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NHO®OPMALINA MO NMPOOYKTY CytoScan XON Suite

Pasragante 3K30MHYH roflIOBOSTOMKY
c Habopom CytoScan XON Suite

BBegeHue

Bapuaumm uncna konuin (CNVS) - XopoLLO N3BECTHbIE MyTaLMOHHbIX abeppaumnn, Tak n abeppauunii B reHax, CBA3aHHbIX

FEHOMHbIE CTPYKTYPHbIE U3MEHEHUS, aCOLMMPOBAHHbIE C C PeLieCCMBHBLIMY PAaCCTPOMCTBaMM, ANst KOTOPbIX MyTaLus

reHeTnyeckMMmu 3aboneBaHUsiMn. XpOMOCOMHbIN aHanus ¢ naeHTudnLMpoBaHa Tonbko B ogHoM annere. [Npu aToM Henbas

nomoLybio Mukpounnos (CMA) ycnelHo onpeaenser camble 3abbiBaTb, 4TO coBpeMeHHble NGS TexHonormm noka ewye

MenbYanLne oTKNoHeHus ot HopMbl 1 ¢ 2010 r ncnonb3yerca AEMOHCTPUPYIOT BONbLUOW MNPOLIEHT NOXHOMONOXUTENBHbBIX

B Ka4ecTBe TecTa NepBOro ypoBHsi Anst obHapyxeHus CNV, [AaHHbIX, 1 BCe pe3ynbTaThbl AOMKHbI ObITb NPpOBEPEHDI C

acoLMNPOBaHHbIX C YMCTBEHHOW HeeecrnocobHOCTbI0, MCMOMb30BaHWeM ansTepHaTUBHbIX METOAMK [7].

3a[epXKON pasBUTKS, PacCTPONCTBaMM ayTUYECKOro XxapakTepa

1 BPOXAEHHbLIMW aHoManusamu [1]. Applied Biosystems™ CytoScan™ XON Suite npeacraensiet cobon
WHCTPYMEHT OLIEHKMN KOMMMNHOCTN reHOMa Ha 9K30HHOM YpPOBHE,

B pononHeHne k CNV KpynHbIX reHOMHbIX 0bnacTei, obecneynBatoLLMN YyBCTBUTENBHOCTb U MMOKOCTb, HEOOX0AMMbIE

KoTopble perynspHo obHapyxwusatotcst CMA, B HECKOMNbKMX ANs yNyYleHns 1 AOMNONHEHUs aHanmaa 3TUX 3Ha4YMMbIX

KNMHUYECKMX uccnenoBaHuax ouinm nayveHsl CNV ognHOYHbIX BapuaHTOB ANA KIMHUYECKNX nccrneoBaHuii. PaspaboTaHHbin

@ UMM MHOXECTBEHHbIX AeNeLmnin 1 Aynnnkaumin ak3oma, a Takke ANS NOKPbITUSI BCEFO reHOMa, C YBENMYEHHbIM OXBaTOM @

BbIsIBNIEHa KOppensaumsa ¢ 3a4epXKor pa3BuTUst HEPBHOM 7000 knuHU4eckn 3Ha4mMMbIx reHoB, CytoScan XON Suite

cuctembl [2], cnenoton [3], rnyxoTon [4] n HekoTopbiMU npegocTaensieT gaHHble CNV, koTopble paboTatoT Kak Becomoe

apyrumu 3abonesaHuamn. Kpome Toro, BHyTpureHHble CNV OOMONHEHMe K MyTauMOHHOMY aHanuay, BbinonHsemomy NGS.

6onee pacnpocTpaHeHbl, Yem Gonee kpynHele CNV, paHee

CYMTaBLUMECS OCHOBHOWM MPUYNHON NOAOGHbBIX PACCTPOMCTB, C CytoScan XON Suite BblI MmOXxeTe:

N UX cnepdyeT y4uTblBaTb Npy aHanu3e obpasLoB B YCOBUSX + KomnnekcHo obHapyxuBaTb Aeneuum o=

KNMHUYeCcKuX ncecnegosaHum [5]. CerogHsa Mbl 3HaeMm, 4To A0 n Qynnukaummn B npegernax ogHoro . ;f;msi%*%ﬁ,

40% BHYTPUreHHbIX MyTaLMin MOryT BKIOYaTb TOSMbKO OAWH Unn 9K30Ha 3KOHOMUYECKN 3DPEKTUBHBIM [ [} e i (L]

[ABa 9K30Ha, NO3TOMY AN1S1 FeHOMHBIX TEXHONOrMn HeobxoaMmo cnocobom SEINITO0000M0ONNESAFLESS1921

Microarray

pacLMpUTb CKPUHUHT BHYTPY reHa [6]. .
 JononHatb aHanu3 myTtaumi NGS GeneChip~

HaZeXHbIM onpeaeneHvem aeneuuin n

C nosiBneHneM cekBeHupoBaHusi HoBoro nokoneHusi (NGS) sce N
AynnvKaumm Ha 9K30HHOM ypOBHE

Oonee LLIMPOKOE pacnpocTpaHeHne nony4vyaeT NoJIHO3K30MHOe

CEKBEHMPOBaHMe A1 OLEHKU OIHOHYKIEOTUOHbIX 3aMeH « MoaTBepanTb peaynsTatbl CNV
(SNV). 310T MeToa NpoAeMOHCTpUpoBan ycneLuHoe anbTepHaTUBHBLIMY TEXHOMOTUSIMM
obHapyxeHne HebonbLUMX UHCEPLUMIA/gENeUnii, a Takke

nokasasn BO3MOXHOCTb ONpeAerieHns KonMNHOCTW reHoB. * YNpocTUTb 1 ONTUMM3MPOBATEL aHanu3
Mo Mepe TOoro, Kak AaHHbIN BUA aHann3a passmMBaeTcs B BapnaHToB nocneaosaTesibHoCTy

YCMOBUAX KIMHUYECKUX UCCIegoBaHWN, KpanHe BaXHO
obecneunTtb YCTONYMBOE BbISIBNIEHNE KaK ranfo-HegoCTaToOMHbIX
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YyBcTBUTENBHbIN CNOCOO6 nccnegoBaHMn KOMMAHOCTU Ha
3K30HHOM YPOBHE 1 NPEeBOCXOAHOE MOKPbITUE B Npegenax
BCero reHoma

Tekywne nccnenosarensckue naHenu ana NGS wmnpoko
BapbUPYOT OT HECKOIbKMX rEHOB 40 HECKOMbKUX ThICSY FeHOB. Y, R E S SN S PR — !
B MeAMLIMHCKUX UCCNEA0BaHUsAX BCECTOPOHHEE 1 9 eKTUBHOE . '
obHapyxxeHve geneunn n gynnukaumm MoXeT ObiTb BbI3OBOM C
TOYKM 3peHns 3aTpaT 1 apdeKTUBHOCTU paboTbl nabopatopuu,
korga ucnoneayetcs Mmetod MLPA ™ nnv ak30MHble MUKPOUMIbI.
Kpome Toro, B Mukpouvnax ans nccrnegoBaHui geneuni u
Oynnukaumi BeINOMHEHHbIX MO 3akas, He XBaTaeT rmbkocTn Ans
BKMOYEHUSA Nto6oro HOBOro reHa, KOTOPbI MMeET OTHOLLEHME

K KOHKpPETHOMY 3ab0rMeBaHuIo, YTO CO34aeT MOBbILLEHHYO —
Harpy3Kky Ansi aHanMTU4ecKon NPOBEPKM HOBOMO KOHTEHTA.

PucyHok 1. [leTtanbHbiii BUA nporpaMMHoro obecneyeHuns
CytoScan XON Suite - 3To pelueHne Ha OCHOBE TEXHOMOrnm ANs aHanuaa AaHHbIX ChAS, nokasbiBatoLLmin OLHOKPATHYO
MVKPOUMIOB, KOTOPOE OBHAPYXMBAET OfHOSK30HHbIE JeneLm Rynnvkauuio aksoHa 11 & reHe CDK7.
1 Oynnukaumm ¢ BbICOKOW YyBCTBUTEMNbHOCTBLIO B KIHOYEBbIX
akTyarnbHbIX reHax B JOMOSIHEHVE K OXBaTy MOMHOro reHoMma
(puc. 1). OgHo-HykneotuaHble (SNP) 3oHAbI NO3BONSIOT
oTcnexunsaHne obpasuoB, AyO-TPUO aHanm3 1 aHanus notepu
reteposurotHocTn (LOH).
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LleneBow 3k30H

YMHbIN An3aiiH NOBbILWAET pa3pelleHne B KINoYeBbIX FreHax | ” || | ||| | | | || | | | | | | ||| | || || I ” | | | | || |
Habop CytoScan XON Suite 6bin paspaboTtaH ¢ NOMOLLbIO
amMnupuyeckoro otbopa us nyna 6onee yem 49 MUNNIVOHOB - -

30HA0B ANS AETEKLMU N3MEHEHMI KOMUIHOCTM MO BCEMY PnaHkupytoLue 30HABI PnaHkupytoLLe 30HAbI
reHoMy. Bbinu BbiGpaHb! Hanbonee apdEKTUBHBIE 30HIb!

QNS MOKPBITUS KIMKOYEBBIX TEHOB 11 9K30HOB BHYTPU HUX. PucyHok 2. CTpaTerns an3aiiHa 30HA0BOr0 NOKPLITAS KIOYEBbIX
MpoGenb Gbinn 3anoNHeHb! AOMOMHUTENbHBIMW 30HAAMM, FEeHOB 1 3K30HOB.

naHkmpytowmmm 500 n.0. oT uenesol obrnacTu, ¢ rapaHTUen,
YTO KaxKabll 9K30H COAEPXKUT AOCTATOMHOE KOMNMYECTBO 30HA0B
0N HagexHoW aetekuun (puc. 2).

'mMbkocTb aHanu3a Ha ypoBHe NaHernen reHoB UNu Ha
BHYTPUreHHOM YpOBHe

'mbkocTb NporpammHoro obecneveHns Ans aHanmaa gaHHbIX
Chromosome Analysis Suite (ChAS) no3sonset nerko
npocmaTtpusaTh 1 06obwate pesynstatel CNV Ha ypoBHe
9K30HOB Pa3nuyHbIMK cnocobamu, OCHOBaHHbLIMU Ha BaLLMX
KOHKPETHbIX MOTPEBOHOCTAX B KITMHUYECKUX NCCNEAOBaHNSAX.

AHanus naHeneun reHoB

YNpocTuTe OTYET O pe3yrkTaTtax, UCMonb3ys CUCOK UM | ”l ”
naHenb NpeanoYTUTENbHbBIX FTEHOB B UHTYUTUBHO NMOHATHOM
nporpammHoM obecnedeHun ChAS. 3Ta dyHKUMA aHanmsa
nossonsiet nony4nTb pesynsratbl CNV Ha 3K30HHOM YpoBHE, PucyHok 3. JetanbHbin Bug ChAS oTobpaxaeT Lienesoi aHanma
NMMUTUPOBAHHbIE NaHENbI FEHOB, KOTOPLIE Bbl 3arpy3vnu, u FeHHbIX NaHenen ¢ BKMOYEHHBIM PEXIMOM OrpaHnieHus,
NPOCMaTpUBaTh TOMBKO MHTEPECYIOLLNE TeHbI C BKIMIOYEHHBIM TaK 4TO AaHHbIE 3a NPeAenamy MHTEepecytoLLero reqa(os) He
PEXUMOM OrpaHnyeHust (PUCYHOK 3). OTOGPaXAIOTCA.

[ e s e . . o P, oo P
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AHanus3 Ha reHHOM ypOBHe

AHanus Ha reHHOM YpOBHe BKIIOYeH B yAobHOe Ansi nonb3oBaTens nporpamMmmHoe
obecrieyeHne ChAS, obecneumBas HOBbIN U TMBKUI NOAXOA, MPY KOTOPOM
nporpammMHoe obecneyeHve oTobpaxaeT pe3ynbraThl Ha YPOBHE reHOB, OCHOBaAHHbIE
Ha aKTyanbHOCTU KIMHUYECKMX UCCrnefoBaHnii. ATa yHMKanbHas yHKLUMOHaNbHOCTb
nossonset Buayanuavnposatb CNV ans LeneHanpaBneHHOro KonmyecTsa KnmMHUYeCKM
3HaYMMbIX reHOB (YPOBEHb 1) UMK paclMpsATb YPOBHY reHa ANsi npeacTaBneHns
nonHoro reHoma (Tabnuua 1). Takum obpasom, nonsb3oBaTens onpegenser
WHTEpecyoLLMe YPOBHU reHa AN aHanm3a n OTYETHOCTMU.

Tabnuua 1. OnucaHue kaTeropum reHoB

YpoBeHb KonudectBo reHoB  OnucaHue

1 7,003 BkntoyaeT reHbl, metowme camoe 0rmM3Koe OTHOLLEHUE K KIMHUYECKUM
nccregoBaHNsM; Hanpumep, reHbl, CBA3aHHbIE C YMCTBEHHOW HeLeecrnoCobHOCTbIO,
3a0EepXKKON pa3BuUTUS, ayTu3ma, BPOXKAEHHBIMW aHOManMsaMm, anunencuen,
nepBUYHBIMU UMMYyHOZEeMLMTaMK, HAaCNeACTBEHHLIM PAKOM, a Takke CepaedHbIMU,
MeTabonMyeckMMm, HEPBHO-MbILLEYHBIMU, Ta3HbIMU U CITYXOBbIMW HAPYLUEHWSIMU, U

npouve
2 3,813 BkntoyatoT ClinVar reHbl, He NOKpbITble Ha ypoBHE 1

5,817 Bkntoyaetr OMIM reHbl, He NOKPbITbIE HA YPOBHAX 1 1 2
4 9,347 Bkntouwaet RefSeq reHbl, He NokpbITbie HA YPOBHSX 1,2 1 3

Pa6ouunn npouecc nporpammMmHoro o6ecnevyeHusi ChAS

AHanus KoHTponb kavyecTBa Kactomusauums CospnaHue oTyeTa m
3KCMOPT AaHHbIX

[etekTnpyiiTe cobbITUS YPOBHS BusyanbHo npoBepsiiTe napameTpbl  YnpaensiniTe pesynsratamu, Ans Toro  Jlerko akcnopTupyinTe AaHHble Ans
OJHOrO UM HECKOMbKMNX 9K30HOB C  KOHPOMs kayecTBa obpasua, Takve  4Tobbl cooTBeCTBOBATH Bawumm co3faHusi oTYeTa, ONTUMU3NPOBAHHOTO
MCnornb3oBaHNEM HOBOIO U kak SNPQC, MAPD n waviness-SD, cneunduyeckum notpebHOCTAM B NnoJ BalUN KOHKPETHbIE HY>XAbI.
pacLUMPEHHOro anropMTMa aHanusa, nerko u beicTpo 06nacTn KNMHNYECKUX NCCIER0BaHNNA.

KOTOPbI BKIOYAET nokasatenu SKCnopTUpynTe NHTEPECYOLLNE Bac

Npon3BOAUTENBHOCTA 30HA4A ANs CMUCOK UMK NaHernb reHoB 13 Ballero

NOBbILLEHNS YYBCTBUTENBHOCTMU. akcnepumeHTa NGS vnu ncnonb3syinte

KNUHNYECKN peJ'IeBaHTHbIVI noaxon
FeHHbIX ypOBHeI?I.

TexHuyeckune paHHble Habopa CytoScan XON Suite

XapakTepucTukm Onucaxune

CopepxaHue 6,85 MIH. aMnMpu4eckn BbIOPaHHbIX 30HAOB A1 MOKPbITUS BCEro reHoMa, BK4vas:
* 6,5 MIH 30HO0B ANSA UCCneaoBaHNn KOMUAHOCTH
+ 300 000 SNP-3oHgoB aAnst aHanu3a LOH, oueHkn ayo-Tpro u oTcnexmnsannsi obpasua

YyBcTBUTENBHOCTE  95% 4YyBCTBMTENBHOCTM NpK onpeaenerHnn CNV Ha 3K30HHOM ypOBHE

[NokpbITHEe O6LLee KONMYeCcTBO reHOB C NOKpbITHEM: 25 980
* MNonHoe nokpbiTue: 21 844
* YactuyHoe nokpeitue: 4 136

* OK30MHble reHbl AN MeanLMHCKUX nccrneqoBaHun
(BKkNtOYasi reHbl, acCoUMMpPOBaHHbIe C oHKonormen): 7 003

* O6HapyxxeHne CNV Ha 9k30HHOM ypoBHE B cpeaHem no 15 30HA0B 3a cobbiTue

*YyBCTBUTENBHOCTb paccyMTaHa oT reHHOro ypoBHS 1.

COL17434_CytoScanXONSuite_ProductBulletin_Russian_0918.indd 3 @ 12/09/2018 09:56



applied
biosystems

[Mpeogonente npobnembl «3K30MHOW OANCCEN» C HAAEXHbBIM AETEKTUPOBAHNEM
aeneumm nnu gynnvkauumn 3K30HoOB ¢ ucnonb3oBaHmMem Habopa CytoScan XON Suite,
KOTOPbIN BKMAOYAET B CE€0S1 MUKPOUUIbI, peareHTbl 1 MPOCTOE B UCMONb30BaHUM
nporpammMmHoe obecneyeHne ans SKOHOMHOIO U ONTUMU3NPOBAHHOIO aHann3a

CNV 3K30HHOro ypoBHS.

UHdopmaumsa ona 3akasa

MpoaykTt Kat. Ne

CytoScan XON Assay Kit bundle — mukpounnbl 1 peareHTbl 4ns 24 peakuun 931311 @

CytoScan XON Training Kit - Mukpouunbl 1 peareHTbl A8 24 peakuui + matepuansl ANg TPEHUHra 931312
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Tonbko Ans uccnegoBaTenbckux uenen. He npegHasHayeHo anarHocTuyeckux npoueayp. © 2018 Thermo
Fisher Scientific Inc. Bce npaBa 3awyieHbl. Bce ToBapHble 3Haku ABNAOTCS co6CTBEHHOCTLIO Thermo Fisher
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