WHdopmMmpoBaHHoe 406POBO/IbHOE COrlacke Ha NpoBeAeHMe HEMHBa3UBHONO
npeHatanbHoro Tecra HUNT Makcumym (6HUMMT)

(Damuns, nms, oTYECTBO (U HasINYmu)
. POXXAEHUS, 3aperncTpupoBaHHas no agpecy:

_(,qara POXKAEHNST)

(agpec pervictpaLjm)
NpoXXuBatoLLasa rno agpecy:

(VKa3bIBAETCS B C/Iy4aE MPOXUBAHNS HE 110 MECTY PErVCTPAaLIMM)
MIMeHyeMas B JarbHeiLleM Takke NauneHT (3aKasuuk),
1. npouHdpopMMpoBaHa MeANUMHCKUM paboTHMKOM
0 HWXKecneayoLweMm:

HenHBa3MBHLIN NpeHaTanbHbIl TECT — 3TO BLICOKOTOYHbIM CKPUHWHIOBLIA METOA OLEHKM pucka Haubonee
PacrnpoCTpaHEHHbIX XPOMOCOMHBIX aHOManui MoAa, OCHOBaHHLIM Ha aHanmuse BHEKNETOYHOM deTonnaueHTapHon [HK
(cBoboaHoUMpKyupytowen nnaueHTapHon AHK) B KpoBM 6GepeMeHHON >eHWWHbI (aanee no TekCTy uMeHyemoe «HUMT»,
«uccnegoBaHune»).

MpoBeaeHne HUMT Bo3MoxHO C 10 aKyllepckon Hedenu, Koraa KOHUEHTpauus BHekneToudHoi AHK craHoBuTCA
LOCTaTOYHON A/1s NPOBEAEHUs! aHanu3a. bepeMeHHoM HeobxoaAMMO caaTh KpoBb M3 BeHbl (10 Mn). U3 obpasua Kposw BhigenseTcs
BHekneTouHasi detonnaueHTapHas AHK v cpaBHMBAETCS C KOHTPOSIbHOM HopMasnbHoi JHK ¢ noMolubio 6rMonHdopMaTMyeckoro
aHanusa. Tect 6e30onaceH ans MaTepu 1 nnoaa. VIMeroTcs cTaHAapTHbIE PUCKM, CBSI3aHHbIE C MyHKLMEN nepudepryeckoin BeHbI.

MccnepoBaHve He MOXET rapaHTUpOBaTb OTCYTCTBUE Y Byayluero pebeHka /tobbiX OTKNOHEHUIA, @ TakXKe C ero NoMoLLbo
HEenNb3s BbISIBUTb BCE FEHETUYECKME UM HEreHeTMYECKMe NpobieMbl, KOTOpble MOMYT 6bITb Y 6yayLiero pebeHka. HeMHBasMBHbI
npeHaTanbHbI TecT 6HUMT BbISBASET pUCK TpMcomuid 21, 18 u 13 XpoMocoM. Tak Xe CYLLECTBYET BEPOSITHOCTb OBHapY>KeHWS!
CNyYyaliHbIX Haxoaok. CnyyanHbiMM HaxoAKaMM SIBASKOTCS PUCKM NaTOMIOMMI OCTabHbIX XPOMOCOM (peaKux aHeynnouani nnoga,
aHeynnonani NONoBbIX XpOMOCOM, MUKPOCTPYKTYPHbIX XPOMOCOMHbIX aHoManui - 60
MUKPOZENELIMOHHBIX/MUKPOAYN/TMKALMOHHbBIX CUHAPOMOB).

MccnepoBaHve He WCKIIOYAET Hanuuve y nniofa ApPYrux BPOXKAEHHLIX MOPOKOB M aHOManWi pasBUTUS, MOSTOMY He
3aMeHsieT N1aHoBOe yNbTpa3BykoBoe 06cnefoBaHNE NaumeHTa B MOMTOXEHHbIE ANS 3TOr0 CPOKMU.

Mon nnoga onpeaenseTcs Mno XenaHuio 3akasymka (naumneHTa).

2. HacTosiwmMm noaTBepkaato, YTO O3HaKOMJIEHA M COrflacHa co crieayoLlen nHdopMaumen o NPOBOAVUMOM UCCIIEA0BAHMUN:
2.1 MoaTBepxaalo, YTO A0 HaYana okasaHus YCiIyr NoCTaBuaa B U3BECTHOCTb MEAMLMHCKOIO paboTHMKa 1 coobwmna, 4to y
MEH$ OTCYTCTBYIOT Criefiytolime nNpoTMBONOKa3aHWsa Ansg NpoBeeHuUs UccneaoBanHns:

a Cpok 6epeMeHHOCTV Ha AaTy B3sTWsi BMONOrMYecKoro Matepuana Ans UCCnefoBaHU COCTaBNsIET AEBSTb HefeNb U LWecCTb
[Hel 1 MeHee (No JaHHbIM Y3U)

=)}

bepemeHHOCTb MHOronnogHas (asa n 6onee nnoga)

MNepenvBaHue KpoBu (W'IM NpPOAYKTOB, U3roTOB/IEHHbLIX HAa OCHOBE KpPOBU l-IEJ'IOBEKa) B T€YEHWEe nocneaHnx Tpex Mecsues
nepej B3aTuMeM 6ronornyeckoro MaTepuana ana uccnegoBaHns

TpaHcnaaHTaums KOCTHOrO Mo3ra 1 flIe4eHne CTBOJIOBLIMU KJIETKaMy B aHaMHe3e NauueHTKU

310Kka4eCcTBEHHOE OHKOMOrnyeckoe 3aboneBaHme Ha AaTy B34TUA 6buonornyeckoro MaTepuana y nauneHTKu

MeHee 6 Heaenb C AaThl peayKUMn 04HOro SM6pUOHa B aHaMHE3e TeKyLLei 6epeMeHHOCTH

¥ (o 1|

AHeynnonaus (M3MEHEHHOE KONYECTBO XpOMOCOM) B KapuoTune nauneHTKu

2.2, O3HakoMneH(a) ¢ MHdopMaLUMe 0 TOM, YTO NPOBEAEHNE UCCIIEA0BAHMSI BO3MOXHO TOJIbKO MPU OTCYTCTBUM YKa3aHHbIX
NMPOTUBOMOKA3aHW.

2.3. O3HakoMneH(a) ¢ HdopMaLUei 0 TOM, YTO NPOBEAEHME UCCIeAoBaHUE ocyLlecTBNAeTcs O6LECTBOM C OrpaHUYEHHOM
OTBETCTBEHHOCTBIO «JBOreH», SABMSIOLWIEECT OPUANYECKMM NIULOM, 3aperucTpupoBaHHbIM B COOTBETCTBUM C
3aKoHoAaTenbCTBOM Poccuiickoit ®epepaumnn (Aapec: 115162, r. MockBa, yn. JlecteBa, AoM 18, 3Tax 2, noMelueHue III,
KOMHaTa 3; CBUMOETENbCTBO O rOCYAAPCTBEHHOM perucTpauun topuamdeckux nuy ot 19.07.2018 roga, OFPH
1187746691714; 3anucb BHeceHa MexxpalloHHOW MHCnekumeir GenepanbHoii Hanorosow cnyx6sl N246 no r. Mockse;
JIMueH3mns Ha ocyllecTBieHne MeaMUMHCKON aesiTtenbHocTb N2 J1041-01137-77/00360523, BbiaaHa 25.02.2020 roga,
HOMEeHKNaTypa paboT W YyCnyr: npu  OKasaHUW MEepBUYHOW, B TOM 4ucrie [oBpavyebHoW, BpayebHoih u
CNeLnann3npoBaHHON, MeIMKO-CaHUTApHOM MOMOLLM OPraHWU3YyTCs U BLIMOHAOTCS ceaytowme paboTbl (ycnyru): npu
OKa3aHWM MepBUYHOW [AOBpayYebHON MeAMKO-CaHUTapHOM MNOMOWM B aMBynaTOpHbIX YCMoBUSX MO: nabopaTopHoM
AMArHOCTUKE; CECTPUHCKOMY Aesny; NpU OKasaHWM NepBUYHON BpauyebHOM MeMKO-CaHUTapHON NOMOLLM B aMBynaTopHbIX
YCNOBUSIX NO: OPraHn3aLmm 3paBoOOXpaHEHUs U 0BLLECTBEHHOMY 3[10POBbIO, SMMAEMUOSIONMN; NPU OKA3aHUM NEPBUYHON
CNeLnann3npoBaHHON MEANKO-CAHUTAPHOW NOMOLLM B aMBYNaTOPHbIX YC/IOBUSIX NO: FEHETUKE; 1TabopaTOpPHOW reHETUKE.
JlvueHsus BblgaHa [lenapTaMeHTOM 34paBooOXpaHeHust ropoja Mocksbl (agpec: 127006, r. Mocksa, OpyeiiHbli
nepeynok, a.43, Ten. (495) 251-83-00).

2.4. O3HaKoMJIEHa C MHGOPMaLMEN O TOM, UTO pe3ynbTaT UCCIEAO0BAHNS:

e  «HM3KMN pUCK» O3HAUAET KpaWHE HM3KYI BEPOSTHOCTb HaNMuMs y Naoda OTKIOHEHMIA, MCCNeayeMblX npwu
npoBeaeHnn HUMT. OueHka cTeneHn pucka ByaeT ykasaHa B 3aK/lIl04eHUM No pesynbTatam Tecta HUMT.

e «BbICOKMI PUCK>» YKa3blBaET Ha OYEHb BbICOKYIO BEPOSITHOCTb HA/IMUMS Y Miofa YKa3aHHbIX XPOMOCOMHbIX aHOMasui.
Ho ans noaTeepxaeHns avarHo3a HeobxoaMMo NpPOBECTM NpeHaTanbHY0 MHBA3WBHYIO ANArHOCTUKY.

. «TpebyeTcs MOBTOpHbIM 3a6Oop KPOBM» - B peaKMX Clydasix He yAaeTcs  MpoaHanusnpoBaTb
ceobogHoumpkynupytowyo OHK, n nabopaTtopusi MOXET MOMNpPOCUTb MOBTOPHO CAaTb KPOBb ANs MpPOBeAeHMs



nccnenoBaHus.
Pe3ynbTaT UccnenoBaHWst NPeAcTaBnsieT coboi MHGOpMaLMio 0 pucke poXaeHWsi pebeHka C OAHOW M3 MCCIeLyeMbIX MATOMOMA.
BbICOKMM PUCKOM SIBNISIETCS BEPOSITHOCTb XPOMOCOMHOM naTtonormn y nnoaa 1% (1/100) n 6onee. YCTaHOBNEHHbIN BbICOKUI PUCK
XPOMOCOMHOM MaToNorMM y nNfoAa He MOXET CNYXWUTb OCHOBaHUEM NS rMpepbiBaHus 6epeMeHHOCTU. WccnepoBaHue He
npeaHasHayeHo Ansl NOCTAHOBKW OKOHYaTesIbHOMrO AMAarHo3a, U B Cllydae MonoXWUTENbHOMO pe3yrnbTaTta ero Hesb3s MUCMosb30BaTh B
KayecTBe €eAVHCTBEHHOrO JoKasaTenbCTBa AN AMAarHOCTMYECKOro 3akitoyeHus. Bompoc O npepbiBaHun 6epemeHHOCTU u
HebnaronpusiTHOM NPOrHO3e AJ1s XXU3HWU NI0AA PeLIaeTcs MHAUBUAYaNbHO NepUHaTaibHbIM KOHCUIMYMOM Bpayei.
[Jaxe ecnu pe3ynbTaTbl TeCTa OTpuUaTesibHble, HEBO3MOXHO MOSTHOCTBIO UCKNIOUNTL BCE MOTEHUMasbHble Npobnembl, CBA3aHHbIE C
21, 18, 13 1 NONOBLIMM XPOMOCOMaMU, HaMpuMep, MUKPOAENeUMn UAM MUKPOAYMIMKaLMM HeBONbLIMX YYaCTKOB 3TMX XPOMOCOM.
MeToavka nccnefoBaHns He No3BOSSET UCKTIOUYNTL TPAHCIOKALMOHHYO (POpMY CMHAPOMOB, NOAUMIONANKN, MO3aULM3M Y M104a U/1nu
nnaueHTapHbIA MO3anLM3M MO 3TUM XPOMOCOMaM.
WHTepnpeTaumsa pe3ynbTaToB MCCIEA0BaHMS COAEPXMT MHMOPMaUMIO ANs Nevallero Bpada, He sBASeTCs AMarHo30oM M He MOXET
6bITb MCNOMb30BaHa AN CaMOAMArHOCTMKM M CaMOJIEYEHUS; TOYHBIN AMarHO3 CTaBUT JleYallumii BpaY, UCMONb3ysl Kak pesynbTaTbl
UCCNeaoBaHusl, Tak U HYXHYI MHDOPMaUMIO U3 APYrux UCTOYHUKOB: aHaMHe3a, pe3y/bTaToB Apyrux obcnefoBaHui u T.4. Bce
pe3ynbTaThl NOANEXaT pa3bsSCHEHUIO fleYaluM BpavoM.

2.5. O3HakoMsieHa € MHbOpMaLUMein 0 TOM, UYTO BO3MOXHbI JIOXKHOMOMOXUTENbHbIE M NIOXHOOTPULLATENbHbIE pe3yNbTaThl,

NPUYMHAMUN TOXKHOMONOXKUTENBHBIX M JIOXKHOOTPULIATENbHBIX pe3ybTaToB UCCeaoBaHUs MOryT ObiTh:
o nepesniMBaHune KpoBM, Nepecajka OpraHoB U TKaHeW, MMMyHOTepanus 1 Tepanusi CTBOSIOBLIMU KNeTKaMu;
e OHKOMornyeckue 3abonesaHus (B TOM UMCNe NepeHeceHHbIe paHee);
o HECOCTOSIBLUASCS ABOMHS HA paHHUX CpOKax 6epeMeHHOCTH.
Ecnm y Bac nmeetcs 4to-nnbo M3 nepeuncrieHHoro, coobwmte 06 3ToM cBoeMy Bpady. 3Ta MHdOpMaums HyxHa ans 6onee
LOCTOBEPHOWN MHTEprpeTaumn pesynbTaTa TecTa (C YYETOM KIIMHUMYECKON MHAOPMaLMU U aHaMHesa).
Kpome Toro, npyunHamMmm NOXHOMONOXMUTESNbHBIX U TOXHOOTPULATENBbHbIX Pe3y/IbTaToOB MOryT 6bITh:

. MaTEePUHCKMIM, MNIOAOBbLIA MW MaLEeHTapHbIM MO3amMumM3M (NPUCYTCTBMUE Y MaTeEPU UK NIOAA OAHOBPEMEHHO KIETOK Kak C
HopManbHoi AHK, Tak 1 ¢ NaToNorMYeckuMm OTKIIOHEHUSIMA);

o HU3Kas KOHLEHTPaUMs BHEKNETOUHOM cheTonnaueHTapHon AHK.

2.6. He3aBucMMo OT  codepxaHus  pesynbTata  MUCCNEAOBaHMS,  BKIKOYAs  Clydau  JIOXKHOMOSIOXKUTENbHLIX U

NIOXHOOTPULATESbHBIX pe3ynbTaToB, UCCNEf0BAHNE CYMTAETCS BbINMOMHEHHBIM, IEHEXHbIE CPEACTBa He BO3BpaLlaloTCs.
3. MoanucbiBast AaHHbIA AOKYMEHT
1, '
(®.1.0.)

e [OATBEPXAAD, YTO HA OCHOBaHWMM NpPeAOCTaBIEHHOW MHOPMaLMK A06POBOSILHO, 63 NPUHYXAEHMS Aat0 MHDOPMMPOBaHHOE
[06poBO/IbHOE CcorflacMe Ha NPoBEAEHNE HEMHBA3UBHOMO NpeHaTanbHoro Tecra (HAMT).

e Sl npounTana v NOHsANA NUCbMEHHOE O6bSACHEHNE FrEHETUYECKOrO aHanmsa.

e S nonyunna nHdOpPMaLMIO B OTHOLIEHWUN 3ab0MIeBaHNI, AJis KOTOPbIX MPOBOAMTCS TECTUPOBAHME, MX FEHETUYECKUE OCHOBSI,
BO3MOXHOCTU MPOMUNAKTUKW/NEYEHUS, @ TakKe LenM W 3HAYMMOCTb MSIAHUMPYEMOrO FeHETMYEeCKoro TecTa, BKIYast
CBSI3aHHble C 3a60pOM KpOBW PUCKM M OrpaHnyeHns TecTa.

e [lo pe3ynbtatam HUMT MoryT 6bITb BbisiBNEHbI aHeynnouaun X, Y, yCTaHOB/IEH NON njoaa.

e S uHdopmMmupoBaH(a), YTo MOMUMO onpeaeneHns pucka Tpucomuii 21, 18 n 13 xpomocoM B 6HUMT cyLecTBYET BEPOSATHOCTb
OGHapyXXeHWsi  aHeynnouaui  OCTaslbHbIX  AyTOCOM,  aHeynjouawmi no xpomocomam X, Y u 60
MUKPOZAENELMOHHBIX/MUKPOAYNTMKALMOHHBIX CMHAPOMOB. OnpefeneHne pUCKOB TakUX Cly4YalHbIX HaxXOdOK He SIBMSieTcs
MEMLIMHCKOWN YCNyroMn.

e 5 NMOHMMaIO, YTO AaHHbIA TECT He NpeAHa3HayeH Ans NOCTAHOBKM OKOHYATESIbHOro AMarHo3a, v B Cilydae MofoXMTENbHOMO
pe3ynbTaTa ero Henb3si MCrob30BaTh B Ka4YeCTBe eAMHCTBEHHOrO A0Ka3aTeNbCTBa AN1S AMAarHOCTUYECKOro 3aK/TH4eHUS.

e Ha Bce Mou Bonpock! 6binn AaHbl OTBETHI, U Y MeHs 6bino Heobxoammoe BpeMs Ha 06ayMbiBaHue.

e [locTaBuna B U3BECTHOCTb MeAMLIMHCKOro paboTHMKa, OCyLLeCTBASoWeEro NpoBeaeHne npoueaypbl, 060 Bcex npobnemax,
CBSI3aHHbIX C MOMM 30POBLEM, B TOM UuMc/ie 06 annepruyeckux NposiBNEHNSX UM MHANBUAYASIbHON HENEPEHOCMMOCTY oda,
cnupra.

e 4 cornawatocb, yto pesynbtathl HUMT Takke MoryT 6biTb Mcrnonb3oBaHbl OO0 «3BOreH» Ans MCCnefoBaHUA W Ans
YAYYLIEHUS] CKPUHWMHIA, AMArHOCTUKM W JIEYEHUS] TEeHETMYeckux 3aboneBaHwi. S fal0 corflacMe Ha XpaHeHue U
UCMOMb30BaHME 06E3/IMYEHHBIX PE3Y/IbTaTOB MOEro MCCNeA0BaHNsl B CTAaTUCTUYECKON 6a3e AaHHbIX B Hay4yHbIX LEnsiX, a
TaKKe ANs 0BMieryeHnst N yayudlleHnsl AMarHOCTUKM FeHETUYECKMX 3aboneBaHuin y apyrux noaen. S noHuMMato, Yto Mow
pe3ynbTaT 6yaeT 0CTaBaTbCs aHOHMMHbBIM M HEUAEHTUMMLMPYEMBIM BO BPEMSI aHaNN3a AaHHbIX M YTO HUKaKMe NepcoHanbHble
AaHHble He 6yayT ykasaHbl, ecnim 000 «3BoreH» 6yAeT UCMosb30BaTh ee AJis OTYETOB MM nybnmkauui. S cornaceH(Ha) ¢
TEM, YTO pe3ynbTaTbl, XpaHsLwmecs B 6a3e faHHbIX, MPeAoCTaBNaloTCa cneumanictaM B 06/1acT reHeTUKM.

e S cornawarwcb, YTO HEUCNONb30BaHHLIN 6Buonornuecknii MaTepuan MoxeT 6biTb ucnonb3oBaH 00O «3BoreH» B
UCccnefoBaTenbCkuxX LUensx, B TOM 4Yucie AN nepefaydn TpeTbuM fvuaMm, ANns yaydlleHus CKPUHUHFA UM AMarHOCTUKM
reHeTuyeckMx 3aboneBaHuit. §1 fJal0 corflacMe Ha aHOHWMHOE XpaHeHWe W WCMOJSIb30BaHME MOEro OCTaBLLErocs
6uonornyeckoro matepuana OO0 «3BoreH» € Lenblo obecneveHns KayecTsa UCCNeA0BaHNS U MOCIeaYHOLWEro OTCIIeXMBaHNA
pe3ynbTaToB Mocne TeCTUpOBaHWA. §1 Aal0 COrflacMe Ha aHOHMMHOE XPaHeHWE M UCMONb30BaHWE MOero 6uonornyeckoro
MaTepuana OO0 «3BOreH» Anst yay4ylleHnsl CKPUHWMHIA, AUarHOCTMKM U NIEYEHUs FeHETUYECKMX 3aboneBaHui.

CBOE€ii NOAMMUCHIO A COrNalLialoch Ha NPOBEAEHME rEHETMYECKOro aHanm3a 6HUMT.
Mognucb [arta

MNpeactasutens NcnonHutens

(JomkHOCTb MeaMUMHCKoro paboTtHuka) (noanucek) (OUO)




