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I Canxm-Ilemepbype

IIpenaranpHblii CKPUHMHT (OT aHIJIMICKOTO «tO screeny — IPOCeuBaTh,
COPTUPOBATh) — 3TO KOMIUIEKC JUArHOCTHYECKUX MEPOLPUSTHIL, HallpaBJICH-
HBI Ha BBISBIIEHHE OEPEMEHHBIX JKEHIIUH, UMEIOIIUX IOBBIIEHHBIH PUCK
poxnmeHus pebeHKa ¢ XPOMOCOMHBEIMH aHOMAIUSAME W/Win aedekraMu 3apa-
menust HepanbHOU TpyOku ([A3HT). /lnarnocTnieckne MccieaoBaHus, Mpo-
BOJMIMEIE B paMKax npeHaransHoro ckpuauara (I1C) sBisioTes 6e30nacHBIMH,
HE OKa3bIBAIOT HETaTHBHOTO BIIMSHMS Ha T€UEHHE OSPEeMEHHOCTH U Pa3BUTHE
IUTONa M aKTUBHO HCIHONB3YIOTCS JUIS MPOMIUIAKTHKA BPOXXICHHBIX ITOPOKOB
pas3BuTHs IWIoAa. B HacTosIee BpeMs IpeHaTaIbHBIH CKPHHUHT IPOBOJHUTCS B
IIBa »Tara — cKpuHUHT | Tpumectpa (10 — 13 Henmens 6 qHElt 6epeMEHHOCTH)
n Broporo (15— 16 Henens 6 nuei 6epemenHOCTH). KOMOMHMPOBaHHBIH CKpH-
uHuHT (KC), mm CKpHHUHT 1EPBOTO TPUMECTPA, IIPOBOANTCS HA OCHOBAHHHU
maHHBIX Y3 u Onoxumudeckoro uccienoBanus Kposu (PAPP-A u cBobomHas
cyosequauna b-XI'Y), ¢ moCIexyronmM pacueToM pHCKa POXICHUS pedeH-
Ka ¢ cuaapomMoM JlayHa. Takoll CKpHHUHT SIBISIETCS OCHOBHBIM METOIOM, Kak
HanOonee HHGOPMATHBHBIN, U MIPOBOIUTCS IIPH ITOCTAHOBKE OEpeMEHHON Ha
yuet 10 13 Hemens 6 mHell BKmounTenbHO. bnoxumuueckwii ckpuHUHT (BC),
W CKPUHHUHT BTOPOTO TPUMECTPA, UCTIONB3YET OMOXUMUYECKOE UCCIIE0Ba-
uue kposu (ADII u XI') npu pacyere pucka U SBISETCS BCIOMOTATEIbHBIM
METOZIOM, IPOBOAUTCS IIPH CPOKE OEPEMEHHOCTH, YCTAHOBICHHOM IO TAHHBIM
VY3U ot 15 venens 0 nHel 1o 16 Hemens 6 THEH.

IIpenaranpHblii ckpuHUHT OcpemeHHBIX B CaHkT-IleTepOypre ObL1 HauaT
B 1997 romy. 3a Bpemst npoBenenus [1C Opmn chopMHUpPOBaHEI 1 CTAHAAPTH-
30BaHBI YCIIOBHUS EHTPAIN30BAHHOTO MCCIICAOBAHMS ITAMEHTOB, aBTOMATH3a-
IIIY IPOBEICHUS ONOXMMHYECKOTO CKPHHUHTA, UCIIOIb30BaHMUS ITPOTPAMMHO-
ro 00ecnedeH s, OCTOSIHHOTO MOHUTOPHHTa MEANAH U aHAJIM3a PE3yI6TaTOB
B CIIyJae Ipe- 1 MMOCTHATAIBHOTO BEIABICHUS CHHAPOMa JlayHa U Apyrux Xpo-
MOCOMHBIX aHOMAJIIHil.
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B 2012 roxgy CII6 MI'Ll, B pamMkax mporpaMm MOJAEPHH3ALUH 31PaBO-
OXpaHEHWs, Haps Ly ¢ APYruMH pernoHamu P®, Obu1 OcHaIIEeH HOBBIM 000-
pydOBaHMEM Ul NPOBENECHUS HPEHATAIBHOTO CKPUHHUHIA ITIEPBOTO TPUME-
CTpa — aBTOMAaTHYECKUIl UMMyHOXUMUYECKUH aHanuzarop Kryptor, ¢pupma
BRAHMS GmbH, I'epmanusi, ¢ nporpamMmmHbIM obecrieueHnem Astraia, pexo-
MeHaoBaHHbIM PoHmoM MeauiuHbl mioaa Fetal Medicine Foundation (FMF).
B03MO)XHOCTH MOBBIIEHUS TPOGECCHOHAIBHOIO YPOBHS CHELMATUCTOB Y3
JIMAarHOCTUKU uepe3 NoCTOsHHYO cBs3b ¢ FMF, kak ycnoBue nomydyenus cep-
TuduKaTa, 00s3aTeNbHOr0 sl paboThl B IporpammMe Astraia, a TaKxe Bbl-
COKasi TOYHOCTb AMArHOCTHUYECKOTO HMCCIIEAOBAHMS 33 CUET HCIIOIb30BAHMUS
HOBOI1 J1abopaTopHO# TexHomornu (Trace—MeTomn), CoCOOCTBOBAIM 3HAYH-
TEJIbHOMY IOBBILEHUIO () ()EKTHBHOCTH NPEHATAIbHOIO CKPUHMHTA IIEPBOTO
TpuMmecTpa. B To ke Bpems, o0cienoBaHue JKEHIUH BO BTOPOM TPUMECTpE
0epeMEHHOCTH IIPOJIOJKAET OCTABATHCS aKTyalbHbIM, HECMOTPS Ha ero Ooiee
HHU3KYI0 JHArHOCTUYECKYI0 d(P(MEeKTHBHOCTD 110 CpaBHEHUIO € dPdexkTHBHO-
CTBIO CKPHHHUHTA IIEPBOTO TPUMECTPA, U IPOBOIUTCS B CIIydasX ITO3AHEH I10-
CTaHOBKH OEpPEMEHHON Ha y4eT, HEOOXOIUMOCTH PacueTa COUETAHHOIO PUCKA
¢ yuetom pesyasratoB KC u BC, orcyrctBus Y3, BEIIIOIHEHHOTO BpauoM
YABTPA3BYKOBOW IMArHOCTHKHU, umerouM ceprudukar FMF. menHo noato-
My, IPEHATAIbHBIA CKPUHUHT BTOPOTO TPUMECTpa TPEOyeT TaKUX e FrapaHTHH
KauecTBa, HA/IE)KHOCTH U BBICOKOH JOCTOBEPHOCTH J1a0OPATOPHBIX HCCIIENO-
BaHMH, KaK P IPOBEJEHUH [IPEHATAIILHOIO CKPUHHUHTA IIEPBOTO TPUMECTPA.
B Hacrosiiee Bpems Ui OMOXMMHUYECKOTO CKPHHUHIA BTOPOTO TPUMECTpa B
CII6 MI'L] ucnoneayrores pearenTsl OO0 «Kommanus «Ankop buoy», aro-
MaTH4ecKoe 000pyIOBaHue U NIPOrpaMMHbLi komiuieke «Mcupa» s pacuera
pucka poxxaeHus pedbenka ¢ cuaapomoM Jlayna, cuaapomom DnBapaca, J3HT
U 33JEPIKKOH pa3BUTUA IUIOAA.

TodHOCTh M TOCTOBEPHOCTH PE3YNBTATOB, MOITYyYaEMbIX BO BTOPOM TpPH-
mectpe (ADIT u XI'Y), obecneunBatoTcsi LEHTpaIu3auen J1adopaTopHbIX
HCCIIeIOBaHMH (TIpeaHaTUTHYECKUI 3Tal), aBTOMATH3AIled CKPUHHUHTA C HC-
MOJIb30BAHHEM aBTOMATHYECKOro MMMyHO(pepMeHTHOro aHanuzaropa Alisei,
SEAC (Radim), Wranusi, nporpamMmmubiM Komiuiekcom «Mcuna» (ananuru-
4EeCKUH 3Tal), 1 MOHUTOPUHIOM OMOXUMHYECKUX MEIHUAaH, YyCTAHOBJICHHBIX B
«cune» (mOCTaHATUTHYECKUM 3Tal), MU 00A3aTEITFHOM IPOBEICHUH KOH-
TPOJIA KauecTBa KINMHUYECKUX Ja00PaTOPHBIX HCCIIEI0BaHHM.

KoHTpoip kauecTBa 1a0OpPaTOPHBIX HCCIEAOBAHUM — BaxKHas 4acTh B
paboTte mo00i coBpeMeHHOM J1laboparopun. OH MO3BOJSET BBIBIATH OIMINO-
KU, KOTOpbl€é MOTYT BO3HHMKHYTh B IIPOIIECCE BBIOIHEHUS J1a0OpaTOPHBIX
UCCIE0BaHU, U ONEPaTHBHO MPOBOAUTH CUCTEMY KOPPEKTUPYIOLIUX U TIpe-
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IyTmpexgarmux meponpustail. [Ipouenypa BHyTpeHHEr0 KOHTPOIIS Ka4ecTBa
BKJIFOYA€T OLIEHKY BHYTPHCEPUITHOH BOCHPOM3BOOUMOCTH (CXOOMMOCTH),
CHCTEMaTHYECKON ITOTPEIIHOCTH U 00IIeH BOCIPOU3BOAUMOCTH METOIUKH C
pacuerom kodddunmenta oduieit ananutuaeckoil Bapuannu CV (%), KOTopblit
JIOJKEH COOTBETCTBOBAThH AOMYCTUMOMY aHAJIMTHUYECKOMY pazOpocy. biaro-
Jlapsi BHyTPEHHEMY KOHTpPOJIIO KauecTBa YCTAHABIMBAIOTCS IMPABUIBLHOCTD,
TOYHOCTh M3MEPEHMH, BBIABISIOTCS I'PyOble, CIydaiiHble, CHUCTEMATHUECKHE
OIIMOKH, YTO MOMOTaeT O0ECIEYHTh JTOCTOBEPHOCTH JIADOPATOPHBIX HCCIe-
noBaHui. [ToMUMO BHYTpEHHEro KOHTPOJISL KaueCTBa MPOBOAUTCS BHELIHSAS
OLICHKA KauecTBa KIMHUYEeCKUX JaboparopHbix uccienoBanuii (PCBOK) s
anpoOaly HOBBIX M COBEPIIEHCTBOBAHUS CYLIECTBYIOIIUX METOJOB, X CTaH-
JIapTU3al{Y, BBIABICHUS OLUIMOOK C IOMYdYEHHEM PEKOMEHIAlMi MO ycTpa-
Henuto. [lo nmanueiM @CBOK, OuoxuMHuYECKHE MapKepbl HPEeHATAIbHOIO
ckpuHHHTa BToporo TpuMectpa B CI16 MI'L] mponeMoHCTpupoBain XOpoIme
nabopaTopHbIe XapaKTepUCTUKU (puc.l), 9TO MOATBEpP)KAAET XOopollee Kade-
CTBO IPOBOAMMEIX HccienoBaHui. Pesymprater @CBOK BmecTe ¢ pe3ynbra-
TaMU BHYTPEHHETO KOHTPOJLI Ka4yecTBa, KOTOPbIE MOIy4atoT IPpU COOIIONEHUH
pexomMeHmanmii MexayHapomHOH opraHu3anuu no crasmaprusanun (ISO),
HaI[MOHAJIIBHBIX HOPMAaTUBHBIX NOKyMeHTOB Poccun (mpukasst M3 PO, [ocy-
JIAPCTBEHHbIE CTAHAAPTHI B 00IACTH JIADOPATOPHON MEHULIMHBI), 00ecIeYnBa-
10T CTa0OMIIBHOE CHIKEHUE JIOKHOIIOJIOKUTEIBHBIX PE3YIIBTATOB.

DEIEPANBHAR CHCTEMA BHEIIHEN OLEEHKH KAMECTEA KAMHHYECKHX TABOPATOPHEIX HOCT ENOBAHHA
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Puc.1. Jlabopamopnwie xapaxmepucmuxu ADII u XI'Y, kax ouaznocmuyeckux mapxe-
pos emopozo mpumecmpa, no oannvinm @CBOK 3a 2013 200

OkcnepTHas oneHka crabunbHocTH Menuan ADIT u XT™ u ananus ypos-
HSl OMOXMMHYECKNX MapKepoB KPOBH MaTepH MPU XPOMOCOMHOMU MaTONIOTHU
mioaa ocymiectistores cuenuanuctamu HUUAT um. J1.0. Otra. Koppek-
TUPOBKA MeIUaH MPOBOJUTCS HECKOJIBKO pa3 IO Mepe HAKOMJICHUs JAHHBIX.
CraOuIbHOCTh MeIMaH, ycTaHoBiIeHHBIX B 2012 romy, moaTBepauiach mo pe-
3yabTatam uXx MoauTopunra B 2013 roay (cm. tabmn. 1 u 2, puc. 2 u 3). Cpas-
HEHUE MeMaH TPOBOAMIOCH it 15 — 17 Hemenb OepeMEHHOCTH, TTOCKOIBKY
JUTSL 9THX CPOKOB BBIOOPKH ITOJYYEHHBIX PE3YJIBTATOB (KOJIMYECTBO MCCIIENO-
BaHHBIX 00pPa3IOB) SIBISIFOTCSl CTAaTUCTUYECKU JOCTOBEPHBIMH. [yl OleHKH
CXOIMMOCTH KBapTaJbHBIX MEIWaH HCHONb30Bajca Kod(dumeHT koppes-
I[UH, KOTOPBIM PacCCUMTHIBAJICS OTHOCHUTEIBHO yCTaHOBIEHHBIX B 2012 romy
napameTpoB. [loxydeHnbie 3HaueHns1 koadduienTa xoppemsuu ot 99,4 no
100% nmst pa3HBIX KBapTaJOB TOBOPSIT O BHICOKOW CXOAMMOCTHU PE3yJbTaTOB,
a, CJIeJ0BATEeNbHO, O CTAOMIILHOCTH paboThl TecT-cucteM «AJkop buoy s
ompeznenenust A®IT u XI'U n BbICOKOM KadecTBe Mporecca JIabopaTopHOTo
omnpeaenenust koHueHtpauuii ADPIT n XIT'U B oOpasiax KpoBu OepeMEeHHBIX
skertua B MITT] CTI6.
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Tabnuya 1.
Meouanvt AQII (MI'L] CII6 2013 no keapmanam)

Hepens YcrtaHoB- Kon-Bo Meava- Kon-Bo Meavana Kon-Bo
Oepe-  neHHble  0o6pas- A obpas- A obpas- Mepamana 3 kB.,
Ha 1 kB., 2 KB., Hr/
MeH-  meauaHbl, LoB1 uoB 2 uoB 3 KB., Hr/mn
Hr/mn mn
HoCTU Hr/mn KB., LUT. KB., WT. wr.
15 32,9 923 33,71 682 33,19 613 34,73
16 36,65 1784 36,66 1375 37,46 1118 40,12
17 42,19 435 41,94 320 42,58 317 45,63
Koppensauus c ycTaHoB- 0999 0998 0995
JNIEHHLIMX MeanaHamm ’ ’ ’
Tabruya 2.
Meouanwvr XI'd (MI'I] CII6 2013 no xeapmanam)
Henens | YcraHos- Kon-go Megu- | Kon-Bo Meguana| Kon-go
6epe- | neHHble aHa1 | obpas- MeguaHa 3 kB.,
obpasuoB 2 k8., ME/| 06pa3LoB
MEH-HO- | MeAWaHbl, KkB., ME/| LoB 2 MEmn
1 KB., WT. mn 3 KB., WT.
cTH ME/mn M | KB., WT.
15 35,61 923 37,17 | 682 | 36,53 613 34,94
16 29,99 1784 | 30,48 | 1375 | 29,46 1118 29,66
17 24,44 435 23,63 | 320 | 24,73 317 22,75
Koppensauus ¢ yctaHoBrneH- 1,000 0,994 0,997
HbIMW MeguaHaMmn
"
- — L

Puc. 2. JJunamuxa meduan ADII (MI'L] CI16 2013 2.)
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Puc.3. Junamuxa meduan XI'4 (MI'L] CI16 2013 2.)

HecMmotpst Ha BHenpeHne KOMOMHHPOBAHHOTO CKpUHMHTA B 9 — 13 He-
JieTb 4acTh OSpEeMEHHBIX B PAHHHE CPOKM MHMHYET MEPOIPHUATHS IO OLEHKE
pHCKa XpPOMOCOMHBIX abeppaluii, 4To OnpeenseT Heo0X0MUMOCTh HCIIONb30-
BaHU Onoxumuueckoro ckpuHuura. C 2008 mo 2012 rr. B rpymnie BBICOKOTO
pHCKa, CHOPMHUPOBAHHOH II0 Pe3yIbTaTaM MPeHATAIbHOTO CKPHHUHTa BTOPOTO
TpUMecTpa, OBbLIO BBIABIEHO 53 ciydas cuaapoMa JlayHa u3 84.

Bericokue HaieXKHOCTh, TOCTOBEPHOCTh M Ka4€CTBO UCCIEAOBAHUI, MOM-
TBEPIKAICHHBIC METOJAMH CTaTHCTHYECKOTO aHAIN3a, TT03BOJLIIOT CYUTATh OHO-
xuMudeckuit ckpuHuHr ¢ onpeneneHueM ADII u XIT akTyaabHBIM METOIOM
NpeHaTaIbHON JUAarHOCTHKH.
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