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BbibepuTe 6onee bbICTPOoE U
MacLUTabnpyemMoe CEKBEHPOBaHNE
|_|OJ"IyL1I/ITe OTBETbl Ha BaLLl HAYy4YHbIE 3a4a4

CneyroLero NnokKoNeHA NPV MEHBLLIEM BPEMEHM PaBGoHero NMpoLIEecca U

[MopTdoMo cpagdy HECKONbKVX UHCTPYMEHTOB B OOHOW MEHbLLUX TPyAo3aTpaTax

nonHoueHHon cucteme NGS

Co BpemMeHn CBOEro N30bpeTeHd, MacCoBOe OcHoBaHHble Ha TexHosornm lon Torrent”, cuctemsl lon & ﬁ &

napannenbHoe cekBeHnpoBaHue (NGS) nponsseno GeneStudio” S5 obecnevmBatoT HaMbonee NPOCTON
PEBOMOLMIO B FTEHOMUKE, 3HAYUTENBbHO YCKOPSIS HOBble pabo4nii NpoLecc oT obpasua 1 A0 NoyYeHUs AaHHbIX . - mm 6
O1ONoOrnYecKmne OTKPbLITUS 1 MPOPbIBbI B MEANLIHCKOWM 0151 TApreTHOro CEeKBEHUPOBaHVS Npy HanbonbLLel CeKBeHI/IpyI/ITe 6bICTp0 6blCTpee f— M e’.’.’e blCTpee
avarHocTuke. Mol 3Toro Metoaa, a Takxxe noTeHumnan B Ha pPbIHKE CKOPOCTK 1 MaclLTabrpyemMoCTy, MO3BONSAS Cuctema lon GeneStudio Cuctema lon GeneStudio Cuctema lon GeneStudio
PA3NNYHBLIX MPUNOXKEHNAX Y AaHHOIo 1nccriegoBaTesibCKOro YOEennTb 6onbLue BpeMeHN NoncKy OTBETOB Ha BayKHeNLLe S5 85 PlUS 35 Prime
VMHCTPYMEHTa NpoaoKaeT pasBMBaTbCs, yeunmeas BOMPOCHI BaLLMX UCCNenoBaHWi.
NOTPEBHOCTL B 60Mee BLICTPLIX M TOYHBIX CEKBEHATOPAX. [NonHoe Bpems pabo4ero umkna: 19 u. MNonHoe Bpems pabodero uvkna: 104  [NonHoe Bpemsd pabodero umkna: 6,5 4.*
e Yun lon 550" MacLuTabupyeMoCTb NPOU3BOAUTENBHOCTI U TMOKOCTb MPUIOXEHUI — BCE 3TO Ha eAnHO
- nnat Me. BbibepuTe KoHUr MO CUCTEMbI, KOTOPAast HauyyLLNM M MOAXOOUT ONs
100-130 ML, ooreeeees : MaTh pasnnuHbIX 4mnos. lon S5 nartcopme 6epnTe KOHOUrypaLmo CUCTEMbI, KOTOpast Haumny obpasom nogxoauT an

: BaLLero 6rogxxeTa 1 noTpebHOCTEN B CKOPOCTW aHannaa.
pnOooB e No3BONAKOT ONTUMU3NPOBATb

NnpPou3BOAUTENbHOCTb B
ananasoHe ot 2 MiH. go 130 mnH.

* BPEMA CEKBEHMPOBAHNA 1 aHa13a npy ncnonb3osaxui yuna lon 540.

NOoB 3a 3anyck : .
phA y Cosmeulas cuctembl lon Chef” n lon GeneStudio S5, nonyvanTte gaHHble Ha 30% 6biCTpee 1 TpaTbTe Ha

* Yun lon 540
. 60-80 MIIH. 75% MeHbLLE BPpeEMEHM Ha PY4HYO NMPOBonoaroToBKY, Mo cpaBHeHMO ¢ cuctemon lllumina™ MiSeq.

pUOOB

CekBeHupoBaHue n aHanns
Bcero 3a 3 yaca Ha cucteme lon

) ) CpaBHeHMue pabo4vmx NpoLeccoB
GeneStudio S5 Prime

* Yun lon 530" :
15-20 MNH. MonHbIn pabounii
pnooB : npouecc (4)

TpyposaTparhbl

oneparopa (4)

¢ Yun lon 520" : -
4—6 MIH. puaoB ' : (’— KoHourypauus Bpy4Hyio

(warn)

15

e Yun Ion 510“" . — R Il lllumina MiSeq B lon Torrent

2—3 MJH. pnaoB




ChoenanTte BbIOOP B MOSb3y TAPreTHOro
CEeKBEHNPOBaHUA

llccnenynTe TOMbKO TO, YTO OENCTBUTENBHO HEODXOOMMO

OI'ITI/IMI/ISl/IpOBaHHbIe roToBbIE MNaHENN A paBDaGOTaHHbIe BaMW JINYHO

[NaHenn lon
AmpliSeq ons
TapPreTHoOro
CEKBEHVPOBaHVIS

TecT-
CUCTEMbI Ons
ncenegoBaHn
B OHKOJOr
Oncomine

lon AmpliSeq HD lon AmpliSeq On-Demand

WHavBuayanbHble naHenu ana Bonee 5000 npoTecTypoBaHHbIX B
ynbTpauyscTauTtensHon (0,1% LOD) nabopatopuyi reHoB Ans aHanm3a
[eTeKLMN PeKNX annenbHbIX reHepaTUBHbIX MyTaLuii,
BapUaHTOB cobpaHHble B KaTeropumn ans
Pa3nnyHbIX 3a60NeBaHNI

lon AmpliSeq Made-to-Order
lon AmpliSeq Ready-to-Use
OrpomHsbIli BbIGOP onuuii gnst
VHAVBUAYaNbHOTO Au3aiiHa
naHenen, NM6o roToble NaHeM
[NS aHanM3a CoMaTUHeCKuX u
reHepaTyBHbIX MyTaLuin

[otoBble naHenu JHK n PHK ana
Pa3nnYHbIX I'Ipl/lJ'IO)KeHVH;I, BKNK4Yasa
aHann3 comaTn4yecknx MyTaLlVIl7I n

reHepaTnBHbIX BAPWUAHTOB
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Bca Heobxoommasa aBToMaT3aums

BbICTPbIV pabdo4min NPoLECC, OT BUBNNOTEK A0 AaHHbIX

Co3paHue 6MbnnoTek u NOAroToBKa 4mna

30 MUHYT TpyOo3aTpar Ha co3fgaHne 61bNMoTek,
TEMMNIVPOBaHWE 1 3arpy3Ky Yumna ¢ MOMOLLbO
cuctemsbl lon Chef

CekBeHupoBaHune

2,5 yaca — NonHbIN LK CEKBEHMPOBaHMSA Ha lon
GeneStudio S5, nogrotoBka npoLecca 3aHUMaeT
MeHee 15 MUHYT.

AHanns3 gaHHbIX

[MpeBpaLlaniTe JaHHblE B OTKPbITUS aHanMsunpys, cneas 3a

Ka4yeCTBOM, 1 OCYLLECTBNASA MONCK BAPUAHTOB C MOMOLLBIO
obnadvHbIx cepaucoB Thermo Fisher” nnu Batlero aM4Horo
cepsepa lon Reporter™

LIk




OOVH CeKBeEHATOP —
MHO>XECTBO MPUITOXKEHI

Cunctembl cepum lon GeneStudio S5 nossongdtoT paboTatb
Kak C KpYMHbIMW, Tak 1 ¢ HebonbLlnMu npoekTtamm NGS

PaszpaboTaHHble C Leblo ONTUMU3aLIMmn Npou3BOANTENIbHOCTW 1 3aTpar,
cucTtembl lon GeneStudio S5 MCNoNb3yT TEXHONOTMKO MOMYNPOBOAHNKOBOIO
CeKBEHMPOBaHWsA Ha 4nnax, no3BONAALLINX JJ,O6I/ITbCFI rMOKoCTN I'Ipl/lJ'IO)KeHI/II7I -
OT NaHenewn reHoB 10 3K30MOB, OT NPOMUNEN 3KCNPECCUM HECKONBKUX FEeHOB
[0 TPaHCKPUMNTOMOB, OT FrEHOMOB MUKPOOPraHN3MOB 10 MUKPOOMOMOB.

UccnepoBaHuna B UccnepoBaHus
OHKOJIOrMU: NaHeNN reHoB HacnepcTBEHHbIX

ang novicka SNP, nHcepumin/ e » 3aboneBaHuK: TapreTHble
Jeneunmn, N3MeHeHnn " maHenu nop, onpenenéHHble
KOMUMHOCTW, SKCNPECCUM reHbl, TM60 aHanm3

reHOB U aHann3a PbrOXKH- MOJSIHOrO aK3oMma

TPaHCKPUNTOB

AHanus o s

3KCNpeccun reHoB: “+ UccnepoBaHus

MOSTHOTPAHCKPUMNTOMHOE penpoayKTUBHOIro

cekBeHupoBaHue PHK, 3A0POBbﬂ=@eTeKuMﬂ
aHeynnonaui

TapreTHOE CEKBEHNPOBaHME
PHK » cekBeHnpoBaHve
mManbix PHK

®
UccnepoBaHusa B mukpobuonorun/
MHEKLUNOHHbIEe 3aboneBaHus:
MOJSIHbIE FEHOMbI MUKPOOPIraHN3MOB,
FEHOTUMNMPOBAHVE U MeTareHoOMKKa

Tpro-aHanmM3 sK30MOB JIErko
NPOBOANTb 3a OAMH 3arycK vuna lon
550. MbI Takxxe anpobupoBam aHam3
TpaHcKpunToMa Mbln, NaHenen JHK
n PHK. Ka4ecTBO OaHHbIX NMpeKpacHoe,
COMOCTaBNMOE C TEM, HYTO Mbl
nonydanu Ha ymnax lon 540. Pabo4nu
npouecc Ha 550-M vune no3BondeT
aHaNM3MpoBaTh B [Ba pasa 60JsbLLe
06pasLoB OQHOBPEMEHHO.

Apam Ameyp, 6uonHcpopmMaTnk
[enapTameHT MMMYHONOrN, FEHETUKI 1 MaToIorn
HaumoHanbHaa lfeHomHasa VHdpactpykTypa (NGI), SciLifeLab, Ynncana

npOVI3BOAVIT911 bHOCTb CUCTEMDbI

lon GeneStudio lon GeneStudio lon GeneStudio
S5 System S5 Plus System S5 Prime System

MakcumanbHbI BbiIXo4, AaHHbIX, | 1516 3016 50T6
eXe[HEBHO (Tun 4yuna) (ommH ymn lon 540) (oBa vmna lon 540) (oBa 4mna lon 550)
(v?2:4:;2,26:1C:i:f:sgﬁ:::;ﬂ 19 4. (4mn lon 540) 10 4. (4un lon 540) 8,5 4. (n lon 540)
P ' 11,5 4. (4mn lon 550) 8,5 4. (4mn lon 550)
3arpyske
CoBMeCTUMbIE YUMbI Hnnel lon 510, 520, Yunel lon 510, 520, 530, 540 1 550
530 1 540

B MOEM MHCTUTYTE MHOXXECTBO UCCeaoBaTeNen NMPOBOASAT UCCEeN0BaHNE SK30MOB

N reHOMOB Ha ayTcopce. OHU MPUXOASAT KO MHE, KOraa HEOBXOAVMbl CKOPOCTb U
MMOKOCTb MpY PaboTe C PasNYHbIMM NAHENSIMY FEHOB, HaLENEHHbIMIW Ha UCCNeaoBaHne
onpeneneHHbIX rpynn 3abofeBaHnii. ITO — CaMblvl SMeraHTHbIN Pabo4uii NPOLIECC,
OOCTYMHbBIV HA CErOAHALLIHUA AEHb, 1 cerdac st MOry NPeasioXuUTb OOMbLLIO

CMNEKTP MPUNOXEHWI, a TakXXe MPeAoCTaBUTb JaHHbIE 3a KpaTyanLlee Bpemsl, npu

KOHKYPEHTHOCMOCOBHbIX LigHaXx.

MopTteH [ioHo, 3aB. naboparopuen
Ta6opaTtopusa MonekynspHown leHeTukn, denaptameHT KnMHNYECKOM [eHETUKM
- YHuBepcuTeTckuii focnnTtans Konenrareqa, JaHns



iontorrent

Bonee 1300 cneumanncToB cepBuca U NogaepPXum
CTaHOBATCS BalLUMIK rNodasibHbIMKY NMapTHepPaMm

BasoBble TpeHuHrn SmartStart—npakTnyeckne TpeHnHr B Ballern nabopatopun,
MO3BOASOLLME BBICTPO 1 6e3 NPOBIEM OCBOUTL PABOYMA MPOLIECC U 3aMyCTUTb UHCTPYMEHT

Buoundopmatuka n IT—onumoHansHble KOHCYNsTaUmmM co cneypannctaMmm no
BNONHDOPMATUHECKM MPUNTOXKEHNUSM

O6y4eHne —nporpammbl TREHUHIOB, OOCTYMHbIE Kak B HALLIMX TPEHVH-LEHTPAX,
pPacnonOXeHHbIX MO BCEMY MUPY, Tak 1 B BaLLen nabopatopuu, NMbo yganeHHo, no
BUOEOKOHMEPEHLMSAM

CepBucbl Banupaumm—CcepTudULMPOBaHHbIA CrieLmanicT npoBeaéT yCTaHOBKY, 6o
NMOBEPKY CUCTEMbI Ha COOTBETCTBME CrieLnbuKaLysM Npon3BoauTens, npeaocTaBsns
ohrLmanbHy0 JOKYMEHTaLMIO, HEOBXOAMMYIO As ayauTa

MnaHbl cepBUCHOro 06CNy>XXUBaHUA—NEPCOHANbHbIN rpadunK NPOMUNaKTUYECKOrO
OBCNY>XNBAHUS 1 rapaHTUPOBAHHOE BPEMS PearnpoBaHns No TEXHNHECKMM BOMPOCaMm

Undopmauunsa ansa 3akasa

MpoaykT KaT. Ne

lon GeneStudio S5 A38194

lon GeneStudio S5 Plus A38195

lon GeneStudio S5 Prime A38196

lon Chef 4484177

HayHuTe Balle norpy>xeHne B CeEKBEHWPOBaHe Ha Thermo Fisher
thermofisher.com/genestudio SCIENTIFIC

Tonbko ans uccnepoBaHuit. He npepgHasHayero pansa auarHoctuku. © 2018 Thermo Fisher Scientific Inc. Bce npaBa 3aliuiieHbl.
Bce Toprosble Mapku aBnsTCA co6CTBEHHOCTbIO Thermo Fisher Scientific n ee fo4epHNUX KOMNaHWIA, eCnW He yKasdaHo uHoe. lllumina u
MiSeq sBnsiotcs ToproebiMi Mapkamu lllumina, Inc. COL06368 1018



