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CAP accredited and CLIA certified, ISO 13485.

BHUMAHME! CornacHo 3akoHy, 9T TECTbI/MPOaYKThl MPOAAOTCS TOMBKO
Bpa4oM 1M MO 3akasy Bpada. [lokadaHuist, MpOTUBOMOKa3aHVs,
npenynpex<aeH s 1 HCTPYKLM MO MPUMEHEHIO COAEpKaTcs B
MHMOPMALMN MO TECTY/MPOLYKTY, MPUAraloLLENCs K KaxkooMy
TECTY/NPoayKTY. VIH(popMaLyst A MPUYMEHEHWS TONBKO B CTPaHax C
NPYIMEHVIMO PErMCTPaLMEN TECTA/MPOAYKTA B OpraHax 3ApaBOOXPaHEHNS.
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Panorama:
HoBoOe nokonerHne HAT T

panOrama

NEXT GENERATION NIPT



TecTt Panorama nydwe HANT
NepBOro NOKOJIEHNSA

HWUMT nepBoro nokosieHNs UCMOJb3YyHOT «MeTOoA noac4yeTa»
OJ1S1 OLLeHKU pUcKa

JlabopaTopun, KOTopble NCMOb3YHOT TEXHONOIMMN CEKBEHMPOBAHWSA BCErO reHOMa
(obosHa4aemble B aTon bpoLutope kak WGS-1 n WGS-2), n MrnkpomaTpu4Hoe
TecTmpoanne HUMT, nayyarot pparmeHTsl nocnegosatensHocTen JHK — Te 99%
Hawen [JHK, koTopble aenatoT Hac NOXOXKUMU. DTU nabopaTopun CPaBHUBAKOT
KONMN4YeCTBO (DParMeHTOB OT NHTEPECYIOLLIEN XPOMOCOMbI, HAMPUMEP XPOMOCOMbI
21, OTHOCUTENBHO BbIOPAHHOWM STAIOHHOM XPOMOCOMbI, HAMPUMED XPOMOCOMbI 3.

Ecnn cooTHoLLEHVE (hparMEHTOB MEXAY VHTEPECYOLLIEN XPOMOCOMOW 1
3TAIOHHOW XPOMOCOMOM ONpPeaenseTcs nabopaTtopuen kKak HenponopLMOHaIbHOE,
Torga nabopatopusa ONpeaenseT PesynbTaT Kak «BbICOKUM PUCK>.

MeTop noagcyeTra

Cnyyai
BbICOKOrO

Oxupaemoe
pvicka

npv NaTonorum
COOTHOLLIEH/E
hparmeHToB

25%
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Cnyyai
HI3KOrO
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........................ - Oxvpgaemoe
B HOpMeE
COOTHOLLIEHVIE
hbparmeHToB

| Auncomusa 21 Tpucomus 21 |

OTHoLweHne (hparmeHTOB XPOMOCOMbI 21 K
c¢hparmeHTam 3TaNIOHHOW XPOMOCOMbI 3*

13y4asn koHcepBaTyBHble nocnepoBatensHocT JHK v He pasnuyas MaTepuHCKYO
1 petanbHyto JHK, meTogonoriy noacyeta He MOryT OnpenenTb TPMNAOVANIO,
«MCHE3HYBLLEro 6nmsHela», MO3anumMam MaTepm U MosHyK MOSIAPHYHO
6epeMeHHOCTb.

Heorlpe,u,eneHl/le 3TUX COCTOSIHUIA MOXXET npmBOONTL K JIOXKHO-OTPpUUATENIbHbIM
pesynsTaTam, JIOXKHO-MONOXUTENBHBIM PesyfisTaTaM U 3arno3aasion AvarHOCTUKe
COCTOSIHWNI, CBA3AHHbIX C MaTePUHCKUMWN OCITOXKHEHUNAMN.

TexHonorust Panorama, ocHoBaHHasi Ha OHI, npepnaraer 6onee BbICOKYHO
TOYHOCTb, Yem HUNMT nepBoro nokonexHus' !

Tect Panorama npenocTaBnseT pesynsTaTbl C MEHbLIMM KONMHECTBOM JTOXKHO-
oTpuLIaTENBHbIX PE3YNETATOB, MEHBLLMM KOIMYECTBOM NIOXHO-OTPULIATENBHbIX
pe3yNsTaToB U ¢ onpeaeneHeM MaTepPUHCKNX OCIOXKHEHWI.
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Tect Panorama siBnsietcsi eguHcTBeHHbiM HAMT, cnocoGHbIM pasnuyartb
MaTepPUHCKYI0 U dheTanbHyio (nnaueHTapHyto) AHK

Panorama otgenseT ogHOHyKNeoTuaHble noanmMopdunambel (OHI) — 1% Hawen OHK,
fnarogapst KOTOPOMY Mbl OTAYaEMCs pyr OT Apyra.

Halua TexHonorms ueneHanpaBieHHO CEKBEHUPYET HTEPECYHOLLME PEMVIOHDI
XPOoMocoM 1 aHanmnanpyeT OHI 13 matepuHCKon 1 detanbHom BHekneTouHon OHK.
O1 OHIT oLEeHMBaKOTCA HaLLIMM 3anaTeHTOBaHHbIM anropyUTMOM 4151 ONpeaeneHns
CTPYKTYP annenemn yKasbiBatoLLVX Ha MOBbILLEHHBIA PUCK aHOManuii y nnoga.

MeTopn aHann3a Panorama, ocHoBaHHbIi Ha OHIMN

Cnyqan Cnyyan

HU3KOro BbICOKOIro
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He 6epemeHHas BepemeHHocTb BepemeHHOCTb CoBpeMeHHast
XEeHLWuHa c gucomuent 21 ¢ Tpucommeii 21  6umomHdopmMmaLMoOHHas

TexHosnorus

PucyHkn OHIT*
Pasnuyas matepuHcekyto 1 etanbHyo [JHK, TecT Panorama MOXeT onpenenitb
TPMNAOUOWIO, «MCHE3HYBLLEr0 6nn3HeLa» 1 MOSHYHO MOMSIPHYIO 6epeMEHHOCTb.
310 pasnnyeHne Takxke ceBoanT K MMHUMYMY BEPOATHOCTb TOrro, 410 MO3anun3m
y MaTepu MPUBEAET K HEMPaBUIbHOMY Pe3ybTaTy.

Mo cpaBHeHuto ¢ HAMNT nepBoro nokoneHus, TeCt Panorama ymeHbLUaeT Kak 4acToTy
NOXXHO-oTpuUaTenbHbix pe3ynbtaTtoB (FNR), Tak 1 4acTOTy NOXKHOMONMOXKUTESNbHbIX PE3yNbTaToB
(FPR)12—16

COBOKyI'IHaﬂ HacToTa JIOXKHO-OTPULIATENIbHOIO COBOKyI'IHaﬂ YacToTa JIOXKHO-MONOXKNTENIBHOIO
OTBETa B BayIMAALVIOHHbIX MCCNeaoBaHNAX OTBETa B BayMAaLVIOHHbIX MCCNeaoBaHNAX
(T21,T18, T13) (T21, T18, T13, MX)
Panorama
[eHomen %S Panorama
Mukpoma- leHomen2°
TPWUYHbBIV
i WGS-1
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HUMTS67
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WGS-2 HUMTe 1011
HUTT®: 1011
I I I I I I
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MukpomaTpuynbin HAMT nekntoveH 13 rpadvka FPR, Tak kak gaHHble Mo MOHOCOMUM X, OCHOBHOWM MPUYMHbI
NO>KHO-MONOXKNTENBHbIX PE3YNBTATOB, He MPUBOAATCS B PACCMOTPEHHOM nuTepatype.*

*TMpepcTtaBneHne rpadvka OHI B Lenax nnntoctpaumm
EHOMELO
) G, 9. 0. 0. ¢



Panorama
leHomep' 23

WGS-1
HUMT?

WGS-2
HAMT'?

Mukpoma-
TPUYHbBINA
HAMT#

Panorama
leHomen'®

WGS-1
HMT2

WGS-2
HAMT!?

Mukpoma-
TPUYHbIV
HAMT?!

TexHonorus Panorama, ocHoBaHHasi Ha OHI, paet Han6onee BbICOKYHO
BaNIMAUPOBaHHYI0 TOYHOCTb onpefeneHus nona nnoja npu cpaBHeHUN ¢
apyrumn HAMTA 48917

TecT Panorama ncnonbayeT crneyuuHecknii anroputM Ans NOAoBbIX XPOMOCOM,
koTopbIn cpaBHmBaeT OHI 13 xpomocoM X 1Y, 4TOBbl ONPEaenTb HanM4me 1
KOMMYECTBO KOMUIA Y-XPOMOCOMBI. '8

Mpw ncnonbsosaHum HAMT nepBoro NokoneHws B 1 13 77 cnyvaeB MoryT coobLlaTb
Hel'lpaBI/Iﬂbellﬁ Mnors. HenpanmbeuZ OTBET MOXET MpmBECTU K NSNTNLLHNM
OOMONHUTENBHBIM 0BCNea0BaHVAM 1 HEHY>KHOMY BECMOKOMCTRBY Y nauneHTa

YacTtoTa owmn6oK npu onpeaeneHnun nona nnoga:
CBOAKa BannaaunoHHbIX NCCreaoBaHum

HyneBble OTKNOHEHNA

Het AOCTYNHbIX AAHHbIX

0 0,2% 0,4% 0,6% 0,8%

L'1)/BCTBI/ITe.I'I bHOCTb

1,0% 1,2% 1,4%

AHanns Panorama, ocHoBaHHbIi Ha OHI, paeT Hanb6onee BbICOKYIO
YYBCTBUTENbHOCTDb K 22('°?' u3 Bcex A0CTYMNHbIX B Npofake TeCTOB

Bnarogaps oueHke yHVKanbHbIX nocnenosatensHocTen IHK B npenenax
KPUTMHECKOMO PEernoHa, acCoLMmMpoBaHHOMO ¢ cruHapoMomM 22g11.2 neneupu,
Panorama 0bHapy>K1MBaeT OTKIIOHEHNST Yallle, YeM TECTbl C METOAOM NoACHeTa.
HWIMT nepBoro nokoneHns cymtatot pparmeHTbl [JHK 22-XpoMoCcoMbl 11 MOTyT
MPOCMOTPETL MaJIEHBKME AeNeLmn, Takme Kak 22Q.

Tect Panorama siBnsieTcsi caMmbiM 4yBCTBUTEJIbHbIM CKPUHUHIOM
Ha 22q11.2 peneuuto

95,7%
0-70%

HeTt ony6nukoBaHHbIX AaHHbIX

HeT ony6nnkoBaHHbIX AaHHbIX

0 10% 20% 30% 40% 50% 60%

HyBCTBUTENBHOCTb

70% 80% 90%  100%
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MeTopn nsmepeHns
heTanbHoM hpakLmn

CoBokynHas YacTota
NOXKHO-OTpULIATENBHBIX
pesynsraToB

B Ba/IMOAAUVIOHHbIX
1CCnenoBaHnsx
(Tpcommm 21, 18, 13)

WGS-2
HUNT#

Panorama npwu
heTanbHowm
hpakumm <5%*

0 1000

TouHoe uamepeHue etanbHol hbpakumm BeCbMa BaXXHO A1 TOUHOCTU
pesynbraToB?!

TecT Panorama siBnsietcst eauHcTBeHHbIM HUTTT, KOTOpBIM BCeraa aMepsin
1 HOPMUPOBanN O heTalbHOM paKLmK.

Mertopg Panorama, ocHoBaHHbIn Ha OHI1, sBnsieTca 3010TbIM CTaHAAPTOM

npu namepeHuu chetanbHom hpakuumn

WGS-1 HUMTS67:2¢

Pacnpeneneqve

T HeT 0ocTymHbIX AaHHbIX
13 392 OHIN 576 OHI (<150 na . MO METOOOMOMN W
P OCHOBaHWI)
BRIHK XapaKTepUCTKam
0,60% 1,33% 1,89% 2,40%

CnocoGHOoCTb MeTofa nogc4yeTa 00HaPYXUTb XPOMOCOMHbIE OTKJIOHEHUS
napaet npu chetanbHom ppakuum meHee 8%, YTO MOXXET NPUBECTU K
JIOXKHO-OTpMUaTeNbHbIM pe3ynbraTtam?26

OXxxupaemoe

npu naTosioruun
COOTHOWEHne

thparmeHTOB

PR
nyHan
BbICOKOrO
pucka

Cnyyai

Oxugaemoe
B HOpMme
COOTHOLLEHNE
c¢hparmeHTOB

15%

10% 8%
Avcomus 21

5%
I Tpucomunsa 21

®deTanbHas 3%

thpakuus

My60okoe ceKBeHMpoBaHUE NO UHTEePECYIOLVM PErMoHam XpOMOCOMbI
nossossieT Panorama coxpaHsiTb BbICOKOE Ka4eCTBO pe3yNibTaToB AaXke nNpu
6onee HN3KNX heTanbHbIX hpaKLmax

3anateHToBaHHbI anropUTM Panorama BKKoHaeT B cebs namepeHne hetasibHom
dpaKLmm 1 cekBeHMPYET 06pasLibl C HUSKOWM dheTanbHOM hpakLyvel C BbICLLIEN
HaCTOTOW CHATbIBaHVIA.

il <00 WoS-2 | 25
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Panorama

MONOXUTENBbHbIX

pesynsraTos)

2000
Xpomocoma 21 (Tbics)

3000 0] 250 500

22q (Tbics)

750 1000
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Bbl rnpegsaraete Tect Panorama
>KeHLUyHaM noboro so3pacta’?

HeuHBasuBHoe npeHaTanbHoe TectupoBanue (HUMT) yBepeHHO 3aHMMAET CBOe MeCTO
B peKOMeHZauusax

AMEPVKAHCKIN KOHMPECC akyLLepoB 1 rmHekonoros (ACOG) 1 AMEPUKaHCKUN KOMMEMK MEAVLIMHCKOM FeHETUKI
(ACMG), noMmmO Apyriix OBLLECTB, Tenepb MOATBEPXKAAIOT NOL3Y nMpuMeHeHnst HATT ans Bcex cnydaes
6epemMeHHOCTU OOHM MI0A0M, HE3aBMCKMMO OT BO3pacTa U CTeneHu pucka.?>

Tect Panorama siBnsietcst eguHcTBeHHbiM HUMT, BanuanpoBaHHbIM y NaUUEeHTOB
C BbICOKUM U HASKUM PUCKOM

Banupauusa T21, T18, T13 n MX?

Bbicokuin puck: YyecTtBuTENbHOCTL: 98,0%  CneumdunyHocTb: 99,5%

Hu3skuii puck: HyecTBUTENBHOCTL: 100% CneunduryHocTb: 100%

MpodeccuoHanbHble o6wectTBa NpuaHaoT HUMT Kak BapuaHT CKPUHMHIAa NepBoii IMHUA

.”’4 C MG «/IHbopMmpoBaHMe Becex 6epeMeHHbIX XeHLLmH, 14To HIATC anseTtcsa
<) N\ Hanbosee HyBCTBUTENbHBIM BAPVAHTOM CKPUHMHIa».
N
American College of Medical
Genetics and Genomics 3asBneHue o no3uuyumn ACMG, vironb 2016 .
i «[laHHble O XapaKTEPUCTUKAX TECTUPOBaHWSA BHeKNeToqHOM [JHK B reHepasibHom

&

aKyLLIEPCKOV MOMNY AL Tenepb CTav AOCTYMHbI [1]... aHATOMYHbBI YPOBHSIM,
ony6/MKOBaHHBIM paHee ANs MOMy LM BbICOKOO PUCKa».

MpakTun4yeckuin 6tonneteHb ACOG/SMFM Ne163, main 2016 r.
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«Pa3zHble clLiegHapuK... JonyckatoTcs, B ToM vmcre HANT Kak ansTepHaTUBHbIN
BapyiaHT NepBoro YpoBHS.»

Monutuka ASHG, mapt 2015 .
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«CnepnyoLLmii NPOTOKOS Cenvac cyMTaeTCs NOOXOAALLMM; CKPUHMHE BKOHK
Kak MepBUYHbIV TECT, MPeaiaraeMblii BCeM 6EPEMEHHBIM >KEHLLIMHAM>.
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3asBneHue o no3uymu ot Komurera no CKPUHMHIY XpOMOCOMHbIX
aHomanumn, utoHb 2015 r.
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FeHomep npepnaraeT NoAAepPXXKy Jisi Bpaden v nauueHToB

e TpeboBaHUs K KOHCYLTUPOBAHWUIO Nepen TECTOM MOIYT YCMELIHO ObiTh BbIMOMHEHbLI Bamn 1 Baluvm
nepcoHanom.?!

e JlaHHble MOKAa3bIBAKOT, YTO MPW UCMONb30BaHMUM YETKOIO NPOTOKOAA MHPOPMUPOBAHUS NALVEHTOB,
naLUneHTbl JOCTUraldT Takoro »e YPOBHA NoHuMaHua HUTT, Kak 1 noHumaHue TpaauLyioOHHORO
CKPUHVHIa Nno CbIBOPOTKE, U OaXKe MPeEBOCXOaAT ero.3'32

e [eHoOMe[O MOXET NpenocTaBUTb 06pasoBaTefibHble PECYPChI, HEOOXOAMMbIE Bam Ans mpeanoXxeHus
Panorama HUTT kak nepBu4HOro ckpuHuHra. OTnpaBbTe COOOLLEHNE Ha aapec
support@natera.com, 4To0ObI Ball npeactaBuTens Bblaenun anga Bac Heobxogumble pecypchbi.

[loooepyxka ong Bpaden

90

[lopoep»xka oJis maLmeHToB

by |

Mpsimas nogaep»kka, okadbiBaeMast

cneuyanicTamm rno reHeTUHecKoMy

KOHCYNbTMPOBaHWIO, 0bnagatoLLyMm

NpodeCcCroHansHON cepTurkaumen

e Oby4yeHre 1 nogaep>kka no MeaULINHCKNM
BOMpOCam B pernoHe

e [EHEeTVYeCcKMe KOHCYbTaHTbl MPOBOAAT
KOHCYNBTMPOBaHWe C Bpadamm rno
pesaynsratam, ykasblBatoLLMM Ha BbICOKIN
pPUCK

MopTan ons Bpaden: Natera Connect

e [Ins 3akasa TECTOB 31EKTPOHHBIM 0OPa30oM,
NPOCNeXVBaHWSA Pe3yNsTaToB TECTOB U s
JOCTyNa K KIVHUYECKUM JOMOHEHNSM

MNopTan onga nagweHTtoB: my.Natera.com

e PecypcC ans nauneHToB, rae OHW MoryT
y3HaTb O TECTUPOBaHNN, 3ape3epBMPOBaTb
YCIYr 1 NPOCHEXMBATL Pe3yNbTaThl TeCTa

O3HakoMuTeNbHbIE 6eCEAbl MO MFEHETNYECKOWN

NHopMaLmm

e becnnaTHble 6eceabl CO cneuyanucTaMmm no
FeHETUYECKOMY KOHCYBTUPOBAHNIO,
obnagaroLMn NPogeCccroHanbHoOM
cepTudmkaLpen, oo 1 Nocne Tecta
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