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[ononHuTeNbHbIE OTYETHI: POWERED BY NATERA"
[aTa 3aknoyeHus:

WUHdopmMaumsa o naumneHTe WUHdbopmaums o Tecte %‘ a ﬂ O r‘ a m a'u
Mma naumeHTa: 3aKasuumk: y

[ata poxaeHus:
MaTepuHCKUIA BO3pacT Ha AaTy POAOB:

FecTauvoHHbIA BospacT: Aara 3abopa obpasLia: O CKPUHMHIE: Panorama™ - 310
MaTepuHCKUIA BEC: [ata npuema obpasua: CKPUHUHIOBbIN TECT, @ He AMarHoCTUYeckui. OH
MneHTUdMKaTop naumneHTa: MaTepuHckas KpoBb OLIEHMBAET FEHETUYECKUI MaTepuar, BblAENEHHbIN
MeaMLIMHCKas 3annch: M3 MaTEepWMHCKOW KpOBM, KOTOpbIM MpeacTaBnsieT

coboit cMecb MaTepuHckol WM nnaueHTapHon [OHK,
yTObbl OMpefenvUTb BEPOSTHOCTb CreumdryecKkmx
Homep nccnenosaHms: aHoManui XPOMOCOM. Tect HE MOXET
rapaHTUMpoBaTb OTCYTCTBME WHbIX FEHETUYECKUX
MaTosornii, a onpeaenseT pUck TOMbKO 3asiB/IEHHbIX
CMHOPOMOB. Pe3ynbTaT C HU3KMM  PUCKOM He
rapaHTMpyeT OTCYTCTBMS NaTONOMMI y nnoaa.
BbIBPAHHbIA TECT: Mon nnoga, PaclumpeHHas naHenb

Homep Habopa:

3AKJ/TFOMUTEJIbHBIE PE3YJIbTATbI

PesysibTar llon noga QeranbHas ppakyms
HU3KAA BEPOATHOCTb My cKoi 8.3%

PE3VJIbTATbI: AHEYIJIONANN

BeposamHocmeb 00 Panorama oyeHka
Tecmupyemoe cocmonHuA Pesynemam mecma® sepoﬂmHocmu3
JPUCOMAA 2L e, JVBKAS BEPOSITHOCTD LADZ. . ceeeeesesssemssenens S110000 ...
JPUCOMUA LB e L VBKAS BEPOSITHOCTD ek S120000 e
JPACOMUA LS eeeeesssesesssesssseennenad WSKAS BEPOSTHOCTD . T <1/10000 .
MoHocomua X HW3KAS BEPOSATHOCTb 1/256 <1/10 000
TpVII'IrIOVIL[I/IFIHVBKAFIBEPOFITHOCTb .............................................................................................
PE3Y/IbTATbl: MUKPOAENIELIUUN
Tecmupyemoe cocmosHus 1 Pe3ynemam Bepomr;nocmb do BeposamHocmob

mecma nocne mecma4
CvHapoM geneuun 22g11.2 HW3KAS BEPOSTHOCTb 1/ 2 000 1/13 300
CMHﬂpOMﬂeneuMM1p36HVI3KA$IBEPOHTHOCTb ............... 1/5000 ................................ 1/12400 ....................
Covppow Avrenemawa o HASSEPOSTHOCTe 1712000 116600
CMHAPOM KOLIAYbero Kpuka HV3KAS BEPOSATHOCTb 1/20 000 1/57 100
CMHApOanaﬂepa-annMHVI3KA$IBEPOHTHOCTb ............... 1/10000 ............................... 1/13800 ....................

1. Ucktouaet cnyyan, cBuaeTenbCTByioLmMe 0 heTanbHOM U / UK NiaLeHTapHOM Mo3auumsMe. 2. B 3aBUcMMOCTM OT BO3pacTa MaTepy, recTalMoHHOro BO3pacTta 1 / unu obLuero HaceneHus, eciim NpuMeHnMo.
PekoMeHpaLmMM NpeaocTaBnaoTCa No 3anpocy. 3. PUCK Nocne TecTa Ha aHeynouanio BKIKOYaeT pesynbTaThl anroputMa Panorama v AaHHble ony6nmMkoBaHHOro nccnefosanuns 17 885 xeHwwmH [Dar et al. Am J Obstet
Gyn ecol. 2014), Hosi6pb; 211(5): 527.e1-27.e.17] u npeacTaeneHbl kak PPV (BbicokuiA puck) 1 NPV (HW3KWiA pUck). MaTepuHCKUIA BO3PACT WUCMONb3yeTCs B 3TOM pacyeTe, OHAKO «BEPOSITHOCTb MOC/E TECTa» MOXKET He
oTpaxaTb hakTudeckuii PPV ans aToro nauueHTa, kak AONOMHUTENbHbIE (haKTOpbl pUCKa, BKMIOYAs, HO He OrpaHUuMBasiCb UMU; Pe3ynbTaTbl APYroro CKPUHWHIA, pesynbTaTbl Y3M, nuuHas / cemeiiHasi uctopus, He
BK/IIOYEHbI B OLIEHKY pucka. 4. PUck nocnie Tecta Ha Mukpoaeneumio (M) BKIKOYaeT pesy/bTaTbl anroputMa Panorama v JaHHble ony6nmMkoBaHHbIX MccnefoBaHuii [Martin et al. Clin Genetics. 2017 wion 11, Wapner RJ n
ap. Am J Obstet Gynecol. 2015 Mar; 212 (3): 332.e1-9] u npeacTaBneHsl kak PPV (Bbicokuii puck) n NPV (HU3KMIA puck). PUCK MUKpOAEneLmii He 3aBUCUT OT Bo3pacTa MaTtepu. ®pakums nnopa (FF) ucnons3yetcs B
3TOM pacyeTe. B 3aBucUMOCTH OT FF, B HEKOTOPbIX Cy4asix OLIEHMBAETCS TOMbKO OTLIOBCKWIA annenb (cM. CTp. 2). «BeposiTHOCTb Nocne TecTa» MOXET He OTpaxaTb (akTuyeckyto PPV Ans 3TOro nauveHTa, kak
AONONHUTENbHbIE (PAKTOPbI PUCKa, BKMIOYasi, HO He OrpaHUuMBasiCb; PesynbTaTbl APYroro CKPUHWHIA, pesynbTaTthl Y3W, nuuHas / ceMeiiHas MCTOPUS, He BKITIOUEHbI B OLIEHKY pucKa.

leHeTUYecKoe KOHCYNbTUPOBaHUE U INAarHOCTUYECKOEe TECTUPOBaHME A0MKHbI BbITb NPeANOXKEHbI ANA Aa/IbHENLLEN OLLEHKK
pe3ybTaToOB C BbICOKOW BEPOATHOCTbIO.
Opo6peHo: lFeHetuk Jla6opatopun NeHomen Opo6peHo: AvpekTtop Jlabopatopun FeHomen

EC/IM 3AKA3YMK MMEET BOMPOCHI U YENAET OBCYAMNTb PE3Y/IbTATbI, MOXANYUCTA, OBPALLAMTECH HA 8-800-333-45-38.

r.Mocksa, MNogonbckoe wocce, Nnuensua Ne J10-50-01-009532 ot 20 mapTa 2018 r ‘ rEHOM EO
nom 8, kopnyc 5 (meTpo Tynbckas) locypapcTBeHHan peructpauma 000 «FeHomen» (ETPHO) ot '-.._:-*\:\A
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O CKPUHWMHIE:

Panorama™ - 370

CKPUHMHIOBBIN TECT, @ He AMarHocTuyeckuin. OH
OLIEHMBAET rEHETUYECKUI MaTepuan, BblOeNeHHbIN
M3 MaTEepPUHCKOW KpOBW, KOTOpPbLIM MpeacTaBnsieT
coboit cMecb MaTepuHckol U nnaueHTapHon [OHK,
4TO6bl OMpPEeaenUTb BEPOSITHOCTb CheLndUUEcKUx

aHoManui

XPOMOCOM.

Tect HE MOXeT

rapaHTMpoBaTb OTCYTCTBME MWHbIX TEHETUYECKNX
HaTOﬂOFMVI, a onpeaenseT pUCK TONbKO 3asaBNEHHbBIX

CMHAPOMOB.

Pe3ynbTaT € HU3KUM pPUCKOM He

rapaHTUpyeT OTCyTCTBUS naTosoruii y nnogaa.
BblBPAHHbIV TECT: Mon nnoaa, PaclwumpeHHas naHens

YyBCTBUTESNIbHOCTb - 3TO CMOCOGHOCTbL NMPaBUIbHO OMNpPEAENsTh BbICOKUI PUCK B Clydae, Koraa
[EVCTBUTENBHO CYLLIECTBYET BbICOKUIM pUCK. Hanpumep, B rpynne co ciyvasMu TpucoMum 21,

MaHopama npaBunbHO naeHTUdUUMpYeT 6onee 99% M3 3TUX CllyYaes.

CneundUUHOCTb - 3TO CNOCOBHOCTb NPaBWUIIbHO MAEHTUMULMPOBATL 340POBbIX M0A0B KakK

HU3KUI PUCK.

MonoxwmrenbHoe MNMpeanKTMBHOE 3HAYEHMUE - 3TO BEPOSTHOCTb TOr0, YTO €C/N NOoNyYeH
BbICOKMIA PUCK, TO NJI0A Ha CaMoM fJene nopaxeH. Hanpumep, koraa MNaHopama nokasbiBaeT
BbICOKMIA PUCK A5 TPUCOMMM 21, BEPOSITHOCTb, YTO MNIoA UMeeT Tpucomuio 21 coctaensieT 91%.
Opyrumu cnosamu, B 9% ciyyaeB MOXET 6bITb MOSyYeH BbICOKUI PUCK, KOTA@ Mo4 HE MeeT

Tpucommm 21

OTpuuartenbHoe MNpeanKTUBHOE 3HAYEHUE - 3TO BEPOSTHOCTb, YTO €C/IM TECT MOKa3biBaeT
HWU3KMI PUCK, N104 HA CaMOM [esie HE MOPaXKEeH.

CocrosiHne YyscrBure/sibHOCTH CrnieyngpnyHocTp MosnorxnresibrHoe OTpuyaresibHoe
(95% CI) (95% CI) MpeankrTusHoe lNMpeankruBHoe
3Ha4YeHne 3Ha4YeHne
1,2,3,4 0, - -
Toucomn 21 ) o S LBTO O% 299.09%% ..
Tpucomns 181234 98.2% (CI 90.4-99.9) >99% (CI 99.7-100)  93% >99.99%%*
Tpucomms: 134234 >99% (CI 87.2-100) >99% (CI 99.8-100)  38% >99.99%*
MoHocomusa X234 94.7% (CI 74.0-99.9) >99% (CI 99.7-100) 50% >99.99%*
Tpmnnomp‘mg5:6 >99% (CI 66.4-100) >99% (CI 99.5-100) 5.3% >99.99%*
XXX’ XXY’ N~ . N/A _Coo 6LuaeTCﬂ an ............ N/A_Coo 6LuaeTCﬂ npm - 890/0 ............................... N/A-C 006Luae1-c;| np M ..........
LBBIABIIGHWN e BB B I CHNN s e s LY
22q11.2 peneuns 90% (CI 85.5-99.5) >99 (CI 98.6-99.9) 20%** 99.97-99.99%***
LT
1p36 peneuus CVlH,Cl,pOM7’8 >99% (CI 25'100) >99% (CI 991'100) 7-17%*** 99.98-99.99%***
CMHAPOM Arenmana’® 9550/0(CI772_999)>990/0(C1991-100)100/0 ............................... >99990/0 ............................
CMHAPOM KOLIaubero >99% (CI 85.8-100) >99% (CI 99.1-100)  2-5%*** >99.99%
oL LT
CuHapom Mpagepa- 93.8% (CI 69.8-99.8) >99% (CI 99.1-100) 5% >99.99%
Bunnn?-8
YKeHckui >99.9% (CI 99.4-100) >99.9% (CI 99.5-100)
Myxckoit >99.9% (CI 99.5-100) >99.9% (CI 99.4-100)
1. Nicolaides KH et al. Prenat Diagn. 2013 June;33(6):575-9 * MocTosiHHOE KNMHUYEecKkoe HabniofeHWe BbIMOMHSIETCS AN1s obecrieveHnst Toro, YTobbl OTpuLaTenbHoe NPeanKTUBHOE 3HaueHe
2. Pergament E et al. Obstet Gynecol. 2014 Aug;124(2 Pt 1):210-8 NPV He oryckanocb HWXeE LUTUPYEMOI, HO OTCIEXMBAHWUE HE MOJYYAIOTCS ANs BCEX CNYHYAEB C HU3KUM YPOBHEM pucKa.
3. Ryan A et al. Fetal Diagn Ther. 2016;40(3):219-223
4. Dar P et al. Am J Obstet Gynecol. 2014 Nov:211(5):527.e1-527.e17 ** MonoxuTtenbHoe NpeAVKTUBHOE 3HayeHne PPV ans 22q11.2 aeneuwu B ony6nmMKoBaHHbIX UCCnefoBaHusIX coctasnsno 20%,
5: Nicolaides .KH et al. Fetal giagn T.her. 2014;’35(3):2'12_7'_ : Korzia He 6bl110 06HApPYXXEHO YNbTPa3BYKOBbIX aHOManwii 1 o 100%, Koraa nepes HayanoM UcciefoBaHWs 6biin 06HapYXKeHb
6. Curnow KJ et al. Am J Obstet Gynecol. 2015 Jan;212(1):79.e1-9 YNbTPa3BYKOBbIE aHOMaNuK.
7. Wapner RJ et al. Am J Obstst Gynecol. 2015 Mar;212(3):332.e1-9 *¥* B 3aBUCMMOCTM OT (hpakuun Nnoaa, cM. «MaHopaMa OLEHKM pUCKa» B OTYETe O NMOBTOPHOM PPV / NPV ans KOHKpETHOro
8. Martin et al. Clin Genetics. 2017 Jul 11 naumeHTa.
9. Norvez A et al. The European human Genetics conference, ESHG.

Copenhagen, Denmark. May 27-30, 2017.
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MeTtoauka TectupoBaHus: [HK, BblaeneHHas U3 MaTePUHCKONM KPOBU COAEPXMT nnaueHTapHyto JHK, ycunueaeTcs B onpeseneHHbIX NoKycax C UCrosb3oBaHWeM Lienesoro MLP-aHanu3a u cekseHupyeTcs ¢
CMO/b30BaHNEM BbICOKONPOU3BOAUTENBHOTO CEKBEHATOPA. [laHHble CEKBEHUPOBAHWS aHaNM3UPYIOTCS C UCMOb30BAHNEM 3anaTeHTOBaHHOTO anroputMa Natera Ans onpeaenequns Yncna konuii nnoaa ans
XpoMocoMm 13, 18, 21, X 1 Y, TeM CaMbIM BbISIBNISii @HOMaNUW LIENOK XPOMOCOMbI B 3TUX MeCTax, MUKPOAENELIMOHHAs NaHenb 6yAeT MAEHTU(hMULMPOBATb MUKPOAENELIMM TONbKOB YKa3aHHbIX okycax. Ecnu obpasen
He COOTBETCTBYET NOPOry KauecTBa, As yKa3aHHOM XpOMOCOMbI (0B) puck He coobliaetcsi. [s nonyyeHus pesynbtata Tpebyetcs focTaToqHas dpakums nioga. GetanbHas dhpakums onpenensercs ¢
1CMo/b30BaHWEM 3anaTeHTOBAHHOMO afnropuTMa, BKIIOYAIOLLEro AaHHbIE U3 MOCNEA0BaTENbHOCTU CEKBEHUPOBAHUS CIEAYIOLLEro NOKOEHUsI Ha OCHOBE OAHOTO HYKJIEOTUAHOrO nonuMopduama. OueHKkU hpakummn
nnoAa MoryT OT/MYaTbCs MPU U3MEPEHUM PAa3NINYHBIMK N1ABOPATOPUAMU U / UMW METOAONOMUAMM.

OTKa3 OT OTBETCTBEHHOCTM: 3TOT TECT 6blN BaNMANPOBAH Ha XKEHLLMHAX C OAHOMNOAHONM GEPEeMEHHOCTBLIO U MO KpaiiHel Mepe C AeBATON Hefene 6epeMeHHOCTH. PesynbTaT He 6yaeT WHdOopMaTUBEH, ecnu
MaTePUHCKME KNETKU KPOBW M OOLIUTBI HE UMEIOT OAIHOIO W TOrO Xe FeHETUYECKOrO MPOUCXOXAEHUS, HAaNpUMep, Y A0HOPa SMLIEKNETKM, CYppOraTHON MaTepu UK NpW paHCMNaHTauumM TpaHcnaaHTaTa KOCTHOro
Mo3ra. Pe3ynbTaTbl HEM3BECTHOTO K/IMHUYECKOrO 3HaUeHUs He CoOobLLAlOTCS. MOCKOMbKY 3TOT aHanu3 SBNSETCS CKPUHMHIOBBIM TECTOM, @ HE AMarHOCTUYECKMM, MOTYT BO3HUKATb JIOXKHO-TONOXUTENbHBIE U JIOXKHO-
oTpuLaTenbHble pesysbTaTbl. Pe3ynbTaTbl TECTa € BbICOKOW BEPOSITHOCTLIO CUHAPOMA HYXXAAKOTCA B AMArHOCTUYECKOM MOATBEPXK/AEHUM aNnbTePHATUBHBIMWA METOAAMW TECTUPOBaHUS. Pe3ynbTaTbl HU3KOMO pUcka He
NOJSTHOCTBIO UCKIIOYAIOT BEPOSITHOCTb NH0GOr0 U3 CUHAPOMOB U HE UCKIHOYAOT BO3MOXHOCTW APYTUX XPOMOCOMHBIX @HOMaruii Unn BPOXAEHHBIX AedeKTOB, KOTOPLIE HE BXOAST B Nepeyb CHAPOMOB AAGHHOIO TecTa.
MoTeHUManbHble CTOYHMKM NIOXHBIX pe3y/ibTaToB BKIOYAIOT B Cebsi, HO He OrpaHNYMBAOTCS MMM, MO3aUYHOCTb, HU3KYIO (DPaKLIMIO N10Aa, OrpaHNYeHUs CyLLECTBYIOLWMX AMarHOCTUYECKUX METOZO0B UK
oLMB0YHYI0 MaeHTUdMKaLMIO 06pa3LioB. 3TOT TECT He BbISBNSET BCe Aeneunn. STOT TecT 6bin BanuaMpoBaH TONbKO Ha AeNeLunn BCero peroHa n MoXeT 0bHapyXuTb MeHbluve Aeneunu. OueHka pucka
MWUKpOAEneLnm 3aBUCuT OT (bpakLK MNoaa, Tak Kak Aeneunn yHacneAoBaHHbIe OT MaTepy TPYAHO MaeHTdMULMPoBaTh Npu 6onee HU3KMX dpakumsax Nnoaa. PesynbtaTbl UCTbITaHWIA BCEraa AOMKHBI BbiTb
MHTEPNPETUPOBaHbI K/IMHULIMCTOM B KOHTEKCTE KIIMHUYECKUX U CEMENHBIX AHHBIX C BO3MOXHOCTBIO FEHETUUECKOTO KOHCYIbTUPOBaHUS, KOorAa 370 HeobxoamuMo. MpeHaTanbHbIii TecT Panorama 6bin paspaboTtaH
Natera, Inc., nabopaTopueli, cepTUhHULIMPOBaHHOIN B COOTBETCTBUM C oNpaBKaMu K YNyHLLEHUIO KIMHUYeckux labopaTtopuii (CLIA). 3TOT TecT He ofobpeH YnpaBrieHVeM no KOHTPOSIIO 3a MpoAyKTaMu 1
nekapcteamu CLUA (FDA) CLLA.

r.Mocksa, Mogonbckoe wocce, NnueHsuna Ne J10-77-01-019459 ot 22 aHBapsa 2020 roaa rEHOMEﬂ

aom 8, kopnyc 5 (MeTpo Tynbckas) FocyaapcteeHHas peructpaumsa 000 «eHomegy» (EFPHO/) ot 06.12.2007 o4



