ab NABOPATOPUA BYAYLLE O [EABIOF THEFUTURE www.labquest.ru
MHO®OPMWUPOBAHHOE COIJIACUE HA NPOBEAEHUE

HEMHBA3WBHOIO MNPEHATAJIbBHOIO TECTUPOBAHUA CBOBOHO
LMPKYJIUPYIOLLEW AHK NJIOAHOI0 NPOUCXOXKAEHUA B KPOBU MATEPU

A, HxKenopanucasLlascs,

(bamunus, uma, otuectso (Mpu Hanuunm)

« » r. poxneHua [,u,aTa pO)K,D,eHI/Iﬂ], 3aperncrtpupoBaHHada no agpecy:

(appec peructpauuu)

npoXuBatoLlas no agpecy:

(yka3biBaeTcs B cnyyae MpoXmBaHus He no MecTy peructpauun) iMeryemas B AanbHelweM Takxe nauneHT (3akasunk),

B COOTBeTCTBMU co cTaTbeit 20 PefepansHoro 3akoHa Poccuiickon Pepepaumn «06 ocHoBax oxpaHbl 300poBbs rpaxaaH B Poccuitckon Oepepaunmns»
oT 21 Hoabps 2011 . N® 323-03, HacTosLLMM NOLTBEPXKAA0 CBOE COrflacke Ha BbINOSIHEHWE HEMHBA3VWBHOMO NpeHaTanbHOro TECTUPOBAHMS.

1 03HaKoMneHa ¢ MHCI)OpMaLI,VIEVI 0 TOM, 4YTO NpoBefeHNE NCCnefoBaHNe OCYLLLeCTBIACTCA

(HauMeHoBaHMe topuanyeckoro nnua (opraHnsaumnm, KoTopoe NPOBOAUT UccnefoBaHNe)

A1 npoMHGOPMUpPOBaHa 0 TOM, YTO OpPraHU3aLus MOXET BbIMOIHATL UCCNEL0BaHME Kak CaMOCTOSITENbHO, Tak 1 C MPUBJIEYEHUEM TPETLUX JINLL, U APYTUX
MEeLMLMHCKUX OpraHu3aLuui.

A nponHdopMmupoBaHa MeULMHCKMM paboTHukoM (PO MegmumHckoro paboTHuKa)
0 HUXECNERYIOLLEeM:

1 npouHopMMpoBaHa 0 Ha3HAYeHUM, BO3MOXHOCTSX U OrPaHUYEHNIX HEMHBA3UBHOIO NMPeHaTabHOro TECTUPOBAHWS aHeynIoMANIA y Nofa no
KpPOBW MaTepu, B TOM YMC/IE O TOM, YTO:

HenHBasnBHbIN npeHaTaanbM TeCcT ABndeTca CKpPUHUHIOBbIM METOLOM;

Llenb HeMHBa3MBHOMO NpeHaTanbHOro CKPUHMHIA 3akitoyaeTcs B aHanuse ceobofHo umupkynupytowein JHK nnogHoro npovcxoxaeHus B KpoBo-
Toke 6epeMeHHOM XEHLLMHbI C MOCNefyoLLel OLEeHKOW pUcKa poxAeHNs pebEHKa ¢ pacnpocTpaHeHHbIMY XPOMOCOMHBIMU MaTONOrUSMU: CUHAPOMa-
mu [layHa, 3aBapaca, MNatay, Lepewesckoro-TepHepa, xenkoba, KnanHdenbTepa, a Takke psfa pefkux XpOMOCOMHbIX TPUCOMUIA 1 CUHLPOMOB,
06yCNOBIEHHbIX fieNeunaMmu 1 Aynaukaumuamu obbeMom cabiwe 10 M6 (natonoruu, puck KoTopbix MOXeT BbiTh ONPeAesieH B paMKax UCCef0BaHus
onpegeneHbl BbibpaHHbIM 06beMOM UCCeaoBaHNs);

PesynbTat nccnenoBanusa npefcrasnseT coboit NporHo3 pucka poxaeHus pebeHka ¢ naTonorusMu, BKIIOYEHHbIMU B BbIDpaHHYO onuuto nccnefo-
BaHug;

MMpy BbISBNEHWM BBICOKOTO PUCKa HANMUYMS y NIo4a XPOMOCOMHOM aHOManuu No pesynsTaTaM HeMHBA3WBHOIO TecTa, Heobxo4MMo NpoBeAeHNe
MOATBEPXAAIOLLErO AMArHOCTUYECKOr0 NCCNef0BaHMSA, ONPefeseHNs MOJIEKYIIPHOMO KapuoTKMa niofa no Matepuany, nony4eHHoOMy B XOfie WHBa-
3MBHOI Npoueaypsl (61oncus BopcuH xoproHa, aMHUOLeHTes, kopaoleHTes). [lns HenHBa3MBHOMO NpeHaTanbHOMo TeCTa CyLLeCTBYeT BEPOSITHOCTb
noJly4YeHNs He0CTOBEPHOTO (NOXKHOMONOXUTENBHOTO MW NIOXHOOTPULATENBHOMO) pesynbTaTa, NoaToMy pesynbtat HUMT He aBageTcs AUarHo3oM 1
HE MOXET CYMTATbCSH OKOHYATESbHbIM.

HenHBasnBHbIN npeHaTaanbM TeCT npefcTaB/ieH B HECKOJIbKUX onuunax:

A) Becra 21 - onpegeneHve pucka Tpucomun 21. Mon niofa Takxke MoXeT BbiTb ONPeAENeH N0 XeNaHWo NaLueHTa.
B) Becta Ba3osbii - onpefeneHue pucka Tpucomuit xpomocom 13, 18, 21. Mon nnoga MoxeT BbITh ONpefeneH no XenaHuio nauueHTa.

B) Becta CraHpapt - onpefenexve pucka Tpucomuu xpomocom 13, 18, 21 xpomocom, MoHocomuu X y Niofa XeHckoro nona u gucomumn X unu Y
y nnoaa Myxckoro nona. [Mon nnoga MoxeT 6biTb yka3zaH B 3aK04YeHUM N0 XenaHuio nauueHTa. Ecnm naumeHT oTkasbiBaeTcs oT MHGOPMaLMK
0 noJsie NJ0Aa, TO PUCK MO MOJI0BbLIM aHEYNIOUANAM ONpefeNisieTcs, Ho He yKa3blBaeTCs B 3aKJI0UeHUY;

I') Becta PaclimpeHHbIit: - onpegeneHne pucka TpUCOMUM Mo BCeM ayTocoMam (xpomocomsl 1, 2, 3, 4,5, 6, 7, 8,9, 10, 11, 12, 13, 14, 15, 16,
17, 18, 19, 20, 21, 22), MoHocoMuuM X y NoAa XeHcKoro nona 1 aucomuun X unm Y y niofa Myxckoro nosa. Mo nioga MoxeT 6biTh ykasaH B
3aK/o4eHMU Mo XKenaHuto nauneHTa. Ecnv naumeHT oTkasbiBaeTcs oT MHbOPMaL MM 0 None NaoAa, To PUCK MO NOSOBLIM aHeYNIoUANSIM onpe-
[enaeTcs, Ho He yKa3blBaeTCs B 3ak/oyeHun. Takke B pamMkax UCCNef0BaHNs Onpefensercs puck geneuunini u aynavkaluuin npu nx pasmepe
ot 10 merabas u bonee.

L) HUMNT Makc - onpefenieHne pucka TpUCOMUM Mo BCeM ayTocoMam (xpomocomsl 1,2, 3, 4,5, 6,7, 8, 9,10, 11, 12,13, 14, 15, 16, 17, 18, 19,
20, 21, 22), moHocomuu X y Nofa XeHckoro nona v aucommn X vnu Yy naoaa Myxckoro nona. Mon nioga MoxeT 6biTb yKasaH B 3aK/l04eHNM
no xXenaHwvo naunenTa. Ecnm naumeHT oTkasbiBaeTcs oT MHGoOpMaLLMKM 0 nosie NAoAA, TO PUCK MO NMOSIOBLIM aHeyNIoMANSM onpefenseTcs, Ho
He yKa3blBaeTcsa B 3ak/loyeHnn. Takxe B paMKax UCCNeAoBaHUS OnpeaenseTcs puck geneuni n gynankauuin npu ux pasmepe ot 10 merabas
n bonee. B pamkax onumu MAKC Takxxe npoBoAnTCS onpeaeneHne HOCUMTeNbCTBA YacTbiX MyTauuii B 18 reHax Ha obpasue LiefibHo BEHO3HOW
kpoBu buonoruyeckon Mmatepu: CFTR, PAH, GALT, SLC26A4, GJB2, TPP, ATP7B, DARS2, DHCR7, HEXA, IDUA, PIGN, PKHD1, PMM2, SLC26A2,
SMARCALT, USH2A, CBS, ALDOB accoumnupoBaHHbix ¢ 18 ayTocoMHo-peLeccuBHbIMU 3aboneBaHNIMU, TaKMMU Kak MyKOBUCLMA03, GeHuKe-
TOHYpWS, ranakTo3eMus, HepPOCEHCOPHas TYroyXoCTb, HEMPOHabHbIA LLepOVAHbIA nnnodycLmHo3, bonesHb BunbcoHa, neiikoaHuedanonatus
C BOBJIEYEHMEM CTBOJIA MOJIOBHOMO MO3ra M CMIMHHOMO MO3ra M NoBbIWEHWEM KOHLEHTpaLmMu naktata, cuHapom Cmuta-Jlemnun-Onuua,bonesHb
Tesi-Cakca, Mykononucaxapugos, ™n |, CUHAPOM MHOXECTBEHHbIX BPOXAEHHbIX aHOManWM, TMNOTOHWM U CYAopOr, TUN |, NOANKMCTO3 noyek ¢
NOJIMKMCTO30M MeyeHn unu b6es Hero, TUN 4, BpOXXAEHHOE HapyLLEeHWe rUKO3MAMPoBaHus, TUN |a, auactpoduyeckas [ucnnasms, UMMYHOKOCT-
Has aucnnaswus LLnmke, cuHapom Ywepa, TMn 2a, BpoxaeHHas HenepeHoCcMocTb GpyKTo3bl.



AHann3 cYNTAeTCs BbINONHEHHbIM NpH:

a) Npu ycTaHOBIEHUM HU3KOTO PrUCKa XPOMOCOMHOM NaTofor1m y nioaa;

6) Npu yCTaHOBAEHWM BLICOKOrO pUCKa XPOMOCOMHOM NaToNorum y nioaa;

B) NPY HEBO3MOXHOCTM ONpeeseHns p1UCcka rno nosloBbiM XPOMOCOMAM, YTO MOXKET BbITb C/IeICTBMEM XPOMOCOMHOIO MO3auLM3Ma Y MaTepu;

r) npu HegocTatouHoit deTansHoit dppakuun (konnyectee IHK nnogHoro npoucxoxaeHns) npu NoBTOPHOM UCCTIE[0BaAHMUN.

MuWHUManbHLIA CpoK Ans NpoBefeHns uccnefoBaHus - o 10 aMbproHanbHbIX Hefenb 6epeMeHHOCTM NaLuneHTKU. B cnopHbix ciydyasx cpok bepe-
MEHHOCTU flofiXeH BbiTb ycTaHoBneH npu Y3W no KTP nnoga;

MccnepoBaHue He NPOBOAWTCA B CAyYasx:

- cpok bepemeHHocTU MeHee 10 3MbproHabHbIX HeAenb Ha MOMEHT 3abopa KpoBwW A4S UCCefoBaHus;

- KONIMYeCTBO NNOLOB NpeBbIlLaeT ABa;

- Hann4us oHKonormyeckoro 3aboneBaHns y NauMeHTKU, nepecagkm KOCTHOr0 MO3ra UM WHbIX OPraHoB B aHaMHe3e;

- NPOLLIO MeHee 4 Heflenb Nocsie pedykuuv Naoga npy CMHAPoMe ucyesarwluero bnusHela;

HWNT MAKC BkntoyaeT NoucK HOCUTENbCTBA YacTbIX MyTaLWii B 18 reHax, CBA3aHHbIX C pacnpoCTPaHeHHbIMU ayTOCOMHO-PELLeCCUBHBIMM
3aboneBaHuaAMU y MaTepu. B cnyyae bepeMeHHOCTM, HACTynNMBLLEN Nocie NepeHoca 3MOpUOHa, NONYYEHHOT0 U3 LOHOPCKOW ANLEKNeTKU UK Npu
CYypporaTHOM MaTEpWHCTBE /15 aHanu3a HeobxoauMa KpoBb bronornyeckoi MaTepu, B NpOTMBHOM ciyyae faHHas onuus Tecta HUMNT MAKC He nH-
dopMaTvBHa. BbisiBNeHMe HOCMTeNbCTBA YaCTblX MyTaLMii Y MaTepyu He 03HaYaeT BbICOKON pUCK reHHoro 3abonesanus Ans nnoga. [1pu BoisBieHUN

HOCWUTeNbCTBA 4YacCTbIX MyTaLI,VIVI Yy MaTepu MoXeT I'IOTpEﬁOBaTbCﬂ AONONIHUTENIbHOE 06cne,u,osaH|/|e Buonornyeckoro oTua. I'Ipw BbIABJIEHUN HOCUTENb-
CTBa YacTbIX MyTaLLMlZ Y MaTepu pekoMeH[0BaHa KOHCYNbTallga Bpada-reHeTuka;

Onuun BECTA PacwwpenHbiin 1 HAMNT MAKC BbinonHseTcs ToNbKo NpW M3HaYvanbHO OLHOMNAOAHON HepeMeHHOCTH, HacTyNuBLUER eCTECTBEHHbIM
nyTeM Wamn nocne nepeHoca aM6pKUOHa, NMOYYEHHOTO U3 COBCTBEHHOM UM LOHOPCKOW SNLEKNETKH.

WccnepoBaHve aHeynnonamnii no nonoBbIM XpoOMOCOMaM BO3MOXHO MpW YCI0BUW OJHOMNNOLHOM BepeMeHHOCTM 1 OTCYTCTBUM B aHaMHe3e pefyk-
LMW 0HOTO 3MDOpPWOHA 13 [BOVIHY;

B cny4dae ,D,Byl'lJ'IOﬂ,HOI;I 6epeMeHHOCTM aHanns onpenendeT TosibKo Hannyne nnu oTcyTcTemne Y XPOMOCOMbI [nno,u,a MY>XCKOro FIOJ'IB], HO He No3BO-
NdeT YCTaHOBUTb Mo ANd KaXAoro U3 nnogos [T.e., Npu BbIABNEHUUN HanN4na Y XPOMOCOMbI, KakK oba nnopa, Tak n oguH MoryTt BbITb MY>XCKOro nona];

ToyHocTb onpefeneHns nona nnofa coctasnseT 99.5%. Ecnu BoibparHas onuus HUMT He BkntoyaeT uccneposaHue X 'Y XxpoMocoM, To MHbOp-
Mauwa o nose niofa MoxeT BbITb NonydeHa npu ckaHnposaHun QR-kopa B bnaxke 3aknoyerns HUMT. Heobxoanumo nmeTs B Bray, 4To MHGOpMaLMs
o none nnoga B onuusax BECTA 21, BECTA BA30BbIV He uckntoyaeT pucka Hanuuus y naofa aHeyniouanii noaoBbiX XpOMOCOM;

B npoBofuMoM nccnenoBaH HEBO3MOXHO UCKIIOYNTb NepPecTpoiikii XpOMOCOM, MUKPOLYMMKALIMOHHbIE N MUKPOAENeLOHHbIE CUHPOMbI
(kpoMe Tex, KoTopble aHaNU3UpPYTCS B PACLUIMPEHHOW NaHesu), Mo3anuyHble ¥ TPaHCNOKaLMOHHbIE GOPMbl XPOMOCOMHBIX aHOManui 1 Apyrue Bapu-
aHTbl FeHeTUYEeCKO naTonornu;

Hanuuune aneynnoungui, Mozaunumama, a Takxke Y XxpoMOCOMbI Y NaLMEHTKM, MOXET UckaxaTb pe3ynbtaTtbl HAMT v ctaTe npuunHoi nonyyeHns
HenHbOPMaTUBHOTO pe3ynbTaTa;

MccnepoBaHve He UCKtOYaeT Hanuyme y NNosa BPOXKAEHHbIX MOPOKOB U APYrUX aHOMaNUin pa3BnTUs, NO3TOMY He 3aMeHseT NJaHoBOe yNbTpas-
ByKoBOe obcnefoBaHue NaLMeHTKN B MONOXeHHble A5 atoro cpoku. Takxe HUMT He uckntoyaet puck MoHoreHHbix 3abonesannit;

Ha pe3ynbTaT nccnefoBaHua MOXeT B/INATbL MHAEKC MaccChbl Tesla NauneHTKU CBbille 30; M03auLKM3M B COMaTuU4eCcKux KneTkax Matepu, nioga n ero
obonouyek, 3anaI'l/|Ba}OLLLMl71 uccnenyemMble XpoMOCOMbI;

B MUHMManbHOM npoueHTe ciyyaes (5%), B cuny MeTo00rMYeckmx orpaHnyeHi, Npu ycTaHoBIeHUn HefoctatodHoro konudectsa [HK nnopa
(HM3KUI ypoBeHb deTanbHOM Gpakumm), HEBO3MOXHO NOJTYYUTL pe3ysbTaT ucciefoBaHus. B Takux cutyaumsx Tpebyetcs NoBTOpHas cAaya KpoBy.
CpoK BbINOMHEHWS MCCNe0BaHMS MPY 3TOM YBENMYMBAETCS, MOBTOPHOE OfLHOKPATHOE TECTUPOBaHWE W TpaHCMopTMpPoBKa brioMaTeprana B 3ToM
cnyyae Ans NpoBoAMTCs 6e3 NoBTOpHOI onnathl;

B pepnkux cnyyasx nocne NnoBTOPHOr0 aHanu3a He yAaeTCs paccymTaTh PUCK HaNMuWs aHeynnouauii. B atux cnyyasx pekoMeHLoBaHa KOHCybTaLuus
Bpaya-reHeTvKa C Lesblo onpeneneHns HeobxoguMocTi NpoBeaeHUs MOBTOPHOMO UCCAeA0BaHUS UK, BO3MOXHO, MOKA3aHWI K MHBa3MBHOM AMarHo-
CTUKe;

B Cny4ae HenpepoctaBieHUAa faHHbIX 0 NporpeccupoBaHnmn ﬁepeMeHHOCTM, Konm4yecTBa nNao4os, Hann4na pegykumm oqHoro 3M6pV]OHa n3 ,D,BOVIHI/I,
HUNT npoBOAUTCSA NO METOAMKE, I'Ipe,D,HaBHaHeHHOVI LA pacyeTa pucka aHeynnongum ong n3HadasibHo 0fHOMNOAHOM 6epeMeHHOCTVI;

Ha ocHoBaHWM NpeAcTaBieHHOI MHbOpPMaLLMK, BbIpaXkalo cornacue Ha npoBefeHUe HeMHBA3MBHOIO NPeHaTaNbHOro TeCTUPOBAHUS MO NpeAocTaB-
NeHHOMY MHOto 06pas3Lly KpoBM.

fl cornacHa npefocTaBUTb UCNONHUTENIO AONONHUTENbHbIE Dﬁpa3U,bl cBoei KpoBU B ciyvyasXx, ecsiv 3To OBYCHOBHEHO Hanuynem Ol'paHVI‘-IeHVIFI,
BJIMAKOLWMKUX Ha pe3ynbTaT UccnenoBaHus n/vunm ans nposepeHnsa KOHTPOJIbHOIO UCCIef0BaHUSA;

fl cornacHa MoNy4UTb NOJIHYIO wu¢opmaumo no pe3ynbTaTaM UccnenoBaHus, B TOM Yucse Npu BbisBJI€HUU BbICOKOr0 pUCKa XpOMOCDMHOﬁ natonorumy
nnopa;

fl cornacHa, 4To pesynbTaThl UCCNlef0BaHUs MOTYT BbITb NepefaHbl fieyalyeMy Bpayy, NpyU YKasaHUM ero AaHHbIX perncTpaunoHHoin gpopme:
Oaa (JHer

A npothbopMupoaaHa, 4YTo NnpoBOAMMOE reHeTUYeCKoe uccrnegoBaHue nMeeT orpaHu4eHns U He Bcerga AAéT BO3MOXXHOCTb BbISIBUTb d)aKTVIHeCKVI
cyljecTByroLlne NaTosioruu;

fl npoMHpopMMpOBaHA, 4YTO B OTAENbHBIX cnyyasx B paMmkax HUMT MoxeT 6bITb nonyvyeHa uH$opMaLusa 0 BTOPUYHbIX HaxoaKax. BTopuyHbIMK Haxop-
kamu B pamkax HUMT aBnstoTca KocBeHHblE NPU3HAKM XPOMOCOMHBIX NaTONOrMiA, He BKNIIOYEHHBIX B Bbi6paHHyto onuuio HUMT.

CornacHa noay4yuTb MH¢0PMBLWI|O 0 BTOPUYHbIX HaxopKax: D Oa D Het

fl npouHdopMMpoBaHa, 4TO onpeaeneHue pucka HaMuMsa peakux aHeynnouaui NIoAa M feNeLlMoHHbIX/AYNANKALUOHHBIX CUHAPOMOB Npy NpoBefe-
Hun HANT MeToAOM NONHOreHOMHOI0 CEKBEHUPOBAHUA HOCUT XapaKTep C/ly4alHbIX HaX0[0K;

B npouecce U3N0XKeHUs VIHd)OpMaLIMVI 0 npepcrosLieM uccnenoBaHuu Bpay He npeysesinimBan ero BO3MOXXHOCTEW U He CKpbiBaJsl BO3MOXXHbIX 0CJI0XK-
HEHUMN U PUCKOB. fl, B cBOIO oyepeab, NOJIHO U AOCTOBEPHO U3J10)KUJ1a Bpayy MH¢OpMaI.IMIO 0 COCTOSIHUM CBOEro 340POBbA.

fl ~Mena BO3MOXKHOCTb 3afiaBaThb NtobGble BONpochl M Ha BCe BONPOCHI NOy4YuMia ucyepnbiBatolme oTBeTbl. MHe pasbsicHeHa TakKe anbTepHaTUBa
nposefeHUA aHaJIM30B C UCMOJIb30BaHUEM MHBa3MBHOW METOQUKHU (XOPMOHGMOHCMH, aMHuoLeHTe3, KDpHOU,eHTeB], 6uoxMMmUYEeCcKoro u ynbTpasBy-
KOBOro CKpUHUHra.

MayuneHT: / / JaTa « » 20 ropa

(damunns, ums, otyectso) (noanuce)




