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CKPUHUHI U AMArHOCTUKA
XpPOMOCOMHbBbIX aHOMAaAUMN
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oundation Screening for aneuploidies

» Performance of combined test
Performance of cf DNA test
* Risk / benefits of invasive testing

Desire of women | doctors

 [MpoBeaeHUEe KOMOUHUPOBAHHOIO CKPUHMUHrA
XPOMOCOMHbIX aHOMaAUM

 [poBepeHUe HEUMHBA3UBHOro nNpeHaTaAbHOro
TecTupoBaHua no ceobopHokneTouHou AHK nnaosa B
KPpOBU MaTepu

 Pucku v npenmyLiecrsa UHBa3MBHOU AMArHOCTUKU

Bbi60op nauueHToOB U Bpaueu



@ JloMaeTcs aJiITOPUTM CKPUHUHTA YaCThIX
aHeymonauu (HUIIT npoTuB KOMOUHUP. CKP)

@ BTopraercs B aropuTM CKPUHHUHIA BOIIPOC
NUArHOCTHUKHU PYTHUX FreHETUYECKUX aHOMaJIUU
(JacToTa HEKOTOPBIX BbIllE, 4eM TP. 21, del 22q11.2)

= Bomnpoc - AuarHo3 reHeTU4YeCKHUX aHOMaJIUuu
OMONCHUHMHOTO (MHBAa3MBHOI0) IJIOAHOI'O MaTepuaJjia
HJIM «HerMHBa3uBHbIU» AuarHo3 no AHK nau
KJIETKAM I1JIO/Ia B KPOBH MaTepu



KOMOVHMPOBAHHbIV CKPUHUHE

Implementation \n Hong Kong

1% Trimester Screening History

K3

One Stop Clinic niiated in 2003

Chinese specific models

Free universal screening for Downs
offered to all women in June 2010

« Developed own risk and audit software
— Logistics & Stability
— Switch FMF ANT — FMF Mixture
— QC maonitoring

BBeaeHue 06Lep0CTYNHOro KOMOUMHUPOBAHHOIO CKPUHUHIA
Ha c-M AayHa AAA Ka)kaou 6epemeHHoM ¢ 2010 r.



HUTTT aHeynnouauu - B KNMHUYECKOU
NpakTUKe

PaspaboTka u npoaBuxeHne ANArHOCTUKMU
MOHOTeHHbIX 6one3Heu no OHK nnoaa B
KpOBU maTepu

®etanbHaa anureHeTuka no AHK nnoaa B
KpOBU maTtepu

MonexkynsapHas AMarHOCTUKA NO pasmepy
OHK nnoaa B Kposu matepu




KOMOWHU

* Royal Women'’s Hospital, Melbourne:

* > 7000 deliveries | year

lertiary services to a population of 6 million o

* High uptake of aneuploidy screening
* High rate of invasive testing if screen positive
* High rate of termination for aneuploidy (95%)

* Consequent reduction in birthrate of 721
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AOCTUXEHUA
BbICOKUU YPOBEHb OXBaTa CKPUHUHIoOM Ha aHeynAouauu (~90%)
BOAbLLOU NMPOLLEHT UHBA3UBHbIX MPOLLEAYP B rpymnrne pucka :
BbICOKUU NMPOLLEHT NpepbiBaHUK 6epeM. ¢ A-30M aHEeYNAOUAUM
CHW)XeHue YyacToTbl ¢. AayHa Y HOBOPOXXAEHHbIX



2000
2001

™

O
o
™

2003

2004

2005

2006

NI

2007

2008

2009

o)
™
o)
ol

85,42

® o
™
O ©
N o™

o
I
O
o

year



KOMOVHVPOBAHHbIN CKPUHUHT




KOMOWHUPOBAHHBIV CKPUHUHT

BbiBOADbI

BBeaeHune maccoBOro KOM6MHUpPOBaHHOIro CKpuHUHra 1
TpuMecCTpa B nonyarsaumm 6epemeHHbIX Yexumu

- YBeAUYEeHUe YyBCTBUTEAbHOCTU CKpPUHUHra Ao 85,4%
- CHMW)XeHue Yucna UHBa3uM B 2 pa3sa
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Cell free DNA test

Performance for T21
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Gil MM, Quezada MS, Revello R, Akolekar R, Nicolaides KM Updated meta analysis. Ultrasound Obstet Gynecol 2016, DOL 10 1002004

Gil MM, Quezada MS, Revello R, Akolekar R, Nicolaide.s KH o
Analysis of cell-free DNA in maternal blood in screening for fetal aneuploidies:
updated meta-analysis. Ultrasound Obstet Gynecol 2015;45:249-66
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Confirmatory CVS or amnio after a positive cfDNA testing result?

Implications of fetoplacental mosaicism on

@ Due to the possibility of a fetoplacental
mosaicism, a con firmatory invasive

diagnostic procedure is recommended

cfDNA testing

after a positive cfDNA testing result

€ Because

Francesca Romana GRATI, Ph.D., ErCLG
R&D Director, TOMA Advanced Biomedical Assays, S.p.A.

fgrati@tomalab.com

¢ Toma

cfDNA testing is frequently
performed in the first trimester, CVS is

frequently the invasive procedure method

osaicism on

Groti FR, JCM 2034; Grati FR et ol, manuscript under revision

AUATHOCTHKA ITOCJIE ITOJIOKHUTE

= Ecay manueHTKe moc,
OLLEHUTb KapHUOTHII
U Me3eHXumaavl

KapHuOTHIIA I1JI0Ad

= OOHapyxeHH
JAUArHocCT



bBX iy aMHUOLleHTe3

» T21/18 - paumoHanbHO BbI6paTh BBX

> T13, MOHOCOMUA X - YaCTOTA OFpPaHU-

HYeHHOro nNnaueHTapHoro mMosanumsma
BbICOKA

1. Bezbupaem amHUOLeHTe3 Npu
HopmasnibHoM Y 3U

2.Beibupaem BBX npu ¥Y3-natonoruu
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Screening for aneuploidies

Models of clinical implementation

* Universal screening
» Contingent on results of other 1ry screening

Moaenu knuHn4yeckoro npumeHenusa HAMNT
* YHuBepcanbHbIU CKPUHUHT
* KOHTUHreHTHbIN CKPUHWUHT
(no pesynsratamMm 1-ro CKpUHUHra)
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NEXT Study Summary

* NEXT study — the largest general Screening study with
complete follow-up

* cfDNA testing (studied with Harmony™Prenatal Test) was superior to

reening (FTS) for fetal trisomy 21
FTS missed 20% of T21 cases Compared to none with cfDNA

«3a» YHUBEPCANbHBIN CKPVHIHFisd e sostves by neay 10100 s o e

* cfDNA analysis performed e

qually well in low risk patients as
Ccompared to entire cohort

* low False positive rates for both Trisomy 18 (0.01%) and
Trisomy 13 (0.02%)

boriee BbICOKOE NMOJIOXXUTE
npeackasaTesibHO
TeNbHOCTb MO
KOMOUHUpOBaA
O4yeHb HU3KUue
TeNbHbIX pe3yn
NMpumeHnm




«MpotuB»...

« YxyaweHue meauLMHC
(HUAMT pacueHuBaeTca nauy
OKOHYaTenbHbIU A-3, ¥ re
Y3WU nocne 20 Hea. 6ep.

 He ganarHocTtupyetcs
XPOMOCOMHbLIX NMaTonor
MO3aUu4Hble, TPU OUS, XP.
HUIT cnuwikom } i)l
KayecTBe BCE
 KoH AHTeH o]
‘ TBUTENbHOCTb ONS BCEX

S— “raHeynrovanm

impact on referrals for fagnostic testing

[ ]

Karl Oliver Kagan
Markus Hoopmann
R\...ldiger Hammer
Ridiger Stressig
Peter Kozlowski

American J Obstet Gynecol 2015
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MaTepuasibl Kourpeccos 2015
B UHTEpHeTe

= FMF World Congresses
https://www.fetalmedicine.org/imi-world-
congress

= Oral (Poster) Abstracts of the ISPD 19th
International Conference on Prenatal

Diagnosis and Therapy, Washington, DC, USA,
12—-15 July 2015

http://onlinelibrary.wiley.com/doi/10.1002/pd.
v35.51/1ssuetoc






Ql; PekomeHaauuum ISPD 2015 r.

Kpome ucknroumntenbHeix obctoatennbcTs, cneayrolme TecTbl
(npoTtokonsr) He pekOoMeHAyHOTCA:
1. N\cnonb3oBaHWe maTepuHCKOro BO3pacta B Ka4yecTee eAUHCTBEHHOro
KpUTepusa AN OLeHKU pUCKa aHeynouanu.
2. N3mepeHue TBTT B 1 TpumecTpe 6e3 yyeta AONONHUTEBHBIX
rokasaTenewu.
3. Obb14YHbIE CKPUHUHIOBBIE TeCTbI HA XPOMOCOMHbIE GHOMANUU Noche
yCNewHbIX U 0AHO3HAYHbIX pe3ynbTatoB cfDNA ckpuHUHra.

NcknrounTenbHble 06CTOATeNbCTBA MOFYT BKAHOYMATD CUTYALIMM,

koraa cfDNA cKpyUHUHF He npumeHum (Hanpumep, TPOUHM,
COCYLLeCTBYLIMe AONONTHUTENbHbIe 06CcTOATeNbCTRA Y NIOAAQ UK
martepu), Hepe3synbtatueHble TecTbl CfDNA unu HeobxoamumocTsb
CPOYHOU OLIeHKU PUCKOB).

U3 pestome....

OxoHuYaTenbHLIW AUArHo3 cuHapoma [fayHa u apyrux
XPOMOCOMHBIX GHOMANUIA NNOAA MOXeT 6bITb AOCTUTHYT TONbKO
nyTem TeCTUPOBAHUA Ha KNneTKax, Mosy4YeHHLIX nyTem amHuoLeHTesa
wnu bBX.



