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Cuctema MassARRAY gns tapretHoro reHetMyeckoro aHanusa

® XMIOKOCTHAA BUOMNCHA 1 PAHHAA OHKOJTOTMHECKAA OMATHOCTMKA

)

® BbICOKO4YBCTBUTESIbHbIN KONTMYECTBEHHbBIN AHAJIN3 SNP
¢ KAPOMOMAHENL N CEPOEHYHO-COCYOMNCTbIE SABOJIEBAHUA
® DAPMAKOTEHETUKA M TECTUPOBAHWE HACTTEACTBEHHbBIX 3ABOTEBAHII
® KOJIMYECTBEHHbIN AHANN3 METUIIMPOBAHHOWM OHK
® TEHOTUMMPOBAHME OOHOPOB C PEOKMMM TPYTITTAMM KPOBK
1 BA3bl JAHHbBIX 1O TPAHCIITAHTOJIOTMA
® TEHETUYECKAY MAHEJTb MO MYKOBUCLIMOO3Y
® NOEHTUOUKALIMG OBPA3LIOB ID
® CEJIbCKOXO39MCTBEHHAS TEHOMMKA
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¢ dekTMBHOCTb. BbICOKOMYNBLTUNNEKCHBIN rEHETUYECKMIA AHANM3 C BO3MOXHOCTBIO
MCNoONb3OBAHUA 0BPA3LA Be3 NPeaBAPUTENLHON CNELMANbHON NOATOTOBKM.

Huskasa cebectoumoctb. KoMnnekcHbii U BCECTOPOHHMIA QHANUS LENEeBbIX GPATMEHTOB,
HOCYLLHBIX TOYEK MHTEPECA M MyTALMUM SKOHOMAT BPEMS 1 PECYPChI.

Buicokas npoussogutenbHOCTb. BricOkas NpoM3BOAUTENBHOCTL CUCTEMBI U YHMUKANTBHOE
NPOrpamMmHoe obecneyeHme No3BoNSIOT NPOU3BOAMTL AHANMU3 [0 384 ThicAY TAPreTHbIX
SNP 8 teuerune paboyero aHst. AHanus ogHor nnawku 3a 60 MuHyT.

ToyHoCTb. TeXHONOMMS AHANM3A HO FEHOMHOM BPEMAMNPOSIETHOM MACC-CNEKTPOMETPE
HQO cerofHs obnanaeT CaMOM BbICOKOM TOYHOCTbIO.

YyscrButenbHocTb. BO3MOXHOCTb QHANM3A MyTAHTHbIX AfNIENEN C 4ACTOTOW
sctpeuaemoctvt ot 0.1 %. HeuHBasnBHAS AMArHOCTMKG paKA NETKUX W NPSMOiA
KMLLIKM MO XXMAKOCTHOM Broncum.

Mmbkoctb. Briaropaps rMbKOCTH TEXHONOTMYECKOrO NPOLECCA FEHETUYECKOrO AHANU3A
CUCTEMa QANTUPYETCs Nof Nobble 06bEMbI U 30404,

CenektmBHOCTb. BO3MOXHOCTL BHIGOPA KK OTAEMbHBIX TOYEK MHTEPECA, TAK M LiEbIX
MOCCMBOB. TEXHOMOMMs MOCC-CNEKTPOMETPUYECKOTO AHANM3A NO3BONAET M3BexaTsb
ownbKu B BEIBOPE MyTALMM.

KOHVI‘-IeCTBeHHoe MeTMHMpOBdHMe. AHOJ'IM3 KAK OTAENbHbIX I'IOCJ'Ie,JJ,OBOTeﬂbHOCTelZ n
MOCCKMBOB, TOK M MOSTHOTEHOMHbIN CKPUHUHT. COCTaBNIEHME KAPT METUAMPOBAHMS C
warom 5%.
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BCGCTOpOHHee peweHne ona reHeTu4eckoro aHasin3a

TouHocTb MeTOAO

Ha cerogHs 3TO COMbI TOUYHBIA METO.
HyKJ‘IeOTl/I,JJ,HCIFI noCnegoBATENBHOCTb
onpenenseTcs C NOMOLLbIO MACC-CNEKTPOMETPA
nyTeM M3MEPEHNST MACC AMMIIMKOHOB, LAHHbIN
NOAXOf ABNAETCA COBPEMEHHOW QNbTEPHATUBOM
bnyopecueHTHBIM METOAAM AETEKLMM.

Macwrabupyemoctsb

Cucrema, npeacrasneHa B 96- u 384-nyHouHom
bopmaTe, NpeanaraeTcst MHOXeCTBO
AOMONHUTENBHBIX OMUMIA 471 ONTUMU3ALMM
MPOMYCKHOM CNOCOBHOCTMU.

¢ dekTusHbIN pabounin npouecc
MNonyyeHue pe3ynbTaToB B TEYEHWE OLHOMO
paboyero fHa NP MUHUMANBHOM paboTe
BpyuHyto. [lonHyo asTomaTMsaumio,
npoeeneHue npouecca 6e3 y4acTus
onepartopa, obecneymBaeT HOBAsS CUCTEMA C
OBTOMATHUYECKMM MOLYNEM MOATOTOBKM YMNQA
nocne [LP.

TapreTHbIt noaxop,

Ha 6a3e eaunHoi nnatdopmsl OCyLLECTBAKETCS
TAPreTHbIM FEHETUYECKUM AHOANK3:
konuuecteeHHoe SNP rerotunmnposaxue,
KOMUYECTBEHHbIM AHANU3 METUIMPOBAHHOM
HHK, nonyyenus npoduneit no comatTmyeckmm
MYTOLMSM.

dkoHoMUueckas 3¢pPeKTUBHOCTL

TapreTHbIN QHANU3 MUHUMU3MPYET
H6UOMHOOPMATUKY, MYTIbTUMIEKCHBIM AHAMM3
yMEHbLLIAET BbIBOPKY, a MACLLUTAbMpyemas
NPOMNYCKHas CNOCOBHOCTL ONTUMMUIUPYET
TpeboBaHMA K peareHTam. Yun MHOropa3oBsIi,
AOMYCKAETCs YHOCTUYHOE MCMOMb30BAHKUE NPK
3KCNEPUMEHTE C NOCNEAYIOLLIMM 3AMOMHEHUEM
OCTOBLUMXCS JTYHOK.
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Cucrema MassARRAY gns tapretHoro reHeTM4eckoro aHanuaa

O6was nidopmaums

Cucrema MassARRAY npoussoactsa komnarnum Agena Bioscience (CLUA) npeacraenser coboit
HQCTONbHbINA BPEMSMPONETHbIM MACC-CNIEKTPOMETP, KOTOPbIN 0BECneYnBaeT YyBCTBUTENbHBbIN, TOUHbIN 1
BbICTPLIN AHANKM3 0OPA3LOB HYKNEMHOBLIX KMCIOT. brnarogaps BLICOKOM MponyckHOM CNocobHOCTH
YAOBNETBOPAIOTCA NOTPEOBHOCTH B FEHOTUNMPOBAHKUM N0HOro 0O6beMa 06PA3LOB K NOYyYEHMMU BbICTPbIX
PE3ynbTATOB M 0BECNEeYUBAETCA BOZMOXHOCTb SKOHOMMYECKM 3DDEKTUBHO AHANM3MPOBATL 10 384 Thicay
SNP 8 Teuerune paboyero aHs.

Sransl aHanusa oT o6pasua ao pesynbrara

Ins aHanusa accounmposaHHbix TapreTHbix SNP ucnonbayioTes rotossie pelueHms — 5To naHenm no
MCCIEeLOBAHUAM OHKOMOMMYECKMX 3000NeBaHMM, GAPMAKOTEHETUYECKME NAHENM, KAPAMONAHEb, NAHEN!
ans maentudukaunm ID u mHorme gpyrve. [Npu paspaboTke Nonb3oBATENBCKOrO AHANM3A BHIBUPAOTCS
nHtepecyome SNP (rs), ¢ nomoLpio nporpamMmHoro obecneyerus NoaBUPAKOTCH NPAMOMN 1 OBPATHBI
npaimepsl, fobasouHsie npamepsl. CoctasnaeTtca mynbtunnekc. B ogHoi nyHke nomewaetcs ot 1 go 80
uenesbix Touek (nnekcos). [Mpu reHOTUNMPOBAHUM NPEAMETOM QHAMNM3A SABIAETCS AHASUT, MOMyYEHHbIN B
pesynbTaTe annens-cneunduyHon MNLP.

oGpaseu nomMewjaerca
B MOAYJb NOATOTOBKU YMna

2. Mpouecc nonyyeHus
1 06pabotkmu
61MOMHPOPMALMOHHBIX
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ACGHHbIX OCyLUecTBNgeTCs nfw
CGBTOMATUYECKU -

Mocr-MNLUP AeTomatnueckas obpabotka OMNCTAHUMOHHBIN aHANN3
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1. AmnanduumposaHHsIn |

MowHas TexHonorms ans nofyyeHUs ucHepnsisaloLein MHGopmaumm

Cucrema reHetmnyeckoro ananmsza MassARRAY couetaet 8 cebe reHOMHYIO BPEMSNPONETHYIO MACC-
CNEKTPOMETPMIO, BLICOKOYYBCTBUTENBHYIO M HOLEXHYIO peareHTHyo 6a3y, cneumansHo paspaboTaHHoe
NPOrpPAMMHOE obecneyeHne 4 aHANM3a NOMyYEeHHbIX AHHbBIX, PA3PABOTKM NONb30BATENBCKMX
OPMUITMHAMBHBLIX pewwenuit u sanmuaaunn, B Tom uncre NGS. LLnpokue sBosmoxHocTm cnuctemsl MassARRAY
CnocobHbl YIOBNETBOPUTL MOTPEBHOCTM M 3a404M N0HOM TEHOMHOM NTa6oPATOPMMU.
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