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KOHTUHIeHTHada Mmoaernb CKPUHUHIa
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CTpaHbI, peKOMEeHAYLLNEe KOHTUHIE€HTHbIW CKPUHUHT

CrtpaHa MeToaun4yeckne pekomeHpauum PeweHue HUMNT nocne
KOMOMHUPOBaAHHOIO TecTa

LLiBenuapus depepanbHoe BEAOMCTBO Nionb 2015 TBIMN=95 no = 1/1000
00LLEeCTBEHHOMO 30paBOOXPaHEHUS
Bo3melleHne meq CTpaxoBKOW

AHnuns HaumoHanbHbIN KOMUTET NO AxuBapb 2016 [lna Beicokoro pucka = 1:150
CKPUHWHTY

LLIBeumns LLiBeackoe obuiecTtBo akywepctea  UioHb 2016 1/51 po 1/1000
N TMHEKOoNornu

Hopserus HopBeexckoe ynpasneHue Anpenb 2017 [lna Belicokoro pucka 21: 250
34paBOOXpPaHEHUS]

[aHuns [laTckoe ynpasrneHune 2017 [nsa Beicokoro pucka =1:300
34paBOOXpPaHEHUS]

dpaHuus HaunoHanbHbIN opraH Man 2017 1/50 po 1/1000
34paBOOXpPaHEHUS

Ncnanunsa McnaHckoe obLuecTso NoHb 2017 1:50 go 1:250

TMHEKOoNormn n akywepcrtea

(oo nybnukaunn)




KOHTUHIEHTHbIU CKPUHUHT B [laHnu
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[lpeHaTanbHbLIN CKPUHUHT B JaHuu

PekomeHaaumm HaunmoHarnbHOro ypoBHS
c 2004 ropa*

CKPUHUHI BCEM DEPEMEHHbIM
8-10H aHann3 Kposwu

« PAPP-A, cB.3 - XI'4
[TnaTtgopma Kpuntop

11-13H Y3U (TBI)

[TogcyeT - nporpamma AcTtpans
HBa3nBHbLIN TeCT

* Puck >1:300

* CTpyKTYpHble aHoManun Ha Y3U

* [Mogo3peHne XpPOMOCOMHbLIX aHOMaInn U
MOHOIeHHbIX 3aboneBaHnin

[laTCcKun UMTOreHeTUYEeCKNN PErncTp

* Noknag Op.®puc-XaHceH Ha NMHC dopyme B byganewTe 2014
Peructp Eurocat. Nonutuka MNepHaTanbHoro ckpuHuHra B Eespone, 2010

RETNINGSLINJER FOR

FOSTERDIAGNOSTIK

- praenatal information, risikovurdering,
radgivning og diagnostik




[lpeHaTanbHbLIN CKPUHUHT B JaHuu

* Yncno 6epemeHHocTen okoso 64.000 B rog*
* 90% oxBaT 1T ckpuHuHra k 2007
* UB >90%, NO3NTUBHbLIN CKPUHUHT <5%

* HacTtonbko xopowmnin CKpUHUHT, 4To B 2011 13 20 poxaeHHbIX ¢ T21, ToNbko 6 6bInu
nponyLieHbl CKpUHUHIOM 1 TpumecTpa

- HeT KnnH1n4eckom n akoHomMmnyeckom HeobxoammocTtn B HAMT**

Uuncno T21 BbISBNEHHbIX NpeHaTanbHO OObLee Yncno nHBasmuBHbIX Npoueayp
(KpacHbIN) 1 NoCTHaTasnbHO (cepbin)

Number of invasive procedures

il

2000 2001 2002 2003 2004 2005 2006 2007 2008 2009 2010 2011

20002001 2002 2003 2004 20052006 2007 2008 2009 2010 2011 2012

Danish Cytogenetic Register

* Noknag Op.Ppuc-XaHceH Ha NMHC dopyme B ByaanewTte 2014
** [Noknag Op. A.Tabop Ha FMF kypce 2015
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[lpeHaTanbHbLIN CKPUHUHT B JaHuu

« Camun bepemMeHHble nHtepecytotca HAMT™

* 4 nabopatopun Havyanu HAMT ans rpynnbl
BbICOKOIO pucKka

SUNDHEDSSTYRELSEN

Retningslinjer for
fosterdiagnostik

PRANATAL INFORMATION, RISIKOVURDERING, RADGIVNING
OC DIACNOSTIK

* YnpasrneHue 3apaBooxpaHeHns [daHum ¢ aBrycTta
2016 paccMOTpPEHbI CXEMDbI:

 1:301 — 1:1000 HAMT
e <1:300 HAMT

- 2017 pononHuTenbHasa pekoMeHgaunst Ha
OCHOBaHMN 3KOHOMUYECKNX COOBpaKEHNI

*[oknag Op. A.Tabop Ha FMF koHrpecce 2016




KOHTUHIEHTHbIU CKPUHUHT B [laHnu

- JlaTckoe ynpaBrieHue 34paBoOXpaHeHNs
« [MNpeHaTanbHbI AMAHIo3 1 CKPUHWUHT BecnnaTteH Ansg rpaxaaH

&

SUNDHEDSSTYRELSEN

KoMbuHupoBaHHbIn ckpuHUHT 1TpumecTtpa (T21, T13, T18)
8+0 — 13+6 Hep.3abop kposu (PAPP-A, cB. - XI'Y)
11+2-14+1 Hen.Y3U (TBIN)

*Puckn = 1/300
*CTpyKTYpHble aHOManum Ha Y3U
*[logo3peHne XpOMOCOMHbIX aHOMASMN U MOHOFEHHbIX

Puckn < 1/300

3aboneBaHui

HUMOT
C 2017 npegnaraetcs Kak
ansTepHaTMBa MHBA3MBHOMO TecTa

\

TecTt Tect
NONOXUTENbHbIN oTpuuaTenbHbIn

MNHBa3MBHbIN
JNAarHoOCTUYECKUN TeCT
(Amnio, CVS)

\v

PYTWUHHbIA KOHTPONb
B6epemMeHHoCTH

www.sundhedsstyrelsen.dk
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http://www.sundhedsstyrelsen.dk/

KOHTUHIEHTHbIN CKPUHUHT B AHINUK
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KOHTUHIEHTHbIN CKPUHUHT B AHINUK

* HaumoHarnbHbI KOMUTET MO CKPUHUHTY
* CKpUHWHr ansi Bcex 6bepemeHHbix T21, T18, T13
» Okono 800.000 6epemeHHOCTEN B rog

N S C ggg:rg:gaémnmiﬁee

* 1T: pekomeHaoBaH KOMOMHUPOBaHHLIN TecT B 10-14Hen”

* UB >90% npwu JIMNP <2%
« 2T: YeTtBepHomn TecT B 14-20 Hen
* UB 75% npwn JNIMNP 3%
[Mopor oTceykn anga Bbicokoro pucka 1:150

* AHB 2016: KOHTUHreHTHbIN cKpuHUHT, HATTT ans Beicokoro pucka 1:150

- YMEHbLWNTb YNCII0 NHBA3MBHbLIX TECTOB

- OueHnTb 3PPEKTUBHOCTb B paMKax NporpaMmbl MOHUTOpMHra NHS

- lNoBTOpHas oueHka B 2018/2019

(OkoHOMUYeckne coobpaxenusi: HAMNT 3a cyueT cTOMMOCTU MHBA3MBHOMO TECTa)

*Pernctp Eurocat. MNMonutuka NMepHaTtaneHoro ckpuHuHra 8 EeBpone, 2010

https://legacyscreening.phe.orqg.uk/fetalanomalies
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KOHTUHIeHTHbIU CKPpUHUHT B LLIBenuapum

« ®epepanbHoe 6t0po 00LLEeCTBEHHOrO 34paBooxpaHeHus Lesenuapun 0
* KoMGuHMpoBaHHbIN CKpUHKUHT T21, T18, T13 no ctaHgaptam PMo (FMF)

6 - 9 Hep.3ab0p kposu (PAPP-A, cB.3 - XI'Y)

7 urong 2015 eo0a 12 - 14 Hen.Y3WU (TBIM) u nogcyet puckos T21, T18, T13

NIPT >

ThermoFisher
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http://www.bag.admin.ch/

KOHTUHIeHTHbIU CKPpUHUHT B LLIBenuapum

+ ®epepanbHoe 610po 0bLECTBEHHOIO 3apaBooxpaHeHuns Lsenuapum ¢ 7 nons 2015 roga 0
* KoMGuHMpoBaHHbIN CKpUHKUHT T21, T18, T13 no ctaHgaptam PMo (FMF)
* BosmeuwaeTca ctpaxoBaHnem

6 - 9 Hen.3abo0p kposu (PAPP-A, cB.3 - XI'Y)

12 - 14 Hen.Y3W (TBIT) n noacyeTt puckos T21, T18, T13

-Mopokn

-Moposperne
XPOMOCOMHbIX aHOMarnum
-MHoronnogHble
GepemMeHHOCTH

-TBI1295 NMpoueHTunb

Puckn = 1/1000

Het
pesyneraTa

AKCNepTHOE MHEHME:
MHBa3MBHbIN
JMNarHoCTUYeCcKun Tect
Nnn HANT

Wnun nostop HAMNT

HUMNT

TecTt
MONOXKUTENbHbIN

Pucku < 1/1000

TecTt

oTpuuaTenbHbIn

MHBa3nBHbIN
AMNarHocTn4eckumn Tect
(Amnio, CVS)

\/y

PerynsipHbIn KOHTPOSb
BepemeHHoCTH

www.bag.admin.ch
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KOHTUHIeHTHbIU CKPpUHUHT B LLIBenuapum

« Ctanpgaptbl PMO (FMF)
* bepemeHHocTn B rogq 86.559*
* CKpuHUHr 1T - 65.500 (76%)
* ~14% B cpegHen rpynne pucka 1>1000
» Pesynbrat ckpuHuHra HAMNT™ 3a roa;:
* HomarnbHbIn 96%
* AHomanbHbIn 1.7%

* Hert pesynbrara 2.3%

HO....

—>®okyc Ha HUTT moxeT npuBecTu K
y4yalleHuMo oWnboYyHOro gnarHosa
Opyrnx aHomanum

—2YBennu4nnocb YMcrio no3aHeun
ONarHOCTUKK 1 No3aHuX abopToB

*Noknag Op.Tepkannu Ha NMHC dopyme B BepnuHe 2017

European Journal of Obstetrics & Gynecology and Reproductive Biology 200 (2016) 72-75

Contents lists available at ScienceDirect

European Journal of Obstetrics & Gynecology and
Reproductive Biology

journal homepage: www.elsevier.com/locate/ejogrb

Noninvasive prenatal testing: more caution in counseling is needed (!)CmssMark
in high risk pregnancies with ultrasound abnormalities
Beatrice Oneda **, Katharina Steindl %, Rahim Masood ?, Irina Reshetnikova ¢, Pavel Krejci ?,

Rosa Baldinger ?, Regina Reissmann °, Malgorzata Taralczak®, Adriano Guetg?,
Josef Wisser®, Jean-Claude Fauchére ¢, Anita Rauch?

Fig. 2. (A-C)Photographs of case 3 at day 2 after birth. Note facial dysmorphism with
up-slanting narrow palpebral fissures, hypertelorism, flat nasal root, flat long philtrum,
thin and tented upper lip, abnormal helices, micrognathia and short neck with skin
folds. (D) GTG-banding showing the partial monosomy 18q (indicated by an arrow).
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KOHTUHIreHTHbIN CKpUHUHT B LLIBeuun




KOHTUHIreHTHbIN CKpUHUHT B LLIBeuun

 [lpeHaTanbHbIN TECT Ans Bcex bepemMmeHHbix T21, T18, T13 S-@
* 1T KOMBUMHUPOBAHHbLIW CKPUHUHT: Buoxmmmna n Y3U (12-13H)
* Okorno 120.000 6bepemeHHOCTEN B rof

2016 pekomeHgaumu LLiBeackoro obuiecTBa akyLLepcTBa U rMHEKOOrum
* 1o pe3ynbTataMm KOMOVMHMPOBAHHOIO CKPUHUHrA:

« 21/ 50 pnck HBa3nBHbLIN TECT

« <1/1000 pyTUHHBbIN yx0[ 3a bepeMeHHbIMU

* HAMNT moxeT 6bITb NpeanoxeH ana rpynnel 1/51 — 1/1000

 HAMT korpa »xenatenbHO n3bexatb NHBA3UBHOW AMArHOCTUKN
(np.nHPpUUmpoBaHHble BUY, renatntom)

* HAMNT ¢ ocTOpOXXHOCTBIO ANst MHOronmoAHbIX 6epemMeHHocTeN

- He npegnarate HAMNT Bcem n3-3a HU3KMX QOKa3aTeNbCTB ANs BCEX rpyrnn pucka
N 3KOHOMUYECKUX NMPUYNH

www.nfog.org

16 SCIENTIFIC
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KOHTUHIEHTHbIU CKPUHUHT BO DpaHL K

N
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KOHTUHIEHTHbIU CKPUHUHT BO DpaHL K

Okono 800.000 6epemeHHOCTEN B rof
BbicLLunK opraH areHTcTBa 34paBOOXpPaHEHUS
3akoH oT 23 noHa 2009 r. gnsa Tpucomun 21

CTpaxoBaHue BO3MELLAET npeHaTanbHbIN CKPUHUHT U
nocrneaywmm gmarHoctTm4eckmum Tect

KomOuHmnpoBaHHbIN CKPUHUHT: Y3W + (1T nnun 2T)
« TBI: 11+0 - 13+6 H
* BUOXMNYECKNN CKPUHWUHT

« 11+0 po 13+6 (PAPP-A, cB. B - XI'Y)

* 1440 0o 17+6 (cB. B - XI'Y unu XI'Y + A®I1 nnn
CB.9cTpuon) ans onosgaswmnx B 1T

KapunotunmuposaHue npu pucke >1/250

g . Leglﬁ ‘ance "

LE SERVICE PUBLIC DE LA DIFFUSION DU DROIT

HAS

HAUTE AUTORITE DE SANTE

www.legifrance.qgouv.fr
www.has-sante.fr
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KOHTUHIEHTHbIU CKPUHUHT BO DpaHL K

17 Maga 2017 : rw

HAUTE AUTORITE DE SANTE

HUIT pekomeHgoBaH ansa cpegHen rpynnbl pucka 1/51 — 1/1000

KapuotunupoBaHue ans BbICOKOro pucka > 1/50

OXunoaeTcs cokpallleHne NHBa3uBHbIX TECTOB B 4 pasa

Heobxoonma cuctema kotpons kavyectsa HAMT
* MMWHUMAarbHbIE KpUTEPUU 3PPEKTUBHOCTHU

* (popmat oT4yeTa

* CPOKM NonyyYeHna pesynbTaTa, U T.4.

Heobxoammo nHdopmMmnpoBaHme BepeMeHHbIX 0 BCEX aTanax CKPpUHMHra

[loka He BKITIOYEH B CTpaxoBaHue

—-0ueHnTb BnNuaHue nHterpaummn HAMT B ckpuHuHr T21
—llepeoueHka 4Yepes 3 roga

www.legifrance.qgouv.fr
www.has-sante.fr

ThermoFisher
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KOHTUHIEeHTHbIU CKPUHUHT B icnaHuu
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[1lpeHaTanbHbLIN CKPUHUHT B cnaHum

* icnaHCcKoe MUHUCTEPCTBO 3apaBooxpaHeHus 2014
* PekomeHpaumm oT MCnaHCcKoro obuiecTea akyllepcTsa U rMHEKOSTOru
* Okono 430.000 6bepemeHHOCTEN B rof

* CKpuHUHIr Ha T21, T18, T13 NnonHOCTLI NOKPLIBAETCH CTPpaxoBaHUEM
* 1T Y3WU: TBI1 B 75%, TBIN + HK B 25%
* 1T 6uoxumus (9-14H) PAPP-A, cB. B - XI'Y
- UB B 1T npumepHo 85%, npun 2.7 — 3.5% JIINP
« 2T 6uoxumus (15-18H) — oBOMHOW, TPONHOWN UNU YETBEPHOM TECT

* [narHocTn4yeckum Tect
* [1pun pucke >1:50
* [pn TBIT> 3.5 mm
* [1pn nopokax pa3suTusa y nnoaa

Alcaine et al. Rev Clin Lab 2015

WWW.S€(g0.es
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http://www.sego.es/

KOHTUHIEeHTHbIU CKPUHUHT B icnaHuu

NioHb 2017

* PekomeHgaumm no KOHTUHIFEHTHOMY
CKPUHUHIY BbInn NnpeacTaBneHsbl, HO eLle
He onybnnkoBaHb!

GAP SEGO (2017)

¢ HV”_IT peKOMeHAOBaH ﬂunﬂ pMCKa 150 ,D,O HE CRIBADO Y DIAGNOSTICO DE ANOMALIAS GENETICAS
1250 Rigrs;oy;—lﬁﬂ | Riesgo 1:50- 1:250 | | Riesgo <1:250 |
» [InarHoctuyecknin Tect — 1
‘ QF-PCR | ADN-Ic |
* [1pun pucke >1:50 e /|\ ‘
* [pn TBIT> 3.5 mm % e

 [Npun nopokax pa3suTtus y nnoaa

microarray

Cariotipo
(si asesoramiento
genético)

* HATT Bo3melLlaeTca CTpaxoBKOU B
HEKOTOPbIX perMoHax

WWW.S€(g0.es
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http://www.sego.es/

CTpaHbI, peKOMEeHAYLLNEe KOHTUHIE€HTHbIW CKPUHUHT

CrtpaHa MeToaunyeckne pekomeHgaumm PeweHue HUIT nocne
KOMOUWHUPOBaAHHOroO TecTa

LLiBenuapus depepanbHoe BeAOMCTBO Nionb 2015 TBIMN=95 no = 1/1000
00LLLECTBEHHOIO 34paBOOXPaHEHNS
Bo3melleHne men ctpaxoBKom

AHrnusa HaunoHanbHbIN KOMUTET MO AnBapb 2016 [lns Bbicokoro pucka = 1:150
CKPUHUHTY

LLiBeyus LLiBeackoe obwiecTtBo akywepctea  UioHb 2016 1/51 po 1/1000
N TMHEKONOrnn

Hopserus HopBsexckoe ynpasneHue Anpenb 2017 [lnsa Bbicokoro pucka =1: 250
30paBoOXpaHeHns

HaHng [aTtckoe ynpasrneHue 2017 Ans Bbicokoro pucka 21:300
34paBOOXpPaHEHUS

dpaHuma HaunoHanbHbIN opraH Man 2017 1/50 go 1/1000
34paBOOXpPaHEHUS

NcnaHua McnaHckoe obLwecTBo NioHb 2017 1:50 go 1:250

aKkyLllepcrtBa U TMHEKOIT0Irnn

(oo nybnukauyum)
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CTpaHbI, peKOMEeHAYLLNEe KOHTUHIE€HTHbIW CKPUHUHT

CrtpaHa MeToaunyeckne pekomeHgaumm PeweHue HUIT nocne
KOMOUWHUPOBaAHHOroO TecTa

LLiBenuapus depepanbHoe BeAOMCTBO Nionb 2015 TBIMN=95 no = 1/1000
00LLLECTBEHHOIO 34paBOOXPaHEHNS
Bo3melleHne men ctpaxoBKom

AHrnusa HaunoHanbHbIN KOMUTET MO AnBapb 2016 [lns Bbicokoro pucka = 1:150
CKPUHUHTY

LLiBeyus LLiBeackoe obwiecTtBo akywepctea  UioHb 2016 1/51 po 1/1000
N TMHEKONOrnn

Hopserus HopBexckoe ynpasreHue Anpenb 2017 [lnsa Bbicokoro pucka =1: 250
30paBoOXpaHeHns

HaHng [aTtckoe ynpasrneHue 2017 Ans Bbicokoro pucka 21:300
30paBooOXpaHeHuns

dpaHuma HaunoHanbHbIN opraH Man 2017 1/50 go 1/1000
30paBooOXpaHeHns

NcnaHua McnaHckoe obLwecTBo NioHb 2017 1:50 go 1:250
aKyLuepcTea 1 rmHeKonormm (oo nybnukauyum)

Ascmparnus KoHcynbmamuegHbit komumem Ha paccmMompeHuu >1:10 po <1:1000
MEOUUUHCKUX yCrye c 2016

l'epmaHus ®edeparibHbil 06be0UHEHHbIU Ha paccmompeHuu  [ocne Komb.CKpuHUH2a unu

komumem (G-BA)

0o cepeduHbl 2019

y3u
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