UHdopMupoBaHHoe 06pOBOIbLHOE corslacue Ha NnpoBeAeHne HEMHBA3UBHOIMO
npeHaTtanbHoro tecta (1HUNT, 2 HANT, 3HUNT, 4HUMNT)

(Pamumnns, ums, oT4eCcTBO (IIpy Ha/mMum)
N I. POXXAEHUS], 3apErnCTPUpPOBaHHast Nno aapecy:
(para poxaeHns)

(agpec pervictpaLjm)
NpoXXuBatoLLLasa Nno agpecy:

(VKa3bIBAETCS B CJ1yHAE IPOXNBAHUS HE 10 MECTY perncTpaLm,)
MIMeHyeMas B JarbHeiLleM Takke NauneHT (3aKasuuk),
1. npouHdopMmpoBaHa MeAVLIMHCKUM paboTHUKOM
0 HWXecneayowem:
HenHBa3WBHbIN MpeHaTasnibHbIA TECT - 3TO BbICOKOTOYHbIA CKPUHWHIOBLIM METOA OLEHKM pucka Haubornee pacrnpoCTpaHEHHbIX
XPOMOCOMHbIX aHOManui MaoAa, OCHOBaHHbLIM Ha aHanu3e BHeKeTo4YHOM detonnaueHTapHon [HK (cBobogHOoUMpKynMpytoLen
nnaueHTapHor HK) B kpoBM 6epeMeHHOM XeHLMHbI (Aanee no TekcTy uMeHyemoe «HUMT», «uccnepoBaHune»). HAMT ¢ BbiCOKOM
TOYHOCTbIO OMpefensieT pUck poxaeHust pebeHka ¢ Tpucomment no 21, 18 u 13 XpoMoCoM, aHeynIoMansMM NOMOBLIX XPOMOCOM U
YacTbIMU MUKPOAENELMOHHBIMU CUHAPOMaMMU.
MpoBeaeHve HUMT Bo3MOXHO € 10 aKyllepcKon Heaenw, Koraa KOHUEHTpaums BHekneTouHon OHK cTaHOBWUTCA AOCTaTOYHOM Ans
npoBeaeHVsl aHanu3a. bepeMeHHON HeobxoamMo caaTb KpoBb M3 BeHbl (10 Mn). U3 obpasua KpoBW BbiAENSIETCS BHEKIETOYHas
etonnaueHTapHas AHK 1 cpaBHMBAETCA C KOHTPOJbHOM HopManbHoi AHK c momollbto 6MOMHGOpPMaTUYECKOro aHanu3a. TecT
6e30naceH aAns MaTepu 1 nnoga. MIMerloTcs cTaHAapTHbIE PUCKU, CBSI3aHHbIE C MYHKUMEN nepucbepuyeckol BeHbI.
WccnenoBaHve He MOXET rapaHTMpoBaTb OTCyTCTBUE y Byayuiero pebeHka ntobbIX OTKIOHEHWI, @ Takke C ero NMOMOLUbIO Hemb3s
BbISIBUTb BCE TFEHETUYECKUE WM HereHeTudeckue npobnembl, KoTopble MOryT 6biTb y 6yaywero pebeHka. HewHBasMBHbIN
npeHaTanbHbI TECT BLISBASET PUCK TOMbKO Tpucomuin 21, 18 M 13 XpoOMOCOM, aHeynnouanid MOMOBbIX XPOMOCOM M YacTbiX
MWKPOAENELIMOHHbIX CUHAPOMOB:
MccnenoBaHme He UCKIKYAET Hanmnyme y nioga ApYruxX BPOXXAEHHbLIX MOPOKOB U aHOManui pasBuTHs, NO3TOMY HE 3aMEHSIET NIaHOBOE
ynbTpa3BykoBoe 06cnefoBaHne naumveHTa B NOMOXKEHHbIE A7 3TOr0 CPOKMU.
Mon nnoga onpeaenseTcs Mo XenaHuto 3akasuyuka (naumneHTa).
2. HacroswmM noaTsepxaato, YTO O3HAKOMJIEHa M COrflacHa Co cneaytowei nHgopMaumel 0 NPOBOAMMOM UCCIEA0BaHUN:
2.1, MoaTBepaato, YTo A0 Havasa okasaHus yCiyr NocTaBuia B M3BECTHOCTb MeAMLMHCKOro paboTHMKa 1 coobLimna, YTo y MeHs
OTCYTCTBYIOT CieyloLne NpoTMBOMOKa3aHus ANs NpoBeAeHUs UCCNEA0BaHMS:
a Cpok 6epeMeHHOCTM Ha faTy B3sTUS BMONOrMYecKoro MaTepuana Anst UCCNeAoBaHW COCTaBNsSIET AEBSATb HeAenb M WeCTb
[Hel 1 MeHee (No AaHHbIM Y3U)
6 bepemeHHOCTE MHOronnoaHas (asa n 6onee nnoga) *
B MNepenuBaHune KpoBu (MM NPOAYKTOB, M3rOTOBMEHHbLIX HA OCHOBE KPOBMW YENi0BEKa) B TEYEHWE MOCNeAHUX TPeX MecsLeB
nepes B3sTMeM 61MoNorMYecKoro Matepuana anst UcCnegoBaHust
r TpaHcnNaHTaumst KOCTHOro Mo3ra M sle4eHne CTBOJIOBbIMU K/IETKAMM B aHaMHEe3e MauneHTKM
3n0oKa4yeCcTBEHHOE OHKOI0rMYeckoe 3abonesaHne Ha AaTy B3sSTUS GMONOrMyeckoro MaTepyana y naumeHTKku
e Peaykumsi aMbproHa B aHaMHe3e Tekylueil bepeMeHHOCTM (M3HavanbHo no Y3WM noctaBneHa MHoronnogHas 6epeMeHHOCTb,
3aTeM OAMH NNoA NepecTaeT pa3BuBaTbcs) **
n VI3MeHeHMs B KapuoTune 6epeMeHHON KeHLUMHBI
* nonyckaetcst He 6onee ABYX N0A0B B TEKYLLYO BEPEMEHHOCTL MpW NPOBEAEHNN UCCNEA0BaHWIA:
- «HeuHBa3uBHbIN npeHaTanbHbi TecT (HUMT T21) (Noninvasive Prenatal Testing (NIPT trisomy 21))»
- «HenHBa3uBHbIN NpeHaTanbHbIi TecT (HUMT 6a3oBbii) (Non-Invasive Prenatal Test (base))»
** nonyckaetcs He MeHee 4 Hefenb C AaTbl PeayKUMM OAHOro 3MOpUMOHA B aHAMHE3E TeKyllel GepeMeHHOCTU Mpu
NPOBEAEHNWN UCCNIEN0BAHMIA:
- «HeuHBa3uBHbIN npeHaTanbHbI TecT (HUMT T21) (Noninvasive Prenatal Testing (NIPT trisomy 21))»
- «HenHBa3uBHbIN NpeHaTanbHbIi TecT (HUMT 6a3oBbii) (Non-Invasive Prenatal Test (base))»

2.2. O3HaKOMJ/IeHa C MHdOpPMaUMen 0 TOM, YTO MPOBEAEHME WCCNEAOBaHMSI BO3MOXHO TOJSIbKO MPU OTCYTCTBUM YKa3aHHbIX
NPOTVBOMOKA3aHWM.
2.3. O3HaKOMJIEHa C MHGOPMaLMEN 0 TOM, YTO pe3ynbTaT UCCIEA0BAHNS:

e «Hu3KMI pyCK*» 03HAYaET KpaiiHe HU3KYH BEPOSITHOCTb HANMYMS Y NI0AQ OTKIOHEHWI, MCCTIEAYEMbIX MPU NPOBEAEHUN
HWNT. OueHka cTeneHun pucka byaeT ykasaHa B 3ak/1t0ueHun No pesynbtaTtam Tecta HAMT.
e «BblCOKMI pUCK*» yKa3blBAET Ha OYEHb BbICOKYID BEPOSITHOCTb HaNMuMsi y Mofa yka3aHHbIX XPOMOCOMHbIX aHOManui.
Ho ana noaTeepxaeHns avarHosa HeobxoaMMo NpoBECTU NpeHaTanbHY MHBA3VBHYIO AMArHOCTUKY.
*- Ans OfHONNOAHBIX 6epEMEHHOCTEN pacCUUTLIBAETCS MHAMBKUAYaANbHAs CTENEHb PUCKa, NPU ABOWHE - 06LMIA pyUCK Ans 060MX M0AOB.
. «TpebyeTcs NOBTOPHbIN 3a60p KPOBU» - B pefkux Crlyvasix He yaeTcst NpoaHann3npoBaTb CBOGOAHOLMPKYMPYIOLLYIO
OHK, n nabopatopusi MOXXET NONPOCUTL NMOBTOPHO CAATb KPOBb A5 NPOBEAEHNS UCCNIEA0BAHMS.
e «Puck He onpeaenén» - 03Ha4yaeT, YTo SlabopaTopusi HE CMOr/Ia BblAaTb PE3y/bTaT HECMOTPS Ha MOBTOPHbIV aHanu3.
Pe3ynbTaT UccnefoBaHWs NpeacTaBnsieT coboi MHhopMaLmio 0 pUcke poxaeHUs pebeHka ¢ 0HON U3 uccneayeMblx NaTonorui. Beicokum
PUCKOM SIB/ISIETCS BEPOSITHOCTb XPOMOCOMHOM natonorin y nnoga 1% (1/100) u 6onee. YCTAHOBNEHHbIV BbICOKMIA PUCK XPOMOCOMHOWM
naTosnornM y niofa He MOXET CITYXXMTb OCHOBaHWeM Ansi npepbiBaHns 6epemeHHoCTU. MiccnegoBaHne He npegHasHavyeHo Anst NoCTaHOBKM
OKOHYaTeNbHOIro [MarHo3a, M B C/lyyae MOMOXUTENBbHONO pe3yfbTaTa €ro Heb3s WCMNosb30BaTb B KayecTBe eANHCTBEHHOMO
[oKa3aTenbCcTBa ANs AMArHOCTUYECKOro 3ak/oveHns. Bonpoc o npepbiBaHnM 6epeMeHHOCTV 1 HebnaronpusTHOM NPOrHO3e ANS XWU3HM
nioja peLaeTcs UHANBUAYaNbHO NEPUHATANIbHLIM KOHCUIIMYMOM Bpaden.



[Jaxe ecnu pesynbTaTthbl TeCTa OTpULaTENbHbIE, HEBO3MOXHO MOTHOCTHIO UCKIOUUTD BCE NMOTEHUManbHble Npobnembl, CBA3aHHbIE
€21, 18, 13 n N0NOBLIMM XPOMOCOMaMM, HaNpUMep, MUKPOAENELIMN UM MUKPOAY MIKALMK HEGONBLUNX YYaCTKOB STUX XPOMOCOM.
MeToaMka MCCneaoBaHUsl He MO3BOMSIET UCKIKYMTL MOMMMIONAMIO, TPAHCIOKAUMOHHYIO opMy, MO3auum3Mm y nnoga u/wiam
nnaueHTapHbI MO3aMLUM3M MO UCCNEAYEMbIM XPOMOCOMaM.
MHTepnpeTaums pe3ynbTaToB UCCNeA0BaHUS COAEPXUT MHGOPMaLMIO A1S levallero Bpaya, He ABnseTcs AnarHo30M U He MOXET
6bITb MCMOSb30BaHa A/ CAMOAMArHOCTMKM W CaMOJIEYEHUS; TOYHBIM AMArHO3 CTaBMT fieyallumii Bpad, NCMonb3ys Kak pes3ynbTaThl
WCCNEeAoBaHusi, Tak U HYXXHYIO MH(OPMauMIo U3 APYrMx UCTOYHWMKOB: aHaMHe3a, pe3ynbTaToB Apyrux obcneaoBaHuin u T.4. Bce
pe3ynbTaThl NOAEXAT Pa3bsCHEHUIO fleYallUM BPaYoM.
2.4. O3HakoMneHa C WMHGOpMaumen 0 TOM, YTO BO3MOXHbI JIOXKHOMOMOXWUTESIbHBIE M NIOXHOOTPUUATENbHbIE pe3ynbTaThl,
NPUYMHAMMN JIOXKHOMOMNOXKUTENBHBIX U JIOXXHOOTPULLATENbHBIX pe3y/bTaToB UCC/IeA0BaHNS MOTYT ObiTh:
. nepesnMBaHue KpoBM, Nepecajka OpraHoB U TKaHeW, MMMyHOTepanus 1 Tepanus CTBOJIOBLIMU KIeTKaMu;
e OHKOMornyeckue 3abonesaHns (B TOM UMCne NepeHeceHHbIe paHee);
. HECOCTOSIBLUASCS ABOMHS HA paHHUX CPOKax 6epeMeHHOCTM.
Ecnm y Bac umeetcsl 4T0-nM60 M3 nepedncieHHoro, cooblmte o6 3ToM cBoeMy Bpady. OTa MHdopMauus HyxHa ans 6onee
[AOCTOBEPHON MHTEpNpeTauuM pesynbTaTta TecTa (C Y4eTOM KIMHMYECKOW MHMOPMaUMM U aHaMHe3a).
Kpome Toro, npvyvMHamMm n0XHOMONOXKMNTENbHBIX Y TOXXHOOTPUUATENbHBIX Pe3y/ibTaToB MOryT 6bITh:
. MaTEPUHCKMI, NAOAOBbLIM WMAW MNaLeHTapHbI Mo3auumaM (MpUCYTCTBME Y MaTepu WA Nioja OAHOBPEMEHHO KIETOK Kak C
HopMarnbHoi JHK, Tak 1 ¢ NaToNOrMyeckuMm OTKIOHEHUSIMK);
. HW3Kas KOHLEHTPaUMs BHEKNIETOUHOM cheTonnaueHTapHon AHK.

2.5. He3aBMCMMO OT coaepXXaHus pesynbTaTa UCCNEA0BaHMS, BKJIHOYAsH Cllydamn JIOXKHOMOOXKUTENbHBIX M NTOXXHOOTPULIATENbHbBIX
pe3ynbTaToB, UCCNEeA0BaHNE CUMTAETCS BbIMO/IHEHHBIM, AEHEXHbIE CPEACTBA HE BO3BPALLAOTCS.
3. MoanucbiBasi AaHHbIA AOKYMEHT
1, ,
(©.1.0.)

e  MOATBEPXAAD, YTO HA OCHOBAHMM NPEAOCTABNEHHOM MHDOPMauMU A0BPOBOSILHO, 6€3 NPUHYXAEHUS Aalo MHAOPMUPOBAHHOE
[06poBOIbHOE Corflace Ha NpPoBeAEHNe HEMHBA3MBHOMO NpeHaTanbHoro Tecta (HUMT).
e 5 noaTBepXAalo KOPPEKTHOCTb @HKETHbIX AaHHbIX, 03BYYEHHbIX agMUHMUCTPaTOPy Npu 0pOpMIEHUN UCCnefoBaHusl.

e 4 mpouynTana u NoHsMa NMCbMeHHoe 06bsICHEHME FreHETMYECKOro aHanunsa.

e 8 nonyynna MHMOPMaUMIO B OTHOLIEHUM 3aboneBaHui, Ans KOTOPbIX NPOBOANUTCS TECTUPOBaHWE, MOHSMa LeNb M 3HAYMMOCTb
NJaHUPYEMOro reHETUYECKOro TeCTa, OrpaHUYeHnst TecTa U PUCKW, CBA3aHHble C 3a60poM KpOBMU.

e S nHdopMMpoBaHa, 4To No pesynbtataM HUMT mMoryT 6biTb BbisSiBNEHbI aHeynnouann X, Y (2HWUMT,3HUNT), ycTaHoBneH non
nnoga (L1HWNOT,2HUNT,3HUNT,4HUMT).

e $ MOHWMMAD, YTO AQHHLIN TECT He MpeAHasHayeH Ans NMOCTAaHOBKU OKOHYATENbHOMO AMArHo3a, M B Cllydae MOSIOXKMTENbHOIO
pe3ynbTaTa ero Henb3s UCMOob30BaTh B Ka4eCcTBe eAMHCTBEHHOIO A0OKa3aTeNbCTBa A/18 AMarHOCTUYECKOro 3aKIUeHMSI.

e Ha Bce Mou BoMpockl 66N AaHbl OTBETHI, K'Y MeHs 6bi10 HeobxoamMmoe BpeMs Ha 064yMblBaHKeE.

e [locTaBuna B W3BECTHOCTb MeAMUMHCKOro paboTHWKA, OCYLLeCTBASIOWEro nposedeHve npoueaypbl, 060 Bcex npobnemax,
CBSI3aHHbIX C MOWM 3[0POBbEM, B TOM uymncrie 06 anepruiyeckmx MposIBNEHUSX UIW MHAMBKUAYANIbLHON HEMEepeHOCUMOCTU 1oaa,
cnupra.

CBoeii NoAnMUChIO 51 COralLialoCh Ha NPOBEeAEHUE FEHETMYECKOro aHanmsa HUMT.

Moanucb [aTta

MNpeacTtasutens cnonHutens

(JomxHoCTb MeguumnHckoro paboTtHuka) (noanuce) (GUO)



