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MHOOPMWPOBAHHOE COINACUE HA NPOBEAEHUE

HEUHBA3MWBHOIO NPEHATAJIbHOIMO TECTUPOBAHUA CBOBOAHO

LMPKYJTUPYIOLLENX OAHK NJIOAHOI0 MPOUCX0XXAEHUA B KPOBU MATEPU

71, HMXenofnNMcaBsLUascs,

(bamunua, uma, otyectso (npu Hanuumn)

« » r. poxaeHus (nata poxpeHus), 3aperncTpupoBaHHas no agpecy:

(appec peructpauuu)

npoxXxuBatollas no agpecy:

[yKasuBaeTcw B CJly4ae NpoxunBaHUsa He No MecTy pel’MCTPaU,MM] VIMeHyeMaﬂ B AasbHellleM Takxe nayneHT [3aKE3‘-WIK],

B cooTBeTCTBUM co cTaTbel 20 PenepansHoro 3akoHa Poccuiickon Oepepaunm «06 ocHoBax oxpaHbl 30,0poBbs rpaxaaH B Poccuiickoit Pefepaunm»
oT 21 Hoabps 2011 . N2 323-D3, HacTosLWMM NOATBEPXKAA0 CBOE COrflacke Ha BbINOSIHEHWE HEMHBA3WBHOMO NpeHaTanbHOro TECTUPOBAHMS.

1 03HaKoMneHa ¢ VIHd)OpMaLI,I/IeVI 0 TOM, 4YTO NpoBeAeHNe UccnefoBaHne OCyLLeCTBNACTCA

[HaMMEHDBaHME topnanyeckoro amua [DpI’BHVBBLLMM], KOTOpoe npoBoAUT MCCJ’IE,C(OBEIHMQ]

1 npouHGOpPMMpPOBaHA 0 TOM, YTO OPraHU3aLLUs MOXKET BbIMOJHATL UCCNIef0BaHUE KaK CaMOCTOSITENbHO, Tak U C MPUBJIEYEHNEM TPETLUX NINL, U APYruX
MEeAMLMHCKUX OpraHn3aLmnii.

A nponHdopMupoBaHa MeanuMHCkUM paboTHukoM (PUO MeamnumHckoro paboTHuka)
0 HUXXeceaytoLeM:

A I'IpOVIHd)OpMVIpOBaHa 0 Ha3Ha4eHWK, BO3MOXHOCTAX N OrPaHNYEHUNAX HEMHBA3MBHOIO NpeHaTasibHOro TeCTMpoBaHNA aHeynnom,qmﬁ y nnoja no
KpOBW MaTepu, B TOM 4ucCsie 0 TOM, YTO:

HeunHBasnBHbIN I'IpeHaTaJ'IbeIM TeCT ABndeTca CKPUHUHIOBbIM METOLOM;

Llenb HenHBa3MBHOIO NpeHaTaNbHOrO CKPUHWUHIA 3akilo4aeTcs B aHanmse cBobopHo Umpkynupytowen JHK nnogHoro nponcxoxneHuns B KpoBo-
ToKe 6EpPEMEHHOM XEHLLMHBI C Moc/efyoLleil OLeHKOW pucka poxaeHWs pebEHKa ¢ pacnpoCcTpaHeHHbLIMW XPOMOCOMHbBIMU MaToNOMMSMU: CUHLPOMA-
mu [layHa, 3aBapaca, MNatay, Lepewesckoro-TepHepa, xenkoba, KnatHdensTepa, a Takke psfa pefkuX XpOMOCOMHbIX TPUCOMUIA U CUHAPOMOB,
0ByCII0BIEHHbIX AefeuusaMm n Aynavkaumamm obbemom cebiwe 10 M6 (natonoruu, puck KoTopbix MoxeT BbiTb OnpefeNieH B paMKax UCCIeA0BaHus
onpefenieHbl BbIbpaHHbIM 06beMOM UcciefoBaHus);

Pe3ynbTat uccnenoBaHus npeactaBnsiet coboit MporHo3 pucka poxaeHUs pebeHka ¢ NatonormsmMu, BKIOYEHHBIMU B BbIbpaHHyt onuuio uccnepo-
BaHUs;

I'IpM BbIABJIEHNWN BbICOKOI0 pUCKa Hann4ua y nnoga XpOMOCOMHOVI aHOMannn No pesynbrataM HeMHBa3NBHOIO TecCTa, Heobxogumo nposefeHune
noaTBepXXAatoWwero onarHoCTn4eckoro nccienoBaHnd, onpegeneHna MoeKynapHoro kKapmotuna njaoda no Matepuany, nojly4eHHoMy B Xxofe nHBa-
3UBHOM npouenypobl [6I/IOI'|CI/I$1 BOPCWH XOPWOHa, aMHUOLeHTE3, KOp,U,OLleHTeB]. ,D,ﬂﬂ HEeMHBA3MBHOIO NpeHaTasibHOro TecTta CyLWecTByeT BepOATHOCTb
nonyyeHna HefoCToBEPHOro [)'IO)KHOI'IOJ'IO)KVITEJ'IbHOFO nnn J'IO)KHOOTpI/ILI,aTE)'IbHOI'O] pe3ynbrata, N03TOMY pe3ynbTaTt HWMT He sBnseTcs ANArHo3om v
He MOXeT CHUTATbCA OKOHYATEJIbHbIM.

HeunHBasnBHbIN I'lpeHaTaJ'IbeIM TeCT npencTaB/iieH B HECKOJIbKUX onunax:

A) Becta 21 - onpegenenue prcka tpucommn 21. Mon niofa Takxke MOXET BbiTb ONpeAesieH Mo XenaHuio nauneHTa.
B) Becta ba3zosbiil - onpegenenue pucka TpucoMuii xpomocom 13, 18, 21. Mon nnoaa MoxeT 6biTb onpeeneH No XenaHuio naymeHTa.

B) Becra CraHgapT - onpefeneHve pucka TpucoMum xpomocom 13, 18, 21 xpoMocoM, MoHoCOMUM X y MN0AE XEHCKOro nona 1 gucomun X unu Y
y nnoga Myxckoro nona. Mon nnoga MoxeT 6biTb yka3aH B 3aK/I04EHMM MO XeNaHuio naumenTa. Ecim naumneHT otkasbiBaeTcs oT HGopMaLmm
0 Mone naoga, To PUCK Mo NOS0BLIM aHeYNNoUANAM ONpefenseTcs, HO He YKa3biBaeTCs B 3aKNioHeHU;

') BecTa PaclumpeHHbIit: - onpefeneHne pucka TPUCOMMM no BceM ayTocoMam (xpoMocomsi 1,2,3,4,5,6,7,8,9, 10,11, 12,13, 14,15, 16,17, 18,
19, 20, 21, 22), MoHocoMuK X y NaoAa XeHckoro nona v gucomun X uan Yy nnoga Myxckoro nona. Mon nnoga MoxeT 6biTb ykazaH B 3ak/l04eHNN
Mo XenaHuto naumeHTa. Ecnv nauneHT oTkasbiBaetcs oT MHbOPMaLMK 0 nose NA0AA, TO PUCK MO MOMOBLIM aHeYNIoNAUAM onpefenseTcs, HO
He yKa3blBaeTCs B 3aK/04eHMU. Takxke B paMKax UCCIef0BaHWs OnpefensieTcs puck Aeneunin v oynavkauuin npu ux pasmepe ot 10 merabas
n bonee.

) HANT Makc - onpeaenexve pucka TpUCOMMM 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), MmoHocoMum X y Nnopaa xeHckoro nona u aucomun X unu Y y nnofa Myxckoro rnona. Mon nnoga MoxeT BbITh ykasaH B 3aK104eHUM
Mo >enaHuto nauueHTa. Ecav nauneHT oTkasbiBaeTcs 0T MHPOPMALIMK O Nosie NIOAA, TO PUCK MO NONOBbIM aHEYNIOMAUSM ONpefenseTcs, Ho
He yKa3blBaeTCs B 3aK/l0ueHun. Takxke B paMKax UCCIefoBaHWs onpefensieTcs puck Aeneuunin v oynavkauuin npu ux pasmepe ot 10 merabas
n bonee. B pamkax onumn MAKC Takxke npoBoAWTCS onpeaesneHne HOCUTENbCTBA YacTblx MyTauui B 18 reHax Ha obpasue LenbHON BEHO3HOM
KpoBw bronornyeckoit matepu: CFTR, PAH, GALT, SLC26A4, GJB2, TPP, ATP7B, DARS2, DHCR7, HEXA, IDUA, PIGN, PKHD1, PMM2, SLC26A2,
SMARCAL1, USH2A, CBS, ALDOB accouuvipoBaHHbIx ¢ 18 ayTocoMHO-peLieccMBHbIMW 3aboneBaHNAMU, TAKUMU KakK MyKOBUCLIMAO3, GeHunKe-
TOHYpUSI, ranakTo3eMusl, HeipOCeHCOPHas TYroyxoCTb, HEMPOHANbHbIA LepPOUAHbIA NnodycLmMHo3, 6one3Hb BunbcoHa, neiikoaHuedanonatus
C BOBJIEYEHWEM CTBOMA FOIOBHOIO MO3ra W CMIMHHOMO MO3ra W MOBbILIEHWEM KOHLEeHTpaLuu naktata, cuigpom Cmuta-Jlemnun-Onuua,bonesHs
Tea-Cakca, Mykononucaxapugos, T1n |, CMHLPOM MHOXECTBEHHbIX BPOXAEHHbLIX aHOMaNUiA, TMMOTOHUW W CYLOPOT, TUM |, MONMKMCTO3 NoYeK ¢
MOSIMKMUCTO30M MeyveHn uan 6e3 Hero, TMN 4, BPOXKAEHHOE HapyLUeHWe FMKO3UINpoBaHus, TUn la, anactpoduyeckas Aucnnasuns, UMMyHOKOCT-
Has gucnnasms LLnmke, cuHapom Yiwepa, Tvn 2a, BpoxAeHHast HermepeHoCcMMocTb GpyKTo3bl.

AHanus cymtaeTcs BbIMONHEHHbIM npu:
a] Nnpn yCTaHOBNAEHNN HU3KOIo pncKa XpOMOCOMHOVI naTtonoruny nnopa;
6] Npn yCTaHOB/IEHNWN BbICOKOIO pUCKa XpOMOCOMHOIﬁ natosiornn 'y nnoga;



B) NpY HEBO3MOXHOCTM OMpPeAeNieHns pUcka no nosoBbIM XPOMOCOMaM, YTO MOXET BbiTb CIEACTBMEM XPOMOCOMHOTO MO3auLM3Ma y MaTepy;
r) npu HegocTaTouHo dpeTansHoit dppakuum (konnyectee IHK nnogHoro npoucxoxaeHns) npu NoBTOPHOM UCCTIEL0BAHMN.

MWHUManbHbI Cpok A5 NpoBefeHNs uccnefoBaHus - ot 10 aMbproHanbHbIX Heflenb 6epeMeHHOCTY NaLuueHTKU. B cnopHbix ciydyasx cpok bepe-
MEeHHOCTU flofikeH BbiTb ycTaHoBneH npu Y3W no KTP nnoga;

MccnenoBaHue He NpoBOAMTCS B Clyyasx:

- cpok bepemeHHocTU MeHee 10 3MbproHabHbIX HeAeb Ha MOMEHT 3abopa KpoBwW A4S UCCefoBaHUS;

- KOIMYECTBO MJIOAOB NpPeBbILIAET 4Ba;

- HaNN4Ns OHKOIOrMYeckoro 3ab0eBaHMs y NaLMeHTKM, Mepecajku KOCTHOrO MO3ra UK WHbIX OPraHOB B aHAMHE3e;
- NPOLLIO MeHee 4 HefleNb Nocsie pedykLuuv Naoja npy CMHAPoOMe ucyesarwllero bnusHeua;

HWNT MAKC BkntoyaeT NoMcK HOCUTENbCTBA YacTbiX MyTaLWi B 18 reHax, CBA3aHHbIX C pacnpoCTPaHeHHbIMU ayTOCOMHO-PeLLeCCUBHBIMM
3aboneBaHusiMu y MaTepu. B cnyyae bepemMeHHOCTM, HacTynuBLLEl nocne nepeHoca 3MbpUOHa, NOTyYEHHOro U3 LOHOPCKOW SALEKNETKN UK npu
CYypporaTHOM MaTEpWHCTBE L8 aHanu3a HeobxoauMa KpoBb bronoruyeckoit MaTepu, B NpOoTMBHOM ciyyae faHHas onuus Tecta HUMNT MAKC He nH-
dopmaTBHa. BhisiBneHne HOCMTeNbCTBA YacTbIX MyTaLWid y MaTepu He 03HayaeT BbICOKOI pUCK reHHoro 3aboneBaHus ansa nnoga. Mpu BeisBAEHUN
HOCMTesIbCTBA YacTbIX MyTaLWii y MaTepu MoxeT noTpeboBaThCcs [JonoNHUTeNbHOe obcnefoBaHve bronornyeckoro otua. Mpu BbISBNEHUU HOCUTESb-
CTBa YaCTbIX MyTaLWii y MaTepu pekoMeH/j0BaHa KOHCYNbTaLMs Bpaya-reHeTuKa;

Onuun BECTA PacwwpenHbiin 1 HAMNT MAKC BbinonHseTcs ToNbKo NpW M3HaYvanbHO OLHOMNAOAHON bepeMeHHOCTH, HacTynuBLUeR eCTECTBEHHbIM
nyTeM WM nocne nepeHoca 3M6pKUOHA, MOYYEHHOTO U3 COBCTBEHHOM UMW LOHOPCKOW SNLEKNETKH.

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

B cny4dae ,D,ByI'IJ'IOﬂ,HOPI 6epeMeHHOCTM aHanns onpenensdeT TosibKo Halnydne niu oTcyTcTemne Y XPOMOCOMbI [nno,u,a MY>XCKOro I'IOJ'Ia], HO HEe No3BO-
NdeT YCTaHOBUTb Mo ANd KaX[oro U3 nio[os [T.e., Npu BbIABNEHUN HaNN4na Y XPOMOCOMbI, KakK oba nnopa, Tak n oguH MoryTt BbITb MY>XCKOro nona];

ToyHocTb onpefeneHns nona nnofa coctasnseT 99.5%. Ecnu BoibpanHas onuua HAMT He BkntoyaeT uccneposaHue X 'Y XxpoMocoM, To UHOp-
Mauwsa o nose njofa MoxeT BbITb NoflydeHa npu ckannposaHun QR-kopa B bnanke 3aknoyeqns HUMT. Heobxognmo nmeTs B Bray, 4To MHGOpMaLMS
o none nnoga B onuusax BECTA 21, BECTA BA30BbIV He uckntoyaeT pucka Hanuyusa y naofa aHeynaouanii noaoBbiX XpOMOCOM;

B nposBoAMMOM UCCnefoBaHNN HEBO3MOXHO UCKTKOYNUTL I'IepeCTpOVIKVI XPOMOCOM, MUKpOAYNINKAUNOHHbIE U MUKpOoAeneLNOHHbIe CUHOPOMDbI
[KpOMe TeX, KOTOpble aHaNIn3npyrTCca B pacu.mpeHHoPl I'IaHeJ'IVI], MO3anyHble U TPaHCIOKAUNOHHbIEe ¢0prI XPOMOCOMHbIX aHoManuin un apyrve Bapu-
aHTbl FeHeTMYecKon NaToNorum;

Hanuuune aHeynnoungui, Mozanumama, a Takxke Y XxpoMOCOMbI Y NaLMEHTKM, MOXET UckaxaTtb pe3ynbtaTtbl HAMT v ctaTe npuynHoi nonyyeHuns
HeuHGOopMaTMBHOIO pesynsTaTa;

MccnepoBaHve He UCKtOYaeT Hanuyme y NNofa BPOXAEHHbIX MOPOKOB WU APYrUX aHOMaNUin pa3BnUTUs, NO3TOMY He 3aMeHseT NiaHoBOe ybTpas-
ByKkoBOe obcnefoBaHMe NaLMeHTKN B MOSOXeHHble Ans atoro cpoku. Takxe HUMT He uckntoyaet puck MoHoreHHbix 3abonesannin;

Ha pe3ynbraT nccnefoBaHua MOXeET B/INATbL MHAEKC MacChbl TeJla NauneHTKU CBbille 30; M03auLKM3M B COMaTU4eCcKnx KneTkax Matepu, nioga n ero
obonoyek, 3anaI'MBa}OLLLMl71 uccnenyemMble XpoMOCOMbI;

B MUHMManbHOM npoueHTe ciydaes (5%), B cuny MeTo00rMYeckKMxX orpaHnyeHin, Npu ycTaHoBIeHUM HefocTtatodHoro konuyectsa [HK nnopa
(HW3KMI1 ypoBeHb GeTanbHON GppakLmMn), HEBO3MOXHO MONYYNTL Pe3ysibTaT UCCAefoBaHuMs. B Takux cutyaumuax TpebyeTcs NoBTopHas caaya KpoBy.
Cpok BbINOMHEHWS MCCNe0BAHMS MPW 3TOM YBEMYMBAETCS, MOBTOPHOE OLHOKPATHOE TECTMPOBaHWE W TpaHCMopTMpoBKa broMaTteprana B 3ToM
cnyyae Ans NpoBoAMTCs 6e3 NoBTOpHOW onnaThl;

B HekoTopbix ciyyasx (MeHee 2%), B cuny METOL0MOMMYECKNX OTPaHUYEHUIA M/ UK B CBA3W C MHAMBUAYANbHBIMW 0COBEHHOCTAMM NaLMEeHTa,
MOXeT ObITb NMOyYeH pe3ynbTaT He Mo BCEM UCCNefyeMbIM XpOMOCOMaM, B 3TOM clydae TpebyeTcsi NoBTOpHOE BbinosiHeHe TecTa. Cpok BbINMONHEHUS
“ccnenoBaHus npy aToM yBenuuusaetcs (He 6onee yem Ha 10 k.4.), noBTOpHOE B3ITMe BUoMaTepuana Ha Tpebyetcs;

B penknx cnydasax nocne NoBTOPHOro aHanansa He yaaeTca paccynTaTb PUCK HaNN4YnNa aHeynnom,uMM. B aTtux CnydasaX pekoMeHnoBaHa KOHCY b~
Tauna Bpada-reHeTnka C uenbto onpeneneHnsa HeOﬁXO,ELVIMOCTVI nposefeHUA NOBTOPHOro NCcienoBaHna niun, BO3MOXHO, rMoKa3aHWi K MHBA3UBHOM
AVarHocTuke;

B cnyyae HenpepocTaBneHuns faHHbIX 0 NporpeccrpoBaHny bepeMeHHOCTH, KoAMYecTBa NIOL0B, HaNNUYNS pedyKLuun ofHoro amMbproHa 13 48oi-
Hu, HAMT npoBoguTtcs no MeTofuke, NpefHa3Ha4YeHHoO A1s pacyeTa pucka aHeynaonanm aas usHa4anbHo 0AHOMI0AHOM bepeMeHHOCTH;

Ha ocHoBaHMM NpeacTaBieHHO MHPOPMaLMK, BbIpaXkalo cOriacue Ha NpoBeAeHUe HeMHBA3MBHOIO NPeHaTaNbHOro TeCTUPOBAHUS MO NpeAocTaB-
NeHHOMY MHolo 06pa3uy KpoBHU.

fl cornacHa npefoCcTaBMTb UCMOJIHUTENIO AOMONTHUTEIbHbIE 06pa3Lbl CBOE KPOBM B C/IyHasiX, €C/iU 3T0 06yCNOBNEHO HalMuMEM OrpaHUYEeHNiA,
BJIUAIOWKUX Ha pe3ynbTaT ucciepnoBaHus n/unmn ANA npoBefeHUA KOHTPOJIbHOro UCCNIe[0BaHUSA;

fl cornacHa nony4nTh NONHYI0 MHPOPMALMIO MO pe3ynbTaTaM UCCNef0BaHUs, B TOM YUCIE NMPY BbISIBNEHNM BbICOKOr0 PUCKa XpOMOCOMHOW NaToNorum y
nnopa;

fl cornacHa, YTo pe3synbTaThl UCCIIEA0BAHMA MOTYT BbITb NepefaHbl JieyalleMy Bpayy, Npy YKasaHUM ero JaHHbIX PerucTpauuoHHoii popme:
[Jaa [ ] ter

f npoqu)opMMpoaaHa, 4YTo NnpoBOAMMOE reHeTUYeCKoe uccriegoBaHue uMeeT orpaHu4eHUsa U He Bcerga [AET BO3MOXKHOCTb BbIIBUTb q)aKTVI"IECKVI
cywiecTBytoLwine NaTosioruu;

fl npoMHpopMMpOBaHA, YTO B OTAENbHbIX cnyyasx B pamkax HUMT MoxeT 6bITb nonyvyeHa uH$opMaLus 0 BTOPUYHbIX HaxoaKax. BTopuyHbIMK Haxop-
kamu B pamkax HUMT sBnsitoTca KocBeHHble NPM3HAKU XPOMOCOMHBIX NaTONIONUM, He BKJIIOYEHHbIX B BbibpaHHyto onuuto HAMT.

CornacHa nony4yuTtb UHGOPMaLUIO O BTOPUYHBIX HAXOAKaX: |:| Aa D Het

fl npouHdpopMmMpoBaHa, 4To onpepesieHne pucka HaNuuuUsa peaKUxX aHeynnonauin nnoaa u neneuuouublx/p.ynnuKauMoqulx CUHAPOMOB NMpu nposepe-
Huu HUMT MeToAOM NosIHOreHOMHOro CeKBEHMPOBaHUSA HOCUT XapaKTep Cﬂy‘laﬁHle HaXxop[oKkK;

B npouecce U3noXKeHus VIHd)OpMBLWIVI 0 npepcTosieM uccieaoBaHuu Bpay He npeysesinimBan ero BO3MO)XHOCTEW U He CKpbiBaJl1 BO3MOXXHbIX 0CJ10XK-
HEHUN U PUCKOB. 1, B cBOIO oyepeab, NOJIHO U AOCTOBEPHO U3J10)KU1a Bpayy MH¢OpMaLI,IMO 0 COCTOSSHUM CBOEro 340P0OBbA.

fl ~Mena BO3MOXXHOCTb 3afiaBaThb Ntobble BoNpochl M Ha BCe BONPOCHI Noy4YuMa ucyepnbiBatowme oTBeTbl. MHe pasbsicHeHa TakKe anbTepHaTUBa
nposefeHUA aHasIM30B C UCnosib3oBaHneM MHBa3WUBHOW METORUKM [XOpMOHﬁVIOﬂCVISI, aMHuoueHTes, KDPHOLI,eHTe3]. 6MoXMMUYECKOro U yNbTpasBy-
KOBOro CKPpUHUHra.

MauyneHT: / / [ata « » 20__ ropa

(bamunus, uma, otuectso) (nognuce)




