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NCTOPUA NMPEHATANTbHOU OUATHOCTUKU
XPOMOCOMHOMU MNATONIOrMu

Maternal Age MSAFP Triple Quad Screen NIPT NIPT NIPT+ NIPT + AD
Screen NT/Serum Quantitative SNP
TOYHOCTb ANArHOCTUKMU
27% 36% 60-74% 70-81% 80-95% 66->99% 92->99% >99% >99%
reCTaLI,l/IOHHbIVI BO3pacCT
N/A >15 Hef, >15 Hefn, >15 Hef, >11 Hen, >10 Hepq, >9 Hepf, >9 Hep, >9 Hep,
Onpe,u,ensqu ble XPOMOCOMHbIe aHOMannnu
Bce T21 T21 T21 T21 T21 T21 21 21
TpUcoMmnm T18 T18 T18 T18 T18 T18 T18
T13* T13 T13 T13 T13
SCA* 45X 45X 45X
Tpunnonons Tpunnonaons Tpunnonausa
5MDS 5MDS
30 AD
KAPUNOTUIN FISH XMA

AHeynnouanu, bonbluve geneumm/oynnmxkaumm

MUKpoOYNIMKaLMm

TapreTHbIN. HekoTopble MyKpoaeneumm/

Bce MUKpPO-AeneLmMoHHbIe/ayniInKaLunoHHble
cuHapom, LOH, UPD, Mo3anumam)




CBOBOOAHOUUPKYTNPYIOLLWAA OHK (cuAHK) 6 550 550502
— CaMbIU TOYHbIN CKPUHUHI HA XPOMOCOMHYIO MaTOJNIOrUio

Cell-Free Fetal DNA in Maternal Circulation MpoucxoxpeHune cfDNA -
anontToTnyveckKume KieTkKku:
Placenta—l J— Maternal Blood—l
e L « MaTepUHCKNIN KPOBOTOK
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D@a (] ® - JlemkoumnTbI
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56 nccnegoBaHUMM
204 759 6epeMeHHbIX

27 nccnenoBaHMM, MOCBALLEHDI CpaBHEHWIO OBYX U 6onee CKPUHWMHIOBbIX TECTOB

C 8 L«

MeTa-aHanus3 9 KoMOGUHaAL MM TeCTOB NOoKasan nyduwne pe3yribraTbl CTpaTeI’l/Il;L BK/TKOYaAKOLLLMNX

OLLeHKy Bo3pacTa MaTtepwu, free-BhCG n PAPP-A 1 no3BongaoWwmnx BbiIBASATb CUHAPOM [layHa
B 7 cny4vaax u3 10




HAYUHO-TIPAKTHYECKHI AKYPHAA

aKyLLEPCTBO),

[TMHCKOAOI'MA

No 6/2016

KAMHHUYECKHWE
PEKOMEHAALIMH

B HenHBazMBHBIA npeHaTaAbHBIR
AHK-CEPHMHMHT aHeYTIAOMARA MTAOAA
Mo KPOBHM MaTeph MeTOoAO0M
BLICORONPOHEBOAMTCALHOIO
COKBEHMDOBaH A

8 (800) 350-54-28

Noka3saHuA K NnpoBeaeHUro
OHK-CKpUHUHra

CKPUHUHIroBOE ornpeneneHme aHeynnogui nnoga
(BKMOYaa onpegeneHne YacTUYHbIX aHeyrnnogmnii npu
HanWM4YMKM y Nnoga HecbanaHCUPOBaAHHbIX TPAHCIOKaL MM,
acCcoLUMMPOBaHHbIX ¢ cuMHApoMaMu [JayHa, Da0Bapaca

1 MaTa) Npu ogHonoaHoM 6epeMeHHOCTU BCeM

XeHWWMHaM, He MMero WM I'IpOTl/lBOI'IOKa3aHl/Il;I.



MetToaunka HUTNC

OBPABOTKA AAHHbBIX

Onpepenexue NPUHAANEXHOCTU KaXA0ro GpparMeHTa COOTBETCTBYHOLLEN
XPOMOCOME, NMOACHET UX KONTMYECTBA M CTATUCTHYECKHMIA SHANU3

BN N BN BN D D BN EE EE .
BN I BN BN D D BN EE EE .
el e e e T e e e T T |

1 2 3 - 5 6 7 8 9 10

Il Il BN B B B B B EE e
B BN BN BN BN BN B BB e e
e T T T T T T T T T

n 12 13 14 15 16 17 18 19 20

E=== )

ononHAUuTenbHbIE dMeHThbI
e e T T | 1 bp
XPOMOCOMbI 21 Npy ee TPUCOMUK

21 22 X Y y nnoapa

(ronea

Q2K
8 (800) 350-54-28

MNopor deTanbHOM Ppakumm — 3,5%
Cpok bepeMeHHOCTU — oT 10 Hepenb
BbiaBnaemMbl cmHgpoMbl = ot 1 o 31
CpOK BbIMOMTHEHMSA TOCTa — A0 8 AHEen

MNoaxoauT o9 HoCcUTenem OOHOPCKUX KITETOK,
MHoronsogHon 6epeMeHHOCTH, B Cllyyae
peoykKumm asM6pUoHa
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Akywepctso W MMHekonorMa > 2019 > N912 > HeMHBa3MBHbIA NpeHaTaNbHbIA TecT B POCCUM.... (00)

HenHBa3MBHbIN I'IpeHaTaJ'Ibelﬁ TecT B Poccun: nonynaunoHHoe
nccrnegoBaHme

m https://dx.doi.org/10.18565/aig.2019.12.30-35

Kyaopsasuesa E.B., KaHusel W.B., Kneeckas KO.K., bapaHos W.W., KoBanes B.B., Kopoctenes
C.A.

— 1) Kadpeapa akywepctea v ruHekonorm ®re0Y BO «YpanbCKuil rocyAapcTBeHHbIA MeAUUMHCKUIA YHUBEPCUTET»
Mun3apasa Poccuun, Ekatepunbypr, Poccus; 2) 000 «eHomenr, Mockea, Poccua; 3) OIBY «HauwoHansHbIn
MEAVUMHCKUIA MCCNeNoBaTENBCKUIA LIEHTD aKyLWepCcTBa, TMHEKONOMMKU W NEPUHATONOMMK UMeHW akaaeMuka B.W. Kynakosa»
MuH3apaea Poccuy, Mockea, Poccus; 4) OFAQY BO «[Mepebid MOCKOBCKMIA roCyAapCTBEHHbIA MEAWNLIMHCKMIA YHUBEPCHTET
uM. .M. CeueHoBa (CeueHOBCKUIA YHUBEpCUTET)» MUH3ApaBa Poccuu, Mockea, Poccua

OPHTHHAABHAR CTATLA

Honpocts rskosomor M, akyiopeTia W nepesaronons, 2000, o 0, M3, o 4551 DO 10,2005 31 726-1678-2019-3-96-51
Ciynascology, Dibbaines and Perabology, #015, volime 18, No 3, p. 46-51

Free-DNA nnopga: onbIT NONYASALUOHHOIO
CKpPMHUHra XxpomocomHou natonoruu B Poccum

E.B.Kyapseuesa’, B.B.Kosanés', W.B.Kanueel?, 10.K.Kuesckan®, C.A. KopocTenés

' ¥pankckME rocyAapeTESHABI MEgHUWHCKHE YHMBapcHTeT, Exarepundypr, Pocclickan TefepaliHs;

2000 «[eHomag», Mockaa, Pocoickan Dagepalms;

Mapeniid MockoBoKkMil rocyJapeTReHHB MaJMLMHCKMA yHuBapcHTaT MM, M.M.Cavoropa (CeysHoRckmi ViueepouTeT),
Mocxea, Pocowidckan Doagepaljs



CMHAOPOMBDI HNTMC paclimpeHHbIN HUTMC 12 HUTMC5 HUTMC T21

CuHgpom JayHa o [ o o
CuHpopoM 2aBaphca o o o
CuHgpowm MaTay ([ ] o o
CuHOpoM TepHepa o [ o
CuHaopom KnanHdenbtepa o o ]
CuHOPOM XXX o o

CuHpgpom Axkobca o o

CuHOpOoM geneunn 1p36 ([

CunHopoM Ou Oyxkopoyku [ ]

CuHppoM AHrenbMaHa o

CuHpgpoM MNpagena-Bunnum o

CUHAOPOM KoLLaybero Kpuka [

19 MOHOFeHHbIX CUHOPOMOB Yy MaTepU [ [

BbiNnonHatoTca ¢ 10 Hegenb 6epeMeHHOoCTU
Bce TecTbl BbiNonHATCA B JlTabopaTtopumn leHomepq,



Pa3pblB XpOMOCOMbI '://
 He 3aBucaT ot BO3pacTa poguTenen
YOaneHHbI reHeTU4YecKnin

C-M AHresnbmaHa

4

' Tpy6aa 3MMP
' Tpy6aa 3PP
' 2Snunencus

v Atakcus

yacTtoTta 1: 12 000

MukpopeneuuoHHble

CUHAPOMBDI

BcTpeyatoTca YacTto

8 (800) 350-54-28

«/ ConpoBoxaaloTcst TAXeNoM HEBPONOrnMYecKom

MaTepuman

c-M MNpapgepa-Bunnu c-M OunHxopoyxu

« 3apepykka NMMP « 3apgepykka MMP

« TunoToHwus « BINC

v OxupeHrune ' Twnonnasua TMmyca

v [MnoroHagmsm v NMMmyHooedunumT
yactoTa 1: 10 000 yactoTta 1: 2 000

CUMIMTOMATUKOM

C-M KOLUa4bero Kpuka

4

« 3apepykka NMMP
' BTP ropTtanu
' MnoToHus

v Mukpouedanus

yacTtoTta 1: 20 000

cuHapoMm 1p36

4

3anep»kka NP
nunencua
[MnoToHWMA

Mukpouedanms

C L L«

HapyLweHune cnyxa
n 3peHnsd

yacTtoTta 1: 5 000
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MOHOreHHble CUHOPOMbI 6 (800 350-54.28

= MyKoBUCUMAO3 = JlenkosHuedanonaTna c BOBNeYeHMeM cTBosa = [1ONMKKMCTO3 MoYeK C MOMTIMKMUCTO30M MeYeHmn
rOSIOBHOMO MO3ra U CMMHHOMO MO3ra nnu 6e3 Hero TMN 4
. DeHUNKeTOHYpUS M MOBbILLUEHMEM KOHLIeHTPauMM NaKTaTbl
= BpokaeHHoe HapylleHMe rMnKo3unanpoBaHms
= [anakTozemus = CuHapom CmuTa-Jlemnu-Onuua TUM la
= TyroyxocTb (SLC26A%) » BonesHb Tes-Cakca = [Juactpodudeckas aucrnnasmns
= HenpoHanbHbI LeponaHbIN TMNodyCUMHO3 = Mykononucaxapwgos tmn | = IMMyHOKOCTHaa aucnnasuga Lnmke
= TyroyxocTb (GIB2) 5 CUHOPOM MHOMXECTBEHHbIX BPOXOEHHbIX = CuHAOpoM Yiepa Tvn 2a

AHOMasMIM MIMMOTOHUM U CyaoPPOr TUM |

m bonesHb Bunbcona ATP7B » [oMoumncTrHypma

= BpoxaeHHaa HenepeHOCUMOCTb GPYKTO3bI

O6cnepoBaHue
naptHepa

HocutenbcrtBo HocurenbctBo PUcK HacneacTBEHHOro

v

BbISIBJIEHO BbISIBJZIEHO 3a6boneBaHusa 25%

N\ N\

Huskuh puck Huskui puck

HocutenbcTBO
E—) HacnencTBeHHOro —) HacnencTrBeHHOro
He BbISIBJZIEHO

HocutenbcTtBoO

He BbIAABJIEHO

3a6boneBaHus 3a6boneBaHus

* Pe3yanaTb| aHaJ/in3a Ha HOCUTETbCTBO MyT&LI,VII7I, accounmnpoBaHHbIX C ayTOCOMHO-peLeCcCnBHbIMU 3&60ﬂeBaHVIFIMI/I, BblOalOTCA B OTAEJ/IbHOM 3aKJ/TIO4YeHUN.
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YacToTa ayTOCOMHO-peLLeCCUBHbIX 3aboneBaHnM o o0 220 520

Kakgbl1 YenoBeK — reTepO3UroTHbIN HocuTenb AP
3aboneBaHUi

Taxkenble KIIMHUYEeCKUe npoasfieHnd

OTcyTCcTBME NneyveHumsa

Mpu HOoCUTeNbCTBE MyTauU 060UMU poanUTENaMU,
pUCK poXxaeHua 6onbHOro pebeHka — 25%

3aboneBaHne

MyKoBMCLMO03

BOKH

DeHUNKeToHypUa

[[anakTo3emMumqa

ANbBUHU3M

ANKanToHypwa

rToMoLUCTUHY PUSA

YacTtoTa cpegm

HOBOPOXOEHHbIX

1/1600- 1/3000

1/5000

1/10 000

1/28 000

1/40 000

1/100 000

1/150 000

YacToTa
reTeposurotT

1/20- 1/28

1/33

1/50

1/77

1/100

1/160

1/195



I'InaueHTaprlﬁ MO3anun3M - OCHOBHad NpmnUvnHa

NOo)XHbIX pe3ynbratoB HUTMNC

Mo3amnyHaga
6nacTtouumcTa

Bo3MOXHbIM Bo3MOXXHbI
NOXXHOOTpULATENbHbIN JTOXXHOMONOXXUTENbHbIN
pe3ynbTaT pe3ynbTaT

lEHomEn
XOOOC
8 (800) 350-54-28
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NMpoTnBonokaszaHuma K HUATC

T Mepecanka kocTHoro mMosra
2 Onkonormdeckue 3abonesaHma Matepu

3 Penoykumna ogHoro 3M6pl/lOHa B aHaMHe3e, JOHOPCKaH ANLEKITETKA,

MHoOronnogHaa 6epemMeHHocTb- 4na HNIMC paclwmpeHHbI

& Hanunuue Y3-mapKepoB XpPOMOCOMHOW NaToNorMm nioaa



f\ /IWUEHaHS WA OCYILECTRTIENIS MEANKHCKOR AeATensHOCTH Ne JI0-50-01-009532 or 20.03.2018r
rEHOMEﬂ NABOPATOPUSA MOJNEKYNSIPHOW MATONOMMN

\ . > 115093, r. Mocksa, MNoagonsckoe wocce, 4.8, Kopn. 5

™ +7 (495) 660 8377
&~ ma

sil@genomed u

3akmouenue
0 pe3yJIbTaTaM HEeHHBA3HBHOIO NpeHaTaabHoro Tecta « HUIIC T21»

ManuenT: JlaTa 3a60pa MaTepHaia:
Jara poxaennsi: JIaTa HOCTYIIeHHS MATePHA/IA B
Cpoxk DepemenHOCTH (He1eIb): nadopaTopHio:

Homep Becae10Banns: JlaTa roToBHOCTH AHAIH3A:

PE3VJIBTATHI HCCJIEJOBAHHA
dpaxnus peraxbnoi JTHK: 8.45%

Toax mnopa: Myskckoit

HccaexyeMasi XpoMocoMa BhIlvHCIeHBbIH PHCK 10 Pe3y.IbTATAM KommenTapmii
J1a00PATOPHOTO HCC
Tpucomns 21 (Casapom Jlayna) <1/10000 (<0.01%) Piick mikiit

3axmogenne: [To pesyrsratam nccnenosanns JIHK mioa, BBIIeeHHOIT 113 KPOBI MaTepil, YCTaHOBIEH HII3KITT
PHCK POJKIIeHIIs peberKa ¢ Tprcommeii 21.

Bam puck (T21)

S Hu3kwit puck BbICOKMI PHCK
< 1/10 000 1/500 1/100 10/100 >99/100
(<0,01%6) 0.2%) (1%) (10%) (>99%)

Baknas HH%O')MH“HSIZHH OJIHO M3 CYLICCTBYIOIIIX HCCJIC}IOBBHXIﬁ HE MOJKET TapaHTHpOBaTh OTCYTCTBHA Y
Gynyluero peOeHkKa M00BIX OTKIOHeHHIT. HelrHBa3BHBIT npeﬂa'ram-,ﬂmﬁ TEeCT SIBJISLETCS CKPIHIHIOBBIM METOI0M,
OCHOBAHHOM Ha aHAM3e cBOGoAHOINpPKYMpylomeii JIHK moga. HenHpa3nsHbi npeHaTansubii Teet «HIIIC
T21» OmpeJenseT PHUCK TOJbKO TPHCOMHID 21 XpPOMOCOMBI Yy IUIOAQA. C ero MOMOIIBI0 Helb3s BBIABITH BCE
TeHETHHECKIIE I HeTeHeTIHeCKIIe IIPOGIeMBI, KOTOPEIE MOIYT GBITh y Syayiiero pedenra. Jlake eciil pesyTatsl
TecTa OTPUL[ZTE'H:Hlale HEBO3MOXHO INOJIHOCTBIO HCKIHOYITH BCE IMOTEHL HpOOJIE\lH te ¢ 21
I MUKPOAYIUIHKALINL HEGONBIIIX YYacTKOB JTOH XPOMOCOMSI.
METD,.[][KB HCClIeIOBaHIA HE HO’!BO]I’IET HCKIIIOYHTD MO3AMHIII3M Y IUIo4a W/ IUTAlICHTAPHBIIT MO3AHLII3M 10 3THM
XpoMocoMaM. ﬂﬂﬁ H])HBIIJH:HOH HHTEpIpPETanuil pe3ylbTaToB noxy4ure Te/IBHYI0
KOHCYJIBTALHIO CIeLaIiIcTa.

Bpau-renernk Knepckas I0.K.

g 'Teﬂomen

<OCKZZ

(

p NMLEHINA HA OCYLIECTRNIENME MEAMLMKCKOR AesTensHocT No [1O-50-01-009532 ot 20.03.2018r
rEHOMEﬂ NABOPATOPUS MOJIEKY/IAPHOW NATONOIMK

T +7 (495) 660 8377

© mail@genomed ru

115093, r. Mockea, MNoaonsckoe wocce, 4.8, kopn. 5

3akmovenue
1o pe3y/bTaTaM HeHHBA3HBHOTO NpeHaTaAbHOro Tecta « HHIIC T21»

TMannenr: Jlara 3a6opa MaTepnana:
JaTa posxxeHns: JlaTa DOCTYILIeHHS MATePHAIA B
Cpok GepeMeHHOCTH (Heleab): JadopaTopHI:

HoMep HccTeToBAHHS: JlaTa rOTOBHOCTH aHATH3A:

PE3VJIBTATHI HCCJIETOBAHHS
®paxuns dperansaoii JHK: 8.45%
Ton maoga: Myxckoil

BbICOKMIA pUCK
Tpucommm 21

Hccmenyemas XpoMocoMa BbIHCIeHHBIH PHCK [0 Pe3y.IbTATAM KommenTapaii
1a60paTOPHOro HeCIeT0BAHMS

Tpucomns 21 (Craapom Tayna) 9/10 BoicorEE pHCK

Jakmoierne: ITo pesyrsTatam JHK mrona, el il 113 KpOBI MaTepil, YCTAHOB/ICH BEICOKIIT

PICK poycIeHns peGenka ¢ Tpucomireit 21

OG6Hapy»eHa BbICOKaA BEPOATHOCTb CHHAPOMA [layHa y nnoaa
Baw puck T21

< 1/10 000 1/500 1100 10100 >99/100
(<0.01%) 02%) (1%) (10%) (99%)

Baxnas andopmanmsa:Hn oxHo m3 cymecTByromumx ncc"lez]onamm HE MOKET IapaHTHpOBaTh OTCYTCTBIA Y
6yJ1yuler0 pEﬁCHKE MOGBIX OTKJIOHEHITI. yCTHHOBJIEHHHE BBICOKHI PHCK XPOM“COMHOII MATOJIOTHH Y I1I01a He
MOXKeT CIY:RHTh AJ1A mp nu,a]‘peﬁve'r ﬂﬂmepﬂﬂﬁﬂﬂflﬂﬂﬂl’ﬂﬂ]ﬂ MeToaoM

0 RKAPHOT p: mroxa! He NpeHaTaNbHbIi TecT «<HUMC T21» onpeaenaeT pUck
TO/NIbBKO TpUcomun 21 XPOMOCOMbDI Y nioAaa. C ero NOMOLbK HE/Ib3A BbIABUTb BCe TFEHeTWUecKne wWan
HereHeTuueckue npobaembl, Kotopble MoryT 6bitb y Byayuero p Dase ecnu pesy Tecta
OoTpuuaTeNbHble HEBO3MOMXHO MNONHOCTbID MCKIKYUTD BCE MOTeHuuMaNbHble npoﬁnembl, cBA3aHHble ¢ 21
XpOMOCOMDﬁ, Hanpumep, MUKpoaeneuuu Ui MUKPOAYNAUKALMU HeBonbnx y4yacTkos 3TOM XPOMOCOMBI.
MeToAMKa UCCNeA0BAHMA He MO3BONAET MCKIOUMTL MO3AMLIMIM Y NN0AA W/WAK NNALEHTAPHbIA MO3aMLA3M No
3TUM XpOMOCOMaM. 'Urﬂfl I'IPHBVIﬂbHOI:’i WHTEepNpeTauun pesynbratoB UCCNeAOBaHWUA, NONyuUTe AONONHUTENbHYH
KOHCYNbTaUUKO CNeuuanmucra.

Bpau-reneTnk Krepckaa I0.K.

lEHOMEQ

C——
8 (800) 350-54-28
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