UHdopMupoBaHHoe 06pOBOIbLHOE corslacue Ha NnpoBeAeHne HEMHBA3UBHOIMO
npeHatanbHoro tecra (3HUNT)

(Damuns, ums, oTYECTBO (U HasINYmu)
r. poxxaeHus, UAH 3aperncTpupoBaHHas no agpecy:

(aara poxgeHns)

(agpec pervictpaLym)

npoXXmneatkoLlas no agpecy:

(VKa3bIBAETCS B C/IyHae MpPOXUBaHNS HE 110 MECTY PErUCTPaLMM)

MMeHyeMas B AanbHELLEM Takxe NaumeHT (3aKasuuk),

1.  npouHdopMMpoBaHa MeAMLIMHCKUM paboTHMKOM
0 HWXecneayioLeMm:

HenHBa3WBHbIN MpeHaTasnbHbIi TECT - 3TO BbICOKOTOYHbIA CKPUHWHIOBLIA METOA OLEHKM pucka Haubonee pacnpoCTpaHEHHbIX
XPOMOCOMHbIX @HOManuii NaoAa, OCHOBaHHBIM Ha aHanu3e BHeKeTouHoM deTonnaueHTapHoin AHK (cBoboaHouMpKynupyoLlen
nnaueHTapHoit JHK) B kpoBu GepeMeHHOI XeHLLMHbI (Aanee no TekcTy umeHyemoe «HUMT», «uccnenosaHue»). HUMT ¢ Bbicokoi
TOYHOCTbIO OMpeAensieT pUcK poXxaeHus pebeHka ¢ Tpucomuelt no 21, 18 u 13 xpoMocoM, aHeynIoMansIMK MoJIOBbIX XPOMOCOM U
YacTbIMU MUKPOAENELIMOHHBIMW CUHAPOMaMMU.
MNposeaeHne HAMT BO3MOXHO C MOJHbIX 10 aKyllepckux Heaesnb, Koraa KOHUEHTpaUus BHekneTouHon OHK cTaHOBMTCS AOCTAaTOUYHOM
AN npoBefeHust aHanus3a. bepemeHHOM Heo6xoaMMO caaTb KpoBb M3 BeHbl. W3 obpasua KpoBuW BblAensieTcsl BHEKeTOYHas
cdetonnaueHTapHas AHK u cpaBHMBAETCs C KOHTPOSIbHOM HopManbHoM [HK ¢ nomoubto 61onHdopMaTnyeckoro aHanusa. TecT
6e3onaceH ans MaTepu 1 nnoga. MmeroTcs cTtaHaapTHbIE PUCKK, CBSI3aHHbIE C MyHKLUMEN nepudepuyeckoi BeHbl.
WccnenoBaHve He MOXET rapaHTMpoBaTb OTCyTCTBUE y Byayuiero pebeHka ntobbIX OTKIOHEHWI, @ Takke C ero NMOMOLUbIO Hemb3s
BbISIBUTb BCE TFeHETUYECKUE WM HereHeTuuyeckue npobnembl, KoTopble MOryT ObiTb y Oyaywiero pebeHka. HenHBasMBHBbIN
npeHaTanbHbIA TECT BbISIBASIET PUCK TOMbKO TpucoMmuii 21, 18 u 13 XxpoMocoM, aHeynnouaui MOSIOBbIX XPOMOCOM M YacTbIX
MUKPOAENELIMOHHBIX CUHAPOMOB.
WccnenoBaHve He UCKITIOYaeT HanmMume y nnoja ApyrX BPOXXAEHHBIX NMOPOKOB ¥ @aHOManMI pa3BUTHS, MOSTOMY HE 3aMeHsIET M1aHOBOE
yNbTpa3BykoBoe 0bcnefoBaHWe NaumeHTa B NOMOXEHHbIE AJ1S 3TOr0 CPOKMK.
Mon nnoga onpeaenseTcs No XenaHuio 3aka34vuka (naumneHTa).
2. HacTosiumMm noaTBepXaato, YTO O3HAKOMIIEHa U COrMacHa Co creaytoLlel uHgopMaumel 0 NpoBOAMMOM UCCIEA0BAHNU:

2.1 MoaTBepXaalo, Y4To A0 Hayana okasaHusa YCiyr NoCTaBuia B M3BECTHOCTb MEAULIMHCKOrO paboTHMKa 1 cooblumna, 4to y

MEHS OTCYTCTBYIOT CNeAytoLme NpoTUBONOKa3aHsa Ansl NPOBEAEHNA UCCIef0BaHNs:

a Cpok 6epeMeHHOCTV Ha AaTy B3sTUst BUOIOrMYECcKoro MaTepuana Afisi UICCNefoBaHWUM COCTaBISET AEBSTb Hefesb WeCTb AHel
n MeHee (no AaHHbIM Y3U)
6 bepemeHHOCTb MHOronnogHas (asa n 6onee nnoga)
B MNepenvBaHve KpoBu (MW NPOAYKTOB, M3rOTOBIEHHbIX HA OCHOBE KPOBM YeNoBeKa) B TeYeHWE NOCNeAHNX TPEX MecsLeB
r TpaHcnnaHTaumsi KOCTHOro Mo3ra, nepecagka OpraHoB U ie4eHNe CTBOIOBbIMU KNIETKaMU B aHAMHE3Ee NauUMEHTKU
a 3noKa4yecTBeHHOe HOBOObpa3oBaHNe Ha AaTy B3aTUs 61MON0rMYEecKoro MaTepuana y naumeHTku
e Penykuusi aMbproHa B aHaMHe3e Tekyllel 6epeMeHHOCTU (M3HaYanbHO no Y3W noctaeBneHa MHOromnioaHas 6epeMeHHOCTb,
3aTeM OAMH N0 NepecTaeT pa3BuBaTbCs)
n /3MeHeHWs B kapuoTune naumeHTku
2.2, O3HakoMsieHa C MHbOpPMaUMe 0 TOM, YTO MPOBEAEHUE UCCIEA0BaHWSI BO3MOXHO TOJIbKO MPU OTCYTCTBUM YKa3aHHbIX
NpPOTMBOMNOKA3aHWIA.
2.3. O3HakoMsieHa ¢ nHdopMaLumelt 0 TOM, YTO pe3yNbTaT UCCIeOBaHUS:

. «HU3KKMIA pUCK» O3HAYaEeT KpaliHe HWM3KYK BEPOSITHOCTb Hasvuusi y nnoga OTKIOHEHWI, UCCneayeMblX Npu NPOBEAEHNUM
HUMT - meHee 1%.

. «BbICOKMIA pUCK» YKa3bIBAET Ha OYEHb BbLICOKYIO BEPOSITHOCTb HalMumMsl y MIoAa YKa3aHHbIX XPOMOCOMHbIX aHOManui -
1% u 6onee (pacyeTHbI puck 1/100). Ans noaTBEPXKAEHUS AUArHO3a HEO6XOAMMO NPOBECTU NPeHATaNbHYIO NHBA3UBHYIO
[ANarHoCTumKky.

. «TpebyeTcs NOBTOPHLI 3260p KPOBU» - B PEAKUX C/Ty4asix He YAAETCs MpoaHanM3vMpoBaTb CBOGOAHOLMPKYIUPYIOLLYIO
JHK, n nabopatopusi MOXeT NONpOCUTL NMOBTOPHO CAATb KPOBb ANS1 NPOBEAEHNS UCCEef0BaHMS.

e «Puck He onpeaenéH» - 03Ha4aeT, YTo 1abopaTopust He CMOr/IA BblAaTb PE3Y/IbTAT HECMOTPS HA MOBTOPHbIN aHaNM3.

Mpy nonyyeHun MHdOPMaLMK 0 HYU3KOM deTanbHoU dpakummn noTpedyeTcst 6ecnnaTHoe NMOBTOPHOE B3SITUE KPOBM HE paHee, YeM CnycCTs
2 Hepenu oT nepBoro B3sTUS. Ecnv aBaxkabl y NauMeHTKM H13Kas deTanbHas dpakums, pesynbTaT MCCiefoBaHns He MOXeT BbiTb BblAaH.
Pe3ynbTaT uccnenoBaHus MpeacTaBnsieT coboli MHMOPMaLMIO O PUCKE pOXAEHUS pebeHKka C OAHOW M3 MCCNeayeMbiX MNaToOruid.

YCTaHOBNEHHBI BbICOKMI PUCK XpOMOCOMHOI;lI naTtosiormn y nnopaa He MOXET CNYXWUTb OCHOBaAaHMEM ANA NpepbiBaHUA 6ep8MEHHOCTM.

WccnepoBaHve He npegHa3HayeHo Ans MOCTAHOBKWM OKOHYATENbHOMO AMarHo3a, W B Cilyyae MOMOXUTENIbHOro pesysfibTaTa ero Henb3s
MCMNOMb30BaTb B KaYeCTBe eAUHCTBEHHOIO A0Ka3aTeNbCTBa A5 ANarHoCTUYECKOro 3akniodeHns. Bonpoc o npepbiBaHuu 6epeMeHHoch n
HEGJ'IaFOI'IpMFITHOM NPOrHo3e Ans XW3HW niofda peLwaeTca nHanenayanabHO NeEpUHaTalbHbIM KOHCUTMYMOM Bpaqeﬁ.

[axe ecnu pesynbTaTbl TECTA OTPULIATENbHBIE, HEBO3MOXHO MOSIHOCTBIO UCK/IOUYNUTL BCE NOTEHLMASbHbIE NPO6IEMBI, CBA3aHHbIE
€21, 18, 13 1 NONOBLIMK XPOMOCOMaMM, HaNpUMep, MUKPOAENELMN UM MUKPOAYM/IMKALMU HEGOMbLIMX YYaCTKOB 3TUX XPOMOCOM.
MeToaMKa MCCNeaoBaHusi He MO3BOMSIET WCKITIOUUTL MOSMMIONAMIO, TPaHCIOKaUMOHHYO (opMy, MO3auum3M y nioga u/vnm
NMALEHTapHbIN MO3anLM3M MO UCCIeAyEMbIM XPOMOCOMaM.

WHTeprnpeTauus pesynbTaToB UCCNEA0BAHMS COAEPXUT UH(OPMaLIMIO ANS NIeYallero Bpaya, He SBISIETCS AMarHo30M U HE MOXET
6bITb MCMONb30BaHa A1 CAMOAMArHOCTMKM 1 CaMOMEUYEHNsI; TOUHbINA AMarHO3 CTaBMT Jievallmii Bpad, UCMoMb3ys KaK pesynbTaThl



WCCNEAOBaHUS, TaK U HYXXHYIO MH(OPMaLMIO U3 APYrMX UCTOUYHUKOB: aHaMHe3a, Pe3y/bTaToB Apyrux obcnenoBaHuin u T.4. Bce
pe3ynbTaThl NOANEXAT Pa3bsCHEHUIO NIeYallUM BPaYoM.
2.4. O3HaKoM/eHa C MHdOpMaLUMen 0 TOM, YTO BO3MOXXHbI JTIOXXHOMOMOXUTENbHBIE W JTIOXHOOTPULATENbHBIE PE3YNbTaThI,
NPUYMHAMUN TOXKHOMONOXKUTENBHBIX M JIOXXHOOTPULLATENbHBIX pe3y/bTaToB UCCIef0BaHUS MOryT ObiTh:
e HM3Kasl KOHLEHTpauUms BHEKNETOYHON deTonnaueHTapHoin AHK (Hu3kas deTanbHas dpakumns);
e [MepenMBaHMe KpOBM, Nepecajka OpraHoB WM TKAHEM, TPaHCMMaHTauMsi KOCTHOMO Mo3ra, MMMYyHOTEpanus M Tepanus
CTBOJIOBbIMU KNETKAMM;
e OHKoOsornyeckme 3abonesBaHust (B TOM YNCE NEPEHECEHHBIE paHee);
e  MHOronsofHast 6epeMeHHOCTb U HECOCTOSIBLUASICS ABOMHS Ha paHHUX Cpokax 6epeMeHHOCTY;
e  V3MEHEHWs B KapuoTune NaumneHTKu;
e MaTEpPUHCKMWI, NM0AOBbLIA UIN MaLEHTapHbIA MO3amuUM3M (MPUCYTCTBME Y MaTepu UK Noaa OAHOBPEMEHHO KIIETOK Kak
c HopManbHoi HK, Tak U C NaToNOrMYECKUMIN OTKITOHEHUSIMM).
2.5. HezaBucuMO  OT  copepaHus  pesynbTaTa  UCCNEAOBaHWUS,  BKAKOYAS  CydauM  JIOXKHOMONOXUTENbHBIX U
JIOXXHOOTPULLATESbHBIX Pe3YyNbTaToB, UCCNIEA0BAaHNE CYUTAETCS BbIMOIHEHHbBIM.
3. MoanucbiBast AaHHbIV AOKYMEHT

A,

(©.1.0.)
MoATBEpXalo, YTO Ha OCHOBaHUM NpefoCTaBNneHHOW MHbOpMaLuMyM A06poBONbHO, 6€3 NPUHYXAEHUS a0 MHDOPMUPOBAHHOE
A06poBOIbHOE Corflacne Ha NpoBeAeHUe HEMHBA3MBHOMO NpeHaTanbHoro Tecta (HUAMT).
5l noaTBEPXAAID KOPPEKTHOCTb @HKETHBIX AAHHBIX, 03BYYEHHbIX aAMUHUCTPATOPY NpU 0POPMAEHUN UCCIEA0BaHMS.
5l npounTana n NoHsMa NUCbMEHHOE O6bACHEHNE FeHETUYECKOrO aHanmsa.
A nonyuuna vHGOPMaLMIO B OTHOLLEHUM 3ab0NeBaHWiA, ANst KOTOPbIX MPOBOAUTCS TECTUPOBaHWE, MOHsNa LUefb U 3HaYMMOCTb
NNaHMpPyeMOoro reHeTUYECKOro TecTa, OrpaHMYeHns TecTa U PUCKM, CBSA3aHHbIE C 3a60pOM KpOBW.
51 nndopmmnposaHa, 4to no pesynbtataMm HUMT MoryT 6biTb BbisBNeHbI aHeynnonammn X, Y, yCTaHOBMEH MO Nao4a.
S NOHWMMAID, YTO AaHHBLIN TECT He MpefHa3HayeH ANsi MOCTaHOBKM OKOHYAaTeNbHOro AMarHo3a, U B C/lydae MONOXWUTENbHOro
pe3ynbTaTa ero Hesb3s UCNo/b30BaTh B KAYeCTBe eANHCTBEHHOMO A0Ka3aTeNnbCTBa AN AMAarHOCTUYECKOrO 3aK/0YEHNS.
Ha Bce Mou Bonpock! 66111 AaHbl OTBETHI, U Y MeHs Bbino HeobxoanMoe BpeMsi Ha 06ayMblBaHue.
MocTaBuna B M3BECTHOCTb MeAMUMHCKOro paboTHMKa, OCYLLECTBASIOWEro npoBefeHne npoueaypbl, 060 Bcex npobnemax,
CBSI3aHHbIX C MOWM 3[0pPOBbEM, B TOM umucrie 06 aniepruiyeckux MposiBNEHUSX MW MHAMBUAYANbHON HEMepeHOCUMOCTU 1oaa,
cnuprTa.

CBoeli NoAnMCbio A1 cornallalocb Ha NPOBEAEHNE FreHeTUYeCcKoro aHanmsa HAMT.

Moanucb [ata 202_T.

MNpeacTtasutens cnonHutens

([omxHoCTb MeanumMHcKoro paboTHuka) (noanuce) (GNO)



