiTe nnaHweT 6ubnmnoTtek Ao Toro, Kak KONMYeCTBEHHbIM aHanu3 NponaeT KOHTPOSb Ka4yecTBa, Tak
Kak BO3MOXHO, NOoTpebyeTcs BbINOIHUTL NOBTOPHLIN KOSIMYECTBEHHLIN aHaNM3.

2. KpaTkoBpeMeHHO LeHTpudyrupyinTe nnaHwet 6ubnmnotek npu 1000 x g B TeueHne 20 cekyHA.
Haxmute OK, yTobbl 3anycTnTb 06 beguHeHne GUGNNOTEK B My/.
4. Ecnu metopg VeriSeq NIPT He OTKpbIT:

a. Orkpovite AppLauncher u Boibepute VeriSeq NIPT Method (MeTtog VeriSeq NIPT).

HokymeHT Ne 1000000078751, Bepcus 09 43 13 85
OnA ANArHOCTUKU IN VITRO.
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b. Beepute ngeHtudurkaTop cepun n umMsa nonb3oBaTtens, a 3atemMm Haxmute OK.

5. BblbepuTe KOHLEHTpauuo nyna, a 3atem Haxmute OK.
Llenesas nnoTHOCTb kKnacTtepa coctasnseTt 220-260 K/mm2.

MPNMEYAHWE BoamoxHo, noTpebyeTcs yBenMUUTb KOHLEHTpauuu n/unm o6bembl nyna gna 24 cepui
06pa3LoB, 4ToObI NOAAEPXUBATL CXOXYIO MIIOTHOCTL KnacTepa, nony4yeHHyo ansd 48/96
cepuin 06pasLoB.

6. [MNpu nosiBneHun 3anpoca ot aucnetyepa paboyero npouecca Workflow Manager BbINONMHUTE OOUH N3 CREAYOLLMX
LuaroB.:

*  Yr06bl 3arpy3unTb NPOTOKOJ aHan13a, BbiIGepute NpoTOKON aHanun3a, CBA3aHHbIN C cepueil, a 3aTeM BblibepuTe
Load (3arpy3utb).

®*  Yt06bl UICNONB30BaTb CUCTEMHbIE 3HAYEHMS MO YMOIYaHMWIO AJ1s1 OCTaBLUMXCSA TUMNOB 06pasLoB, OT4eTa 0
MonoBoW NpUHaAIEXHOCTU UK TUNa 3KpaHa, Beibepute Use Default (Mcnonb3oeaTtb No ymonyaHuio) gns
KaX[0W HaCTPOWKM.

Ina nonyyeHns ntHcpopmauumn o cosgaHum npoTokona aHanusa cMm. VeriSeq NIPT Solution v2 Software Guide
(PykoBogcTBo no nporpammHomy obecrniedeHuto VeriSeq NIPT Solution v2) (gokymeHT Ne 1000000067940).
7. Bblbepute Start (MNyck), 4ToObl HAYaTb OTCYET BPEMEHW AJ15 AeHaTypUpyLLero nnaHweTa.

8. 3arpy3|/|Te HaKOHEe4YHNKU B AepxaTtesim HaKOHEYHUKOB Creayoumnm o6pa30M.

Pa3mep cepuun Oepxartenb lNMonoxeHue

OtcnexuBaHne [o3nuua .
06pa3uoB Tun canTa
24,48, 96 HakoHeyHuk  7-12 HakoHe4HuKn 1

¢unbTpoBanbHble 50 MKnN

9. 3arpysuTe nnaHLWeT geHaTypupoBaHHO 6MGNMOTEKM (LUTPUXKOAOM BrpaBo) B Aepxartenb Multiflex cnegyrowmm
ob6pas3om, 3atem Haxmute OK.

Paamep cepumn Lepxatenb MonoxeHue

OtcnexuBaHue [osuuusn .
o6pa3uoB Tuvn caurta
24,48, 96 Multiflex 19-24 MnaHweT geHaTyprMpoBaHHOMN 1

61bnmoTeku (Co LTPUX-KOO0M)

HokymeHT Ne 1000000078751, Bepcus 09 44 n3 85
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10. 3arpy3uTte npobupkmn ans obbeanHeHus B AepxaTtenb Npobrpok cneaytowmm obpasom, 3atem HaxmuTte OK.

Paamep cepum Depxaternb MonoxeHwe
OtcnexuBaHme  [Mo3uuus -

o6pa3uoB Tvn caunrta
24,48 Mpobupka 46 HoBas npobupka o6 bemom 2 1

M, nyn A
96 Mpobupka 46 HoBas npobupka o6 bemom 2 1

M, nyn A

Hoeas npobupka o6bemom 2 2

mn, nyn B

11. 3arpyanTe npo6upKmK c peareHTaMu B AepXaTeslb peareHToB creayrowmum o6pasom, a 3atem Haxmute OK.

Pasmep cepun Oepxarernb lMonoxeHue
OtcnexuBaHue [o3unuus .
o6pasuoB Tun cainTta
24,48, 96 PeareHT 47 Mbpunamn3aumnoHHbIn 6ydep, 1
3mn

12. 3arpy3nTe HaKOHEYHWKM B iIcpXaTenn HaKOHEYHUKOB CreayoLwmm 06pasom.

Pa3mep cepuun HOepxaTens MonoxeHue
OtcnexuBaHne [osunuus .
o6pasuos Tvn canTta
24,48, 96 HakoHevyHuk 49-54 HakoHe4YHukn punbTpoBanbHble 1
1000 mkn

HakoHeYHukM punbTpoBanbHble 2
300 mkn

HakoHe4yHukun punbTpoBancHble 3
50 mkn
13. BBeauTe pacnonoxeHue nepBoro 1 NocrnegHero HaKOHEYHMKOB A8 KaXA0ro WTaTuBa HAKOHEYHMKOB, a 3aTeM
HaxmuTe OK.
14. Y6egutecnb, 4To HocuTenu, nabopaTopHas nocyaa u peareHTbl 3arpy>XeHbl NPaBUIbHO.
15. Ha akpaHe Pooling Deck Verification (IMpoepka nnatdopmbl 06begnHeHns) Haxmute OK.
16. Habnopante 3a ML STAR BoO BpeMs aBTOMaTUYEeCKUX LUAroB.
17. BBegnTe KOMMeHTapum 0 3aTPOHYThIX NyHKax u Haxmute OK.

18. Mo 3anpocy meHepxepa paboyero npouecca ybeantech, 4To Ha norpy3o4dHon nnatgopme ML STAR HeT
npensatcTeun ML STAR ans BeIrpy3ku gepxaTtenen.

19. Bbibepute Unload (BbIrpy3uTb), 4To6bl BbIrpy3uTh Nnatcopmy.
20. Bbirpysute gepxaTternb Npobupku.

21. 3akponTte kaxayo npobupky Ans obbeamHeHUs, NepeMeLLanTe Ha BUXPEBOW MeLLasKe, a 3aTeM HEHaAOMro
ueHTpudyrnpymnTe.
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22. Bblbepute OK.

23. CekBeHupyiTe 6UBNNOTEKM KaK MOXHO CKOpee nocrne 06 beanHeHns. 3akponTe nnaHweT 6MbnnuoTekn n xpaHmuTe
npu Temnepatype ot -25 °C no -15 °C B TeueHue 7 gHew, 4Tobbl 06ecneynTb NOBTOPHOE 06beAMHEHNE.

TOYKA BE30MNACHOWN OCTAHOBKM

Ecnu Bbl 0OcTaHaBnmMBaeTecCh, 3akporTe Npobupku ans cbopa 06pasLoB KpbiKaMKU U XpaHuTe nNpu TemnepaType oT
-25°C po -15 °C B TeueHue He bonee 7 gHeln.

MoarotoBka 06beaUHEHHBbIX 6UBNNOTEK K CEKBEHMPOBAHUIO

NMoproroBka

1. TNoaroToBbTe creaytolme peareHTbl:

PeareHT XpaHeHue MHcTpyKuumn

Mpobupku gnsa nyna or-25°Cpo-15°C Ecnu xpaHuncsa paHee, pa3amopo3bTe ero rnpu
KOMHaTHOM TeMnepaType.
KpaTkoBpeMeHHO nepemeluante Ha BUXpEBOM
MeLuarske.
KpaTkoBpeMeHHO LeHTpudyrupynTe.

2. TNoaroToBbTe cUCTEMA CEKBEHMPOBAHWUSI HOBOIO NMOKOSIEHUS, 3aNOSHMB crieaytowme nons B moayne Local Run
Manager mogynb VeriSeq NIPT :
a. HasaHue 3anycka
b. [HeobsazaTtenbHo] OnucaHue 3anycka

c. Pool Barcode (WTpux-kopg nyna)

/N NPEOYNPEXOEHVE

WTpux-kop nyna, sBeaeHHbIn B Moaynb Local Run Manager, jonxeH coBnagaTth CO LUTPUX-KOAOM Nyna,

BBeZleHHbIM B gucneTyepe pabounx npoueccos Workflow Manager. NMporpammHoe obecneyeHune gns
aHanm3a OTKITOHSIeT 3aMyCKW C HeNpaBWUbHbIMU HACTPOMKamMmn, Heo6XxoAMMO NOBTOPUTL
CeKBEHMpoBaHMe.

JononHutenbHyo nHdopmaumto 06 ncnonb3osanum Local Run Manager moayne VeriSeq NIPT cm. B VeriSeq
NIPT Solution v2 Software Guide (PykoBoAcTso o nporpammHomy obecrnieqdenuto VeriSeq NIPT Solution v2)
(aokymeHT N2 1000000067940).
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Mpoueaypa

1. CwmewwanTte cnegyoLime 06beMbl C KapTpUAXKEM C peareHToMm, a 3aTeM NuneTupynTe Ana nepemeLlnBaHus.
* TubpupuzaumoHHbin 6ydep (900 mkn)
* 450 mkn nyna A (450 mkn)

2. BbINnonHWTE CEKBEHMPOBaHME, NCMONb3Ys CNPaBOYHOE PyKOBOACTBO AJ1S Ballero npnbopa Ans cekBeHMpoBaHus
HoBoro nokonenusd. [na nonyyenns nidopmaumm o NextSeq 550Dx cm. NextSeq 550Dx Instrument Reference
Guide (CnpaBoyHoe pykoBoAcTBo K rpnbopy NextSeq 550Dx) (nokymeHT Ne 1000000009513) (nnm cm.
COOTBETCTBYHOLLMI NIMCTOK-BKIAAbILL, yKa3aHHbIN Ha cTpaHuue lllumina nogaepxkn www.support.illumina.com).

Mpu nosiBNeHnn 3anpoca NoATBEPANTE NPaBUSbHYHO KOHUIypaLmMio 3anycka.
4. Tlpn HeobxoaMMOCTM NOBTOPUTE 3TY NpoLeaypy AnsA nyna B.

*  [1nA oOCTUXEHUA LeneBoro ananasoHa NoTHOCTM KnacTepa nnaHweT 6UGnnoTekn MoXHO NoBTOPHO
06bEeAMHUTB C UCMONb30BaHNEM APYroi KOHUEHTpauumn ans obbeamHeHnsa Ha Hamilton. MoeTopHoe
06beaMHeHVe aHHYIMPYET UCXOAHBIN My,

* B kauyecTBe anbTepHaTuBbl, oTHowweHue nyna k HT1 (450 mkn + 900 MKI1) MOXET 6bITb U3MEHEHO AnA
AOCTUXEHMA LeneBoro Anana3oHa nNioTHOCTU KnacTepa.

CeKBeHMpOBaHMe HOBOI'O NOKOJ1IeEHUA

VeriSeq NIPT Solution v2 MoXeT nCNonb30BaTbCA C CUCTEMA CEKBEHUPOBAHMSA HOBOTO MOKOSEHMSA CO CIEAYIOLLMMU
cneumdmkaumammn:

*  B03MOXHOCTb 2x36 NapHOKOHLIEBbLIX MPOYTEHWIA

* CoBMeCTMMOCTb C aganTtepamMm niaekca n3 Habopa Ana nogrotoBku o6pas3uoB Habop ansa noarotosky obpasLos
VeriSeq NIPT Sample Prep Kit.

*  Xumuyeckuin MeTop, c ABYMS METKaMM

*  AsTOomaTmyeckoe cosgaHue dannos BCL (*.bcl) (HeobpaboTaHHbIE faHHbBIE U3 MHCTPYMEHTA CEKBEHMPOBaAHUSA)
* 400 MMNNMOHOB NAapHOKOHLEBbLIX MPOYTEHUI Ha 3anycK

* Cosmectum c MporpammHoe obecneveHne VeriSeq NIPT Assay Software v2

NextSeq 550Dx coBmecTtum c VeriSeq NIPT Solution v2

AHanus gaHHbIX ceKBeHUupoBaHusA

Mocne 3aBepLUEHMA CEKBEHUPOBaHNA faHHbIE CEKBEHMPOBaHUA aBTOMaTU4eCKmn otrnpasnatTtca B [porpammHoe
obecneyeHune VeriSeq NIPT Assay Software v2 ana aHanusa u cosganus otyeta. OTyeT BKItoHaeT knaccudukaumm
ONs Kaxaoro obpasuia B cepum, a Takke OLLeHKY BCEX NoKa3aTenen KOHTPOona kayecTBa 3anycka. lNMpouecc aHanusa ot
3aBepLUeHNs CEKBEHNPOBAHMUSA A0 NONyYeHUs OKOHYaTeNbHbIX pe3ynbTaToB Ans cepun u3 48 o6pa3uoB 3aHUMaeT
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nNpubnusnTenbHo 4 yaca. [nsa nonyyeHusi noapobHon nHpopmaumm 06 aHannse AaHHbIX U dhaine BbIXOAHbIX AaHHbIX
obpatutecsb Kk VeriSeq NIPT Solution v2 Software Guide (PykoBoacTso o nporpammHomy obecriedermto VeriSeq NIPT
Solution v2) (aokymeHT Ne 1000000067940).

NHTepnpeTauus pe3ynbTaToB

AnropuTtm VeriSeq NIPT Solution v2 ucnonb3yeT CNoXxHy CTaTUCTUYECKYO MOAESNb, KOTOpas 06 beanHSAET HECKOMNbKO
pas3nnyHbIX TMNOB MHOpMaLun n3 Habopa bparMeHToB BMGNNOTEKN, CEKBEHUPOBAHHbIX MAPHOKOHLEBLIM METOLOM.
OTa Moperb Ucnonb3yeTcsa Ans obHapyXeHust obnacrein reHoma, KOTopble HEOCTATOUYHO UM YPE3MEPHO
npeacTaereHbl B 6ubnmnoTteke kaxaoro obpasua. BaxHo 0TMEeTUTh, YTO 3Ta MOAENb Y4YUTbIBAET, COOTBETCTBYET NN
CTeneHb HeJOCTaTO4YHOIO UM N36bLITOYHOrO NPEACTABNEHNS KOSIMYECTBEHHO aHEYNTOUAHOMY SIBIIEHUIO B reHOME
nroAa Ha ypoBHe heTanbHom pakLmm, paccinTaHHOM Ans 6ubnmoTteku.

[aHHble ceKBEeHNPOBaHMA MeTOA0M NapHOKOHLEBbLIX MPOYTEHUI BbIPaBHUBAKOTCA C 3TanoHHbIM reHomom (HG19) ana
BCEX XPOMOCOM. YHMKasbHble HeAYyNNnUMpOBaHHbIE BbIPOBHEHHbIE NpoYTeHMs ob6beanHsatoTesa B rpynnbl no 100 k6.
CooTBeTCTBYOLLEE KONUYECTBO rPynn KOppekTmpyeTca ¢ y4eTom cmelleHus GC n B COOTBETCTBUM C paHee
yCTaHOBMIEHHbIM OXBAaTOM reHOMa Ha KOHKPETHOM y4acTke. C MOMOLLbI TaKMX HOPManNn30BaHHbIX KOSIMYECTB rpynn
CTaTUCTUYECKME OLIEHKW NOMy4atoT AN KaxXaon ayToCOMbl, CpaBHMBas y4acTKu oxBaTa, KOTopble MOryT UMeTb
aHeynnovauio, ¢ octanbHbIMK ayTocomamu. Jlorapudm oTHoweHuA npasgonoaobus (LLR) Beluncnsaetca

ON1s Kaxaoro obpasua ¢ y4eToMm 3TMX OLLEHOK obracTei oxsaTa 1 gonu detanbHomi dpakuun. LLR — 3To BeposATHOCTb
TOro, Yto obpaseL, MMeeT aHeynnoamio C y4eTom HabnogaeMoro oxsaTa v Aonu deTanbHON pakumum Mo CpaBHEHUIO
C BEPOATHOCTbIO TOr0, YTO 06pazeL, He UMeET aHeynsIoMaun ¢ y4eTom Toro xe Habntogaemoro oxearta. Mpu
BbIYMCIIEHUM 3TOr0 COOTHOLLEHUS TakXe YUNTbIBAeTCA pacyeTHas HeonpeaeneHHoCTb fonu detanbHon dpakumu.
[na ganbHenwWwmnx pacyeToB UCMONb3yeTCs HaTypalbHbIv florapudgm 3Toro cooTHoweHus. lNMporpammHoe
obecneyeHne ana aHanusa oueHnBaeT LLR anda kaxaown nccnegyemor XpOMOCOMbI M KaxAoro o6pasua ¢ uenbto
onpegeneHus aHeynnonauu.

Bo Bpemsi cozgaHunsa naptum HeobxoamMmo onpepenvTb TN obpasua (ogHoNoAHas unu apynnogHas 6epemMeHHoCTb),
TUN CKPUHUHIa (6a30BhbIN MU FTEHOMHBIN) U OTYET 0 nonoson xpomocoMme (Yes (Hda), No (HeT) nu SCA) ana kaxgoro
ob6pasua. B coBOKYNHOCTU 3TN BapuaHTbl onpeaensaoT MHopMaLmio, NpeAcTaBNeHHYH Ana Kaxaoro obpasua.

[nsa Bcex TMNoB 06pa3uoB TUM CKPMHUHIA ONpeaenseT, Kakue ayTOCOMHble aHOManuu pernctpupytotca. na
6a30BOro TMNa CKpMHWHIa 3apermcTpMpoBaHbl TOSIbKO ABIEHUSA TPUCOMUN LLENON XPOMOCOMbI C BOBIEYEHNEM
xpomocom 13, 18 n 21. [1na reHOMHOrO TUMa CKPMHUHIa perMcTpmMpyeTca NosiHast nmn YacTudHas geneuus unm
Aynnukauma nobon ayToCOMHOM XpOMOCOMbI. [IMHa HaMMeHbLLEN PErMCTPUPYEMOIN YaCTUYHOW AeNneLmmn Um
Oynnukaumsa Xxpomocombl coctasndaet 7 Mb.

[ns ogHONNoAHbIX 06pa3LL0B MOXHO OTKITIUNTE PETMCTPALIMIO MOJOBLIX XPOMOCOM. Bbl TakXe MOXeTe HacTpouTb
coobLeHre 06 aHeynIonany NonoBbIX XpOMOCOM C yKa3aHueM unu 6e3 ykasaHusa nosa aynnouaHbix 06pasLos.

[nsa obpa3uoB ABOEH, ecnu Ana coobLleHus 0 NooBo XxpoMocome BbibpaHo Yes ([a), pe3ynbTaT orpaHn4nBaeTcs
COOGLLEHNEM O HANMUYMM NN OTCYTCTBUM Y-XPOMOCOMbI B 61bnuoTeke. [ns 06pa3LoB ABOEH aHEYNIIONAUS MOMOBbIX
XPOMOCOM He MOXET 6bITb 3aperncTpupoBaHa.
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NMPNMEYAHWME Ecnuece o6pa3subl B napTUn MMEOT OAUH U TOT Xe 3aperncTpupoBaHHbIi Nosi, yBegomreHne oo
oLIMBKe MO 3MIEKTPOHHOM NoYTe/BED-UHTEPENCY NpeaynpeauT Nofb3oBaTens ¢
npeaynpexaeHnem o cMeluvBaHumn/3arpsisHeHnn obpasua. MNaptua 6yaeT npusHaHa
HeeNCTBUTENBHON, U OTYET He ByaeT co3aaH. (Mpumennmo gna VeriSeq NIPT Solution v2
CepBepHOro nporpaMmmMHoro obecnevyeHust Bepcum 2.2 u Boille.)

Pesynbtat AHOMAJTNU OBHAPYXEHbI yka3biBaeT Ha NONOXMTENbHbIA pe3ynbTaT CKpUHUHIA 06pasLa Ha OfHYy unu
HECKOJIbKO aHOMarnui, COOTBETCTBYHOLLMX BbIOpaHHOMY TUMY 3KpaHa U NapameTpy OTYETHOCTU MO NOJIOBOWA
Xpomocome. MNpu o6HapyXeHUn aHomarsnm B 0T4ETE NPUBOAMTCS ONUCAaHNE aHOMasIUK B LUTOTEHETUYECKOM
0603HavYeHnN.

B MporpammHoe obecneyeHmne VeriSeq NIPT Assay Software v2 ucnonb3yetcs ctatuctvka, nofiy4yeHHasi B xone
CeKBEHNpOBaHus, ons oueHkn petaneHom ppakumm (FFE) ana kaxgoro obpa3sua. FFE — 3To pacyeTHbI KOMMOHEHT
cfDNA nnoga, KoTopbliii U3BNeKaeTcsi C NOMOLLLI0 aHanM3a 1 coobLlaeTcs B BUAE OKpYrieHHOro npoueHTa ans
Kaxgoro obpasua. CpeaHee cTaHOapTHOE OTKIIOHEHME 3TON OLeHKM Anis Bcex obpa3uos coctaensaeT 1,3 %. FFE He
crneayeT Ucnonb3oBaThb OTAENbHO AN UCKIToYeHUs 06pa3u0B Npu perncTpaumm pesynbTaTos.

[lna BbINONHEHMN pacno3HaBaHui C Lenblo npeAcTaBneHns Xxpomocomsbl MNMporpammHoe obecneyeHne VeriSeq NIPT
Assay Software v2 ncnons3yet nHameuayanbHbli TECT 4OCTOBEPHOCTU aHeynnonann nnoga (iIFACT) — puHamunyeckun
MOpPOroBbIN NOKa3aTerb, KOTOPbIA yKka3bliBaeT, co3aarna fiu CUCTeMa AOCTaTOYHbIN OXBAT CEKBEHNPOBAHMWSA, YYNTbIBas
oueHKy heTanbHoM bpakummn Anda kaxaoro obpasua. OTpuuartenbHble pacno3HaBaHUs PerncTpupyoTca TONbKO B TOM
cny4ae, ecnu obpaseL, cCooTBETCTBYET NOPoroBomy 3HayeHuto iFACT. Ecnv obpaseu, He foCTUraeT 3TOro NOporoBoro
3HauYeHus, B OLEHKE KOHTpoNA KavecTBa oTobpaxaeTtca coobeHne FAILED iFACT, n cuctema He reHepupyeT
pes3ynbTar.

B pononHeHue K iFACT, B xoae aHanu3sa MporpammHoe obecneyveHune VeriSeq NIPT Assay Software v2 oueHueaeT
HEeCKOJIbKO ApYrux nokasaTtenen KOHTPOora kayecTBa. [JononHMTEeNbHbIE NOKa3aTeNny BKIOYAT OLIEHKM
O[IHOPOAHOCTUN OXBaTa pedepeHCHbIX reHOMHbIX obnacTten u pacnpeaeneHue anuH pparmeHToB cfDNA. OueHka
KOHTpONS KadecTBa oTobpaxaeT dfiar KOHTPONA Ka4ecTBa UM HEMPOXOXAEHNE KOHTPOIA KadecTBa A1 NobbIxX
nokasaTtenewn, BbIXOOALWMX 3a NpeAeribl 4ONyCTUMOro Anana3oHa. B cnyyae HeyaauHOro KOHTpons KayecTsa cucrema
He reHepupyeT pe3ynbTaT gnsa obpasua. Ecnm obpasel, He NpoxoauT KOHTPOIb KavecTBa, obpasel, MOXHO
06paboTaTb MOBTOPHO NPW YCIOBKM, YTO B NpobuMpke Ans cbopa KpoBM HAXOAUTCSA AOCTATOUHbIA 06BEM Ma3Mbl.
VeriSeq NIPT Solution v2 co3pgaeT faHHble 4ns UCNOSIb30BaHUSA B OKOHYaTenlbHoM oTyeTe. OH He co3paeT
OKOHYaTenNbHbI OTYET AN naumeHTa. KnneHTbl HECYT OTBETCTBEHHOCTb 3a AM3aliH U CoAepXaHue 3aKoYnTeNbHOro
oT4eTa, KOTOpbI A0NXEH ObITh fOCTaBMNEH Bpady-TepanesTy. lllumina He HeceT OTBETCTBEHHOCTU 3@ TOYHOCTb
(hOpMYNMPOBOK B 3aKIOYUTENBHOM OTYETE A1 KITMEHTOB.

/N NPEOYNPEXOEHVE

MpoBepbTe pacyeTHble 3Ha4YeHNUs heTanbHOM pakuum ans Bcex 06pasuoB. Ecnu pacyeTHble 3HaYeHus
deTanbHomi dpakuum ByayT CXoXuMM ansi Bcex obpasLoB B 3anycke, BO3MOXHO, Npou3oLuna
amManbramaumsa ob6pasuos, YTO NOBNUANO Ha pe3dynbTaTtbl. ObpaTuTech B Cryx06y TEXHNYECKOM NOAAEPXKM
[llumina gna noncka n ycrpaHeHua HemcnpaBHOCTEN.
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Paboune xapakTepucTuku

Cnepytowme aaHHble, onucaHHble B pasaenax «KnmHnyeckan adhpeKTUBHOCTb» U «AHanUTM4eckas
3CbeeKTI/IBHOCTb)), obinu nosny4eHbl C UCNoJib30BaHNEM NMPOTOKOJI0B U MaTepunanos, ONMUCaHHbIX B |/|HCprKLI,VIF|X no
NPUMEHEHUNI0, HaYMHasnA ¢ Nna3mbl. Bce AaHHblE CEKBEHMPOBaHMWSA AJ1s1 9TOro pasaena bbnm co3aaHbl B CUCTEME
cekBeHupoBaHusa NextSeq 500/550 unu cucteme cekBeHnpoBaHua NextSeq 550Dx Sequencing System co
crnepyroLWwuMn KoHOUrypaumamm:

NextSeq 500/550 NextSeq 550Dx
MporpammHoe Ynpasnstouwiee nporpaMmmMHoe MporpammHoe obecneveHne NextSeq 1.3
obecneveHne Ha obecneyeHne NextSeq 4.0
npubope
Bepcus Habopa Habop peareHToB NextSeq 500/550 High Habop peareHToB NextSeq 550Dx High
peareHToB Output Reagent Kit v2.5 (75 cycles) Output Reagent Kit v2.5 (75 cycles)
MeTop, 3anyck NapHOKOHLIEBOr0 CEKBEHNPOBaHMA  3anyck MapHOKOHLIEBOrO CEKBEHMPOBaHNS
CEKBEHMpPOBaHUA 2%36 B pexmvme BbICOKOM 2%36 B pexunme BbICOKOM
NpOV3BOANTENBHOCTU NpOV3BOANTENBHOCTU

KnuHuyeckoe uccnenosaHue

KnuHnyeckas TouHocTthb VeriSeq NIPT Solution v2 6bina npogeMoHCTpuMpoBaHa nyTem oueHKN 06pasLioB nna3mbl
6epeMeHHbIX XEHLUWH C OAHOMNMNOAHON 1 ABynnoaHon 6epeMeHHocTb0. O6pa3upbl 6bInn NonyyYeHbl U3
AenaeHTndnumpoBaHHbIX 06pa3uoB Nna3mbl, KOTopble Obn paHee o6paboTaHbl U3 06pa3uoB nepucdepnyeckon
LenbHom KpoBK. [1na BKNOYEHUS B UccneaoBaHue paccmaTtpuanock 6onee 45 000 o6pa3uoB. 31 06pasLbl NPOLLIK
npeHaTanbHbIN CKPUHUHT HA XpPOMOCOMHbIE aHEeYNIoNnaun nNoaa, a Takxe YacTuyHble geneuun u gynnukauumn 7 Mb
unu 6onee. Bce o6pa3sLpl, NonyveHHbIe B xoae 6epeMeHHOCTEN, Ha KOTOpble pacnpoCcTpaHaeTca AeicTBne
npenapara, 1 No4rpynna nocrefoBaTenbHbIX 06pa3uoB, MONYyYeHHbIX B XoAe 6epeMeHHOCTEN, Ha KOTophkle
pacnpocTpaHsaeTca AeicTBre NpenapaTa, COOTBETCTBOBANN KpUTEPUAM ANA aHanu3a, ecrim 6bi5 NosyyeHbl
KIMHNYecKne Ucxofbl 1 Obinm cobniogeHbl Kputepumn Ansa BbiIoopku. B obLer CnoxXxHoCT B aHannm3mpyemMon Belbopke
6bir0 2335 06pa3LoB. 13 3Tol BbibopkM 2328 06pas3LoB Obinn B3SiTbl NpY OAHONNOAHON 6epeMeHHOCTH, a CeMb
06pa3u0B 6binu B3ATHI NPU ABYXNNOAHON 6EpEMEHHOCTMN.

M3 aTnx ob6pa3uos 28 (1,2 %, 28/2335) 06pa3L,0B He NPOLLNN KOHTPOSIb KAa4ecTBa NPy NEPBOM NPOXOXAEHUM aHanm3a
BO BpEMSI aHann3a 3aBepLUEHHbIX JaHHbIX CEKBEHUPOBAHUS:

* 27 otka3oB iFACT (ogumH XO, 26 oTka30B)

*  OauH cboi paHHbIX 3a NpeaenamMm oXnaaemMoro anana3oHa

HokymeHT Ne 1000000078751, Bepcus 09 50 n3 85
OnA ANArHOCTUKU IN VITRO.



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

Lemorpaduyeckue aaHHble U XapaKTepUCTUKU 6epeMeHHOCTH

Bo3pacTt maTepu, recCTauMoHHbI BO3pacT U TpuMecTp 6epemMeHHOCTM 0606LLeHbl B Tabnuua: 7 pnsa obpasuos
rEHOMHOr0 CKpUHUHTa, BKIl0Yas U3BECTHbI 06pa3Lpbl C Mo3anumamoM. BonbwnHcTBo (98 %) 06pasLoB Ans aHanusa
npeacTaenstoT cobon 6epeMeHHOCTb B MEPBOM TPUMECTPE.

D,emorpacpmquKme OaHHble OUueHnBanncb Mexay 6a30BbIMW 11 FEHOMHbIMU KOoroptamMmm n He nokasasm
CTaTUCTU4YECKUX pa3n|/|qvu71. ,El,emorpaq)mquKme OaHHbl€ N XapaKTEPUCTUKN GepeMeHHOCTI/I ObINN CXOXNMMU
HEe3aBUCUMO OT TOro, BbINK N BKIOYEHbI MITN UCKITHOYEHbI M3BECTHbIE MO3aULN3MBbI.

Tabnuua: 7 Jemorpaduyeckne faHHble 1 XapaKTepUCTUKN 6epeMEHHOCTU

FeHOMHbIN’
CBopHas cTaTUCTUKA .
(BKJ1l04YaAs U3BECTHbLIN MO3anuLU3M)

KonnyecTtBo o6pa3uos 2307*

Bospact maTtepu - net

CpenHee 3Ha4yeHune 35,08
CtaHpapTHOE OTKIIOHEHME 4,04
MepuaHHoe 3HaveHve 34,95

25-1 npoueHTUNb, 75-1 NpoLEHTUIb 32,31, 37,79
MuHUMYM, MaKCUMYM 20,22, 53,02

ecTaLMOHHbLIN BO3pacT HA MOMEHT 3aﬁopa KpoBU — HefeJlb

CpepnHee 3HaueHne 10,93
CtaHpapTHOE OTKIIOHEHME 1,20
MeawnaHHoe 3HauyeHue 10,57

25- npoueHTUNb, 75-n NpoLEeHTUNb 10,29, 11,14
MWHUMYM, MaKCUMYM 10,00, 27,86

TpumecTtp 6epemeHHOCTU — N (%)

<MepBbi (< 14 Hepenb) 2252 (98 %)
BTopown 54 (2 %)
Tpetun (= 27 Hepenb) 1(0 %)

* MpeacrasneHHble OKoHYaTenbHble 06pas3Lbl cogepxanu 7 06pa3LoB ABOEH.
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KnuHunyeckune paboune xapakTepucTuku

PesynbTaTbl, ykasaHHble B VeriSeq NIPT Solution v2, cpaBHMBanu ¢ pesynbtataMu KNMHUYECKOro pecepeHcHoro
cTtaHpapTa. Bce uccnegyemblie 0b6pasubl MMenu KNnHMdeckne ncxonpl pedepeHcHoro ctaHgapTa (KnuHuyeckas
WCTUHA), CBA3aHHbIE CO CTaTyCOM XPOMOCOMHOI aHEYNouANN Noaa, a Takxe YaCTUYHbIMUK AeNneunsamm n
aynnukaumamu 7 Mb nnu nnm 6onee. Pe3dynbTaT KNMHMYECKOro pedyepeHCHOro cTaHaapTa Ans 06pa3uos,
BKJIHOUYEHHbIX B 3TO MCCNeaoBaHne, 3aBNCES OT Pe3yNbTaTOB XPOMOCOMHOIr0 aHann3a unm uaunkanbHOro
obcnenoBaHusA HOBOPOXAEHHOMO € oTpuuaTtenbHbiM pe3ysibTatoM NIPT Ha ocHoBe CHI. O6y4eHHbIn nepcoHan
nccnepoBaTenbCckoro LeHTpa NpoBoauIl Knaccudukaumio JaHHbIX KIMMHUYECKNX ped)epeHCHbIX CTaHAapTOB B
COOTBETCTBUM C JOKYMEHTOM CNOHCOpPa Mo MeAMLMHCKOMY KOANPOBAHUIO.

MeToabl XxpOMOCOMHOrO aHanuM3a BKIoYanu KapuotTunmpoBaHue, onyopecueHTHyo rubpuamsauuio in situ (FISH) nnu
CpaBHUTENbHY MUKPOMAaTPUYHYI0 reHOMHY0 rnbpuamnsauuio xpomocom (CMA). XpoMOCOMHBIN aHanu3 NpoBoannu
Ha obpa3uax nepndepuyecKort KpoBY UK CIOHbI HOBOPOXAEHHbIX UM MNageHLEeB, 06pasLax NPOAYKTOB 3a4aTus
(MK), amH1oumMTax, BOPCMHAX XOPMOHa, NiaLueHTapHbIX TKaHAX UM NOCTHaTanbHOW NyNOBUHHON KPOBMU.

Mozanumam onpeaensieTcs Kak Hanmume aByx unm 6onee KNeTo4HbIX IMHWIA pa3IMYHOro XPOMOCOMHOFO COCTaBa Y
nHameuayyma. KnetouHble NMHUM NPOUCXOQAT U3 OQHOW U TOW Xe 3UroTbl. TUN U YpoBEHb MO3anLu3Ma BapbupyrTcs
1 3aBUCAT OT BPEMEHW MO3anYHbIX SIBIEHUIA BO BpeMs aMOpuoreHesa v pa3suTua nnoga. PasnnyHblie Tunel
MO3aunuu3mMa NosiBMAITCH B peHaTanbHbIX AnarHo3ax B 3aBUCUMOCTU OT pacnpeaeneHns aHoManbHbIX 1
HOPMarbHbIX KIIETOYHBIX JIMHIA O LMToTpochobnactam, MeseHxum, unm nnoga. '© Xots MosanLmam MoxHO
HabnogaTb Npu 6o XpOMOCOMHON aHOManNUN, PacnpoCcTPaHEHHOCTbL Mo3anLumM3ma Npu peaknx TPUCOMUSIX BhiLLE,
4yem npu Tpucomusax xpomocom 21, 18, n 13 (121, T18, n T13).11 Mpu oueHke paboyunx xapakTepUCTUK Cryyau
Mo3aunuuama bbinn BKNoYEHb! B FEHOMHbIM aHanu3, B Ka4ecTBe LieNnn 3TOro TMna CKpUHMHIa Ansa 3Toro aHanusa
ABNSAETCA BbISIBIIEHNE peKUX ayTOCOMHbIX aHeynnonani (PAA).

Paboumne xapakTepuctmku 6a3oBoro CKpHUHra

[lna 6a30Boro ckpuHWHra aHomanuu BkntoyatoT T21, T18 u T13. B aHanu3 66110 BKNoYeHo B 0bLLen cnoxHocTn 2243
ob6pasua ogHonnoaHowm 1 ABynnoaHon 6epemeHHoOCTM. Bece cemMb cnyvaeB ABynnoaHon 6epeMeHHOCTU 6binu
npasBunbHO 0bHapyXeHbl Kak T21 1 He yka3aHbl B criepytoLei Tabnuue.

Tabnuua: 8 YyscTtButenbHocTb U cneuudmnyHoctb VeriSeq NIPT Solution v2 ana o6HapyxeHus Tpucomuin 21, 18 n 13
npv 6a30BOM CKpPUHWHIE A51s1 OQHOMMOAHON 6epeMeHHOCTU (3a UCKITOYEHMEM N3BECTHOrO MO3anLM3ma)

T21 T18 T13
YyBCTBUTENBHOCTb >99,9 % (130/130) >99,9 % (41/41) > 99,9 % (26/26)
2-cTopoHHNU 95%-1n 1 97,1 %, 100 % 91,4 %, 100 % 87,1 %, 100 %
CneumndunyHocTb 99,90 % (1982/1984) 99,90 % (1995/1997) 99,90 % (2000/2002)
2-CcTOpOoHHMI 95%-1n [ 99,63 %, 99,97 % 99,64 %, 99,97 % 99,64 %, 99,97 %
HokymeHT N2 1000000078751, Bepcusa 09 521385
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Paboumne xapakTepucTnku 6a3oBOro CKpUHMHIA, kak nokasaHo Ha Tabnuua: 8, paccunTbiBaeTcsa 6e3 yueTa noarpynnol
13 64 06pa3uoB, 3aTpoHyThIX PAA, ayTOCOMHbLIMW YaCTUYHBbIMU AENEeUUs MU UK ByNINKauusMn, Unu U3BECTHLIM
Mo3aunuuamoM. 3Tu 64 obpasua BKoYanu BOCEMb BapnaHToB Mo3anumama T21 n Tpu mozanumama T18. MATb U3
3Tmx 11 06pasLoB 6bINMM NAEHTUDMLMPOBaHLI KaK 3aTPOHYTble aHoOManuen, obHapyxeHHon MporpaMmmHoe
ob6ecneyeHue VeriSeq NIPT Assay Software v2.

Pa6ouue XapaKTepuctukm reHoMHoOro CKpuHuUHra

[na reHOMHOro CKpMHWHra ntobas aHomanusa BKYaeT TPMCOMUM, MOHOCOMUW U YaCcTUYHbIE Aeneunm unm
aynnukaumm paamepoM 7 Mb unm 6onblue. O6pasubl A1 FeHOMHOrO CKpUHMHra cogepxanu 36 o6pa3uoB ¢
N3BECTHbIM MO3auLum3momM. Beero 6bino npotectupoeaHo 2307 06pas3L,0B 04HOMOAHON M ABYNNOAHOM
6epemeHHOCTU. Bce cemb 06pa3LioB oBynnoaHon 6epemMeHHOCTU Obin NpaBuiibHO 06HapyXeHbI Kak nMetoLme
aHOManuu XxpoMocombl 21 1 He yka3aHbl B cneayoLmx Tabnuuax.

Pabouune XapakKkTepuctmkumu reHoMHoOro CKpuHuHra ans no6bix aHOManun

Tabnuua: 9 YysctButenbHocTb 1 cneupndmyHoctb VeriSeq NIPT Solution v2 ana o6HapyXeHus nobbix aHoManuii npu
reHOMHOM CKPUHWHTIEe (BKIOYasa M3BECTHbIN MO3aunL3M)

YyBCTBUTENBHOCTb CneunduyHoCTb
PacueTHbIn % (n/N) 95,5 % (318/333) 99,34 % (1954-1967 rr.)
2-cTOpOHHWI 95%-1n O 92,7 %, 97,3 % 98,87 %, 99,61 %

Paboyne xapakTepucTUKM reHOMHOIro CKPMHUHIa 4S5l peAKOW ayTOCOMHOM aHeymniionaum

Tabnuua: 10 YyscteutensHocTb 1 cneundmndHocTtb VeriSeq NIPT Solution v2 gns pegkoin ayTocoMHoM aHeynnonanm
(PAA) npy reHOMHOM CKpUHUHTIEe (BKIT04Yasa N3BECTHbIN MO3aULM3M)

YyBCTBUTENbBHOCTb CneunpuyHOCTb
PacueTHbIn % (n/N) 96,4 % (27/28) 99,80 % (2001/2005 rr.)
2-cTOpOHHWI 95%-1n O 82,3 %, 99,4 % 99,49 %, 99,92 %

Paboune XapaKTepuctuku reHoMmHoOro CKpuHuHra gnsd YyaCTUYHOM Aeneuum n ayniukauum

Tabnuua: 11 YysctButensHocTb 1 cneuundudHoctb VeriSeq NIPT Solution v2 ans yacTuuHbIx geneuuin n aynnukaumi
7 Mb unu 6onee Npyv reHOMHOM CKPUHWHTE (C M3BECTHLIM MO3aULU3MOM)

UyBCTBUTENBHOCTb CnenundunyHoCTb
PacueTHbiin % (n/N) 74,1 % (20/27) 99,80 % (2000/2004)
2-cTopoHHU 95%-1n 1 55,3 %, 86,8 % 99,49 %, 99,92 %
HokymeHT N2 1000000078751, Bepcusa 09 531385
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Pasnuuua no p860‘-IVIM XapakTepuctukam Mexny 6a30BbiM U FEHOMHbIM CKPUHUHIOM

MeToponorusa oLeHKN pacnpoCcTpaHeHHbIX TPUCOMUIA U aHEYNNOMAMNIA NOSIOBbIX XpOMOCOM OAMHAKOBA Kak Ans
6a30Boro, Tak \ Ansi FeHOMHOro CKpUHWUHra. Npn 6a30BOM CKpUHWHIE anropuTM npumMmeHsieTca Tonbko K T21, T18 n
T13. Tem He MeHee, FreHOMHBbIV CKPUHUHT paclumpsaeT 3Ty MeTOAONOrMIo AN OLEeHKM Bcex Tpucomun n PAA, a Takxe
YaCTUYHbIX AyNnvKauui n geneumn.

CyuwiecTByeT ABa pasnnums 0TYETOB 0 pabounx xapakTepucTnkax mexay 6a3oBbiM U FeHOMHbIM CKPUHUHIOM. Bo-
nepBbIX, AJ1si FeHOMHOTO CKPUHWHIA Gblnn BKIOYeHbl 06pasLbl C MU3BECTHBIM MO3anLU3MOM Kak Ans
pacnpocTpaHeHHbIX TPMCOMUIA, Tak 1 Ansa PAA, a Takxe YaCcTUYHbIX Aeneuui 1 Aynnukaumin 4ns nokasartenemn
pabounx xapakTepucTuK. Bo-BTOPbIX, FEHOMHbI CKPUHUHI MOXET NPeAnoYTUTENbHO coobLaTh 06 06HapyXeHuK
YacTUYHOW AyNnMKaumMmn unu geneumm no nosiHow Tpucommnn. Hanmume nonHom TpucomMmnm B LONONHEHUE K YaCTUYHOM
AynnvKaumm unu geneumm MoXHo YBUAETb, CCbinasicb Ha 6ann LLR, npeacTaBneHHbI B AOMOMHUTENBHOM OTYeTe.

BkrnioyeHne Mo3auLmamMa B reHOMHbIN CKPUHUHI

Mosanumam ykasaH Kak orpaHuyeHune aToro aHanusa. [Npv Hanuumnm mosaunumama eTanbHbI CUrHan aHomarnumm
yMeHbLUaeTcs 1, crnegoBaTenbHO, MOXET BbiTb 6onee cnoxHbIM Ans obHapyxeHus 6e3 yuwepba ans obuen
crneundunyHocTn aHanusa. OgHako, NoCKoNbKy Mo3anuu3m bonee BaxeH Ansa pacluMpeHHOro cogepxanusi, obpasupl
C MO3aULM3MOM ObIv BKJTOYEHbI B F@HOMHBI CKPUHWHT.

M3 64 06pasLoB, BKIIIOYEHHbIX B TEHOMHbIA CKPUHWHT, HO HE B 6a30Bbli CKPUHUHT, 36 06pa3LoB 6binn
NOEHTUMULMPOBAHbI Kak MMeLLME MO3auLM3M Mo KIMHMYecKoMy pedepeHcHoMyY cTaHaapTy. N3 atux 36 obpasuos
23 pacno3HaBaHUsi COOTBETCTBOBASM KITMHUYECKOMY pedhepeHCHOMY CTaHAapTy.

YacTuyHana aeneuvs wim oynivkKaums no cpaBHeHUto ¢ obHapyXXeHueM aHeynionaum Bcei
XPOMOCOMBI

MapameTpbl MeHio VeriSeq NIPT Solution v2 ana 6a30Boro u reHOMHOro cKpuHuHra. Mpu 6a30BOM CKpUHUHTE
pe3ynstat ANOMALY DETECTED (OBHAPY XEHA AHOMAJTNA) pernctpupyeTca TONbKO B TOM Cllyvae, ecru
nonHas aHeynnouamsa obHapyxeHa Ha xpomocomax 21, 18 unu 13 n ecnu Bce NokasaTenu KOHTPOA KavyecTBa
cobntogeHsbl. Mpy reHOMHOM CKPUHUHIE cucTeMa 0bHapyXMBaeT aHeyMoMaMo BO BCEX ayTOCOMaXx U SIBMEHUS
YacTUYHOM Aeneumnun n gynnukaumm He mexHee 7 Mb.

Mpu cnonb30BaHUM FEHOMHOIO CKPUHMHIA B CryyasX, Koraa Kak cobbiTne Bce XpOMOCOMBbI, Tak U cobbiTne CNV B
0QHON XpoMOCOMe npeBbiwaeT nopor LLR, cuctema npegocraBnseT npMopuTeT OTYETHOCTY O COObITUM YaCTUYHOM
Aeneunu unu Aynnmkauumn B Te4eHne BCEro pacno3HaBaHns XpOMOCOMbI, ECIN pa3Mep YaCTUYHOW AeneLmmn unm
AynnukKaumm oxsaTbiBaeT NpubnnsnTensHo 75 % unn MeHee XpoMoCOMbI, Ha KOTOPoK 06HapyxeHo cobbiTue. Ecnn
06HapyxeHHas obnacTb YaCTUYHOW Aeneunn 1 Aynnukaummu npesbiwaeT 75 % pa3Mepa XpoOMOCOMbI, SIBNEHNE
perncTpupyeTcs kak nofiHas TpPUCOMMS UM MOHOCOMMS BCEN XPOMOCOMbI, €CII OAHOBPEMEHHO NPEeBbILLEH NOPOr
LLR ans Bcei XxpoMocoMbl. B cBA3M € 3TUM, CyLLeCcTBEHHO HoMnbLUNE Aeneummn n Ayninkaumm, KoTopble MeHbLLEe Uu
paBHbl 75 % pa3mepa XpOMOCOMbI, MOTYT yYKa3blBaTb Ha aHEYMonanI0 BCEN XPOMOCOMbI.

HokymeHT Ne 1000000078751, Bepcus 09 54 n3 85
OnA ANArHOCTUKU IN VITRO.



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

Bo Bcex obpasuax nokazartenb LLR ans Bcen knaccudukauum XxpoMocom AOCTYMNEH B AOMNONHUTENbHOM OTYeTE.
Mepen uHTepnpeTaumen pesynbtaTta cnegyet npoaHanuanposaTth NokasaTtenb LLR B oTHOLWeEHNN yka3aHHOro
NMOpOroBoro 3HaveHus B 95 % BepOATHOCTM OOHapyXeHUs /15 CPeAHUX PernoHoB ro pasmepy ana VeriSeq NIPT
Solution v2 Ha cTpaHuue 66 . Hanpumep, pacnosHaBaHue CNV, npu kotopoM 6ansnel LLR Ha ypoBHe XxpoMocom,
npeBsbILatoLLme NOPOroBoe 3Ha4YeHNe, 06ecneumBatoT AONOSIHUTENbHYI0 NOAAEPXKY MHTEPMNpETaLmK,
COOTBETCTBYIOLLEN aHEYNTOMANN BCEN XPOMOCOMbI, CM. Tabnuua: 12 B KayecTse npumepa.

B knMHu4eckom nccnegoBaHum 6bi510 ABa ofHONOAHbLIX 06pa3ua 6epeMeHHOCTU C CyLLECTBEHHO 60MbLLMMM
Aynnukaumamm (oguH Ha xpomocome 21 1 ognH Ha xpomocome 18), KoTopble cocTaBnsanu meHee 75 %
OTHOCUTENBHOrO pa3Mepa XPoOMOCoMbI (CM. Tabnuua: 12). Oba aBneHus 6binn 3aperncTpMpoBaHbl Kak YaCcTUYHbIE
OynnuKauumm, a He Kak nosiHas Tprucomusl ans aTo XxpomocoMsl. bannbl LLR gnsa aTux aBneHun 661nm Bbile
NMOPOroBOro 3Ha4YE€HMUs, YTO CornacyeTcs ¢ 3aTPOHYTbIM UCXOAOM A NOAHOW TpucoMun. [na yacTMYHOW oynnvKaumm
WK MOJTHON TPUCOMUKN KOHTPOJbHOE NeyveHne nonoxuTensHoro pe3ynbtata NIPT npegnonaraeT nposegeHne
noATBEPXAaloLLLEro aHann3a NoCpeAcTBOM NpeHaTanbHON ANarHOCTUKMN.

Tabnuua: 12 MNpuMepbl KpYMHbIX COOLITUI AYNNMKaL MK, BbIIBI@HHbIX FEHOMHOM CKPUHWHIE

KnunHuyeckas BbixoaHble AaHHble Paamep % Bannbl
npaspa reHOMHOro CKpUHUHra aHomanuu (Mb)  xpomocombl  LLR
O6pasey  Tpucomus 21, YactunyHaga gynnukaums 21 22,50 48,9 19,43
1 oAHonnoaHas
O6pazey  Tpucomus 18, YacTtuyHaa pynnukaums 18 47,00 60,2 12,99
2 oaHonnoaHas

[nA nonyyeHus 4ONOMHUTENBHOW MHAOPMaLMKM 0 NoKa3aTensax KOHTPOS KayecTBa, UCNosib3yeMblx A5 coobLeHuns
pe3ynbTaTtoB aHeynnouaum, cm. VeriSeq NIPT Solution v2 Software Guide (PykoBoA4CTBO 1o nporpaMMHOMY
obecnedennio VeriSeq NIPT Solution v2) (aokymeHT N2 1000000067940).

MonoBblie XxpOMOCOMBI

Pe3ynbTtaThl VeriSeq NIPT Solution v2 no nonoBsiM XxpoOMOCOMaM CpaBHUBANM C pe3yfnbTaTtaMm KIMHUYECKOro
cTaHpapTHoro obpasua n obobanu B cnepytowen Tabnuue. MNMpoueHT coBnageHns paccunTbiBanu Ans Kaxaom
MOMOBOM XPOMOCOMBbI B MPeAenax Kaxaoro pesynbtata KNuHu4eckoro pecpepeHcHoro craHgapra. MNpoueHT
COBMafeHNs paccuynTbIBanm Kak Konm4ecTso ob6pasLoB, B KOTOpbIx pacnosHaBaHue VeriSeq NIPT Solution v2
MOMOBbIX XPOMOCOM COOTBETCTBOBASIO Kiaccudukaumm KINMHUYeCKoro pecbepeHCcHOro ctaHgapTa, pa3feneHHoe Ha
obLee KonmyecTBo 06pasLIOB C TAKOM Xe Knaccudurkaumen KnmHUYeckoro pedepeHcHoro ctaHaapTa.
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Tabnuua: 13 MpoueHT cooTBETCTBUS ANA Kraccudukaumm nonos nioaos*

deHoTun no
Knaccudukauus nonos pesyTieTaTaM

busunkanbHOro LiutoreHeTuyeckme pesynbraTbl
nnonos

obcnepnoBaHus

HOBOPOXAEHHOro

Kapuot XeHckn Myxcko XX XX XY ro OTcyTcTB
O6HapyxeHo P . uyx XX XY XO Fpy y y
un " " X Y Y e** er

AHoManum XX 997 0 21 0 2 0 0 0 0 0
He obHapyxe
Hbl
AHomanumu XY 0 966 0 15 0 0 0 0 0 1
He obHapyxe
Hbl
AHomanus X0 0 0 0 0 19 0 0 1 0 0
o6HapyxeHa
AHomanus XXX 0 0 0 0 0 17 0 0 1 0
o6HapyxeHa
AHomanus XXY 0 0 0 0 0 0 23 0 1 0
o6HapyxeHa
AHomanus XYY 0 0 0 0 0 0 0 11 0 0
obHapyxeHa
MToro 997 966 21 15 21 17 23 12 2 1
MpoueHT 100 100 10 10 90, 100 100 91,7 Henpumennmo  Henpumenymo
COOTBETCTBUSA 0 0 5

* MNaTte 06pa3u0B AByNNogHoOM 6epemeHHOCTY Bbinn NpaBubHO KnaccmguumpoBaHbl kak nmetowme Y xpomocomy. [1Ba obpasua
661N NpaBNUbHO KNaccuduULMpoBaHbl Kak He MmetoLme Y XpomMocomy.
** Opyrve pe3ynbTaTbl LUTOreHETUYECKOrO aHannsa 6binm cnepyowmmm: XXXXX n XXYY.

MonoxutenbHaa NPOrHoCTUYeCcKasa LLeHHOCTb U oTpuuaTenbHas NporHocTu4yeckas
LeHHocTb VeriSeq NIPT Solution v2

MonoxuTenbHasa nporHoctmyeckas ueHHoctb (PPV) 1 oTpuuatenbHas nporHocTnyeckas ueHHocTb (NPV) Tecta
NpeaocTaBnaAT MHOPMaLMIO O CNOCOBHOCTM TeCcTa NPeAOCTaBNATb KITMHNYECKME peLlEeHNsI Ha OCHOBaHMWK
YyBCTBUTENbBHOCTM TECTA, CNeungUUYHOCTM N NPEATECTOBON BEPOATHOCTU TOFO, YTO N0, 3aTPOHYT TPMCOMUEN
(pacnpocTpaHeHHOCTb). Mockonbky PPV 1 NPV 3aBucaT OT pacnpocTpaHeHHOCTU, @ pacnpoCTpaHEHHOCTb 3TUX
aHeynnouanin MoXeT BapbMpoBaTbCs B pa3Hblx nonynsaumsax nauneHtos, PPV u NPV 6binv paccuntaHbl gns
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AnanasoHa npaBaonofobHbIX 3HaYEHMI pacnpoCTpaHEHHOCT Ha OCHOBAHWMMN 3HAYEHWI YyBCTBUTENBHOCTYU U
cneumdguyHocTu, Habnogaemblx B 6a30BOM CKpUHMHIe (6e3 M3BECTHOro Mo3anLum3ma) B UCCrieA0BaHMMN KIMHUYECKON
TOYHOCTU. Tabnuua: 17 0OCHOBaH Ha FEHOMHOM CKPUHUWHTE (C U3BECTHBIM MO3auLM3MOM).

Tabnuua: 14 PacnpoctpaHeHHocTb Tpucomun 21, PPV n NPV Ha 6a30BOM CKpUHMHTE (3@ UCKITHOYEHWEM U3BECTHOTO

MO3aunLn3mMa)
PacnpoctpaHeHHocTb (%) PPV (%) NPV (%)
0,05 33,17 >99,99
0,10 49,82 >99,99
0,20 66,53 >99,99
0,50 83,29 >99,99
1,00 90,93 >99,99
1,50 93,79 >99,99
2,00 95,29 >99,99

Tabnuua: 15 PacnpoctpaHeHHocTb Tpucomun 18, PPV n NPV Ha 6a30BoM CKpUHMHTE (3@ UCKITOYEHWEM U3BECTHOrO

Mo3aunun3ma)
PacnpoctpaHeHHocTb (%) PPV (%) NPV (%)
0,03 23,06 >99,99
0,05 33,31 >99,99
0,10 49,99 >99,99
0,20 66,68 >99,99
0,30 75,03 >99,99
0,40 80,04 >99,99
0,50 83,38 >99,99

Tabnuua: 16 PacnpoctpaHeHHocTb Tpucomun 13, PPV n NPV Ha 6a30BOM CKpUHMHTE (3@ UCKITOYEHWEeM U3BECTHOrO

Mo3aununama)
PacnpoctpaHeHHoCTb (%) PPV (%) NPV (%)
0,01 9,10 >99,99
0,02 16,68 >99,99
0,05 33,37 >99,99
0,10 50,05 >99,99
0,20 66,73 >99,99
DokymeHT N2 1000000078751, Bepcus 09 571385

OnA ANArHOCTUKU IN VITRO.



Bknagplw B ynakoBKY nporpamMmmHoro obecneyeHus VeriSeq

NIPT Solution v2

illumina

Tabnuua: 17 PacnpocTtpaHeHHOCTb NMtobbix aHomanuin, PPV 1 NPV no pesynbTataM reHOMHOro CKpUHUHIa (BKJIo4as

N3BECTHbI MO3anLN3M)
PacnpoctpaHeHHocTb (%)
0,01
0,02
0,05
0,10
0,20
0,50
1,00
1,50
2,00

PacnpepeneHune detanbHOM bpakuuu

PPV (%)
1,42
2,81
6,74
12,64
22,45
42,07
59,34
68,75
74,68

NPV (%)

>99,99
>99,99
>99,99
>99,99
99,99
99,98
99,95
99,93
99,91

PacueTHble 3HaueHusa pacnpeaenenns detansHon ppakuun (PP) VeriSeq NIPT Solution v2 no pesynbtatam
reHOMHOr0 CKPMHUHIa C MO3anLUn3MoM NpeAcTaBeHbl MO KAaTEropusiM pe3yNbTaToB KMMHUYECKUX pedhepPEHCHbIX

CcTaHgapToB B PucyHok 1.

PucyHok 1 PacnpegeneHune detanbHON dpakumm

40

30

20

10

0

200 — [

Konuuectso o6pasLos

100

0 10

®etanbHasa ¢pakuusa VeriSeq NIPT Solution v2 (%)

Y 5 06pa3uoB 6b111 aHOMaNUM B pasnuuHbIX KaTeropusx.

olLfHodLeg

PacnpocTpaHeHHas
(] Tpucomus (n = 214)

B SCA (n=75)
Il eHomHbIi (N = 55)
[] Bce (n = 2307)

asg

PacnpocTpaHeHHas TprucomMus BKIoyaeT o6pasubl ¢ Tpucommeii 21, 18 u/unn 13.

O6wuin aHann3 reHoma BKJItoyaeT ob6pasubl ¢ RAA nnu yacTuyHbIMKU geneuuamn u/vinn gynankauusamm.

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.
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PacueTHble 3HaveHna PP Haxogunuch B agnanasoHe oT 2 % A0 34 % B Lenom ¢ meanaHom 9 % n MexkBapTUIIbHbIM
(I1Q) ananazoHom oT 6 % po 12 %. MegmaHa ®P ansa pacnpocTpaHeHHbIX TPUCOMUIA U ABNEHUI, OBGHaPYXEHHBIX MpK
reHOMHOM CKpUHUHre, cocTaenseT 8 %, a ana SCA — 9 %. [lmana3oH oueHok P 6bin conocTaBMMbIM AJ1s1 BCEX
ncxopoB. He HabntopaeTca sBHOro casura B pacnpeaeneHun ®® cpeam pacnpocTpaHeHHbIX Tpucomuin, SCA,
ABMEHNIN, 06HapYXeHHbIX MPU rEeHOMHOM CKPUHWHIE, UK BO BCcex obpasLax B reHOMHOM aHanuse.

Pabouune xapakTepucTuku rnpu ABynsaoaHon 6epeMeHHOCTH

Paboune xapakKTepuCTMKU B OTHOLLEHUMN OLEeHKMU Tpucomun 13, 18 n 21 n xpomocomsbl Y
npuv ABYNoAHON 6epeMeHHOCTU

B cBfA3u ¢ HM3KOW pacnpocTpaHeHHocTbo Tpucomun 21, 18 1 13 npu aBynnogHon 6epeMeHHOCTH B KITMHUYECKOM
nccnepoBaHum 6610 AOCTYMHO NUWb HeGOMbLLIOE KONMYECTBO Taknx 06pa3uoB. [na oLueHKN paboumnx xapakTepucTmk
VeriSeq NIPT Solution v2 npv aBynnogHoi 6epeMeHHOCTH UCNoNb30Banucb Moaenu in silico Ha ocHoBe HabnoaeHUA
N3 KNMHUYECKNX 06pasLLoB ANa MOAENMPOBaHUA NONYNALUA Npy ABYNNOLHON 6epeMeHHOCTU. DTO MoAeNMpoBaHmue
COOTBETCTBOBAJIO NpeAnonaraeMon nonynaummM npumeHenns. PacnpegeneHume detanbsHON pakumm onpenensnoch
npubnuauTensHo u3 4500 o6pasLoB ABynNoaHON 6epeMeHHOCTH, 1 CPABHUBANOCH C pacnpeaeneHnem
npubnuautensHo n3 120 000 o6pasLoB ogHonnogHon 6epemeHHocTU. Pacnpeaenenune detanbHom pakumu,
obycrnoBneHHoe CTaTyCcoM aHeynnouanu, onpeaensinm no npegronaraemMbiM O4HOMNOAHbLIM pacno3HaBaHusm (1044
Tpucomus 21, 307 tpucomuna 18 n 192 tpucomus 13). O6beanHeHne 3TUX ABYyX pacnpenernieHnin No3Bonumno caenaTb
BbIBOZbl O BbIAIBNEHUN @aHeYyNnongun y ABonHn. CmoaenvpoBanu Habopbl AU3UTOTHLIX 1 MOHO3UMOTHbIX 6IM3HELIOBbLIX
nap, 1 ANS OLEHKM YyBCTBUTENIbHOCTU UCMONb30Banmn CpeAHEB3BELLIEHHOE 3HaYeHne, NpeacTaBnsaoLwee nx
pacnpocTpaHeHHOCTb B NONynAaumumn npegnonaraemMoro npuMeHeHns (2 Au3uroTHblX: 1 MOHO3MIOTHbIN). [ng
cneunguyHOCTU MOAENNPOBaNMCh Habopbl BrM3HEL0BLIX Nap 6e3 HapyLLEeHWA.

dpakums Kaxaoro CMoAenMpoBaHHoro obpasua, 3aTPOHYTOro TPUCOMUEN (T. e. dpakumsa ¢ aHoManmen),
paccuyuTbiBanach No-pa3HoMy AnsA Kaxaoi KaTeropum o6pasLoB:

*  [1nA MOHO3WUrOTHbIX GNN3HELIOB [0S KNETOK C aHOManuel B KaxaomM obpasLe 6bina ycraHosneHa pasHoii 1,0,
NOCKOJIbKY B 3TOM Cly4ae TpUcomusa 3aTparmsaeT 060ux 6/M3HeL0B.

*  [na ausnroTHbIX 61M3HELOB Npeanonaranock, YTo aHoManms ToNbKo y oAHOro 65mMsHeua 6nmsHel, (aHomanms y
060u1x 6IM3HELIOB SBMSIETCS KpaliHe pefKUM sIBfieHMeM). 3HaUYeHUst 40NN KNETOK C aHoMasnnen MoaenMpoBasnmch
C UCMNOrb30BaHMEM U3BECTHOIO pacnpeneneHnsa COOTHOLWEeHNN hpakumi NNOAOB, ONpeaeneHHOro no
KNMHMYEeCKMM 06pasLiamM pa3HonosibiX ABOEH. Bbln NPUHAT KOHCEPBATUBHBLIN NOAXOA, NPV KOTOPOM
npeanonaranock, YTO y Nioda ¢ aHoManuen u3 ABoMHM Bcerga camas Hu3Kas detanbHasa dpakums cpeam aByx
nnoaos. MNonpaBoyHbIN KO3 ULMEHT NpUMEHANCA Ana deTanbHbIX dpakLUuii, KOTopble BbiNn B CpeaHEM HUXe
npu Tpucommn 13 n 18 6epemeHHoCTEN.

* [ns nnonos c aHoManueii U3 ABOVIHW AONSA MaTepuana c aHoMarnuen B Kaxaom o6pa3Lie NpuH1uMarnack paBHom
Hy o

HokymeHT Ne 1000000078751, Bepcus 09 59 13 85
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Ilna nBoviHW, B KOTOPOW OA4MH N3 NioAoB umeet Tpucomuio 18 unu 13, peTanbHas ppakuusa, COOTBETCTBYOLWANA AoNe
aHoMasIbHOro KOMMoHeHTa obpas3ua, cHuxanack. CHUXeHne 6bIno NPONOPLUOHANbHO CPEAHEMY CHUXEHUIO hpaKLmm
nnoaa, HabngaemMomy B KNMHUYECKUX AaHHbIX npy Tpucomum 18 nnu 13 npu ogHonnoagHon 6epeMeHHOCTH No
CpaBHEHMIO C 3YyNSIONAHON OLHOMNIOAHON 6€PEMEHHOCTbIO.

3aTteMm gnda pacyeTa aHeynnomaun ¢ ncnonb3oBaHnem ctangaptHoro anroputma VeriSeq NIPT Solution v2
ncnonb3oBanu Kak obuyto dpakuumio nnoaa, Tak u pakumio ¢ aHoManmen Kaxaoro Mogenupyemoro obpasua.
YyBCTBUTENBHOCTb paccyMTbiBany Kak 4acToTy, C KOTOPOW 3HaYeHns nokasaTens aHeynnonauv ans
CMOAEeNNpPOBaHHbIX NI0A0B C aHOMannemn u3 ABOVIHW NpeBbIany COOTBETCTBYIOLLMIN NOPOroBoe 3HaYeHne
aHeynnouauun. CooTBETCTBEHHO, CNeun@UYHOCTb PacCYUTLIBANN Kak YacToTy, C KOTOPOW 3HaYeHUs noKasaTtens
aHeynnouauv Ans CMOAeNMPOBaHHbIX MNoAoB 6e3 aHoManuii U3 ABONHMW GbInn HUXE COOTBETCTBYIOLLIETO MOPOrOBOro
3Ha4veHusa aHeynnovaun (Tabnuua: 18). 95 % noBepuTenbHblE MHTEPBArbl PACCYUTBLIBANUCL HAa OCHOBaHWU
KONMM4ecTBa pearnbHbIX KNMHUYeckmx 06pa3LoB 6nnM3HeLOB B ICXOAHOM Habope AaHHbIX, KOTOPbIE Bbinu
KnaccmuumMpoBaHbl Kak MMetoLme Nnu He MetoLme COOTBETCTBYHOLLYIO TPUCOMMIO.

[1na OLeHKN YyBCTBUTENBbHOCTM B OTHOLLEHNM XpOMOCOMbI Y B 06pa3uax ABynsiioaHon 6epeMeHHOCTH
MoaennpoBanucb Habopbl 6nmM3HeloB XY/XY 1 XX/XY. bbino B3ATO cpeAHeB3BELLEHHOE 3HaYeHne, NpeAcTaBnsaioLLee
NX pacnpocTpaHeHHOCTb B nonynauun npeanonaraemoro npumeHeHns (1 XY/XY: 1 XX/XY). Ons oueHku
CNeLmn@UYHOCTU B OTHOLLEHNN XPOMOCOMbI Y 'y ABYNOAHON 6€peEMEHHOCTM MMUTMPOBaNu Habop n3 XX/XX oBOEH.
O6Lwme 3HauveHns beTanbHOM bpakumm 6biM CMOAENNPOBaHbI B COOTBETCTBUM C M3BECTHLIM pacrnpeneneHnemM
deTanbHoOM hpakunm B KNMHUYECKNX 06pa3Lax ABOEH.

Onsa 6nmsHeuoB XY/XY n XX/XY cooTBETCTBYHLME NOKA3aTeNM Nno XxpoMocoMe Y OLEHMBANMUCL C UCTMONb30BaHNEM
N3BECTHOW 3aBMCUMOCTM MeXay hpakumen nioaa u nokasaTensiMm XpoMocomsbl Y B KITMHUYECKKX 06pa3Liax
O[HOMNSOAHbIX 6epeMeHHOCTEN, KnaccuULMPOBaHHbIX Kak MyXckue. Tonbko gnsa 6nusHenoB XX/XY 3HadyeHus
dpakumy nnoga c aHomanmen (T. €. My>XCKOro) MOAenMpoBanunch C MCNOIb30BaHMEM U3BECTHOIO pacnpeneneHns
COOTHOLLEHUI hpakuuin nnoga mexay 6nusHelamm ns ogHon 6epeMeHHOCTUN, ONPEAENEHHOIO MO KIMHUYECKNM
06pasuam pasHononbix ABOEH. Bbifl NPUHAT KOHCEpBaTUBHBIN NOAX0A, NPV KOTOPOM (hpaKkLmMsa ¢ aHoManuen bbina
BblOpaHa Takum 06pa3om, 4ToObl OHa COOTBETCTBOBAIA MEHbLUEMY U3 ABYX 61M3HeL0B. [Nns Kaxaoro
cMopennpoBaHHoro obpasua XX/XY 6ann no xpomocome Y yMHOXanNM Ha NopaxeHHyto pakumio.

Ina asynnogHon 6epeMmeHHoCTU XX/XX 6bInn B3ATbl OLEHKN XpOMOCOMbI Y 13 OLEHOK, Habntogaemblx B KNMMHUYECKUX
OfHOMNOAHbIX 06pa3uax, knaccuUUMpPOBaHHbIX Kak XeHCcKue. 3aTeM OLEeHKY XpoMocoMbl Y 1 0bLwyto dopakumio
nnopa ucrnonb3oBanu gns knaccudmkauum Kaxaoro CMoaennpoBaHHOro obpasua Kak NpucyTCTBYHOLLENR UK
OTCYTCTBYIOLLLEN XPOMOCOMBI Y C UCnofb3oBaHueM ctaHgapTHoro anroputma VeriSeq NIPT Solution v2.

YyBCTBUTENBHOCTb paccyYnTbiBanachb NyTemM onpeaeneHunst Toro, Kak 4acTo cMoaenmpoBaHHble 6nunsHeupbl XY/XY nnu
XX/XY 6bInu npaBunbHO KnaccuduumMpoBaHbl Kak nmetope xpomocomy Y. CneumduyHoCTb paccumnTbiBanm Kak
YacTOTy NpaBUITbHOMN KNaccudmukauum cMmogenmpoBaHHbiX ABoeH XX/XX kakK He nmetomx XxpomMmocomsbl Y. 95%-e
[oBepuTENbHbIE MHTEPBarbl ONPeAensnu Ha OCHOBaHUK Y1cna peasbHbIX KIIMHUYeCcKnx 06pas3LoB BOEH B UCXOAHOM
Habope AaHHbIX, KnaccnuLmMpoBaHHbIX Kak C MPUCYTCTBYIOLLLEN XpOMOCOMON Y nnmn 6e3 Hee.

Tabnuua: 18 OueHkun Tpucommm 21, 18 1 13 B cMoaenmMpoBaHHOM NoNynaumuy cryyvyaes ABYMIOAHON 6epeMeHHOCTH

Tpucomus 21 Tpucomus 18 Tpucomusa 13 Hanunuyune Y
YyBCTBMTENBHOCTb 96,4 % 95,7 % 93,6 % >99,9 %
HokymeHT N2 1000000078751, Bepcusa 09 60 n3 85
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Tpucomus 21 Tpucomus 18 Tpucomusa 13 Hannune Y

2-CTOpOHHWII 95%-i AN (86,4 %, 98,9 %) (68,3 %, 99,4 %) (64,1 %, 98,9 %) (99,9 %, > 99,9 %)

CneundmyHocTb 99,9 % >999% >999% >99,9%
2-CTOpOHHUI 95%-n [ (99,8 %, > 99,9 %) (99,9 %, > 99,9 %) (99,9 %, > 99,9 %) (99,7 %, > 99,9 %)

B Tabnuua: 18 npeacTtaBneHbl TOUeYHbIE OLEHKM U pacyeTHble 95%-e [oBepUTENbHbIE MHTEPBANbI A1
yyBCTBUTENbLHOCTM U cneundunyHocTn VeriSeq NIPT Solution v2 B oTHOLeHMN 06HapyxeHua Tpucomum 21, 18, 13
Hanuuusa Y B CMOAENMPOBaHHON NONynauumM ABYNNoaHoN 6epeMeHHOCTU, YTO cornacyeTcs ¢ nonynsaumei
npeanonaraemoro Ncrnosnb3oBaHus, [loBepuTenbHble MHTEPBalbl PacCYMTbIBaNIN Ha OCHOBaHWUM KonnyecTea 06pa3uoB
OBOEH, NpoLleALInX KOHTPOSb KayecTBa M KnaccnuuuupoBaHHbIX Kak UMEHLLME UITU HE MMEIOLLME COOTBETCTBYOLLYIO
Tpucomuio. Mpu pacyeTe YyBCTBUTENBHOCTY NpeAnonaraeTcs, YTo ABe TpeTu ABYNNOAHbIX 6epeMeHHOCTEN ABNAOTCS
ON3UrOTHBIMK, @ ogHa TPeTb 6epeMeHHoCTeN 6NIM3HELIOB — MOHO3UIOTHBIMU, MpUYeM 06a 6rmM3Hela MMeroT
aHomanuio.

OueHku, nepeuncneHHble B Tabnuua: 18, 0THOCATCS TONMbKO K ABYNogHbIM 6epemeHHOCTAM. M3-3a ele 6onee
HWU3KOI pacrnpoCTpaHEHHOCTU AaHHbIX 0 bepeMeHHOCTAX 6osiee BbICOKOro nopsiaka (TpexnnoHble unu 6onee) 66110
HeAOCTaTOYHO Af1A YCTAaHOBMEHUSI COOTBETCTBYHOLLMX CTAaTUCTUHECKNX MOAENEN AA OLEHKN TOYHOCTY BbISIBIIEHUS
aHeynnovauu.

AHanuTnyeckue paboume xapakTepucTUKm

npeLI,VI3VIOHHOCTb

[1ns OLEeHKWN 1 KONMYECTBEHHOM OLIEHKUN NPELM3NOHHOCTY aHanu3a Obin NpoBeAeH NOBTOPHbIN aHanu3 AaHHbIX C
ncnonb3oBaHNeM NporpammMHoro obecneyeHns koHeerepa VeriSeq NIPT Solution v2 aHannsa us gByx npegbiayLmx
nccnepoBaHun pacteopa VeriSeq NIPT Solution:

*  MHOroLeHTpoBOE UccrnenoBaHe BOCNPOU3BOANMOCTI, KOTOPOE BKITHOUANo TPU 3anycKa, BbINOMHEHHbIX TpeMs
onepaTopamu B TPeX LieHTpax C UCMofib30BaHneM OfHOM NapTun peareHTa, B o6LLei CIIOXHOCTU AeBATb
3anycKosB.

*  BHyTpunabopaTopHoe nccrnenoBaHme NPeLU3noHHOCTH, BKItoYaBLlee 12 3anyCcKoB B OAHOM LIEHTpe C
ncnonb3oBaHnem aByx ML STAR, BYX CUCTEM CEKBEHUPOBAHUA U TPEX NapTUIA peareHTOB Afsl CEKBEHUPOBAHUSA.

Llenbto nccnenoBaHus NpeLU3noHHOCTY ObI1I0 KONIMYECTBEHHOE ONpeaenieHne NPeLUmM3noHHOCTM aHanusa B
OTHOLLEeHUM Tpucommm 21 (T21) n xpomocombl Y 1 oLleHKa BapnabenbHOCTU MeXAy pa3nnyHbiMu npubopamu,
Habopamu Ans NpuroToBneHus 6GUbNMOTEK 1 NapTUAMU peareHToB AJsi CeKBeHMpoBaHus. BocnponasoaumocTb ons
YCINOBUI, HE OMUCaHHbIX BbILLE, HE OLEeHNBanachb B paMKax uccrnefoBaHumn.

Myn dpeTtanbHon dpakumm T21 5 % 6bin co3aaH nytem o6beanHeHnsa cfDNA, nssneveHHom U3 nna3mbl MaTepu y
6epeMeHHbIX XeHLWwuH (nnogom ¢ T21), n cfDNA, nssneyeHHom n3 nnasmbl y He6epeMeHHbIX XeHLWMH. Takxe Obin
co3aaH nyn cfDNA xeHLwuH, 6epeMeHHbIX MyXckum nnogom (XY nnop) ¢ petanbHon dpakumen 10 %. MaHenb
06pa3u0B A5 KaxX[40ro uccrnefoBaHua B Kax oM 3anycke BKIo4vana 4 noBTopaHocTyM nyna o6pa3uoB ¢ deTanbHOM
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dpakumein 5% (c T21) n 20 nostopo. nyna cfDNA XeHLMH, 6epeMeHHbIX MyXckum nnoaom (XY nnop) ¢ detanbHOM
dpakumen 10 %. VicnbiTaHua nposogunuck B TedeHne 10 gHen, B obLuen cnoxHocTn 21 3anyck gnsa aByx
06 beANHEHHbIX UCCneaoBaHui.

T21 v Hannume XxpoMocoMbl Y 6binn BibpaHbl AN OLeHKWN Ha OCHOBaHWM PENpe3eHTaTUBHOCTM KIMHUYECKNX
COCTOSIHWUI U CIIOXHOCTU 06HapyXeHnst aHomanuin. Kak HaumeHbLUasi ayTocoma YefioBeka, pa3mep XpoMOCOoMbI 21
oKasbIBaeT NpsAMOoe BMUSIHWE Ha YyBCTBUTENBHOCTb O6HapyXeHus T21, 0cobeHHO Npu HU3KUX 3HaYeHMAX peTanbHO
pakumn, TakMx Kak UCnonb3yemble B 3TOM UccnefoBaHmn. Xpomocoma Y, MpUCYTCTBYIOLLAA B Na3mMe Mmatepu,
MMeET UCKINI0YNTENBHO 3MOPUOHaNbHOE NPOUCXOXAEHME U, CrieloBaTeNbHO, Nnerye obHapyXvBaeTcs B aHanuse.

Habniopaemble cpeiHMe 3Ha4YeHUs U CTaHAapPTHbIE OTKNOHEeHNA Ans oueHkU LLR xpomocombl 21 1 HopmannsoBaHHbIX
XPOMOCOMHBIX 3Ha4eHuin (NCV) xpomocombl Y nokasanu, 4To cTaHgapTHoe oTkoHeHue (CO) NnoBTOPHOCTM 6bIno
caMbIM 60SbLLIMM UCTOYHUKOM BapuabenbHocTU. PasHuua mexay ueHTpamu, npuéopamu 1 napTmsmMmn peareHToB
npuBena K HeaHayuTerbHoW BapuabenbHOCTH, 0 YeM CBUAETENbCTBYET pasHuua mexay obwmum CO n CO
noBTopHocTu B Tabnuua: 19 n Tabnuua: 20.

Tabnuua: 19 O630p craHpapTHOro oTknoHeHus (CO) oTKNMKa Npy CEKBEHMPOBaHMM B HECKOMbKUX nabopaTopusx
(BOCNPOM3BOANMOCTD)

CpenHee CcO O6Lwan BOCnponM3BOAUMOCTb,
OTKNMK N
3HayeHue NOBTOPHOCTH co*
OueHka LLR xpomocombl 36 34,43 11,36 11,36
21
NCV xpomocombl Y 180 190,56 7,96 10,20

* ObLLee 3HaYeHNe BKIOYaeT BapMa6eanOCTb no LeHTpy, onepaTtopy, 3anyCckKy, AHK 1 NOBTOPHOCTU.

Tabnuua: 20 CBofHble AaHHble N0 NPeLn3noHHOCTU OTKIIMKa NP CeKBEHMPOBaHUK B Npefenax nabopatopuu

CpepaHee cO O6wasn CO B npepenax
(03174,]7]'¢ N
3HayeHue NOBTOPHOCTH nabopaTtopun*
OueHka LLR xpomocomsl 48 36,01 9,07 10,25
21
NCV xpomocombl Y 240 198,68 7,63 7,82

* ObLee 3HaYeHVe BKIIlOYaeT BapuabenbHOCTb No NpuGopy A CEKBEHUPOBaHWS, NapTUM peareHTa, onepaTopy, 3anycky, AHI0 1
NMOBTOPHOCTY.

Bbino npoBeAeHO AOMNOMHUTENBHOE UCCNe0BaHME AN CpaBHEHNS NMPEUMN3NOHHOCTHN cekBeHmpoBaHus VeriSeq NIPT
Solution v2 (obLiee cTaHpapTHOE OTKIIOHEHUE) C UCNOSIb30BaHMeM Bepcun 2.0 NpOTOYHON AYenKu u Bepcun 2.5.
MccnepoBaHue BKOYano ABa Tuna npoToYHblx sveek (Bep. 2.0 u Bep. 2.5), Tpu naptum Habopos ans
CEKBEHMPOBaHMSA, YeTbIPe CUCTEMbI MPMOOPOB 1 ABa 3arnycka CEKBEHMPOBaHWUS Ha KOMBUHaUMIo, Bcero 48 3anyckoB B
opHoM ueHTpe. OguH nyn cekBeHnpoBaHus rotoBunu n3 nnaHwetoB cfDNA, KoTopble roToBunmn Bpy4Hyto. [NaHenb
06pa3u0B BKrtovana 4 noBTOpHOCTM Nyna 06pasuos, ¢ 5 % deTtanbHon opakuuen T21, n 20 noBTopHOCTEN Nyna
cfDNA XeHLUMH, 6epeMeHHbIX MyXckum nnogom (XY nnop) ¢ detanbHon hpakumnein 10 %. PesynbTathbl
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nccnepoBaHua npeacTaBnerbl B Tabnvua: 21 n noaATBepXaatT OTCYTCTBUE Pa3NMyuni B MPELM3NOHHOCTM
CEeKBEHMPOBAHMSA NPU UCNOSNb30BaHMM NPOTOYHON s4einkn Bepcun 2.0 No cpaBHEHMIO C MPOTOYHON AYENKON BEPCUM
2.5.

Tabnuua: 21 CBogHble AaHHble N0 NPeLU3NOHHOCTY OTKIIMKA CEKBEHMPOBaHUS NPOTOYHON aveinku peq. 2.0 no

CpaBHEHWNIO C MPOTOYHOM AYeNKon pen. 2.5

KonuuecTBo v2.0 V2.5
OTKNUK . O6uwee O6uwee CraTtucrtuuyeckuii pesynbtar**

HabnopeHu Ha Bepcuio

CcO* CcoO*

OueHka 96 9,56 8,44 CraTnctuyecku aKBnBaneHTHas (p-
LLR xpomocombl 3HayeHue = 0,25)
21
NCV xpomMmocombl 480 7,74 7,38 CraTtuctnyeckm akBuBasneHTHas (p-
Y 3HayeHue = 0,38)

* ObLLee 3HaYeHNe BKItoYaeT BapMaGeﬂbHOCTb n3-3a npm6opa OnA CeKBEHMPOBAHUA, NAPTUN peareHTa, 3anycka, oH4,

NOBTOPHOCTK
**Ha ocHoBaHuM F-kputepusa Ana paBeHCTBa Aucnepcun (KkBagpaTuyHble CTaHAAPTHBIE OTKNOHEHUS)

MNepekpecTHoe 3arpA3HeHne

MepekpecTHOE 3arps3HeHne oLeHnBanach B npouecce NpurotoerneHus obpasua pacteopa VeriSeq NIPT Solution.
Mynbl nna3mbl He6epeMeHHbIX XeHLLMH (XX) 1 B3pocrbix My>X4uH (XY) 6blnn NpoTecTUpOBaHbI B LUAXMaTHOM NOpsSaKe
B hopmate 96-nyHOUHbIX NnaHweToB Ha 4 nnaHweTax. N = 48 06pasLoB ANA XEHLLMH U MYXX4YUH Ha YaLlKy, B 0OLLen
cnoxHocTtn 192 o6pasua ansa xeHwuH n 192 obpasua ansg MyXxuynH. Hu oamH n3 o6pasuoB XEHLLMH He
NpPOAEMOHCTPUPOBAS OXBAT XPOMOCOMbI Y, KOTOPLIN Bbin CTAaTUCTUYECKU BbILLE, YEM pacyeTHbI OH, YTO yKa3biBaeT
Ha OTCYTCTBUE NEPEKPECTHOro 3arpa3HeHnsi U3 06pasLoB MyX4UH B Npeaenax ogHoro nnaHweTta. B pactsope
VeriSeq NIPT Solution He Habnoganock nogaatoLerocs 06HapyXeH o NepPeKPECTHOro 3arpsA3HEHUS.

NMoTeHuManbHO MellaloLLue BellecTBa

BnusaHne noTeHumanbHO Mellawmx BewecTs oLueHuBanu B pacteope VeriSeq NIPT nytem oueHku 3¢pheKkTMBHOCTU
aHanusa B NpUCYTCTBUN TaKMX BELLECTB.

AnbOyMuH, 6UNnpy6uH, reMornobuH n Tpurnuuepuabl (3HAoreHHble) Obinn Aob6aBneHbl B Nynbl Na3Mbl MaTepu,
nony4YeHHble BO BpeMst 6epeMeHHOCTEN y XeHLMH (nnog, XX). VX ncnbiTbiBanu B AByX KOHLEHTPaLMAX AN Kaxaoro
nccnenyemoro Bellectsa (n = 16 ana kaxaoro). He Habntoganock BNUsiHUS Ha 3h(PEKTUBHOCTb aHanm3a.

Tabnuua: 22 MoTeHumnanbHO MeLualLme BeLEeCTBa (SHOOMEHHbIE)

UcnbiTyeMmoe Huskasa KoHUeHTpauma nccnegyemMoro Bbicokas ucnbityemas

BELLEeCTBO npenapata (mr/mn) KOHUeHTpauusa (Mr/mn)

AnbbymuH 35 50

Bunupy6buH 0,01 0,15
DokymeHT N2 1000000078751, Bepcus 09 63 13 85
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UcnbiTyeMmoe Hu3kas KoHUeHTpauus nccnegyemMoro Bbicokas ucnoityemas
BELLECTBO npenapaTta (Mr/mn) KOHUEeHTpauus (Mr/mn)
remornobux 100 200
Tpurnuuepuapl 1,5 5

MpupoaHas reHomHaa [HK matepun (rHK) B nna3sme Takxe MOXeT NOTEHUMANbHO BNUATL Ha 3 EKTUBHOCTb
aHanu3a, NOCKOJbKY OHa MOXeT 6bITb n3BneyeHa BMecTe ¢ petansHon cfDNA. YposHu reHomHon OHK npu 1,6, 3,3 1
4,9 Hr Ha o6pazel, (cooTBeTcTBYET 1, 2 U 3 CTAaHAAPTHLIM OTKIMOHEHMSAIM OT CPeAHeNn oXnaaemMon KoHueHTpauun rHK
yepe3 7 oHeW XpaHeHus LenbHOM KpOBI/I12) nobaensanu k cfDNA, BblaeneHHoN 13 nnasmbl MaTEPUHCKOro OpraHn3ma
N3 He3aTPOHYTON GepeMeHHOCTU Y XeHLLMH (Mnog XX). 3atem o6pasubl Tectuposanu B pacteope VeriSeq NIPT (n =
16 Ana Kaxaow KoHueHTpauum). B npucyTcTBMmM NoBbIlWEHHbIX ypoBHen rHK He Habntoganock HAKaKoro BANSHUSA Ha
3p(PeKTMBHOCTb aHanu3a.

[BagLaTh NeKapCTBEHHbIX BELLECTB, MOTEHUMANbHO CNOCOBHbLIX MPENATCTBOBATL NPOBEAEHUIO aHaNN3a
(9K30reHHbIX), 06bIYHO MCNOMb3YEMbIX U Ha3Ha4YaeMblx BO BpeMs 6epeMeHHOCTH, Oblnv NpoTeCcTUPOBaHbI B
cooTtBeTcTBUM C EP7-A2 (AHanu3 Ha nHtepgepeHLnto B KIMMHUYECKOW XUMUK; YTBEPXAEHHOE PYKOBOACTBO, BTOPOE
nspanue). 20 NoTeHUManbHbIX MeLLaoLLMX BelecTB 6bim 06beanHeHbl B YeTblpe nyna, nobaBneHbl B nnasmy
MaTEPUHCKOro OpraHn3ma 13 He3aTpoHYTbIX 6epeMeHHOCTEN XeHCKoro nona (XX nnogoB) M NpoTeCTUPOBaHbI

B pacTtBope VeriSeq NIPT (N = 16 ans kaxgoro nyna). B npucyTcTBum 31X 3K30reHHbIX BELLECTB He Habnoganocb
BMUAHNA Ha 3P EKTNBHOCTb aHann3a.

Tabnuua: 23 NoTeHuuanbHO MeLLaloLLIMEe BELLLECTBA (3K30reHHbIe)

Myn 1 Myn 2 Myn3 Myn4

AueTtamuHogeH OnpeHrnapamuH AnbbyTepon LleTnpnsunH
AueTtunumucrevH SpuTpomMuUumH BynponunoH HekctpomeTopdaH
Buconponon BandeHesmnH KodheunH L-ackopbuHoBas kucnota
Uutanonpam enapuH CepTtpanuH MeTonponon
LesnopatagnH JInpokanH ®dropug HaTpua Haponon

Mpenen o6HapyxeHus

Mpenen obHapyxeHus (Limit of Detection, LOD) onpepensieTcsi kak ypoBeHb heTanbHom hpakLumm, KOTopbii
cooTtBeTcTBYET 95 % BEpPOATHOCTM O6HapPYXEeHNsI NPeaCTaBALLEr0 MHTEPEC COCTOAHUS, Takoro kak T21. Onsa
oueHkun LOD VeriSeq NIPT Solution v2 gns pa3nuyHbix pacnpocTpaHeHHbIX COCTOSHMI ObINn NpoBeAeHbI
nccnepoBaHust U CTaTUCTUYECKUE aHamnmU3bl.

BeposiTHOCTb 06HapyXeHUsi COCTOSIHUS, NPEACTaBNAOLLEr0 MHTEpPeC, B 0b6pa3Le ¢ aHomanuei, o6paboTaHHOM B
VeriSeq NIPT Solution v2 rnaBHbIM 06pa3om, 3aBUCUT OT Tpex (hakTopoB:

* ®detanbHada pakuma
* [nybuHa cekBeHUpOoBaHMUS

® Pasmep N CNOXHOCTb npenctasBnAaruero nHtepec reHoMHoro y4acrtka

HokymeHT Ne 1000000078751, Bepcus 09 64 n3 85
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Mpepnonaras NOCTOSIHHYO rNYyOMHY CEKBEHUPOBaHMSA, 3afaHHyo abeppauuio nerye obHapyXxuTb B o6pasue c bonee
BbICOKMM MPOLEeHTOM cheTanbHoON pakumm, 4em B obpa3sue ¢ 6oree HU3KUM npoLeHTom deTanbHon dpakuun. U
HaobopoT, MpK YCNOBMU NOCTOSIHHOW heTanbHoM hpakummn 3aaaHHy abeppauuio nerdye obHapyxuTb B obpasLe ¢
6onee BbICOKOW rny6uHOM CEKBEHMPOBaHUSA, Yem B 06pa3ue ¢ 6onee HU3KOMN rnybuHon cekBeHMpoBaHUs. HakoHel,
abeppauun B MEHbLUUX UK Gonee CNOXHbIX reHOMHbIX 0611acTax crioxHee o6HapyXuTb, Yem abeppauum B 6ornee
KPYMHbIX UM MEHEEe CIOXHbIX rEHOMHbIX 06nacTaX, NPy YCroBUM NOCTOSIHHOW cheTanbHoM hpakumm 1 rnyGuHbI
CEKBEHUPOBAHUS.

IOnsa onpepnenenna LOD gnsa obHapyxeHusa T21 aHanusmpoBanu 06pasLibl, cogepxalume cMech 06beaAnHEHHbIX
06pa3uoB T21 1 06beauHEHHBIX He 3aTPOHYTbIX 06pa3uoB. [1Ba Tna aHanuTa CMeLunBanu B CEpUM TUTPOBaHUSA AN
co3faHua Habopa 13 cemu ypoBHeit chetanbHon dpakumm (0, 2, 3,4, 5, 6 n 10 %). Kaxabiii ypoBeHb Obin npeacTaBneH
B o6Luen crnoxHoctn 10 NOBTOPHOCTAMMU.

[na ganbHenwero yBenuyeHns paspeLueHuns ceTku chetanbHon dpakumm ansa aHanusa LOD gaHHble aToro
nccnepoBaHus 6binn 4ONOSHEHbI [AHHBIMM, MONYYEHHbIMU NpY pa3BefeHny in silico. 3 dekTbl aKCcnepMMeHTanbHOro
pasBefeHnsi U TUTPOBAHUS MOLENNPOBAn MyTEM KOHTPONMPYEMOro CMELLMBAHUS AaHHbIX CEKBEHUPOBaHUSA. [aHHble
3TOro TMTpoBaHus in silico oxBaTeiBanu Habop u3 14 yposHen cdetansHon dopakuunm (1,25, 1,50, 1,75, 2,00, 2,25, 2,50,
2,75, 3,00, 3,25, 3,50, 3,75, 4,00, 4,25 1 4,50 %) ¢ 32 noBTOpHOCTAMU ANA Kaxaoro yposHs. [ns onpegenexma LOD
ansa T21 6bin NpMMeHeH NpobuT-aHanu3 NonyyYeHHbIX AaHHbIX.

HesaBucumo 6bina paspaboTaHa cTaTucTUdeckas Mogernb C UCNoNb30BaHUEM deTanbHON dopakuun, rnyouHbl
CEKBEHUPOBAHWUSI U FEHOMHOIO pa3mepa/CroXHOCTH AN NPOrHo3MpoBaHWsA BEPOATHOCTN 0BHapyXeHus noboi
abeppauuu B ntobom o6pas3ue. 3ta mogens 6bina ycTaHOBIEHa HAa OCHOBAHMU AaHHbIX, COOTBETCTBYHOLLMX Habopy 13
1405 obpasuoe XY. bbino yctaHoeneHo, 4To LOD ans T21, nporHo3upyembliii C TOMOLLbIO 3TO MOAENM, cornacyeTcs
C BbILLIEONNCAHHOW OLEHKOM Ha OCHOBE NPOBMTOB. Ta cTaTMcTMYecKasi MoAesb NCMOoNb30Banach Assi OLEHKM
3HayeHun LOD gna aHeynnongmm Ha BCEX ayTOCOMaX U Ansl YaCTUYHbIX Aeneuni u ayninkauun.

Ha PucyHok 2 nokazaHa 95 % BeposATHOCTb 06HapyXeHus Ans CpeaHUX permoHoB Nno pa3amepy 1 ayTOCOMHbIe
npeaensl obHapyXeHus s BCeX TPUCOMUIA U BceX MOHOCOMMUIA. Moporoeoe 3HaveHne LLR CNV 15.1.

HokymeHT Ne 1000000078751, Bepcus 09 6513 85
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PucyHok 2 95 % BeposATHOCTM 06HapyXeHWsa ans CpegHNx permoHoBs no pasmepy ans VeriSeq NIPT Solution v2

CumMBOIbI NOKa3bIBAOT ayTOCOMHbIN Npefen oGHapyXeHWst TpUcomuit CuMBOIbI NOKa3bIBAKOT ayTOCOMHbIN Npefen obHapyXeHUst MOHOCOMWiA
1
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0 20 40 60 80 100 120 140 160 180 200 220 240 0 20 40 60 80 100 120 140 160 180 200 220 240
O dekTnBHBIN pasmep (Mb) O dekTuBHbIN pasmep (Mb)
Tpucomus | Monocomusi Tpucomus MoHocomus
Moporosore LoD Moporosore LoD Moporosore LoD Moporosore LoD
Chr | Cumeon | 3Havenune LLR | (%) | 3Hayenue LLR | (%) Chr | Cumson | 3Havenne LLR | (%) | 3HaueHue LLR | (%)
1 O 7 1,44 | 13,2 1,80 12 [} 11,6 2,14 | 12,8 2,22
2 O 9 1,47 13,6 1,71 13 & 3 1,68 16,5 2,94
3 O 5 1,41 13,8 1,99 14 A 12,7 2,68 14,7 2,82
4 A 7 1,82 15,2 2,39 15 \4 9,8 3,07 16,4 3,69
5 v 7,6 1,60 17 2,14 16 X 10,7 3,10 15,3 3,54
6 [ ] 7,3 1,60 15,4 2,09 17 ¥ 16,8 4,25 15,7 4,14
7 ] 6,6 1,73 14 2,25 18 > 3 1,98 11,3 3,02
8 L 2 58 1,63 14,8 2,25 19 D 15,5 5,01 27,5 6,26
9 A 8 1,97 13,6 2,41 20 H 10,6 3,20 18,2 3,91
10 v 8,8 2,01 14,7 2,42 21 (24 25 2,58 13,2 4,40
1" (@) 12,2 2,14 15,7 2,35 22 n 13,5 4,87 15,3 5,09
HokymeHT N2 1000000078751, Bepcusa 09 66 n3 85
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[TonCK 1 yCcTpaHeHne HencnpaBHOCTEN

Mouck u yctpaHeHue HeunpasHocten VeriSeq NIPT Solution v2

Pexum oTkasa

HepocTtaTtoyHo
BXOZIHOW NMna3msbl

HecocToaTenbHOCTb
NPOBUPKKN C KPOBbIO

Bo3mMoXxHbIi
pe3ynbTaTt

O6paszeu Cbou
KOHTpons
KayecTBa

KpoBb He
pasgeneHa Ha
crnowm

MHTepnpeTtauusa

HepocTtaTouHbIN
ob6beM nnasmbi.

O6pa3zeL He

LeHTPUYrnpoBaH.

HenpasunbHoe
XpaHeHue unm
TpaHCNopTUPOBKa
obpasua (remonus
obpasua).

PekomeHaoBaHHOe
nencreune

MoBTOpHO HabepuTe
obpaseu.

Y6epuntech, 4T
LueHTpudpyra 3anyLieHa
1 npobupka
LeHTpudyrmpoBaHa ¢
NpaBuWITbHOW CUIOMN.
MoBTOpHO Habepute
obpazel,

MoBTopHO HabepuTe
obpaszel,

KommeHTapuu

Ha ocHoBaHMU BU3yanbHOro KOHTPOsS
obbema nnasmsbl.

3aMopoXeHHble 06pa3Lpl He
pasfeneHbl.

HenpaBunbHble ycnosus
TPaAHCMOPTUPOBKM UITN XpaHEHUS
MOryT NPVBECTU K FEMONN3Y
06pa3uoB.
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Pexunm oTkasa

3akynopka nnu
3aMeffeHHbIN NOTOoK
obpasua

Bo3MoOXHblit
pesynbtat

3arpsa3HeHune
nnasmbl

MepenonHeHue
obpasua

HewucnpaBHoCTb
obopynoBaHus

MHTepnpeTtauus

OTaenbHble
ob6pasubl MoryT
3aKynopuTb
CBSA3bIBAOLLMN
NnaHLweT, ecnu B
obpasue nnasmbl
Habnopaetcs
3HauuUTenbHoe
3arpsisHeHue.

HeapekBaTHbIi
BMU3yaribHbIA OCMOTP
Kaxaomn npobupku Ha
npeomeT
NPUrogHOCTH
obpasua.

HeapekBaTHoOe
pacuienneHue
mMaTtepuana Bo
BpEMS SKCTpaKL K.

PekomeHpgoBaHHoe
aencremne

OcmoTpuTe obpaseL.
Ecnu octaBasicsa B
npobupke nnasma
KpacHOoro unu
MOJIOYHOrO LUBeTa,
OTMeHWTe obpaszel u
3anpocuTe NOBTOPHOE
B3ATMe. Ecnn obpazeLl,
BbIMNSAUT
HOPMarnbHbIM,
NoBTOpPUTE aHanM3
ob6pasua.

Henaet

HeneNnCTBUTENbHbIM BCE

o6pa3subl B
Gnmanexatumx yHkax,
3aTPOHYThIX
nepenosiHeHneMm.

BbINONHMTE NOBTOPHbIN

aHanus obpasua. Ecnu
npobnema
COXpaHsieTcs B MecTe

pacnonoXeHna NiyHKu C

ApyrMmmn obpasuamu,
obpaTtutech B cnyxby
TEXHU4YeCKom
nogaepxku lllumina.

KommeHTapum

MoxeT yka3blBaTb Ha HEMpaBUIIbHYIO
TPaHCMOPTUPOBKY UMK XpaHeHne
obpasuoB nepea 06paboTkoNn.
VcknounTb HenoaxoasLme obpasipbl U3
06paboTKu.
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Pexunm oTkasa

C6omn koHTponA
KayecTBa aHanu3a

oTpernbHoro obpasua

Bo3MoOXHblit
pesynbtat

C6o1 KOHTpOns
KayecTBa
CEKBEHUPOBAHUS

Huzkoe
konun4yecTteo FF
unm
HEeUCKMIOYEHHbIX
yuactkoB (NES)

MHTepnpeTtauus

Bo3moxHble

NMPUYnNHbIL:

HepoctaTtoyHbIn
reHeTU4YeCcKni
BKMag,
HenpaBunbHbIN
nepeHoc BO
Bpems paboThbl C
obpasuom

C6oli peareHTa
CEKBEHNpPOBaHMS

HepocTtatoyHo
JaHHbIX AN
TOYHOro oTYyeTa.

PekomeHpgoBaHHoe
aencremne

[MpoBepbTe aHHOTALMIO
obpasua. MposepbTe
aHanornyHele paboumne
XapaKTepuCTUKM
npeabiaywmx obpasuos
B OTHOCUTENBHOM
MONMOXEHMU NaHLweTa.
BbINONHMTE NOBTOPHbIN
aHanns obpasua.

BbINOSIHUTE NOBTOPHBI
aHanus nnasmbi.

KommeHTapum

Yka3sblBaeT nnMbo Ha HegOCTaTOUHbIN
Bxof obpasua, nmbo Ha
HenpaBwnbHbIN nepeHoc Ha ML STAR.
HepocTtaTto4yHoe KonmM4yecTBo
reHeTM4YecKoro MaTepuana MoXxeT
6bITb 00YCNOBMNEHO HEAOCTATOUHbIM
konnyecTtsom becknetoyHon [HK B
nna3me unu knetovHon [HK, yto
NPUBOAUT K YpeE3MEPHOMY
pa3BegeHuto obpasua ans
CEKBEHNPOBaHUS.
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Pexunm oTkasa

C6omn koHTponA
KayecTBa
KONMMYECTBEHHOTO
ornpeneneHus

Cb6olt 06begmHeHna

Bo3MoOXHblit
pesynbtat

He ypnanocb
BbINOMHUTB
KONM4YeCcTBEHHOE
onpeneneHuve.
MeawnaHa naptum
HUXe
MUHUMarnbHOro
3HayeHus

He ynanocb
BbIMOSHUTb
KONN4eCTBEHHOE
onpeaeneHne

He ypnanocb
obbeanHeHne
obpasuoB

MHTepnpeTtauus

HepoctaTouHbIn

BbIXO/ npouecca.

C6ow ctaHgapTHOM

KpMBOW.

AHanus nyna He

MOXeT paccynTaTb

npaBuIibHblE
o6bembl nyna.

PekomeHpgoBaHHoe
aencremne

MoBTOpUTE
KONIMYECTBEHHOE
onpegenenune. Ecnu
NMOBTOpHOE
onpegeneHue He
yaanocb, obpaTtntech B
cnyx6y TeXHUYeCcKom
nogaepxku lllumina.

MosTopuTte
KOJNIMYEeCTBEHHOE
onpepenenune. Ecnu
NoBTOpPHOE
onpegeneHue He
yaanocb, obpatuTech B
cnyx6y TEXHUYECKOW
nogaepxku lllumina.

BbINONHUTE NOBTOPHYHO
OLIEHKY LieneBomn
KOHLLeHTpauumm nyna.
MoBTOpUTE @aHanNn3
obbeanHeHus.

KommeHTapum

lMokazaTenu ctaHAapTHON KPUBOK, He
cooTBeTCTBYOLWMe TpeboBaHmAM, NMMbo
YKasblBatloT Ha Npo6nembl ¢
NMoAroToBKOM 6UGNMoTEKM (T. €.
ncnonb3oBaHue aTaHona
HeBGNONOrMYeCKon CTENEHN YACTOTbI),
nm60 Ha NpobnemMbl ¢ NpoLLeccomM
KONUYEeCTBEHHOIO onpeaeneHus.
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Mouck n yctpaHeHue HeucnpasHocTteu VeriSeq NIPT Microlab STAR

OTan

Kop, owumbku
npouecca
Co3pnaHue EM0044
cepuu
Co3paHue EMO0051
cepumn
Co3pnaHue EMO0076
cepun

Owanor owunbku

BeepeHHbin Batch ID
(MpenTndukatop
cepun) coaepxuT
3anpeLLeHHble
CUMBONbI.

Batch ID
(MWpeHTudukaTop
cepun) coaepxmuT
6onee 36 cMMBONOB.

HeB0O3MOXHO
NOAKIIOUNTBCA K
Cepsep VeriSeq Onsite
Server v2

OnucaHue

[na Bcex nonen
naHHbIx VeriSeq NIPT
Solution v2
NpUHMMaeT TONbKO
undpbl, 6ykBbl,
noaYepKnUBaHuS u
THpe.

VeriSeq NIPT Solution
V2 orpaHu4mMBaeT
OJIMHY Ha3BaHWM
naptui oo 36
CMMBOJIOB UM MEHEE.

Cepsep VeriSeq
Onsite Server v2 He
OTBEYaEeT Ha 3anpochl
OaHHbIX OT
aucnetyepa pabounx
NpoLLeccoB.

Pa3speweHue nonb3oBaTens

MepenmeHynTe ceputo, MCNONb3Ys UMS,
KOTOpPOE He COAEPXMUT cneumasbHbIX
CVMMBOJIOB.

lMepenmeHynTe ceputo, NUCNOsb3ys UM
OnNnHon meHee 36 CUMBOSOB.

1. Yb6eputech, yto ML STAR noaknto4deH kK
ceTu.

2. Y6eputech, uto CepBep VeriSeq Onsite
Server v2 BKIOYEH.

3. Y6eputechb, yto ML STAR mMoxeT
nogkniountbea K Cepep VeriSeq Onsite
Server v2 (no 3anpocy ping).

4. Ecnv npegbiaywime waru He nomornu
pewnTb Npobremy, obpaTuTech B Cnyxoy
TexHuyeckon nogaepxku lllumina.
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OTan

Kop, owumbku
npouecca
Co3pnaHue EMO0118
cepuu
Co3zpaHue HenpumeHnmo
cepumn
BbipeneHne WP0087
nna3mbl

Owanor owunbku

Cepwisi He npoLuna
NMPOBEPKY N HE MOXET
6bITb 06paboTaHa B
JanbHenwem.

O6paboTka 3Tol cepum
yXe 3aBepLueHa. Bbl
XOTUTE NOBTOPHO
06beanHUTLCA?

3arpyxeHbl
ayonupytowmecs

LUTPUX-KOAbl 06pa3LoB.

OnucaHue

Yka3aHHas cepus yxe
He npoLusia npoBepKy
N HE MOXET ObITb
obpaboTaHa ganee.

YkazaHHas cepus
Oblna obpaboTaHa
nyTem o6beanHeHus.
EnnHcTBEHHOM
[onycTUMon
o6paboTkon sBnsieTcA
NoBTOpHOE
obbeavnHeHne.

B cucremy 3arpyxeHsbl
ob6pa3subl ¢
NAEHTUYHBIMU
LUTPUXKOLAMMU.

Pa3speweHue nonb3oBaTens

3anucob o cepuun B Cepaep VeriSeq Onsite
Server v2 yka3biBaeT Ha cOo BeIOpaHHON

naptun. JanbHenwas obpaboTka 3anpeLyeHa.

CoszpaiTe Apyryto cepuio ¢ HeobxoanMbIMU
obpasuamu.

BbInosiHuTE NOBTOpHOE 06beANHEHME

cnenyowmm obpasom.

* Bbibepute Re-Pool (MosTopHoOe
obbeauHeHwe).

* [NpepeaTtb MeTOA 1 yoeanTbca B
NpaBUNbHOCTU Ha3BaHWsA cepun nepes
NOBTOPHbLIM O6'be,D,I/IHeHI/IeM.

1. Cnegynte noackaskam Workflow Manager,
4yTObbLI ONPeaennTb, Kakme Npobbl ABNAOTCA
aybnukatamu.

2. Ypanute pybnukaTtbl U nepeMapkupyinte
UNn 3aMeHUTE UX.

3. MNepesarpysnTte 06pasupl.

ZA uonn|os 1 diN bague BrHahauoago oloHwwediodu Axgoyeul a miqieg
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60 brodes | G/8/0000000 k- oN LHOWANOTT

€L

Stan
npotecca

BbipeneHne
nnasmbl

3arpy3ka
nnaHweTa

Kop, owwmnbku Owanor owunbku

EPO102 O6pasLbl, yka3aHHble B
NpoTOKOJEe aHanNn3a, He
ObInu 3arpyXeHsi.

HenpumeHnmo  Owmnbka mackm

LTPpNXKOoOa Venus

OnucaHue

O6pasupl,
BKITIOYEHHbIE B
NMpOTOKON aHanu3a, He
GbINKY BKIIOYEHbI B
3arpyxeHHble
LUTPUXKOABI.

Workflow Manager
obecneunBaeT
npaBuIbHY10 CBA3b
Mexay nnaHweTamm u
cepusiMu C MOMOLLIbIO
MacoK LLUTPUXKOA0B
Venus.

Pa3speweHue nonb3oBaTens

1. Cnegynte noackaskam Workflow Manager,
yToObI ONPenenuTL HepocTaLLe 06pasLpbl.

2. BbibepuTe 0guH U3 HUXECNEAYOLNX

BapuaHTOB:

+ [ob6aBbTe oTCyTCTBYIOLWME 06pasLbl B
CEpUIo 1 MOBTOPHO 3arpy3nTe obpa3upbl.

* [NpepBuTte meToa, Npy1 HEO6XOOUMOCTH
N3MeHUTe NPOTOKOS1a aHanuaa.
Mepe3anycTute MeToA.

1. MNpoBepbTe pacnonoxeHue nnaHweTa,
4yTO6bl yO6EeauTbCs B NPaBUSIbHOCTU
pacnosioXeHus nnaHLeTa.

2. Y6eputech, YTO 3arpy>XeHHbIi nnaHweT
ABMAETCA NPaBUIbHBIM NMAHLLETOM AN
yKa3aHHOW cepumn.

ZA uonn|os 1 diN bague BrHahauoago oloHwwediodu Axgoyeul a miqieg



"‘OYLIA NI UMXNLOOHIVNT BUT

60 brodes | G/8/0000000 k- oN LHOWANOTT

vL

Stan
npotecca

OKcTpakums
cfDNA

OKcTpakuusa
cfDNA

Kop, owumbku

WEO0150

WEO0153

Owanor owunbku

CnuwKoM HMU3Koe
[OaBrieHVe B BaKyyMHOM
Kamepe.

Cnuwwkom BbicOKOE
OaBreHne B BaKyyMHOM
Kamepe.

OnucaHue

IucneTtyep paboyero
npotecca He
paboTaer, ecnu
JaTyuK JaBneHus B
BaKyyMHOW fIMHUK B
COCTOSIHUM NOKOS <
400 Topp.

Ecnn namepeHHoe
OaBrieHne Bakyyma
CINULLIKOM BbICOKOE A0
3anycka perynatopa
OaBneHns, BO3MOXHO,
cucTemMa HencnpasHa.

Pa3speweHue nonb3oBaTens

1. MpoBepbTe BaKyyMHYIO JIMHUIO Ha Hann4me
nepernboB Unv Apyrux NpenaTcTBUN.

2. OTKponTe 3aXMMbl pa3xmma JINHUM
OTXO[0B, AalTe AaBneHunto cbpocnuTbes, a
3aTeM MNOMTHOCTbI0 3aKpOoMTe 3aXMMbl
pa3xuma nMHUN.

3. Ybepoutech, YTO BaKyyMHbI KOHTPONep 1
HaCcoC BKITHOYEHBI.

4. MNposepbTe 6yTbib ANA BaKyyMHbIX
oTxonoB. Ecnun 6yTbinb Ans oTxoaos
3anonHeHa bonee YeMm HaMonoBUHY,
OMOPOXHMUTE ee.

5. Ecnv npobnema He ucyesna, CBAXUTECH CO
cnyx060M TeXHNYECKON NoAAEPXKN KOMNaHUK
[llumina.

Ha 3agHel naHenu KoHTponnepa ybeantecs,
YTO BCE BaKyyMHbI€ COEAMHEHNS U IUHUK
Ha[eXHO 3aKpenseHsl.

ZA uonn|os 1 diN bague BrHahauoago oloHwwediodu Axgoyeul a miqieg



"‘OYLIA NI UMXNLOOHIVNT BUT

60 brodes | G/8/0000000 k- oN LHOWANOTT

SL

Stan
npotecca

OKcTpakums
cfDNA

Kop, owumbku

WE0996

Owanor owunbku

Bakyym He
repMmeTusnpyetcs.

OnucaHue

Mpexpe yem
NPOAONXUTb,
Heobxoanmo
yCTpaHuTb
HEencnpaBHOCTb
YMNOTHEHMS.

Pa3speweHue nonb3oBaTens

Mpexae yem HaxaTtb OK, ybeantech, 4To
HEeNCrnpaBHOCTb YNJIOTHEHNS YCTPaHeHa.

1. Y6eputech, 4TO NMaHLIET AN CBA3bIBAHUSA
HaxoAWTCA 3anoAnLO C BaKyyMHbIM
KonnektopoM. Pykoi B nepyaTtke ¢ ycunuem
HaJaBuUTe Ha NNaHLWET AN CBA3bIBAHUS.

2. CnywanTe BaKyyMHbI YBNaXHUTENb U
HabntoganTe 3a NOTOKOM BOAbl Yepe3
CBA3bIBAIOLLYIO NNACTUHY.

3. OTKponTe BNA, TPAaCCUPOBKK B UCreTyepe
pabounx npotieccos. [Nocne Toro, kak
hakTnyeckoe 3Ha4yeHue faBneHns JOCTUTHET
no MeHbLUen Mmepe Ha 50 eanHuUL, AaBneHus
MEHbLUE 3Ha4YeHUs, MOSTYYEHHOro Nnpu
TemnepaTtype okpyXaloLlen cpebl, HaXMuTe
OK, uT06bI Npoaonmxuts akcTpakumo cfDNA.
4. Ecnn TpebyemMoe 3HayeHne AaBneHus He
OOCTUTHYTO B T€YEHNE OTBEAEHHOIO BPEMEHN,
HaxmuTe OK, 4ToBbl MpoAOMXUTEL paboTy C
nepBoOK Harpy3kom nu3ara.

5. MNMpnoctaHoBuTE MeTO nocne
pacnpepeneHus nu3aTta Ha CBA3bIBAOLLNIA
nnaHweT. CHOBa yCTaHOBUTE U C YCUITUEM
HaJaBWTE Ha NNaHLIET A1 CBA3bIBAHMWA.

6. Ecnv nu3aT He NpoxoamT Yepes MiaHLLeT,
obpaTtuTech B cnyx0y TEXHUYECKON
nogaepxku lllumina.

ZA uonn|os 1 diN bague BrHahauoago oloHwwediodu Axgoyeul a miqieg
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60 brodes | G/8/0000000 k- oN LHOWANOTT

9L

Stan
npotecca

OKcTpakums
cfDNA

OKcTpakums
cfDNA

OKcTpakums
cfDNA

Kop, owumbku

WMO0219

EE0477

EEO0519

Owanor owunbku

Ecnu Bakyym BKIOY€EH,
BPYYHYIO OCTaHOBUTE
Hacoc.

Mpu nepemeLLeHun
nnaHweTa npousowwna
owunbka.

(owmbka iISWAP)

OTCcKaHUpOBaHHbIN
LUTPUX-KOA, HE
COOTBETCTBYET
3aperncTpMpoBaHHOMY
LUTPMX-KOAY NnaHweTa
[ns CBA3bIBaAHUS.

OnucaHue

Bakyym moxeTt
ocTaBaTbCA
BKJIIOYEHHbIM Nocne
OTMEHbI MeToaa BO
BpeMs 9KCTPaKLuK.

Mpy BO3HNKHOBEHMWM
owmnbkn iISWAP
(cbpoc nnaHLwerTa,
Hey[aBLUMIACA 3axBaT
UT.A.) cuctema
npeasioxuT
BbIMNOSMHUTb
nepemeLleHme
nnaHweTa Bpy4YHY!o.

3arpyXeHHbIn
nnaHweT ana
CBSI3bIBaHMSA He
COOTBETCTBYET LUTPUX-
Kopy M3BfEeYEHHOro
nnaHwera.

Pa3speweHue nonb3oBaTens

1. Ha BakyyMHOM KOHTpoOnnepe HaxmuTe
kHonKy Power ([MuTaHue), 4ToObI BLIKNIOYMTD
BaKyyM.

2. Mopoxpute 10 cekyHA, a 3aTeM CHOBa
HaxmuTe KHorky Power (MuTtaHue), 4Tobbl
BKITIOYMTb BaKyyM.

Y6eputech, Y4TO NAaHLWET MOXET ObITb

n3eneyeH (6e3 nponutoro matepuana).

« Ecnu nnaHweT He MOXeT 6bITb
BOCCTaHOBJIEH, NPEPBUTE 3amnyck.

« Ecnu nnaHweT MOXHO BOCCTaHOBUTD,
cnepynte oTobpaxaeMblM MHCTPYKLMAM,
4yTOObI 3aBEPLUNTL NEPEHOC MIaHLeTa
BPYUYHYIO.

Y6eamTech, UTo 3arpyxaeMblii nfaHweT
COOTBETCTBYET 3anMCaHHOMY LUTPUXKOAY
(0Xvaaembln LUTPUXKOL, CM. B XypHarne
TpaccupoBKM).

ZA uonn|os 1 diN bague BrHahauoago oloHwwediodu Axgoyeul a miqieg
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LL

Stan
npotecca

API

Kop, owumbku

EA0372

EA0774

EA0780

Owanor owunbku

HeBo3mMoOXxHO
NOAKMIOUYNTLCA K
cepBepy OaHHbIX.

OwwnbKa nogKoveHus.

He yaanock npoBeputb
coefMHeHune C
cepsepom API.

403: HeponycTumbiin
3anpoc

Tekywana TpaH3akuna
HeAencTBUTENbHA.

OnucaHue

Cepsep VeriSeq
Onsite Server v2 He
OTBEYaEeT Ha 3anpocskl
OaHHbIX OT
ancneTtyepa pabounx
NpoL,EeccoB.

Cepsep VeriSeq
Onsite Server v2
nepecrtan oTBeyaTb Ha
3anpochbl faHHbIX OT
ancneTtyepa paboyero
npouecca.

OTnpaBneHHbie
OaHHble HapyLaT
noruky pabouyero
npouecca CUCTEMbI.

Pa3speweHue nonb3oBaTens

1. Y6eautecs, yto ML STAR nogxnto4eH K
ceTu.

2. Y6epuTteck, uto Cepep VeriSeq Onsite
Server v2 BKIOYEH.

3. Y6eputechb, uto ML STAR moxeTt
nogkntountbes K Cepsep VeriSeq Onsite
Server v2 (no 3anpocy ping).

Y6eputecsb, 4To:

1. Y6eauntecsb, yto ML STAR nogkno4eH K
ceTu.

2. Y6eputech, yto ML STAR moxeT
nogkniountbea K Cepeep VeriSeq Onsite
Server v2 (no 3anpocy ping).

3. Ybeauntecsh, uyto CepBep VeriSeq Onsite
Server v2 BKIOYEH.

[na nonyyeHua oNonHUTENBHON
nHdopmMauum cm. ceefieHns 06 ownbke.
PacnpocTpaHeHHbIMU MpUYNHAMK SIBNSAIOTCA
CIULLIKOM AJIMHHbIE BXOOHbIE AaHHbIe UK
HapyLleHWs AONYCTUMOrO CrMcKa CUMBOJIOB.

ZA uonn|os 1 diN bague BrHahauoago oloHwwediodu Axgoyeul a miqieg
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Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina

NIPT Solution v2

cTopusa nameHeHmnm

[ oKyMeHT HOata
LokymeHT N2 Anpenb 2024 .
1000000078751,

Bepcusa 09

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

OnucaHue U3MeHeHuk

YpaneHo

YcTtapeBwuit Homep no katanory 20030577.
MakcumanbHas BMECTUMOCTb Npobupky ans
LeHTprdyrnpoBaHms NPobUpKK Ansa B3siTUS KPOBMU.

HobaBneHo

Hoebin Homep no katanory 20101927 ona cepeepa VeriSeq
Onsite Server v2.

EpuHuua namepeHuns gns npobupok ansi B3aTusi KPOBU
obbemom 10 mn.

Pa3bacHeHne oTHoCUTENbHO COBMECTUMbIX Bepcuin SoftMax
Pro.

MoscHUTENbHOE NpUMEeYaHme o ToOM, 4To AnA obecneyeHnn
B3anmo3ameHsiemocTu ¢ VeriSeq NIPT Microlab STAR
crnepyeT UCnonb30BaTh TONIbKO COBMECTUMYIO NIACTUKOBYHO
nocyny.

MpuMeyaHne OTHOCUTENBHO NpeaynpexneHns o
3arpsisHeHun cMecu 06pas3LoB B pasgene «MHTepnpetauus
pe3ynbTaToBy.

MpepynpexaeHue: He 3amopaxusaTb obpasel, LienbHON
KpoBu, cobpaHHbIn B Streck Cell-Free DNA BCT.
MpepocTepexeHune o ToM, YTobbl n3bexaTb BO3AENCTBUS
MOBLILLEHHbIX TEMMepaTyp Ha obpaseL.

YTOYHEHNE OTHOCUTENBHO OFPaHUYEHUI aHanM3a 1 ycrnoBun
BOCMpPOU3BOAMMOCTMW.

PasbAcHeHne oTHOCUTENBHO NOPOroBoro 3HavyeHna CNV
LLR k puc. 2 B pazpene «Ipenen obHapyXeHus».

O6HoBMNEeHo

CoBmecTMMas ccbinika Ha Npobupky ¢ peareHToM u3
npobupku ¢ peareHToM Roche B npoburpky ¢ peareHToM
lllumina n go6aBneH HOBLIN KaTanoXHbIN HOMEP.

Howmep no katanory Thermo Fisher Multifuge X4 Pro-MD: #
75016034.

MpepocTepexeHne 0 TOM, YTO HECOrNacoBaHHbIE 06 beMbI
JNIYHOK MOTYT MPUBECTM K HEMPOXOXAEHUIO 06pa3uamm
aBTOMAaTU4YECKOro KOHTPOJSIs KayecTBa.

CM. MHCTPYKLMK MO NPUMEHEHMWIO MHCTPYMEHTA.

801385



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

[ oKyMeHT HOata OnucaHue nuameHeHui
LoKymeHT ABryct 2022r. O6HoBNEH KaTanoxHbl HoMep paboyero npouecca
Ne 1000000078751, YpaaneHa NHCTpyKUMSA MO NMNETUPOBAHUIO AN
Bepcus 08 nepemMeLunBaHnsi, eCnv NNaHweT 6ubnuoTekmn bbin
3aMOpPOXEH.
HokymeHT N2 1000000078751, Bepcusa 09 811385

OnA ANArHOCTUKU IN VITRO.



Bxknagbiw B ynakoBKYy nporpamMmmHoro obecneyeHns VeriSeq illumina
NIPT Solution v2

[ oKyMeHT HOata OnucaHue nuameHeHui

LoKymeHT Man 2022 . PasgeneHsbl orpaHuyenus npouenypsbl Ha VeriSeq NIPT
Ne 1000000078751, Solution v2 Reporting v BKnto4YeHbl NepBbIe ABa MyHKTa.
Bepcua 07 OcTaBLUNNCA TEKCT pa3MeLLLEeH MOA, HOBbIM 3arofloBKOM

«OrpaHunyeHuns aHanmsa.

YpaneHo

* VeriSeq u3 Bcei MapKMpoOBKM peareHToB.

* [pw nogrotoBke 6GUBGNMOTEK HAHECUTE LUTPUX-KOL, Ha
nepexogHbivi nnaHwet VeriSeq NIPT.

Hdob6aeneHo

* CnoBo «cepTuduuupoBaHoO» ANnd BoAbl, HE coaepXxallen
OHKazy/PHKas3y.

* OavH 13 crnepyoLmx cYUTbIBaTENEN MUKPOMAHLLETOB UMK
3KBMBAreHTHbIN 1 SpectraMax M2, M3, M4, M5 un
npumMeYaHue.

* B pasgen VeriSeq NIPT Microlab STAR, 4To6bl 06bACHUTB,
4YTO AenaTb BO BpEMS OLLUMOKM.

* [NpumeyaHune pns BU3yanbHOro 0CMOTpPa SyHOK.

* WNHCTpyKuun gnsa naptui Ha 24 n 48 o6pasLoB Bo BCex
paszenax npoTokona.

+ 3Tanbl UICNosfib30BaHMsA NONETOBOIO NEPEXOAHOIO
naHLweTa Unn 3KBMBarneHTa.

* dopmynunpoBka pasgena «Jemorpaguyeckme gaHHble n
XapaKTepucTukm 6epeMeHHOCTU» ANsi BKITYEHUS
pe3ynbTaToB NepBOro TpuMecTpa 6epeMeHHOCTU.

 TyHKT B pa3gen cneuudmkaLlmin nnaHweTa ¢ rnybokmumm
NyHKaMu 4ns BKNoYeHUs nHdopmaumm o6 ycTon4ymBocTm K
KpyTALWEMY MOMEHTY.

O6HoBMEHO

* POopMynMpoBKa AN YHUKarbHbIX Ha3BaHU NapTun gns
AICHOCTU U BKIIOYEHWUE NpUMepa.

* CumBOnbl 1 popMaTUPOBaHME NPUMEYaHIHN,
npegocTepexeHun u npeaynpexaeHun.

* [NoAnyHKTbl pe3ynbTaToB TECTOBA.

* ['yaHuguH TMouMaHaTt 3aMeHEH Ha ryaHuavHa rmapoxsiopua.

+ CVS 3ameHeHo Ha BVS (6a3oBas BakyymHas cuctema)

* PopMynMpoBKa AN UCMONb30BaHUSA FTEHOMHOIO CKPUHUHTa
n6annaLLR.

* Cneundukaumm: TexHnyeckme xapakTepmucTmkm hnakoHoB ¢
peareHTamu, NnaHweTbl ¢ ryo6oKummn nyHkamm, 384-
NYHOYHbIX NMaHLWeToB, 96-NyHOYHbIE MaHLLEeTOB

HokymeHT Ne 1000000078751, Bepcus 09 821385
OnA ANArHOCTUKU IN VITRO.



Bknagplw B ynakoBKY nporpamMmmHoro obecneyeHus VeriSeq

NIPT Solution v2

[ oKyMeHT HOata

LoKymeHT
Ne 1000000078751,
Bepcua 06

AsrycTt 2021 .

LoKymeHT
Ne 1000000078751,
Bepcua 05

LoKymeHT
Ne 1000000078751,
Bepcua 04

HokymeHT Ne 1000000078751, Bepcus 09
OnA ANArHOCTUKU IN VITRO.

Iekabpb 2020 .

OkT56pb 2020 T.

illumina

OnucaHue U3MeHeHumn

O6HoBnEeH agpec ynonHoMo4eHHoro npeactasutens B EC.

O6HoBneHbl pasaens! «MpuHUUNLI NpoBEeAeHUS NpoLenypbI»,
«lMpepynpexpeHns 1 mepbl NPefOCTOPOXHOCTUY U
«MapkupoBka nsgenuvsa» ¢ AoNoNHUTENbHbLIMM
pa3bACHEHVUAMM 45151 BbINOSTHEHUS HOPMATUBHbIX 3aNpPOCOB.
HesHaunTenbHble 0OHOBNEHUS coaepXaHusa NpoTokona Ans
COOTBETCTBUA TEKYLLEMY CTUMO U opraHn3aumm lllumina.
OnucaHne XxpoMocombl 21 N3MEHEHO C «BTOpasi HauMeHbLLada
ayTocoma YyesioBeKka» Ha «camas ManeHbkas aytocoma
yenoseka» B pa3fene « TOYHOCTb» pa3fena «AHanuTuyeckas
3hPEKTUBHOCTbY.

[ob6aBneHbl npeaynpexaeHus o HenpaBUbHOM
MCMNoMb30BaHUN pe3epByapoB 1 pUCKax aMmanbramaumm
obpasua B pasgensl «[oarotoBka nnasmbl N3onsta» u
«MHTepnpeTauns pe3ynbTaToBy.

[obaBneHbl HOBblE HOMepa MO KaTanory cepeepa 1
nporpaMmmHoro obecnevyeHus ons Bblnycka HOBOW Moaenu
cepBepa 1 06HOBNEHUSA HOMepa MO KaTanory NporpamMmMHoOro
obecneyeHus.

[o6aBneHbl NpeoCcTePEXEHNs K MPOTOKONY U MHCOPMaLMK O
NonCKe N yCTpaHEHMN HEUCNPABHOCTEN ANs yCTPaHEeHUA U
npepoTBpaLLeHnNs nepenonHeHus obpasua.

OGHOBMEHbI aKTUBHbIE MHTPEANEHTLI B peareHTe

DNA Quantification Standard B komnnekTe npuHagnexHocTen
Accessory Box ons npuBefeHnsa B COOTBETCTBME C NAcnopToM
6e3onacHocTu.

O6HoBneHbl NpaBuna HaumeHoBaHusa mogynsa NIPT VeriSeq
Local Run Manager gns npvBegeHns B COOTBETCTBME C APYromn
JOKyMeHTauuen.

[obaeneHa «/IcTopnsa M3MeHeHU».

He3HauuTenbHble ucn paBneHuAa.

831385
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[ oKyMeHT HOata OnucaHue nuameHeHui

LoKymeHT CeHTa6pb 2020 1. OG6HOBIEH CNUCOK MaTepUanoB Ans NpeacTaBleHns

Ne 1000000078751, crneuundvkaLmn nabopaTopHoM NOCYAbl BMECTE C U3BECTHBLIMU
Bepcua 03 COBMECTUMbBIMYU ONUUAMM.

LoKymeHT ®espanb 2020 . O6HoBNEHO NpeacTaBieHne NHOPMaLMM O KIMHNYECKNX

Ne 1000000078751, pabounx xapakTepucTmkax afs ny4yero NnpeacTaBneHns
Bepcua 02 pasnuumin mexay 6a3oBbIM U FEHOMHbIM CKPUHWUHIOM.

[o6aBneHbl HOBblE pa3nnymns No paboynm xapakTepucTukam
Mexay 6a30BbIM Y FeHOMHbLIM CKPUHUHIOM.

YpaneHa npoTuBopeunBas MHgopmMmaumsa o Heob6s3aTenbHOCTU
OOMONMHUTENBHOro oT4yeTa 13 pasgena «puHumnbl
npoBeAeHWs NPOLLEaypbI».

O6HoBMEHbI NpaBuUna HaMMeEHOBaHUS NPOrpaMMHOro
obecneuenus VeriSeq NIPT Workflow Manager v2 no scemy
OOKYMEHTY Ans obecnevyeHns CTUNUCTUYECKON
COrnacoBaHHOCTMW.

O6HoBneHa mapkupoBka agpecos lllumina B ABcTpanuu un
HuaepnaHaax gns oTpaxeHusi NocnegHUX NU3MeHEHUNM.

LoKymeHT ABryct 2019. YpaneH nosTopstowmincs war B akcTpakuum cfDNA,
Ne 1000000078751, BbI3BaHHbIM OWINGBKOW NybnnKaLmm nporpaMmmMHoOro
Bepcua 01 obecneyeHus.
LoKymeHT Man 2019. MNepBbIn BbINYCK.
Ne 1000000078751,
Bepcua 00
HokymeHT N2 1000000078751, Bepcusa 09 84 n3 85

OnA ANArHOCTUKU IN VITRO.
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[MaTeHTbl 1 TOBapHbIE 3HAKN

HacTosLwmit LOKYMEeHT 1 ero cofepxaHue sBnsTcA cobCcTBEHHOCTLIO kKomnanuu lllumina, Inc. u ee adpdunmposanHbix nuy, (lllumina)

1 NpefHa3HaYveHbl A8 UCMOSIb30BaHNS UCKITIYUTENBHO B paMKax A0roBopa 3aka34ymkoMm npu aKcnnyaTauum usgenus (-i), onncaHHoro (-bix)
B HacTOSILLEM JOKYMEHTE, U HU A515 KAKON UHOW Lenu. HacToawmin JOKYMEHT 1 ero coaepXaHue He noanexar UCMoSb30BaHunio unm
pacnpocTpaHeHuo He Mo Ha3HaYeHUIo U/UNn Nepegaye, PackpbITUIO UM BOCMPOU3BEAEHNI0 KaKMM-TMbo cnocobom 6e3 npeaBapuTesnibHOro
NUCbMEHHOrOo cornacus komnaHum lllumina. Hactoswmm nokymeHToM Komnanus lllumina He nepefaeT HUKaKUX NIMLLEH3UI Ha CBOW NaTEeHThI,
TOBapHbIE 3HaKW, aBTOPCKUE NpaBa Uy npasa, Npu3HaBaeMble 06LLUM NPaBOM, UMW aHANOrMYHbIE NpaBa TPETbUX MULL.

MHCTpYKUMK, N3MOXEHHbIE B HACTOALLEM AOKYMEHTE, [AOMKHbI CTPOro M TOYHO cobntoAaTbCs KBanMULMpOBaHHbIM 1 NPOLLEALLNM
COOTBETCTBYHOLLEE OOYyYEeHME NepcoHanom ans obecrneyeHns NnpaBubHOM 1 6e30nacHom 3KCnyaTauuy U3NENuii, ONMCaHHbIX B HACTOSILLEM
nokymeHTe. MNepepn Havanom paboTsl ¢ 060pyoBaHMEM NONb30BaTENb 0683aH TLWATENbHO U3YUYNUTb AaHHbIN JOKYMEHT.

HEBbIMNOMNMHEHUE TPEBOBAHUI MO NONMHOMY NPOUYTEHUIO Y TOYHOMY BbIMNONMHEHWIO BCEX MHCTPYKUWIA, COOEPXALLMXCA B
HACTOSALLEM OOKYMEHTE, MOXET NPVUBECTW K MOBPEXOEHWIO U3OENUA, TPABMAM (MOJTb3OBATENA UM MHBLIX JTALL) U
MNOBPEXOEHWIO UMYLLECTBA VI MPUBELET K OTMEHE NMIOBbIX TAPAHTUNHBIX OBA3ATENLCTB, MPUMEHUMbIX K U3OENUAM.
KOMMAHWA ILLUMINA HE HECET HUKAKOW OTBETCTBEHHOCTU, BO3HUKAIOLLEW BCITEOCTBUE HEHAONEXALEMO
MCMOINb30BAHUA U3OENUIA, ONMUCAHHBLIX B HACTOALUIEM OOKYMEHTE (BKIMKOYAA UX YACTU UIMN YACTW MPOrPAMMHOIO
OBECIEYEHWA).

© 2024 lllumina, Inc. Bce npaBa 3aluyLLEHbI.

Bce ToBapHble 3HaKy ABNATCA COBCTBEHHOCTbIO KoMMNaHuu lllumina, Inc. unu nx cooTBeTCTBYOLMX BriaaenbLes. IHhopMaLumio 0 KOHKPETHbIX
TOBapHbIX 3HaKax cM. Ha Beb-caiiTe www.illumina.com/company/legal.html.

KoHTakTHas nHdopmauma

ul C€

lllumina, Inc. 2797

5200 lllumina Way IVD CnoHcop B AscTpanuu

San Diego, California 92122 CLIA lllumina Australia Pty Ltd
+1-800-809-ILMN (4566) Nursing Association Building

www.illumina.com The Netheriands ABcTpanus

+1-858-202-4566 (3a npenenamu CeBepHoit AMepuKm) Hurmina Netherlands BV Level 3, 535 Elizabeth Street
umina Netheriands ..
techsupport@illumina.com % Steenoven 19 Melbourne, VIC 3000
5626 DK Eindhoven

MapkupoBka nsaenuvs

MonHyto nHopMaLmio 0 CUMBONax, KOTopble 306paxeHbl Ha YNakoBKe N 3TUKETKE U3AeNns, CM. B ONUcaHUn
yCnoBHbIX 0603HayeHun no agpecy support.illumina.com Ha Bknagke Documentation (JlokymeHTaums) Ans BaLlero
Habopa.

KpaTkuin 0630p 6e3onacHoctn n achdpektuBHocTu (SSP) cM. no appecy https://ec.europa.eu/tools/eudamed nocne
3anycka Esponeiickoi 6a3bl faHHbIX MeanuuHCKux nsgenuin (Eudamed). OH cBsi3aH ¢ 6a30BbIM MAEHTUDUKATOPOM
UDI-DI (0081627002NIPTRP).

HokymeHT Ne 1000000078751, Bepcus 09 8513 85
OnA ANArHOCTUKU IN VITRO.
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