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[lopogoBasa AnarHocTuka
XPOMOCOMHbIX aHOManun ¢ NOMOLLLbIO
KOMOWHMPOBAHHOIO TECTAa

NHpopmaumna n nHpopmmnposaHHoE
cornacue

YBaxaemasa ["ocnoxa,

Obnacte Omunus-PomaHua (Ha ocHoBaHum [locTaHoBneHus o6racTHOro
Cobpanuna Smunum-Pomanmmn Ne 533/2008) npeanaraeT eHuwmHaMm, HaXoaAaLWnMCS
B COCTOSHUM 6epeMeHHOCTN, BO3MOXHOCTb OCYLIEeCTBMEHUA, Npu MNOMOLM
KOMOMHMPOBAHHOIO TeCTa, OLEHKM CTaTUCTMYECKOro pucka poxaeHus pebeHka,
cTpagawwero cuHgpomom [ayHa (Tpucomua 21), cuHOpoMomMm dOnBapaca
(Tpncomus 18), cuHapomom lMartay (Tpucomus 13).

Cungpom [ayHa, Hambonee 4acTto BCTpedvarwoLllasacs XpPOMOCOMHasi aHomanus,
SABNSETCA MPUYMHON YMCTBEHHOrO PacCTPOMCTBA, KOTOPOMY 4acTO COMyTCTBYIOT
MOPOKM cepAua, XenyaodHo-KuweyHble 3aboneBaHuns, HapyLWeHWs criyxa u 3peHus.
O6bI4YHO NPUXOOUTCHA OKOSIO OAHOro Criyvas pPOXAEHUS ¢ 3TUM cuHapomoM Ha 700
HOBOPOXOEHHbIX.

BeposaTHOCTb poxaeHus pebeHka, cTpagatowero aTum 3abonesaHmem, Bo3pactaeT
C yBenunyeHnem Bo3pacta matepu (06Lum puck).

KoMGuHMpoBaHHbIM TECT NO3BOSISIET OCYLLECTBUTbL pacyeT pucka (cneumduyeckmi
N NHOMBUAOYANbHBIA PUCK) AN KaXOOW KEHLWMHbl, HaxoOsLWwencss B COCTOAHUU
GepeMeHHOoCT!.

YTo noapasymeBaeTcsa nog puckom?

Puck nogpasymeBaeT BEPOSATHOCTb HACTYNfEHUst TOr0 WM MHOrMo CcobbITuS.
Hanpumep, puck cuHgpoma [ayHa 1 Ha 100 o3Havaet, 4to y Bac ogHa
BEPOSITHOCTb M3 CTa poxaeHust pebeHka, cTpagatowero cuHgpomom [ayHa.



YTOo Takoe KOMOMHUPOBAHHbLIN TECT?

KoMGnHMpoBaHHbIA TECT — 3TO OAMH M3 METOAO0B pacdeTa pucka cungpoma [layHa
M OpyrMx XPOMOCOMHbLIX aHoManuu. J3To obcnegoBaHMe, OCHOBAHHOE Ha
KONMMYECTBEHHOM aHanuae ABYX BeWeCTB, MPUCYTCTBYIOWMX B KPOBM MaTtepu, n Ha
axorpadumn, KOTOpOoe NO3BONSAET NPOBECTM KONMMYECTBEHHYH OLEHKY BEPOSITHOCTM
TOro, 4Yto nnog 6yaeT nopaxeH HEKOTOPbIMM XPOMOCOMHBLIMW aHOMaNUAMM,
ocobeHHo, Tpucomusimun 21, 18, 13.

Kak npoBoaguTCA KOMOUHUPOBAHHbIN TECT?

1 - Bbu-tecr

MpoBogutca B3ATME NPOO  MaTEPUMHCKOM KPOBM  ONSA  OCYLUECTBMEHUSs
KONMNUYEeCTBEHHOIrO aHanus3a AByX BellecTB, BbipabaTtbiBaeMbix nnaueHTon (PAPP-A
n cBobogHbIM BeTa-XIY), koTopble y NMOAOB, MOPAXEHHbLIX XPOMOCOMHbLIMU
aHomManuamu, WUMEKT  nokasaTenu, oTnuyalwmecs OoT  Tex, KoTopble
obHapyXunBalTCa y NMOAOB C HOPMaribHbIM XPOMOCOMHbLIM Habopom. B Hawem
yuypexaeHun takoe B3ATne npod MoxeT ObiTb BbINOMHEHO B Nepuoa mMexay 9m u
12n Hepensmun + 5 pgHen OGepemMeHHoOCTM. MakcumanbHasi TOYHOCTb TecTa
AOCTUraeTcd, ecnu B3ATUE Npob MaTEepPUHCKOM KPOBW MPOM3BOAMUTCS B MNepuos
mexay 9 n 10n HegenssMn GepemMeHHOCTH, NO3TOMY, PEKOMEHAYETCS BbINONHATD
€ro UMEeHHO B 3TOT NepuoAa.

2 — TonwmHa BOpOoTHMKOBOro npoctpaHcTBa (NT)

B nepuvog mexagy 11m + 3 gHenm m 131 Hepensamu + 3 gHen GepemMeHHOCTM
BbIMONHAETCA  cheuuwanbHad  axorpadma ana  onpegeneHns  TONWMHbI
BOPOTHMKOBOrO MNPOCTPaHCTBA. 3Ta TOMWMHA, CBs3aHHad C HebonblmMm
CKOMMNEHMEM XNOKOCTU, HAaXO4ALWENCS B 3aTbINTIOYHOW YacTu nNroga, Mexay Koxen u
HaXOOALWMMUCS HXKE TKaHSIMKU, MOXET ObITb N3MepPEHa C MOMOLLbIO aXorpaduin.
TonwmnHa BOPOTHUKOBOrO MPOCTPAHCTBA pacTeT C YBENIMYEHMEM  CpOKa
GepeMeHHOCTU: NO3TOMy, NPX ONpPeaerieHHOM ANWHE nfoga OHa COOTBETCTBYET
onpeneneHHoMy HOpManbHOMY 3HAYEHMIO TOSLWMHbI BOPOTHMKOBOMO NPOCTPAHCTBA.
Ecnun axorpadus BoISBNSET yBENMYEHHYHO TOSLLMHY BOPOTHUKOBOIO NPOCTPaHCTBA,
6onee 99 ueHTMNKM, nnog obnagaeT NOBLIWEHHLIM PUCKOM  MOpa)XeHus
XPOMOCOMHbIMK @aHOManusaMm (B OCOBeHHOCTU, cuHapomoM [layHa u pexe
Tpucomuammn 13 n 18), 3anokayeCcTBEHHbIMM 0Bpas3oBaHUAMU cepaua Unu peagkumm
FeHHbIMW CUHOPOMAaMK, Aaxe ecnv bonbluaa YyacTb 3TUX NSIOAOB U HE MOpaXeHa
umn. [Ona Toro 4TOoObI M3MepeHne ObiNo BbLINOMHEHO NpaBUIIbHLIM 06pa3somMm,
AOmKeH oTobpaxaTbCa npodunb nNnoga W, No3ToMy, BO3MOXHO, Heobxogmmo
byoeT nogoxaaTb, MOKa NNo4 PacnofsioXUTCS NPaBUITbHO MPU CMOHTAHHOM ero
ABWXEHUN, nNnMbo nocnocobCcTBoBaTb €ro ABWXEHUAM MNOCPEACTBOM  JErkux
HagaBNMBaHUN Ha OpPIOLWHYIO MONOCTb MaTepu WM NPeanoXuTb NauneHTKe
nokawnate. Bce aTO MoOXeT noBnedb 3a cobon yBeENMYEHME BPEMEHW,
HeobXxo4MMOoro Ansi BbINOSHEHUS Npoueaypbl.

3 — 3atem BbINonHAETCS KOMOUHMPOBaHHAA obpaboTka AaHHbIX ANs NonyYeHus
OLIEHKN MHOMBMOYaANbHOIoO pUcka B OTHoOWeHUn Tpucomun 21, 18 n 13.



UHTepnpeTauunsa Tecta

KoMOBGMHMPOBAHHbLIN TECT — 3TO MCCnegoBaHWe BEPOSTHOCTHOrO Tuna U OHO He
NO3BOSIIET C MOSIHON YBEPEHHOCTbID pacrno3HaTb UMM UCKIIOYUTb XPOMOCOMHYHO
aHomanuto. Cnegyet MOMHUTb, YTO OTpULATENbHLIN pe3ynbTaT CKPUHMHIA
YMeHbLUaeT PUCK, HO He CBOAMT ero K Hymw. [dpyrumu cnosamu, B crny4vae
oTpuUaTenbHOro pesynbTaTta WUCCNeaoBaHUs, Henb3s C MNOSTHOM YBEPEHHOCTbLIO
NCKMIOYNTb HaNMyme XpPOMOCOMHbIX aHOMarnuin.

TOYHO TakkKe MOSNOXUTENbLHLIA Pe3ynbTaT UCCegOoBaHUS He O3HayaeT, YTo nnojg
obsa3aTtenbHO OydeT nopaxeH 3aboneBaHueM, a ykasblBaeT Ha CyLleCcTBOBaHUWe
AOCTaTOMHO BbICOKOMO pUCKa, B CBA3M C 4YeM, BO3MOXHO, HYyXHO 6yaeTt
paccMoTpeTb  BOMPOC O  LenecoobpasHOCTM  MNPOBEOEHUSS  MHBA3UBHOM
AnarHoctmyeckon npouenypbl. [JaHHoe obcrnegoBaHue pes3ynbTaTMBHO, MaBHbIM
obpa3om, Anst HEKOTOPbIX XPOMOCOMHbIX aHOManum, Taknmx kak Tpucomun 21, 18,
13. CywiecTBylOT Takke fpyrme cepbesHble u Bonee pegkMe XpPOMOCOMHbIE
aHoOManun, KOTopble He MOryT ObiTb BbISIBIEHbI C MOMOLLLI KOMOWHUPOBAHHOIO
Tecta. PesynbTaT Tecta cuMTaeTCA MNOMOXMUTESNbHbIM, KOrga pPUCK MpeBblaeT
1/250. B atom cny4yae, ecnu Bbl 3axoTute y3HaTb, OEWCTBUTENbHO N NNoA
nopaxeH XPOMOCOMHbIMM aHoManuamn, Bam 6ygeT npeanoxeHo onpeneneHue
KapnoTuna nnoga (To ecTb onpeferieHne 4Yucna n CTPYKTYpbl XPOMOCOMHOIO
Habopa nnoga) nocpeacTBoM BuUmnoueHTesa nnu amHunoueHtesa. Obe npouenypsl
ABMNAIOTCSA WHBA3MBHLIMW M BIIEKYT 3a cOBON yBenunyeHwe Yrposbl BblKMAbIWA
npumepHo Ha 1%.

YBenuyeHHas (To ecTb 6onee 95 LueHTUNKn) TonwmnHa BOPOTHNKOBOIO NPOCTpaHCTBa
(NT) mMoxeT saBUTbCS (PaKTOPOM pucka Ana Apyrux naTtonornn nnoga. B Takmx
cny4yasix nokasaHO OCYLLUECTBMNEeHME axorpadum BTOPOro YPOBHS, CBSI3aHHOW C
axokapguorpaduen nnoga B nepuog mexagy 19m n 21n Hegensmmn 6epemMeHHOCTH,
YTOObI UCKITIOYUTE Apyrme aHoManum, ocCobeHHo, 3rokavyecTBeHHble 0b6pa3oBaHus.
Kpome TOro, mMbl XoTum coobwutb Bam, 4TO axorpadusi Ans onpeneneHus
TOSMIWMHbI ~ BOPOTHMKOBOIO  MPOCTPAHCTBA  BLIMOMHAETCA  MeAUUMHCKUMMN
cneyvanuctamu, akkpeamtoBaHHbIMM B doHae MeguumHbl nnoga (Fetal Medicine
Foundation) B JloHOOHE, B OTHOLUEHUN KOTOPbIX OCYLLUECTBAAETCS MOHUTOPUHT
CTaTUCTUKN N KadecTBa nx paboTbl.

lMporpamma, KOTOpas MCNosb3yeTcs AS1S pacdeTa pucka, Takke npenocTaBnseTcs
nongoHckum ®oHaom meamnumHbl nnoga (Fetal Medicine Foundation), sasnstowmmcs
MeXAyHapOAHbIM HayYHbIM aBTOPUTETOM B 0611aCTy 3TOM METOANKMN.



UHdopmmnpoBaHHoe cornacue

A, HUKENOLAMUCABLUAACS . ... ee ettt eeeeeteaeee e et e e e e e e e aeeenenas 3a8BnsAl0, 4TO
S 03HaKoMunacb C MHAOPMALMNOHHBLIM JIUCTKOM, MOHANA ero cogepxumoe, boina
nponHopMupoBaHa wucyepnbiBalowmm obpa3oMm Bo Bpemsi beceabl M mMmena
MOSMHYK BO3MOXHOCTb 3aJaTb BOMPOCHI MO AaHHOW TeMe.

He nmest Heob6xoaMMoCTK B NOSTy4YEHUN Kakor-Mbo ONONHUTENBHON MHGOpMaLnN,
ApOoLLY BbINOMAHUTE 0BcnegoBaHme.



