XAPAKTEPNCTWKW MPNBOPA

[Tpnbop MiSeq Dx
Instrument

[lepBbIVt Nprbop ANA
CEeKBEHMPOBaHMA HOBOIO
nokoneHma (NGS),
pernaMmeHTrnpoBaHHbIN FDA

n nmetroLnm mapkunposky CE-IVD,
ONA AnarHOCTUKW in Vvitro

« [lpubop npocT B akcnnyataunn énarogaps UHTYUTUBHO
NMOHATHOMY MHTEPdENCY CEHCOPHOrO aKpaHa
N aBTOMaTU3UPOBaAHHOMY npoueccy paboTbl.

* BblCoYanwee KayeCTBO N HALEXHOCTb AaHHbIX
NOATBEPXAEHbI B XOL4E BCECTOPOHHEN NPOBEPKM
CNCTEMDbI.

e LUMpOKWI CNeKTp aHaNM30B MONEKYAPHOM
ONArHOCTUKK, pa3pabOoTaHHbIX 419 KITMHUYECKNX
nabopatopui.

o OTkpblTaa nnatdopma ANa pa3paboTKm
NonNb3oBaTEeNbCKMX aHaNM30B A9 ANarHOCTUKW in Vitro
(IVD, In Vitro Diagnostic) 1 BO3MOXHOCTb MpoBeaeHNs
OPYrnx aHann3oB B pexvMe UCCNeLoBaHuSA.

illumina

Ons gnarHoctuku In Vitro. JocTynNHO He BO BCEX PErMoHax U cTpaHax.
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MPMBOP MISEQDX INSTRUMENT

BBepneHune

[Mpnéop MiSegDx Instrument — aT0 nepBad Nnathopma
ONA cekBeHMpoBaHMs HOBOro nokonexus (NGS,
next-generation sequencing), pernamMeHTUpoBaHHas
YnpaBfieHeM no KOHTPOMKO 3a Ka4eCTBOM MULLEBbIX
NPOAYKTOB M NiekapcTBeHHbIX cpeacTs (FDA, Food and
Drug Administration) n oTMe4YeHHaa 3HakoM COOTBETCTBHUSA
cTaHmapTtam EC B EBponenckom corose (CE, Conformité
Européenne), onsa gnarHocTukn in vitro (CE-IVD) (puc. 1).
Mpnbop MiSegDx Instrument, pa3paboTaHHbI cneymanbHO
AN UCNONb30BaHNA B KJIMHUYECKUX TabopaTopusx,
3aHMMaeT Hebonblyto niowaab (0,3 KB. M), oTAnMyaeTcs
NMPOCTOTOM B MCMOJMb30BaHNN 1 CNOCOOEH NPefoCTaBNATb
[OaHHble, 0OTBeYatole pasHoobpasHbiM MOTPEBHOCTAM
KNIMHMYeCcKnx nabopatopuin. Kpome Toro, BCTPOEHHOe
nporpaMMHoe obecrneyeHne No3BoAET BbIMOMHATD
HaCTPOWKY 3amnycka, oTC/exmnBaTb 06pasLbl, ynpaBndTb
nonb3oBaTeNAMN, BECTU XYpHan peructpaunm

COBbITUI U MHTEPMNPETMPOBATL pesynbTaThl”. Micnonbays
NPOBEPEHHYH XMMNYECKYHO PeaKLM0 CEKBEHUPOBAHNS
nyTem cuHTesa (SBS, sequencing by synthesis),
pa3paboTaHHyo kKoMmnaHuen lllumina, npnbop MiSeqDx
Instrument No3BoIAE€T MPOBOANTL TOUHOE U HALeXHOe
CKPUHWHIOBOE 1 AMAarHOCTUYECKOE TECTUPOBAHNE.

Puc. 1. Mpubop MiSegDx Instrum ent, pernameHTUPOBaHHbLIN
FDA v umerownm mapkuposky CE gns IVD, obecneunBaet
npocToTy paboyero npouecca, ynobcTBo UHTepdenca
nNporpaMMHoOro obecneyeHnsa 1 NOBbIWEHHYIO 3alWnTy
nofib3oBaTenen.

* [oapobHble oTHeThl 0 pe3ynbTatax 4OCTYNHbI AN1A aHaNn30B,
NpVYIMEHAEMbIX B pamKax 3afay Lien1eBoro cekBeHnpoBaHus,
Takmx kak TruSight Cystic Fibrosis 139-Variant Assay
1 TruSight Cystic Fibrosis Clinical Sequencing Assay.
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[Mpenmyuecta NGS

B cpaBHeHUN C CeKBEHUPOBAHNEM METOLOM KanuaiapHOro
anekTpopopesa no CaHrepy, NGS no3BonseT BbIABAATb
bonee WUPOKNIM cnekTp Bapuaumnm B cTpykType OHK,
BK/IFOYaA pefiko BCTpeyatolmecs Bapuaunm 1 cocegHune
¢dasnpoBaHHble Baprayumu, Npy 9TOM COKpallaeTcsa BpemMs
nonyyeHuns pesynabrata N yMeHbLIaeTCcq KONM4ecTBO
pabounx onepaunin’?. B xuMmudeckon peakumm lllumina

SBS ncnonb3oBaHa ecTecTBEHHAsA KOHKYPEHUMSA Mex ay
BCEMU YeTbIpbMA MEUYEHbIMU HYK1EOTUAAMMU, YTO CHUXaEeT
BEPOATHOCTb OWNBKN BCTpamnBaHNa n obecneymsaet
bonee HafleXXHoe CEKBEHUPOBaHME MOBTOPAFOLLMUXCA
obnacTen B reHOMe 1 rOMOMNONNMEPOB MO CPaBHEHUIO

C APYTrMU CUCTEMAMU CeKBeHMpoBaHuas. Takow

MEeTO/[ rapaHTUpyeT BbICTPOE NoyYeHne NoapobHbIX
pe3yneTaTtoB 6e3 AONTNX Y TOYHAKOLWMNX aHaNn30B.

[TpoCcTON TpexaTanHbIin paboumnin
npotecc

AHanusbl Ha npnbope MiSeqDx Instrument BbINONHAKOTCA
B COOTBETCTBMM C MPOCTbIM TPexXaTanHbIM NpoLeccomM
(pyic. 2), KOTOPBbIN HAYMHAETCSA C U3BNEYEHNS TEHOMHON
OHK (FOHK) 13 06pa3sLoBs LenbHom nepudepryeckon
KpOBW YesioBeka nnu TkaHen, 3adbrKCUMpPOBaHHbIX
bopManmHoOM u 3anuTbix NapaduHom (FFPE, formalin-fixed
paraffin-embedded). O6pa3subl AHK nogrotasnmnearoT

K CeKBEHNpOBaHWNIO, 406aBAAA NpaiMepbl 1 co3aaBas
NHOEKCMPOBaHHbIE BMOBNNOTEKN AN OAHOBPEMEHHOIO
3axBaTa M aMnInduKaumm COTEH 3aaHHblx o6nacTen

B HECKO/TbKMX 0bpasuax.

MoarotoBneHHble 6UBNNOTEKN CEKBEHUPYIOTCH

C MOMOLLbKO FOTOBOTO K MCMOMb30BaHMI0, NpeaBapuTensHo
3aMoSIHEHHOr 0 KapTpuaxa ¢ peareHTamun MiSeqDx.
[JocTaToO4YHO NPOCTO Pa3MOPO3UTL KapTPUAXK, 3arpy3nTb
61bnnoTeky, BCTaBUTb B npnbop MiSeqDx Instrument

N OHOW KHOMKOWM 3anyCTUTb CEKBEHUPOBAHME.

[nsa BbinonHeHna NGS Ha npubope MiSegDx Instrument
ncnonb3yeTca xummyeckas peakunsd lllumina SBS,

npw KOTOPOW NMPOUCXOANT MacCOBOe NnapasnensHoe
CeKkBeHVpPOBaHWe MUIIMOHOB ¢pparmeHTos HK

C MOMOLLbIO 3aMaTEHTOBAHHOIO MeToAa, OCHOBAHHOIO
Ha MCMOoMb30BaHUN 06PaTUMbIX TEPMNHATOPOB.
O6Hapy>XeHWe OAHOHYKITeOTUAHbIX OCHOBaHNN
NPOVCXOAUT MO Mepe UX BCTPanBaHWA B pacTyLime
HUTK OHK. Pacno3HaBaHVe OCHOBaHWM NPON3BOANTCA
HenocpeACTBEHHO Ha ba3de N3MEPEHNIN MHTEHCUBHOCTN
CUTHala B XOLe KaxK4oro uukna.

//) Bonee Nogpo6HO 0 XMMUYECKon peakLmn SBS
MOXHO y3HaTb Ha caunTe illumina.com.

Ons gpuarHocTuku In Vitro. JocTynHO He BO BCEX PErMOHaX U CTpaHax.


https://www.illumina.com/science/technology/next-generation-sequencing/sequencing-technology.html
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[NoarotoBKa
onbnmnortek

> CekBeHUMpoOBaHMe > [MpoBeneHMe aHanmsa

Habopbl 1 naHenu
018 NOArOTOBKMN
onbnmnotek lllumina Dx

= ﬁ

:DX LT

Mpnbop MiSeqDx
Instrument

BcTpoeHHoe M0
Local Run Manager

Puc. 2. TpexaTanHada npouefypa aHannsa Ha npubope MiSegDx Instrument: npndop MiSegDx Instrument ncrnosib3yeTca kak
HeoTbeMeMas 4YacTb KOMMIEKCHOTO peLleHs, BKHOYarOLLEro NoAroToBKY 61baMoTeKkn n aHanus gaHHbIX 418 MOIEKYNAPHbIX
AVarHoCTUYecKmx nccnenoBaHnii. MoapobHble 0TYeTbl 0 pedynbTaTtax AOCTYMHbl TOMbKO A9 aHann30B, MPUMEHAEMbIX B paMKax
3a/,a4y LLeneBOoro CeKBeHNPOBaHNA, Takux Kak aHanus TruSight Cystic Fibrosis 139-Variant Assay 1 aHanus TruSight Cystic Fibrosis

Clinical Sequencing Assay.

BcTpoeHHOe nNporpamMmMHoe
obecneyeHne cUCTEMBI

B npubope MiSegDx Instrument nMeeTcs NONHOCTbLIO
BCTPOEHHOE NporpamMmMHoe obecneyeHre, 4OCTYN

K KOTOPOMY OCYLLEeCTBJIAETCA C MOMOLLLK CEHCOPHOTO
SKpaHa € yAobHbIM nHTepderncoM. 3anycku
CeKBEHWPOBaHMA MOXHO NMIaHNPOBaTb U OTCIEXNBATb
C MOMOLLbIO XXYPHASOB perncTpaymm cobbITU, UCNOb3ys
nporpaMmmHoe obecneveHne Local Run Manager,
KOTOPOE NOAOEPXKMBAET OTCNEXMBaHME BNONNOTEK

1 3afaeT NapaMeTpbl 3anycka CEKBEHVPOBAHNSA.
MporpammHoe obecnedeHune Local Run Manager
3anycKaeTcq Ha KoMMbroTepe nprubopa, No3Bonds
nonb30BaTeNAM KOHTPOMPOBATL X0 BbINMOMHEHNA

N MPOCMaTPMBaTbL pesybTaTbl aHann3a ¢ 4pyrux
KOMMbIOTEPOB, MOAKIIHOUYEHHBIX K TON Xe CeTu.

[To OKOHYaHWK cekBeHMpoBaHusa Local Run Manager
aBTOMAaTMYECKN 3anycKaeT aHanna faHHbIX C MOMOLLbHO
OAHOIr0 N3 HECKOJIbKMX AOCTYMHbIX aHaNTUYECKMX
Moaynewn. Ina BbipaBHUBaHMA 1 ONpefeneHna KOHKPETHbIX
Bapuaunm Unm ycTaHOBIEHHbIX MNOMb30BaTeNeM
LeneBbix 0bnacTen UMerTCs aHanuTU4ecKme Moaynu,
cneunduyHbie 4NA KOHKPETHOro aHanmaa.

[TporpaMMHoe obecrnedyeHune angd
yrpaBfeHus Nob3oBaTeNAMY

YT106bI 06ECNeYnTb NpaBubHoOE UCMOb30BaHME CUCTEMDI,
nprbop MiSegDx Instrument ocHalleH BCTPOEHHOM
CUCTEMOW ynpaBneHna nonb3osatenamu. OHa no3songer
nabopaTtopnaM KOHTPOIMPOBATL M OTCAEXMBATbL LOCTYN

K CUCTEME, YTO rapaHTUpyeT NpoBeAeHNe aHanM30s
TOMBKO YMNONHOMOYEHHbBIM MEPCOHAaIOM.

Ons gpuarHocTuku In Vitro. JOCTYNHO He BO BCEX PErMOHaX U CTpaHax.

ﬂ,OCTyI'IHbIe dHalln3bl 1 PE€areHTbl

B HacTosLWee BpemMa LOCTYMHO MHOXECTBO aHann3os
N peareHToB AN1A ANArHOCTUKN in vitro, npegHasHauYeHHbIX
L7151 UICNONb30BaHNs ¢ Npubopom MiSeqDx Instrument'.

« AHanus TruSight™ Cystic Fibrosis 139-Variant Assay
cnocobeH BbiSBUTb 139 KNMNHUYECKM 3HaUYNMbIX
1N YHKUNOHANbHO MOATBEPXKAEHHbIX Bapuayuii B reHe
perynatopa TpaHCcMeMbpaHHOW NPOBOAVMOCTW NpW
MykoBucumao3se (CFTR), KoTopble onpeaeneHbl B 6ase
OaHHbIXx CFTR24.

» AHanus TruSight Cystic Fibrosis Clinical Sequencing
Assay BbIiBNSeT MyTauunm B 061acTsax KoAMpoBaHWA
6enka 1 Ha rpaHuuax MHTPOH/3K30H reHa CFTR.

e lllumina DNA Prep with Enrichment Dx — 370 pelleHue
[NA CEKBEHUPOBaAHWA Ha OCHOBE 060ralleHns, KOTopoe
NO3BOMAET KNMHNYECKMM NnabopaTtopusiMm 4o6aBnATh
naHenu oboralyeHns AN LeneBoro CEKBEHNPOBaHNA
npu NpoBeAEHUN ANATHOCTUKM.

AHannabl lllumina Ana noaroToBKy 6MBANOTEK,
npefHasHayeHHble ANA UCNoNb30BaHUA ¢ cnuctemon MiSeq
System Ha npnbope MiSegDx Instrument npu ero sanycke
B pexxnme Research Mode (Pexunm nccnegoBanHuns),
NO3BONAT PacWNPUTb GYHKLNOHANBHOCTE CUCTEMBI.

T MNoppobHble 0TUYETbI 0 pesynbTaTax AOCTYNHbl A4N19 aHann30B.,
NpVYIMEHAEMbIX B pamKax 3afay LieneBoro cekBeHMpoBaHus,
Takux kak TruSight Cystic Fibrosis 139-Variant Assay
1 TruSight Cystic Fibrosis Clinical Sequencing Assay.
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TexHMYeckue xapakTepncTmkm nprubopa
MiSeqgDx Instrument

KoHourypaumna npubopa

OTcnexumnBaHme pacxo4Hblx MaTepranosB C MOMOLLbHO
pagnoYacToTHOM uaeHTudunkaumm (RFID)
MporpammHoe obecneveHne npnbopa MiSeq
MporpammHoe obecneyeHmne Local Run Manager

YnpaBasoLwmii KoMnbtoTep Npubopa (BHYTPEHHWI)

CunctemHbin 6nok: Intel Core i7-7700, LM 2,9 'y,
MamaTb: 2 x 8 'b DDR4 SO-DIMM

XecTkum gnck: HeT

TBeppoTenbHble Ancku: 2 x 1 Tb SATA
OnepaunoHHas cuctema: Windows 10

Csetoawog (LED)

520 HM, 660 HM

Pasmepol

W xT xB:68,6 x56,5x%523cm (27,0 x 22,2 x 20,6 gronma)
Macca: 54,5 kr (120 ¢pyHTOB)
Macca ¢ Tapou: 90,9 kr (200 ¢yHTOB)

TpeboBaHUA K 3/IEKTPONUTAHUIO

90-264 B nepem. Toka npun 50/60 Iy, 10 A, 400 BT

PaanoyacToTHbIN naeHTudrkatop (RFID)

YacToTa: 13,56 MIy
MouHocTb: 100 MBT

[MponsBoaANTENBHOCTb

3anyck Ha 1-96 06pa3L 0B B 3aBUCUMOCTW OT aHaNn3a

[MapameTpbl MPON3BOANTENBHOCTHN

MakcumMarsnbHasa AnvHa npoyteHns: oo 2 x 300 n. o.
(cneumndunyeckne xapakTepPUCTUKM KOHKPETHOrO aHannsa
yKasaHbl Ha NMCTKe-BKNaabllwe)

O6beM BbIXOAHbIX aHHbIX (3anyck Ha 2 x 150 n. 0.): 2516
KonmyecTBO NPOYTEHNIN, MPOXOAALLMX Yepes GUNbTPbI:

> 15 MUANMOHOB

MokasaTens Q30 (Npw AnuHe npoyTeHnsa 2 x 150 n. 0.): = 80 %
TOYHOCTb Pe3ynbTaToB AJ1A 3apOAbILLEBON NNMHUNZ: OPAP:

> 99,9 % OTHOCUTENBbHO 3TaNIOHHbBIX AaHHbIX

TOYHOCTb pesynbLTaToB A1 cOMaTu4eckunx knetok® OPA: 100 %
OTHOCUTENBHO 3TaNOHHbBIX AaHHbIX

BocnponsBoaMMOCTb pe3ynbTaToB AN 3apObILLEBON NTUHUNE:
OPA: 99,88 % OTHOCUTENBHO 3TANOHHbIX AAHHbIX
BocnponsBoaMMOCTb pe3ynbTaToB A1 COMaTUYECKMX
knetok®: 99,6 % 0T OXMAaeMoro pacnosHaBaHus 4aa 06pasuos
C MyTaumamu

a. PesynbTaTbl NONyYeHbl C MOMOLLbIO PENpe3eHTaTUBHOIo aHanunsa
Ha ocHoBe TruSeq Amplicon, npeaHasHaYeHHOro A1 U3yYeHUs PasanyHbIX
reHoB, oxBaTblBaroLMx 12 588 oCHOBaHUI B 23 pasHbIX XPOMOCOMaXx
¢ ncnonbsosaHmeM 150 aMMANKOHOB.

b. OPA: nokasaTenb obLen cornacosaHHocTu (Overall Percent Agreement).

. PesynbTaTbl OCHOBbIBAIOTCA Ha aHanM3e Ha MyKoBucLmnaos (CF-139).

d. PesynbTaTbl OCHOBbIBAKOTCA Ha penpe3eHTaTUBHOM [IByreHHOM aHanuse
Ha 6a3e TruSeq Amplicon.

o
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VIHbopMaLwna Ana 3akasa

Homep

N3penue

Mo Katanory
MiSeqDx Instrument DX-410-1001
MiSeqgDx Reagent Kit v3 20037124
[lflumina DNA Prep with Enrichment Dx with
UD Indexes Set A (16 samples) 20051354
[llumina DNA Prep with Enrichment Dx with
UD Indexes Set A (96 samples) 20051352
[llumina DNA Prep with Enrichment Dx with
UD Indexes Set B (16 samples) 20051355
[llumina DNA Prep with Enrichment Dx with 20051353

UD Indexes Set B (96 samples)

[lononHuTenbHaa nHoopmMayma
Mpu6op MiSeqDx Instrument

MoneKynspHas AnarHoCTMKa

MpuMereHne MiSeqDx

lllumina DNA Prep with Enrichment Dx

JlnTepaTypa

1. Shokralla S, Porter TM, Gibson JF, et al. Massively parallel
multiplex DNA sequencing for specimen identification using
an lllumina MiSeq platform. Sci Rep. 2015;5:9687. Published
2015 Apr 17. doi:10.1038/srep09687

2. Precone V, Monaco VD, Esposito MV, et al. Cracking the Code
of Human Diseases Using Next-Generation Sequencing:
Applications, Challenges, and Perspectives. Biomed Res Int.
2015;161648. doi:10.1155/2015/161648

3. Bentley DR, Balasubramanian S, Swerdlow HP, et al. Accurate
Whole Human Genome Sequencing using Reversible
Terminator Chemistry. Nature. 2008;456(7218):53-59.
doi:10.1038/nature07517

4. Clinical and Functional TRanslation of CFTR (CTFR2). cftr2.org.
[aTa obpalleHus: 23 ¢espana 2021T.

Ons gpuarHocTuku In Vitro. JocTynHO He BO BCEX PErMOHaX U CTpaHax.


https://www.illumina.com/systems/ivd-instruments/miseqdx.html
https://www.illumina.com/clinical/diagnostics.html
https://www.illumina.com/systems/ivd-instruments/miseqdx/applications.html
https://www.illumina.com/products/by-type/ivd-products/dna-prep-enrichment-dx.html
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4401116/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4401116/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4401116/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4668301/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4668301/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4668301/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2581791/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2581791/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2581791/
https://cftr2.org/
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3asBneHne o NpeaycMoTPEHHOM
NPVMEHEHM

MpenycMoTpeHHOe NpuMeHeHne npnbopa MiSeqDx
Instrument (CLUA)

Mpnéop MiSegDx Instrument npegHa3HadeH 415 LeneBoro
cekBeHnpoBaHua 6ubnnotek OHK 13 reHomHom HK
4yesnioBeKa, BbIAEIEHHOM U3 LieNTbHOW Nepndeprnyeckomn
KpoBW, 3apVKCMPOBAHHOW GOPMannMHOM 1 3anUTON
napaduHom (FFPE, formalin-fixed, paraffin-embedded)
TKaHW UM 9MOPUOHANBHOW TKaHW, KOTOPble
MNCMNOMNb3yHOTCA B X04E€ NPOBOANMbIX Ha NpUbope aHann3oB
AN anarHocTuku in vitro (IVD, in vitro diagnostic).

Mpnbop MiSegDx Instrument He NnpegHa3HayeH

A5 NOSTHOTEHOMHOMO CeKBEHUPOBAHNA UK
cekBeHnpoBaHusa de novo. Mpnbop MiSegDx Instrument
HaOEXUT UCMOMb30BaTb C 3aPErnCTPUPOBAHHBIMN

1 KaTanorusmpoBaHHbIMU, MPOLIEALIMMN NPOBEPKY UK
YyTBEPXAEHHbIMW peareHTamMu 4na AUarHoCTUKW in vitro

N aHaIUTUYECKNM NPOrpaMMHbIM obecneyeHnem.

MpenycMoTpeHHOe NpuMeHeHre npnbopa MiSeqDx
Instrument (EBponenckuin coros / Apyrue cTpaHbl)

Mpnbop MiSegDx Instrument npefHasHayeH 4N LeneBoro
cekBeHupoBaHua bubnmotek AHK 13 reHomHonm HK
4yenoBeka, BblLAEIEHHON U3 LieSTbHOW nepudepmnyeckomn
KpoBW, 3adUKCUPOBAHHOW GOpMannHOM 1 3a5INTON
napadunHom (FFPE, formalin-fixed, paraffin-embedded)
TKaHW U SMBPUOHASTbHOM TKaHK, KOTopbIe
NCMONb3YHOTCA B XO4E NPOBOAUMbIX Ha NpUbope aHann3oB
ANA anarHocTuku in vitro (IVD, in vitro diagnostic).

Mpnbop MiSegDx Instrument He NpeAHa3HavyeH

LNA NOTHOreHOMHOT O CEKBEHWPOBaHUA NN
cekBeHMpoBaHusa de novo. Mpunbop MiSeqDx Instrument
HaOeXUT UCMNOMb30BaThb C 3aPErnCTPUPOBAHHBIMN

N KaTanormsnpoBaHHbIMK, MPOLWeALLUMY NPOBEPKY UK
YTBEPXAEHHBIMW peareHTaMun ANng AUarHoCcTUKK in vitro

N aHaNUTUYECKUM NPOrPaMMHbIM 0becrnedeHnem.

MNpefycMoTpeHHoe NpMMeHeHre Habopa peareHToB
MiSegDx Reagent Kit v3

MiSeqDx Reagent Kit v3 komnaHuu lllumina — 310 Habop
peareHTOB 1 PACXOAHbIX MaTepunanos, NpegHa3HauYeHHbIX
ONA CeKBeHMpoBaHMsa BnbnnoTek obpasLos Npu
NCMONb30BaHNN C BaNUANPOBAHHBIMU A1 9TOWN Lienn
aHanmnsamu. Habop peareHToB MiSeqDx Reagent Kit v3
npefHasHadyeH 4718 UCMOoMb30BaHNA C NprbopoMm
MiSeqgDx Instrument 1 COOTBETCTBYHOLWNM aHaNTUYECKUM
nporpaMMHbIM obecrneyeHnem.

Ons gpuarHocTuku In Vitro. JOCTYNHO He BO BCEX PErMOHaX U CTpaHax.

MpenycmoTpeHHoe npuMeHeHne aHanusa TruSight Cystic
Fibrosis 139-Variant Assay

AHanus TruSight Cystic Fibrosis 139-Variant Assay

(paHee n3BecTHbIN Kak lllumina MiSegDx Cystic Fibrosis
139-Variant Assay) npeacTtaBnaeT cobon cuctemy
NpoBeLeHNA Ka4eCTBEHHOI0 aHanmsa Ans AMarHoCTUKM
in vitro, ncnonb3yemMyro 419 0O4HOBPEMEHHOIO
0BHapyXeHnA 139 KIMHNYECKN 3HAYMMBbIX, BbI3bIBAOLLINX
MYKOBUWCUMA03 MyTauum 1 BapuaLui reHa perynsatopa
TpaHCMeMbpaHHOW NPOBOAVMOCTI NPU MYKOBUCLIMAO3E
(CFTR, cystic fibrosis transmembrane regulator)

B reHomMHon [AHK, BblAeNeHHON N3 06pasLoB LIeNbHOM
nepudepmnyeckon Kposu Yenoseka. K Taknum Bapnaumsam
OTHOCATCHA PEKOMEHOBaHHbIE AMEPUKaHCKOW Konnernen
MeauumHckon reHeTkn (ACMG, American College

of Medical Genetics) B 2004 ' u pekoMeHA0BaHHble
AMEPNKAHCKOWN KOMernen akywepoB  TMHEKONOroB
(ACOG, American College of Obstetricians and
Gynecologists) B 2011 1.2, 3TOT aHaNn3 npefHasHayeH
ONA NPOBEAEHNA CKPUHUHIA Ha HOCUTENbCTBO MeHOB
Cpeau B3POCbIX L, penpoLyKTUBHOIMO BO3pacTa,

ONA NOATBEPXAAOLWMX AMArHOCTUYECKMX aHann3oB

y HOBOPOXAEHHbIX U AeTel, a TakxXe B KayecTBe
HayaflbHOrO aHanmn3a B pamMKax BCNOMOraTebHON
AVarHOCTUKN Y N C NOLO3PEHMEM Ha MYyKOBUCLMOS.
PesynbraThl 9TOro aHanusa 4OJIXKEH MHTEPNpeTUpoBaTh
cneynanucT, NoNy4YnBLWNI NPOdEeCCUOHANbHYHO
cepTudUKaLNo NO MONEKYNIAPHON FreHeTunKe,

nnn npodeccroHan aHanorMyHOro YpoBHS; KpOMe TOoro,
NX cnefyeT oueHnBaTb B KOMMJIEKCe C APYron AOCTYNHON
NHGOPMaLMeER, NOYUYEHHOM B pe3ynbTaTte 1abopaTopHbIX
aHaNN30B U KNIMHNYECKUX HabNrLEHUNA.

[laHHbI aHanns He pekoMeHA0BaH A5 NPYMeEHEHUA
NPV CKPUHUHTE HOBOPOX AEHHbIX, ANAarHOCTNYECKIMX
ob6cneaoBaHnax Nnoaa, NpeabiMnaaHTaLMoHHOM
TECTMPOBAHNN, @ TaKXe B KAYeCTBE CaMOCTOATETbHOIO
MeToda AMarHOCTUKW.

AHanus npefHasHavyeH ANd UCMONb30BaHNA Ha npubope
MiSegDx Instrument komnaHum lllumina.

JlnTepatypa no aHannay Ha mykosucLumngo3s TruSight
Cystic Fibrosis 139-Variant

1. Watson MS, Cutting GR, Desnick RJ, et al. Cystic fibrosis
population carrier screening: 2004 revision of American
College of Medical Genetics mutation panel. Genet Med
2004;6(5):387-391.

2. American College of Obstetricians and Gynecologists
Committee on Genetics. ACOG Committee Opinion
No. 486: Update on carrier screening for cystic fibrosis.
Obstet Gynecol. 2011;117(4):1028-1031.
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MPMBOP MISEQDX INSTRUMENT

MpenycMoTpeHHoe NpuMeHeHne aHanuaa TruSight Cystic
Fibrosis Clinical Sequencing Assay

AHanus TruSight Cystic Fibrosis Clinical Sequencing
Assay (paHee n3BecTHbIN Kak lllumina MiSegDx Cystic
Fibrosis Clinical Sequencing Assay) npeacTtaBnaeT
cobOoW AMarHOCTUYECKYHO CUCTEMY AN LefleBoro
CeKBEHWPOBaHWA in Vitro, NO3BONAROLLYIO BbINOMHATL
NOBTOPHOE CEKBEHNPOBaHWE KOAMPYHOLWX BeNoK
obnacTten 1 rpaHnL MHTPOH/SK30H reHa perynaropa
TpaHCcMeMbpaHHOW NPOBOAMMOCTI NPU MYKOBUCLIMAO3E
(CFTR) B reHoMHon [AHK, BblgeneHHon n3 0bpasuos
LenbHom nepudeprnyeckon KpoBm Yenoseka, 0TobpaHHbIX
B Npobupkun ¢ Ko.EDTA. 3TOT aHanms No3BONAET BbIABUTL
OAHOHYKNeOTUAHbIE BapuaLnm 1 Malble NHCEPLMOHHO-
feneunoHHble MyTauumy B Npefenax CekBeHnpyemMmomn
obnacTu, a TakXe npefocTasnaeT MHGopMaLno

0 ABYX FNYBOKUX MHTPOHHbBIX My TalUAX U ABYX KPYMHbIX
neneunax. AHanms npefHasHayvyeH ans UCnonb3oBaHns
Ha npnbope MiSegDx Instrument komnaHun lllumina.

MpennonaraeTcs, YTO AaHHbIN aHanns bygeT
MNCMOb30BaTbCHA B KAYeCTBE BCNOMOraTesibHOro

MeTo[a AMarHOCTUKM NaumMeHToB C NOA03PEHNEM

Ha MykoBuMcLUnao3 (MB). Hanbonee LenecoobpasHo
NPOBOAMTL 3TOT aHanna, Korga y nauneHTa HabnrogatoTcs
HEeTUMUYHbIE UM HeKNaccuyeckme npoasneHna MB

NNV Korfa obe Bbi3biBatoLWme 3abonesaHne MyTaLmnm

He y[anoch BbIABUTbL C MOMOLLIO APYrvX NaHenen ons
onpeaeneHns MyTaumn. PesynbTaTbl aHHOro aHanmsa
OOSIXEH MHTEPNPETMPOBaTb CNeLManmucT, MOAyYnNBLLNIN
npodeccrnoHanbHyto cepTudukalmo No MOAEKYASPHON
reHeTunke, Wnv npodeccrnoHan aHanorMyHoro YpoBHS;
KpOMe TOro, nx cnefyet oLeHnBaTb B KOMMEKCE C ApYron
LOCTYMHOW MHGOPMaLMeER, B TOM YMCTE KITUHUYECKUMU
CYMMNTOMaMU, pesynbTaTtaMun ApYrnx AnarHoCTUYEeCKMX
TECTOB N CEMEWNHBIM aHaMHE30M.

iHHumina
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Ons gpuarHocTuku In Vitro. JOCTYNHO He BO BCEX PErMOHaX U CTpaHax.

[aHHbI aHaNM3 He peKoMeHA0BaH 415 MCMNOIb30BaHUA
B KayeCTBe CaMOCTOSATENbHOIo MeToAa ANarHoCTUKM,
ONA AnarHocTuyeckmnx obcnenoBannin nnoaa,
npeAbiMnaHTaULNOHHOIo TECTUPOBAHNA, CKPUHUHIa

Ha HOCUTENbCTBO MeHOB, CKPUHUHIA HOBOPOX AEHHbIX

1 NONYNAUMOHHOIO CKPUHUHIA.

MpenycMoTpeHHoe NpuMeHeHne Habopa peareHToB
lllumina DNA Prep with Enrichment Dx (CLUA)

Habop Illumina DNA Prep with Enrichment Dx Kit
npeacTaBnaeT cobom KOMMNAEKT peareHTOB N PacXoAHbIX
MaTepuanos, UCNOAb3yeEMbIX A9 MOATOTOBKMN
6rbnnoTek obpasyos 13 AHK, n3sneyeHHom n3

LesibHOW nepudepmnyeckKor KpoBM YernoBeka 1 TKaHu,
3aduVKCMpoBaHHOM GOPMaNMHOM M 3anUTON NapaduHOM
(FFPE, formalin-fixed paraffin-embedded). s noarotosku
O1BANOTEK, HalleNEeHHbIX Ha KOHKPETHbIE UCCNeayeMble
obnacTu reHoma, TpebyroTCA NaHenn 30HA0B, KOTopble
nonb3oBaTesnto creayeT NpuobpecTn OTAENBHO.
Co3pfaHHble b1UbnnoTekn 0b6pasLoB NpegHa3HadyeHbl 44
MNCMOMb30BaHWA Ha cMCTeMax cekBeHnpoBaHua lllumina.

MpenycMoTpeHHOoe NpuMeHeHne Habopa peareHToB
[llumina DNA Prep with Enrichment Dx (EBponenickun
COt03 / Apyrue cTpaHbl)

Habop Illlumina DNA Prep with Enrichment Dx Kit
npeAcTaBndeT cCoboM KOMMMIEKT peareHTOB N PacXOLHbIX
MaTepuasnos, UCMNOJb3yeMbIX AR MOATOTOBKN
bnbnmnoTek obpasyos 13 reHomHom HK, nonyyeHHon

N3 KNETOK 1 TKaHel YenoBeka, C Liefbto paspaboTku
aHann30B ANA ANarHOCTUKK in vitro. [1nA noAroTOBKM
B1BNOTEK, HaLeNEeHHbIX Ha KOHKPETHbIE UcCnefyemMble
obnacTu reHoMa, TpebyroTCA NaHenn 30H40B, KOTopble
nonb30BaTeso CrefyeT NpruobpecTn OTAESNBHO.
CosfaHHble 6ubnnoTekn obpasyoB npeaHa3HayeHbl 415
NCMOJIb30BaHWA Ha CUCTEMax CekBeHMpoBaHmA lllumina.
B Habop lllumina DNA Prep with Enrichment Dx BxoaunT
nporpaMmmHoe obecnedeHne Ang HaCTPONKN, MOHUTOPUHIa
N aHannsa 3anycka CeKBeHMpoBaHuUA.
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