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«[eHoMen» — BeayLW Mt MeaMKo-reHeTUYeckmnin LeHTp Poccum, KoTopbl npeanaraet naumMeHTaM KOMMAEKCHY MeAULIMHCKYIO
MOMOLLb B ANArHOCTMKE U NEYEHUM HACNENCTBEHHbIX 3a001€BAHMI, HAPYLIEHUI PENPOAYKTUBHOM DYHKLUMM, nogdope

I/IH,EI,I/IBI/I,EI,yafIbHOIZ Tepannm B OHKOJIOTUHN.

2&% Hama komaHza

3a 10 net peatenbHOCTM «[eHOMeny» yaanock Npmeeyb K paboTe yyLumnmx pOCCUMCKUX
Bpayen — reHeTUKOB, HEBPOJIOrOB, aKyLLIEPOB-TMHEKON0rOB, OHKOJIOrOB, @ TakXe

6MOMHPOPMATMKOB M NAabOPaTOPHbIX CNELUANNCTOB.

D |:| I:I NcciiegoBaHUS

bonee 200 reHeTnyeckmnx aHann30B. HekoTopble npoueaypbl OCyLECTBSEM B
COTpYyAHMYECTBE C MUPOBLIMU NnaepaMmn B 06/1aCTU MONEKYIAPHON AUATHOCTUKM,

YaCTb YHUKANbHbIX TEXHONOIMMK pa3paboTaHbl B Hawen co6CTBEHHOM
nabopaTtopum.

200

dHaJIN30B

Mbl 3HaeM, KaK ObICTpPO NOCTAaBUTb AMArHO3 U NOA06GpaTb
NpaBuUJIbHOE JlIeYeHUe Aaxe B CaMbIX C/IOXKHbIX cayyaax!
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«I'eHoOMen»:

® bGonee 200 reHeTnYecKkux
MccneaooBaHUM

® CoTpyaHM4YeCcTBO C BEAYLLIMMMU
nabopatopuaMmn Mmpa

® 6 MeauMUMHCKMX OPUCOB, MPUCYTCTBUE
B COTHE ropo/oB

® Jloructnka 6MoobpasLoB Mo BCeMy
MUDY

® YHukanbHag cobcTBeHHasa 6a3a
OAHHbIX (2 MTH reHeTU4YeCKnX
BAapMaAHTOB)



buoxummuueckue MmapKepsbl

B 2015 roay B P®D pacxoabl Ha NpeHaTaNbHbIA CKPUHWUHT
MCKNOYEHbl U3 pepepanbHoro bromxketa. M He
VAUBUTENbHO: pe3YybTaTbl, NOY4YEHHbIE C MOMOLLbHO
0 0 0 O 0 0 0 0 O buoxnmMmnuecknx Mmapkepos 1 Y3, Hepenko BBOOAT B

. . . . . . . . . 3361y aeHWe Kak Bpaya, Tak M naumeHTa. B ogHUX
C/ly4asix OHWU MO3BONSOT 3aN0A03PUTb BO3MOXHYIHO

LI L L L N N L L LR | NaToNOrMIo, B APYrmx — NponycKarT Kakoe-To
HanpacHble BONHEHUSA reHeTMyeckoe 3abonesaHne 1nM Hao0bopOT BblAAIOT
N3 20 XeHWMH C BbICOKMM PUCKOM MO pe3ynbTataM NOXXHOMOOXUTENIbHbIE Pe3ynbTaThl.
BUOXMMMYECKOrO CKPUHUHIA, HAa CAMOM Aene, TONbKO
ofHa nmeet pebeHka ¢ cmHapoMoM [layHa.

O 0 0 O % 0% 0 9 9
MR AN

CywecTByrowme MeToabl GBMOXMMUUYECKOrO

CKPUHUHra Head(PeKTUBHbDI!

nununnwnnwnwmwmwwuwm
nOﬂ,TBep,EI,MTb ANarHo3 noMoraeTtT MHBa3nBHAA

0 90 % 9% 90 0 9 O 0 9O
. . . . . . . . . . npeHaTanbHasa (M1 4opoaoBas) AMarHoCcT1Ka, Kotopas

MOMOraEeT BbISIBUTb LLE/bIN Psifi XPOMOCOMHbIX HapyLIEHWU

U LU L M HACNeaCTBEHHbIX bonesHen.
Jlo)XKHaql yBepeHHOCTb
N3 20 XeHLWMH Hocsawmx pebeHka ¢ cmHapomoM [layHa, K coxaneHuw, MHBa3nBHas NpeHaTasbHaa AMarHoCTUKa
3-4 MeKT HU3KMK PUCK NO pe3y/ibTaTaM MMeeT O4MUH, HO CYyLeCTBEHHbIM HeOO0CTaTOK — 3TO

BUOXMMUYECKOrO CKPUHUHTA. yrpo3a npepbiBaHUS 6epeMeHHOCTW.
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[lpoBOAUTCSA C NOMOLUbIO
00bl4HOro 3a60opa BEHO3HOM
KpoBU Yy 6epeMeHHOM

% HewunuBas3uBHbBIN

IIpeHaTaJIbHbBIN TECT
(HUIIT)

HoBenwmnm Mmeton AMarHOCTUKU
XPOMOCOMHbIX MAaToNOrMn Naoaa

[lpekpacHaq anbTepHATUBA
OUOXMMUYECKOMY CKPUHUHTY U
MHBA3UBHbIM Mpoueaypam

OcHoBaH Ha BbioeneHmnn AHK nnoaoa
M3 KpOBM OyayLlen MaTtepu

MOLLHbIM aNnropuT™M MaTeMaTUUYECKOM
00pabOTKN AAHHbIX rAapaHTUpPYeET
NOCTOBEpPHble pe3yNbTaThl

YcnewHo UCnonb3yeTcsd BO MHOMUX
CTpaHax MmMpa, B TOM yncne n Poccuu



Menuko-reHeTuueCcKuu 1eHTp «'eHomen»
IpeaocTaB/isieT CIeAVIOIIie TeCThI
HeMHBa3MBHOM IIPEeHaTAJIbHOM JUATrHOCTUKI:

Tect PANORAMA ([eHomepn, Poccus) Tect HARMONY (Roche,CLLA)

Tect PANORAMA (Natera, CLUA) Tect VERACITY (NIPD Genetics, Kunp)

HUINC HenHBa3nBHbLIM NpeHaTaIbHbIN

ckpuHUHT (TeHomen, Poccus) [penartect 21 (feHomMen, Poccus)




Tect PANORAMA eHoMen, Poccus E

NudopmMmanusa 06 mncciegoBaHUN

HenHBa3mBHbIN NpeHaTanbHbiM JHK-Tect «Panorama» aBngeTcs caMblM COBPEMEHHbIM M Be30MNacHbIM METO40M
ONArHOCTUKM XPOMOCOMHbIX MAaToNOrMu1 naoaa, KOTopbliM MCNOJIb3YETCS BO MHOMMX CTpaHax Mupa.

BnepBble nccnenoBaHme Takoro YypoBHS BbINOJTHAETCS HenocpeacTtseHHo B Poccuu:
nocne nposeneHus NosIHOMacwTabHon paboThbl BblaeneHne cBOOOAHOLMPKYNUPYIOLLLEN

OHK, npobonoarotoBka 1 nepBuYHbIM KOHTpOJb KadyectBa ¢ 20 anpensa 2017 roaa
ocyuwecrtBnsgetca B nabopatopuun «feHomen», r. MockBa.

O6paboTka AaHHbIX NabopaTOPHbIX UCCNEA0BAaHUN U KOHTPOJ/Ib KAYeCTBa MOMYYEHHbIX AAHHbIX NO-MPEXHEMY
BoinonHsgetca B CLUA no yHukansHoMy anroputmy NATUS.

Poccua - oagHa U3 HeMHOIMUMX CTpaH, KoMy «Natera» Bblaana

I_nE I NMLLEH3UI0 Ha npoBeaeHue NoaoobHoro uccneaoBaHus. Mol,
— KOHEeYHO, O4YEeHb ropaAUMCA 3TUM (PaKTOM.



Tect PANORAMA leHoMen, Poccus E

XapakTepucTuKa

ba3oBag naHenb c onpeneneHnemM HOCUTENbCTBA MYTaL MM, CBS3aHHbIX C
HacneaoCTBeHHbIMU 3a001€BaAHUAMM.

OueHuBaeT puck aHeynnomngmuin (21,13,18, nonoBbiX XpOMOCOM), BbISIBASIET TPUNNOUANIO, MCHE3aKOLWero 6am3Heua.

AHanunsupyet nnogHyto HK, a He 6bepeMeHHOCTb (MaTb+nnoa), kak apyre HUIMTbl: MeToa OCHOBAH Ha BblAEEHUM
ceoboaHo unpkynmpyrouwen JHK nnooa B KpOBU XEHLWMHBI.

MiccnepoBaHMe 6e30MacHO Kak Aas Nnoaa, Tak 1 ans byayuien matepu.

3aKJ1I0YEeHUS NO pe3y/bTaTdM UCC/IIE00BAHUA BblAAKOTCA TOJ/IbKO HAa PYCCKOM 43bIKeE.

Bo3MOXHO nNpoBeaeHue Cpok
POBEA +—h P CtrouMoOCTb:

c 9-Tu Hepenb BbINO/MTHEHUA:
6epeMeHHOCTH E 10 aHeit 350009P



Tect PANORAMA leHoMmen, Poccus E

BeIIB/ISIeMbIe 3200/ IeBaHVSI

CnHgpom [layHa (Tpncomua 21-n XpoMoCoMbl)
CuHgpom JaBapaca (tpucomma 18- XpoMoCoMbl)

CuHpopoM [llaTay (Tpncommsa 13-n XpOMOCOMBI)

Yncnosble aHOMaNM NOJIOBbLIX XpPOMOCOM (CMHAPOM TepHepa, KnanHoenstepa,
TPUCOMUSA X-XPOMOCOMbI, ANCOMUSA Y-XPOMOCOMbI)

Tpunnongms

[1py npoBeneHmnn AaHHOro UCCIeq0BaHUA KpOMe BbISIB/IEHMS Y N10A4A ONMMCAHHbIX Bbille CUHAPOMOB Y CaMOW
MaTepu onpenensieTcss HOCUTENbCTBO YacTblX MyTaLUM, KOTOPble MOIYT NMPMBECTU K HacNeaCcTBEeHHbIM 6oe3HsaIM
(MyKOBMCLMAO03, FeMOXPOMATO3, GEHUNKETOHYPUS, FraNakTo3eMUI U HEMPOCEHCOPHASA TYroyxoCTb).

® BuigsngeT non nnoaoa



Tect PANORAMA leHoMmen, Poccus E

IlokaszaHus

@ [loBblIlEeHHbI PUCK XPOMOCOMHOW MaTO/IOMMK, YCTAHOB/IEHHbIW C MOMOLLbIO
OMOXMMUYECKOTO CKPUHMHIA

® XpoMOCOMHasg NaTonorusa Npu npeaplaywmx bepeMeHHoCTIX
® Bo3pact byaywen mambl 6bonee 35 ner

® Yrposa npepbiBaHUs bepeMeHHOCTM B paHHUE CPOKU U HEBO3MOXXHOCTb NpOBeaEeHMS
MHBA3MBHOW NnpoLueaypbobl

® XenaHue 6epeMeHHON XEeHLLNHbI

JTOT TeCT peKOMEHA0BAaH BCEM ODepeMEHHbIM YXEHLUMHaM,
KOTOpble XOTAT Y3HaTb 60sblUue O 340pOBbe CBOEIro
pebeHKa A0 ero poXxxaeHus.



Tect PANORAMA leHoMen, Poccus E

IIpemyniecTBa HenocTarku

be3onacHOCTL. He nogoxoauT:

Tect Panorama asnsetcs npekpacHom anbTepHaTMBON MHBA3UBHOM npu pegoykumm ogHoro sM6pmMoHa 13 ABOMHU, NPU HANUYUK
ANArHOCTUKE, Npu 3TOM abcontoTHO 6e3onaceH Kak Ans nnoaa, Tak OHKONOrMn y bepeMeHHON, XXeHLWMHAM, Yy KOTOPbIX Oblna

M ONna martepm. nepecagka KOCTHOro Mosra.

[1oCTOBEpPHOCTb.

Crporue kputepumn oueHkn kavectea HK nnopna, uto Bepget K
nepesabopam (3-4%).

He naHaues.

TecT, K coxaneHuto, He onpeaendetT MUKpoaeneunn.

EanHcTeeHHbI HATT, pasnuyatrowmin nnogHyto JHK oT MatepmHckon
(bnarogaps cBoeMy aHanu3y Ha ocHoBe SNPs).

TOYHOCTD.

B oTanume oT opyrnx ManouHBa3uUBHbIX CMOCOO0B ANATHOCTUKM
HUIT no3songer onpenenntb pacnpoCcTpaHEHHY XPOMOCOMHYIO
NaTosIOrmnto Naoaa C TOYHOCTbI 99,9%.

[lenaetcqa B Poccuun.

He TpebyeT nepecbinkmn obpasua B CLLUA, npn 3ToM KavyecTBo
NpoBeAEeHMS aHaIM3a KOHTPOUPYETCS 3anaTeHTOBAHHOM
TexHonormnen «Natera.

bbicTpoTa.

OTcyTCcTBME HEOOXOAMMOCTU OTNPaBKM 00pa3LoB 3a pybex
COKpalwlaeT cpok nuccnenosaHus ¢ 14 paboumnx gHen oo 10 u
CHMXAET WaHC nepe3abopa buomatepuana.

LleHa.

Tak Kak 60/blIag YacTb MCcnenoBaHMs NnpoBoauTca B Poccum,
CTOMMOCTb aHaIM3a NO CPaABHEHUIO C aMEPUKAHCKMM aHANIOrOM HUXeE.



Tect PANORAMA Natera, CLUA

Ha BbIbOp nauneHTaM npeanaraeTcs uccnenoBaHue, Kotopoe nonHoctoio npounssoautcsa B CLUA.

XapakTepucCTUKu

IlokasaHus TE e CaMble, YTO

ny tecta PANORAMA («[eHoMen»)
M IIPAKTUYECKN BCe

IIpenmymiecTBa



Tect PANORAMA Natera, CLLUA

BeIsIB/ISIeMbIe 3200/ IeBaHVSI

® CuHpopowm [layHa (TpucoMms no 21-1 nape XpoMoCoM) ® OpHonnogHaa 6epeMeHHOCTb: T21- cnHaopom [layHa,
y T18- cuHpgpom dpBapaca, T13- cuHgpom [laTay,
® Cnuapom Snsapaca (tpucomus no 13- nape xpomocom) MX- MoHOCcOMMA X, AHeYynn1onaAnm rno rnonaoBbIM XPOMOCOMaAM,
® CuHppom [Matay (Tpucomma no 13- nape XpoMoCOM) Tpunnownnug, 22q11.2, Cunapombl AHrenbMaHa,
[lpapgepa-Bunnn, Kowaubero kpuka u geneumna 1 p36
® Yucnosble aHOManMK NOOBbLIX XpOMOCOM (cMHAPOM TepHepa,
KnaiHdenbrepa, TpucoMma X-xpoMocoMbl, aucomus Y-xpomocombl) @  MoHo3urotHas asoiHa: T21- cuHapom JayHa, T18- cuHapom
T JpBapaca, T13- cunapowm lNatay, MX- MoHocoMuUS X,
® Ipvnnonans aHeynn1ouanm rnoaoBbIX XpOMOCOM
® Cunapom [in-fxopmxku (neneums 22q11.2) ® [usurotHaa asomHa: T21- cnnapom [ayHa, T18- cuHapom
® CuHapom geneumn 1p36 SnBapaca, T13- cuHapom [MaTay
® CuHgpom JlexeHa (C-M «Kowaybero Kpuka) ® HocutenbHULaM LOHOPCKOM SMLEKNETKU U CYppOraTHbIM
MaTtepaM: T21- cunopom [ayHa, T18- cuHgpom DaBapaca,
® CuHaopom AHrenbMaHa T13- curppom Matay
® Cunppom Mpanepa-Bunnu

[loaxoauT AN MHOronNa10AHOM 6epeMeHHOCTU U AOHOPCKOM
ANLEKIeTKU, a TaK XXe CypporaTHOM MaTepuHCTBe.

Bce nepeuncneHHble CKPUHUHIU
BKJIIOYAKOT ONUMIO — onpepeneHue nona niaoaa.

OrpaHuyeHus Panorama no BCEM CKPUHWUHIAM:

En
En
en

DMHMUMaEM 00
DMHMUMaEM 00

DMHMMaEM 00

ANLLEKNETKMW.

Da3Lbl 6epeMeHHbIX XXEHLLMH, Y KOTOpbIX bblna peaykuyst 0oAHOro SMOPMOHA M3 ABOMHMW.
DA3Lbl OT 6EpEMEHHbIX YXEHLLMH Bonee YyeM ABYMS NI0AaMMW.

DA3Lbl NAUMEHTOK BeEpeEMEHHbBIX IBOMHEN, CyppPOraTHbIX MaTtepen, HOCUTENbHULL JOHOPCKOM



Tect PANORAMA Natera, CLLA

HenocraTku

® Tak kak buomarepuman otrnpasnsetcs B CLLIA 1 aHanM3 MMeeT o4YeHb BbICOKME KPUTEPUY

KayecTBa, MHoraa Tpebyetca nepe3abop buomartepmana, Yto, eCTECTBEHHO, YBENNYNBAET
CPOKM UCCNenoBaHMA.

® HecmoTpSa Ha BbICOKYH TOYHOCTb, AAHHbIN TECT ABNSETCS CKPUHMHIOBLIM METOA0M
nccnenoBaHus. [pu BbISIBIEHUM XPOMOCOMHOM aHOManMu y nnoaa Tpebyercs
NoATBEPXAEHME pe3y/bTAaTOB TECTA C MOMOLLbIO MHBA3MBHOM AMArHOCTUKM.



Tect PANORAMA Natera, CLLUA

CToMMOCTBH

[TonHOe uccnepoBaHMe.
XPOMOCOMHbIE, MUKPOAENEeLUMOHHbIE CUHAPOMbI U MYyTaL MM,

CroumocCTb:
51 0002P

PacwumpeHHaa naHenb.

XPOMOCOMHbIE U MUKPOAENELUNOHHbIE CUHOPOMBI. CroumMocTb:

50000°¥P

ba3zoBas naHenNnb.
OnpepneneHne HOCUTENbCTBA MYTALMI, CBSA3AHHbIX C
HacneaoCTBeHHbIMM 3a60/1eBaHUAMMN.

CroumocCTb:
36 000 P

HeuHBasuBHbIM npeHaTanbHbi AHK Tect Panorama

(Natera, CLLA). ba3zoBag naHenb.
CuHapombl [layHa, aBapaca, [aTay.

CroumocCTb:
35 0009P

OO



HUIIC - HeMHBa3MBHBIN remomes, Poccus T

IIpeHaTAJIbHbIV CKPUHMHT

Nuadopmanymsa 06 ucciaegoBaHUN

HeunBasneHbIM npeHatanbHbi JHK ckpuHuur (HUTC) — HoBbIM NpoaykT, npeanaraemoin nabopartopuen «leHomen». Han
ero cosgaHmeM pabotanu Hawwu nyywme crneymanuctol. C ropaoCcTblo MOXEM CKa3aTb, YTO JAHHOE reHeTUYeckoe
MccnenoBaHue ABNAETCSA NPOpbIBOM B NpeHaTaibHOM TeCTUPOBAHUMN,

C noMmouwbto HATC npoBoanTCS BbICOKOUYYBCTBUTENbHAS U CNEUUMPUYHAA AMArHOCTUKA PacnpoOCTPAHEHHbBIX XPOMOCOMHbIX
aHOManunmM Nnoaa, a Takxe onpenenseTcs BepoaTHOCTb Hanbosee YacTblX HaCNeaCTBEHHbIX 3aboneBaHnin 6e3 pMCKoB,

CBA3dHHbIX C MHBA3MBHbLIM UCC/1€00BAHUEM.

MckntoumntenbHaa YyBCTBUTENbHOCTb M CMELMPUYHOCTb B OTHOLLIEHUM CaMbIX PaCNpPOCTPaHEHHbIX TPUCOMMUNA.

YHuBepCanbHbIX TECT NPU OAHO- U ABYNIOAHON 6epeMeHHOCTU, HOCUTENbCTBE
AOHOPCKOMU AMLEKNETKU, CYppOratTHOM MaTepUHCTBE



HUIIC - HeMHBa3MBHBIN remomes, Poccus T

IIpeHaTAJIbHbIV CKPUHMHT

XapakTepuCTHUKA
@ /[locTynHbIM M YHMBEPCANbHbIM NMPeHaTaNibHbIM TeCT 33 CYET BbICOKOW YYBCTBUTENIbHOCTHU
® Hwu3kada ueHa M LULMPOKMX BO3IMOXHOCTEN
@® Bkntouyaet B cebs onpeneneHne MytTaumm npu KonnyectseHHoro aHanmisa HATIC:
ayTOCOMHO-peL.eCcCUBHbIX 3a601eBaHUSAX
® MoxeT npoBOAUTLCS NpU BepeMeHHOCTH

@® He otnpasngerca 3arpaHuLy NBOViHe

. _QQo ® Pa3peluéH npu bepeMeHHOCTU C AOHOPCKOM
@® YyBCTBMTENBHOCTb U cneunduyHocTb — 98-99% P eRNETKOR
® He onpeaendaetT MMKpoageneunmn ® MeTton AMarHOCTMKM Npu CypporaTHOM

MaTepUHCTBE

[1py CKpUHWHIE aHeynaouann Npu ABYNI0AHONM bepeMeHHOCTU
BO3HMKAOT AOMONHUTENbHbIE TPYAHOCTH, CBA3aHHbIE C bonee
HU3KUM coaepykaHmeM [HK kaxgoro nnona, kotopoe A0CTYNHO
A9 aHanu3a.

MHbopMaTMBEH Cpok
P +—h P CroumMocCThb:

c 10-TM Hepenb BbINOJIHEHUSA:
6epeMeHHOCTY E 5 nHei 250009P



HUIIC - HeMHBa3MBHBIN remomes, Poccus

IIpeHaATAJIbHBIV CKPUHMHT

IlokazaHusa IIpoTBONMOKa3aHUA
[loBbILLWEHHbLIK PUCK XPOMOCOMHOM [lepenuBaHune LenbHOU KPOBMU.
NaToNOrMM NO pe3ynbTaTaM -

BMOXUMUYECKOrO CKPUHMHTA. €pecanka KOCTHOTO MO3ra.
XpOMOCOMHas NaToNorMs Npu OHKonornyeckue 3aboneBaHms Matepu.

NPeAbIAYLIMX 6ePEMEHHOCTAX. Penykunsa ogHoro sMbproHa B aHaMHe3e.

Bo3spacT bepeMeHHON XeHLWKUHbI bonee
35 ner.

Yrpo3a npepbiBaHMS bepeMeHHOCTU B
PaHHME CPOKU U HEBO3MOXHOCTb

npoBeaeHnA MHBA3MBHOM npouenypeobl. 31-01- TeCT peKOMeHA0BaH BCeEM
B aHaMHe3e ceMbu — peBEHOK C 6epeMeHHbIM XeHLWMUHaM, KOTopble
XPOMOCOMHOM NATONOTUEM. XOTAT Y3HaTb 60nblUe 0 340pOBbE

XenaHune 6epeMeHHOM KeHLLMHBI. CBOero pebeHka A0 ero poXxaeHus.



HUIIC - HeMHBa3MBHBIN remomen, Poccus

IIpeHaTAJIbHbIV CKPUHMHT

BopIisiB/IsIeMbIe 3200/IeBaHUSI

® CuHapom [ayHa (TpucomMus 21-n XpoMoCOMBb!) [oMoraet onpepenutb
® CuHapom Dpappaca (Tpucomms 18- XpoMOCOMBI) non nnoaa (XX unm XY).
® CuHpgpowm [Matay (Tpucomusa 13- XpoMOCOMBbI)
y N IuarHocTuka 7/ OCHOBHbIX
® CuHppom TépHepa (MOHOCOMUS X XPOMOCOMB!) rpucomuii (HUMT)
® XXX (TpucomMmst no X—xpoMoCcoMme) I
y C 5

® XXY (cmHopom KnanHdenbstepa) B:g::::;;;aﬁ HACISACTEERHBE
® XYY (cuHaopom fAkobca) —
@® Puck HacnencTtBeHHbIX 3aboneBaHnn (MyKOBUCLUMAO03, 12 cunapomos (HUMC)

reMoxXpomaTo3, GEHUNTKETOHYPUS, raNaKTO3EMUS U

HEIZ pOCEHCOpHaﬂ TeryXOCTb) *ToNbKO Npu ofHOMNI0AHOM BepeMeHHOCTH.

JlONONHUTENbHO HAXOAMUT Y MaTEPU HOCUTENIbLCTBO YaCTbIX MyTaLUMHi, KOTOpbIE
MOIyT NPUBECTU K HAaCNeACTBEHHbIM 6one3HaM y byaywiero pebeHka (MykoBUCLMAO03,
reMoxXpomaro3s, GeHUNKETOHYPUSA, ralaKTo3eMUsa U HeMPOCEHCOPHAA TYroyxocCTb)



HUIIC - HeMHBa3MBHBIN remomes, Poccus

IIpeHaATAJIbHBIV CKPUHMHT

IIpemyiiecTBa
YHUBEpCanbHbIN. 33 CYeT MCNOJIb30BaHUS MOLWHOCTU
He HY>XHO 3dMOMUHATb NMOKa3daHUA N OTZIMHNSA OT rny6OKorO CEKBeHMpOBaHMﬂ
CYLLEeCTBYHOLMX TecTOB. [loaxoauT npakTUYecKn ons
N1060i GEPEMEHHOCTH. npumeHeHune HUTC rapaHTupyer:
ﬂ,OCTyHHbIH. CHUXXEeHUe KOMYecTBa C/1ydaeB, B KOTOPbIX TpebyeTcs
Hu3kas LeHa No3BoNsSeT MPONTU UCCAef0BaHME NOBTOPHOE NPEeAOCTaBeHNe 0OPa3LOB KPOBH.
.. . MaTepuana oT OTua.
HanexXHbln.

P63y}'leaTbI TeCTa nogrsepxaeHbl KIMHUYECKNMHU
nccnegqoBaHUAMM.



HUIIC - HemHBa3BHBIN remomes, Poccus T

[IpeHaTaAJIbHbIU CKPMHUHT

Mo3anyHas
HE,Z[OCT&TKI/I 6nacroumcra

Hu3skaa petanbHag ppakymsa (0CHOBHAA \I/ \l/
MPUUYMHA OTCYTCTBUS pe3ynbTaTta).

[1pUUYMHBI CHUXEHNA DpaKLUnK
deTtanbHon JHK: n30bITOUYHbBIN BEC
obcnenyemMou, NaTonorns NAaLeHTbl.
BO3MOXHbI JIOXKHbIE pe3ynbTaThl NPpU

NnnaueHTapHOM MO3aunLUnN3ME. BO3MOXHbIN BO3MOXHbIN

NOXHOOTpULLATENIbHbIN NOXHOMOJIOXUTESIbHbIN
pe3ynbraT pe3ynbraT




Tect HARMONY Roche, CLLA

NuadopMmanusa o6 uccjiegoBaHUN

C BbICOKOM TOYHOCTbIO onpenenseTr XpoOMOCOMHbIE MNaToNorMu nnoaa.

Brnepsbie Tect HARMONY™ 6b1n nposeneH 8 2012 roay. Torga npownu AaHHoe npeHaTtanbHoe nccnenosaHue 6onee 15
TbICAY OepeMeHHbIX XXEHLMH.

B cBS13U C perynapHOn KIMHUYECKOM BanmMaaunen cHMTaeTcs OA4HMM U3 CaMblX 3P PEKTUBHBIX CNOCOOOB onpeaeneHuns
reHeTM4YeCckux 3aboneBaHni BO BCEM MUpeE.

Tect poctyneH B bonee yeM 90 cTpaHax MMpa U yCnewHOo UCNOJIb30BaJICa B onpeaeneHnm Kypca KIIMHUYeCcKoro BeaeHus
cebiwe 400 000 bepemMeHHOCTEMN.

HenHBasueHbIM TecT HARMONY™ 3anaTteHTOBaH KOMMaHMen MonekynsapHon amarHoctmkun Ariosa Diagnostics, Inc.

Ariosa Diagnostics

Benywaa MmmpoBas KOMNaHus, Cneunanm3mpyroLascs B
chepe MonekynapHON OMAarHoCTUKK. Ha eé cuety
pPa3/IMYHbIE NepenoBble TEXHOJIOTMK OCYLLECTB/IEHUS
HanpaB/IeHHOro aHanusa BHeknetoyHon [JHK B kKpoBsw.
LLITab-kBapTupa Ariosa pacnonoxeHa B CaH-Xoce
(KanugopHus). B aueape 2015 roga 6b11a nornoweHa
dupmon Roche.

Roche

KpynHenwas B Mupe BMOTEXHOIOTMYECKash KOMMNaHus,
pa3spabaTbiBaloLLas pa3HOOOpa3Hble npenapaTbl A4
NneyeHns OHKONOrMYeCcKnx, UMMYHOJTOTMYECKUX,
MHPEKLMOHHbIX, 0PTaIbMONOTMYECKMX U
HeBpoaormyecknx 3abonesaHunim. [0NOBHOW oPuUC B
ropoge bazensb (LLsenuapuq).



Tect HARMONY Roche, CLLA

XapakTepucTuKa

[lpeHaTanbHbIK TecT Harmony (npounssogutens — Ariosa Diagnostics, CLUA) — nccnepnosaHune nnoga rno aHanmsy KpoBu
6epeMeHHbIX XXEHLUH.

HyxxeH ons obHapyxeHma Tpucomum no 21-u, 18- nnm 13- xpomocome mnm xpomocomam X, Y ans onpeneneHus nona pebexka.

[1aHHbIE OBLMPHBIX KITMHUYECKMX UCMbITaHUK € y4acTuem cabliwe 22 000 XeHWwmH Bcex BO3pacTOB M KaTeropum pucka®
noaTBEpAUNM COOTBETCTBUE TecTa TpeboBaHmsam CLIA.

MccnegosaHue NEXT (Non-Invasive Examination of Trisomy (HeMHBa3nBHOE MCCNeaoBaHUE Ha BbIsSIBIEHWE TPUCOMUN)
0EMOHCTPUPYET 3HAYNTENBbHO Boee BbICOKYH 3 HEKTUBHOCTb NpeHaTtanbHoro tecta Harmony™ no cpaBHeHuto ¢ FTS B
TOYHOM OLLEHKEe pUCKa pa3BUTUS TpucomMmm 21, Bbi3biBaloLen cmHapom ayHa.

[1laHHOe uccnenoBaHme He npeanosaraeT ornepatmMBHOro sMeLaTesibCtBa U ABJIAETCA MO3TOMY 6e3OI'IaCHbIM, KaK OJi4d
MaTepun, Tak U 014 nnoga.

-+t CpoK
“[laHHble He N0AABaNUCh Ha PACCMOTPEHME PEryNNPYIOLLIX R EI NONHEHUS: CTO UMOCTDb.
OpraHoB M TECT HE NPOAAETCS B KAaUYeCTBE CPeCcTBA AMArHOCTUKM
In Vitro (IVD) & CLLIA unm EC. E N ) 27 000 P
14 pHeM



Tect HARMONY Roche, CLLA

IlokaszaHuus

Jltobasa 6bepemeHHOCTb cBbile 10 Heaenb.

XPpOMOCOMHas natonorns npu npeabloywmx 6epeMeHHoCTSIX.
Bo3pacT bepeMeHHON XeHLWUHbI bonee 35 nerT.

Yrpo3a npepbiBaHMs bepeMeHHOCTU B PaHHUE CPOKM.
)KenaHne 6epeMeHHOM XEeHLLUMHbI.

bepeMeHHOCTb ABOUHEMN.
EcTecTBeHHbIM NyTEM UNKU C MOMOLLBLIO OOHOPCKOU AULLEKNETKMU.

He onpepenger
bepemeHHocTb nocne SKO. MUKpoOAesieLun

BbICOKUIN PUCK MO CKPUHUHTY.



Tect HARMONY Roche, CLLA

BoIsiB/IsIeMbIe 3200/IeBaHUSI

® Kpome 0OHapyXeHMs aHeynnouaun y nnoaa, Hanpumep, TPMCOMMKU NO XpoMocomam 21,
18 n 13, tect HARMONY™ npumeHsaeTca onsg ycTaHOBNEHMS Nosa No XY-MexXaHUu3Mmy.

® [Ipn npoBegeHUMN nccnenoBaHms NO XEeNaHUK TakXKe MOXHO YCTaHOBUTb aHeYnoMamu
Mo XpOMOCOMaM, onpenensowmnm noa pedbeHka.

@ DTOT TECT pEKOMEH0BAH BCEM DEPEMEHHDBIM XEHLWMHAM, KOTOPbIE XOTAT Y3HATb
bonblue 0 340p0Bbe CBOEro pebEHKa A0 ero poXxaeHus.

® HecMOTpAa Ha BbICOKYH TOYHOCTb, AAHHbIN TECT ABNAETCA CKPUHUHTOBbIM METo40M
nccnenosaHus. [lpu BbISBNEHMM XpPOMOCOMHOM aHOManmMu y nnoaa tpebyercs
noATBepXXAeHne pe3ybTaToB C NOMOLWbH MHBA3UBHOM AMATHOCTUKM.

Tect HARMONY™, B oTiMuue oT npeablaywero, MOXXeT UCNOJIb30BaTbCA NpPU
MHOronJoaHon 6epeMeHHOCTH, NPU BbiIHALUMBAHUU peOEHKA CypporaTtHom
MaTepblo, a TakKe nocne IKO ¢ AOHOPCKOM AULEKNETKOM.



Tect VERACITY NIPD Genetics, Kunp

Nudopmanust 06 ucciaegoBaHUN

VERACITY — 3T0 HEeMHBa3MBHbIM NpeHaTasibHbIX TECT AN9 onpeaeneHms aHeynionmanm
nnoaa.

PaspabotaH koMnaHuen NIPD Genetics ¢ uenbto npeononetb HeOOCTAaTKU CYLLECTBYOLWLMUX
HUTT.

B ocHOBe BbICOKOM 3(PPEKTUBHOCTU UCCIE00BAHUSA NEXUT yNydlleHHas MeToaMnKa
TapreTHoro 3axeata u oborauwernusa JHK, cneunanbHbi BUOMHPOPMATUYECKUIA aNTTOPUTM.

Nipd Genetics
I/]HHOBaLI,I/IOHHaﬂ KOMNaHU4a B 0bnactu 6MOT€XHOJ’IOI'MI71, cneunannsnpyroadacd Ha HEMHBA3UBHDbIX NMPEeHJdTaJ/IbHbIX TECTAX.

JTabopaTtopusa ocHoBaHa B 2010 r. Ha 6a3e Kunpckoro MHCTUTYTa HEBPOIOTUK U TEHETUKM.



Tect VERACITY NIPD Genetics, Kunp

XapakTepucTUKa IlokaszaHusa
HanexxHocTb, 6e30MacHOCTb A1 MaTepu U pebeHKa [OBbILLIEHHbIN PUCK XPOMOCOMHOM NaToIOMMM
NOATBEPXAEHbI B XO4E TPEX HE3aBUCUMbIX pesynbTataM BUOXMMUYECKOro CKPUHUHTA.
NCCNEAGBARHNN. XpOMOCOMHas NaTonorus nNpu npemblayLmx
L bepeMeHHOCTAX.
JbdeKTMBEH NpU BepeMeHHOCTIX ABONHEN,
HOCUTENbCTBE LOHOPCKMX SHLLEKETOK U Y CyppOraTHbIX Bo3spact byayLieit MaMbl CBbille 35 N€T.
MaTepen. Yrpo3a npepbiBaHWs 6epeMeHHOCTM B paHHUE CPOKM U

HEBO3MOXHOCTb NpoBeneHNa MHBA3UBHOM NMpoLeaypbl.
KenaHne 6epeMeHHON KEHLLMHDbI.

Mo)KHO aenatb Npu ABOMHE, @ TaKXKe Mpu UCcYe3HYBLLEM

Veracity MOXHO AenaTb

6nu3HeLe.
npu peAyKUUN 3M6PMOHa U3 ABOUHM, [MooxoouT ong nobbix 6epeMeHHocTen nocne SKO.
no npowecTtemnu 4-xX Hepesnb [TpuMeHseTCca Npu cypporaTHOM MaTEPUHCTBE.
OCTOBEpPHbIN pe3ynbTaTt Cpok
A PHEIM PESY +—h P CroumMocCTb:
c 10-Tv Hepenb E BbINOJIHEHUA: 78 500 P
bepeMeHHOCTH / 12 pHeM



Tect VERACITY NIPD Genetics, Kunp

BoIisiB/IsieMbIe 3200/IeBaHUSI

® CuHapom [layHa (tpucommug 21-n XpoMOCOMbI)

® CuHpapom daBapaca (Tpucomusa 18- XpoMOCOMBI)
® CuHpgpowm llaTay (Tpncomms 13- XpoMOCOMbl)

® CuHpopom TepHepa (MOHOCOMMS X XpOMOCOMB!)

® Cunppom KnanHdenbtepa (XXY)

® Cunppom fAkoba (XYY) OnuuoHanbHO onpeaenseT
® CuHapoM TpoitHOM X-XxpoMocoMbl (XXX) non pebeHka.




HpEHaTECT T21 [eHomepn, Poccus E

NudopmMmanusa 06 mncciegoBaHUN

Prenalest® («[1peHalect») — HEMHBA3MBHbLIM NpeHaTaNbHbIM TECT A9 onpeaeneHns caMmon
YyacTou TpUCoOMUKU nnopga- cmHapoma layHa.

MccnepoBaHMe OTBEYAET CTPOrMM HEMELLKMM CTaH4apTaM KayecTBa, BbinosHsaeTca B Poccuu.

CooTBeTCTBEHHO, YYBCTBUTENIbHOCTb MeToAa coctaBnsier 99%,
C BEPOATHOCTbIO IOXKHO-NONOXUTENbHOro pesynbrarta 0,2%.



HpEHaTECT T21 [eHomepn, Poccus E

XapakTepucTuKa

bbICTpbIM aHaNN3 NO KPOBU MaTepMu.

OnpepgensgeT camyto vacTtyto popMmy Tpucommmn 21 (c-m [layHa).

OnpepensgeT non nnoga.

Cpok
HocToBepHOCTb MeToAa — , CroumocCTb:
cocraBnser 99.8% iiip) Bumorkenus: 17 000 2



HpEHaTECT T21 [eHomepn, Poccus E

BeIsiB/IIeMbIe 3200/ IeBaHVSI

5narouapﬂ MCMOJZIb30BAHUIO TEXHOOMMNI ceKBeHUpPOBaHUA HOBOIO NMNOKONEHUA MOXHO C

BbICOKOM AOCTOBEPHOCTbIO 0OHAPYXMTb Hanbosiee pacnpPoOCTPAHEHHYIO aYyTOCOMHYIO
TpncoMuio (21 xpomMocom).

CBoboaHo nnaBatwas AHK nnoaa B KpoBM Matepu nponCXoamT OT KNeToK TpodobnacTta,

NO3TOMY YPOBEHb AOCTOBEPHOCTU UCCIeA0BaHUSA CPaBHMM C Npobot HENOCPEeaCTBEHHO U3
XOPMOHa.

«MpeHalecT» He no3BonAeT AeNaTb BbiIBOAblI B OTHOLIEHUU CTPYKTYPHbIX

XpOMOCOMHbIX abeppauui, MeToa, AenaeT TOJIbKO KOJIMYEeCTBEHHOoEe
n3MepeHue Xxpomocombl 21.



BbIBOn

HeuHBa3uBHbIE NpeHaTaNbHble TECTbl — NIYYLLAA a/ibTepHaTUBA
OBUOXMMUYECKOMY CKPUHUHIY ANSA BbiSIBIEHUA XPOMOCOMHOM NAaTOJIOTUM.

® CTO4YHOCTbIO pe3ynbTaTa CBbille 99%. ® BbigBnASOT TUN reHETUYECKOM

NaToONI0rMM, @ HEe NMPOCTO OOLWMIMN PUCK.
® OpobpeHbl MexayHapoAHbIMM P LMK p

coobuectBaMmn akyLIepOB- ® [lo3BonaoT onpenenntb NOA NI0AA.

TMHEKOJsIOrOB.
@ be3onacHbl onsg matepu n pebeHka.

@ J[locTynHbl HA paHHUX CPOKaX
bepeMeHHOCTH, Ha4YnHas ¢ 9 Hegenw.



KOHTaAKTBI

genomed.ru
8-800-3535-45-58

r. MockBa

[logonbckoe wocce, AoOM 8,
Kopnyc 5 (MeTpo Tynbckag)
+/(495) 660-83-77
mail@geno-med.ru

r. PoctoB-Ha-[loHY
yn. Ko3snosa, oM 65e
8 (863) 503-21-60

rostov@geno-med.ru

r. CaHkT-leTepbypr
yn. Mupa, oom 16

8 (812) 407-35-10
spb@geno-med.ru

r. EKaTepuHOypr

yn. OMawesa, gom 10

8 (343) 247-835-15
ekaterinburg@geno-med.ru



