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WHOOPMUPOBAHHOE COIMNACHUE
HA NPOBEAEHME HEMHBA3WBHOI'O NPEHATAJIbHOI0 TECTUPOBAHUA CBOBOJHO
UUPKYJIUPYIOLLEN AHK NJIOAHOI0 NPOUCXOXXAEHUA B KPOBU MATEPU

9, HUKenognucaBsLancs,

(damunus, uma, otuectso (npn Hanuumm)

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

(appec peructpauum)

npoxuneatolaa no agpecy:

(ykasbiBaeTCs B Cyuae NpOXMBaHMS He No MecTy pernctpauum) ViMeHyeMas B AanbHeliem Takxke nauueHT (3akasun),

B COOTBETCTBMU o cTaThbelt 20 PefepansHoro 3akoHa Poccuiickoit Oepepalimmn «06 ocHoBax oxpaHbl 300poBbs rpaxaaH B Poccuitckoin Oepepauymn»
oT 21 Hosbpsa 2011 . N2 323-D3, HacToALMM NOLTBEPXKAA0 CBOE COrNIacue Ha BbIMOJHEHME HEMHBA3MBHOTO NPeHaTabHOro TECTUPOBaHNS.

1 03HakoMneHa ¢ MHqJOpMaLI,Meﬁ 0 TOM, 4YTO NpoBefeHne nccnenoBaHne ocyllecTBndeTCsa

(HanMeHoBaHMe topUANYECKOro nLa (OpraHu3aLuml, KOTOpoe NPOBOANT UCCeAoBaHME)
A I'IpOMHq)OpMMpOBaHa 0 TOM, YTO OpraHM3auma MOXeT BbIMONHATb NCCNefoBaHMe KaK CaMOCTOATeNIbHO, TaK U C MpUBeYeHNeM TpeTbUX nuL, N 4pyrux
MeaNLNHCKNX OpraHI/IBaLWIVI.

A npouHdopMMpoBaHa MeguLMHCKUM paboTHukom (DMO MeanumHcKkoro paboTHuka)
0 HUXeC/eayoLeM:

A I'IpOl/IHd)OpMMpOBaHa 0 Ha3Ha4eHUK, BOSMOXHOCTAX N OrPAaHUYEHUAX HEMHBA3MBHOMO NpeHaTaibHOro TeCTUpOBaHNA aHeyFlJ'IOM,D,VIVI y nnopa no
KpoBu Matepu, B TOM 4uCJie 0 TOM, 4TO:

1. HenHBa3uBHbIN I'IpeHaTaJ'IbeIﬁ TeCT ABNdeTCca CKPUHUHIOBbIM METOL0M;

2. Llenb HenHBa3MBHOrO NpeHaTabHOro CKPUHWHIA 3aKkiloyaeTcs B aHanu3se cobopHo uupkynupyioweit IHK nnogHoro nponcxoxaeHns B Kposo-
ToKe bepeMeHHON XeHLLMHbI € NocneaytoLLeil OLLeHKON pucka poxaeHns pebéHka c pacnpocTpaHeHHbIMY XPOMOCOMHbBIMI NaTONOrMAMUN: CUHPOMa-
mun [ayHa, 3nBapaca, Matay, LWepewesckoro-TepHepa, [xeikoba, KnaitHdenbtepa, a Takxe psfa peAKMX XpOMOCOMHbIX TPUCOMUIA U CUHAPOMOB,
06yCr0BAEHHbIX AeNeLnsMI U AynankauusaMu oobemMomM cabile 10 M6 (naTtonoruu, prck KoTopbix MOXeT bbiTb OnpefesieH B paMKax ucciefoBaHus
onpefeneHsl BbIGpaHHLIM 0GbEMOM MCCeRoBaHUsA);

3. Pe3yanaT ncenenoBaHua npencraBngaeT coboit MPOrHo3 pUcka poxneHuns pe6eHKa C natonornamun, BkOYeHHbLIMU B Bbl6paHHy}0 onuuto nccneno-
BaHW4;

4. MNpwt BbISIBIEHNM BbICOKOrO pUCKa HaNUuus y nioja XpOMOCOMHOI aHOMaWK Mo pesynbTaTaM HerHBa3WBHOIO TecTa, HeobxoarMo nNposefeHne
NOATBEPX/AAIOLLEro JMarHOCTUYECKOro CCNelOBaHNS, ONpefieNIeHNs MONeKySPHOro KapyuoTuna niofa no MaTepuany, nosy4eHHoMy B XOfe 1HBa-
31BHOW npoLeaypb (6Moncus BOPCHH XOpUOHa, aMHUOLLeHTe3, KopaoueHTes). [as HerHBa3MBHOMO MpeHaTaibHOro TeCTa CyLLecTByeT BePOATHOCTb
Nosy4yeHns HeJ0CTOBEPHOrO (JTOXHOMONOXKMTENEHOMO UK NIOXHOOTpULATENbHOTO) pesynsTaTa, noatoMy pesynstat HUMT He aBAsieTcst AMarHo3oMm u
He MOXET CYNTATbCS OKOHYATENbHbIM.

5. HenHBa3MBHbIN NpeHaTabHbI TECT NPefCTaBeH B HECKObKMX OMNLMUSAX:

A) Becta 21 - onpegeneHue pucka Tpucomun 21. Ton naoaa Takxke MOXeT BbiTb ONpedeseH Mo XKesaHuio nayueHTa.
B) Becta ba3osblil - onpepesnieHune pucka Tpucommii xpomocom 13, 18, 21. Mon nnoaa MoxeT 6biTb onpefefieH Mo XenaHuio naumeHTa.

B) Becta CraHpapT - onpegeneHue pucka TpucoMmu xpomocom 13, 18, 21 xpomocoM, MoHocoMuu X y miofia KeHCKoro nosia 1 aucommm X mnn Y
y nnopa Myxckoro nona. Mon nnopa MoxeT BbIThb yKa3aH B 3ak/to4eHUM Mo XenaHuo naumeHTa. Ecnm naumeHT oTkasbiBaetcs oT MHGopMaLmm
0 nosie NaoAa, TO PUCK MO MOJI0BLIM aHEYNIOUANAM OMNpPeAeNseTcs, HO He YKa3biBAeTCs B 3aKIYEHNN;

I') BecTa PaclumpeHHbIii: - onpeaeneHne pucka TpMCOMUI 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], MoHoCOMMM Xy NJI0AA KEHCKOr0 nosa 1 AucoMumn X uam Y y nioga Myxckoro nona. Mon nnoga MoxeT BbITb yKasaH B 3akno4YeHnm
Mo XenaHuio nauneHTa. Ecnu naumeHT otkasbiBaeTcst oT MHGOPMaLMK 0 Mosie MA0AA, TO PUCK MO MOJOBbIM aHEYNI0UANSAM onpefenseTcs, Ho
He yKa3blBaeTcs B 3ak/loueHun. Takke B paMkax UCCNeAoBaHWs onpeaenseTcs puck Aeneuynin v gynavkauuin npu ux pasmepe ot 10 merabas
n bonee.

[) HUNT Makc - onpegeneque 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, MoHocoMuK X y niofa xeHckoro nona u gucomuun X wnu Y y nnofa Myxckoro nona. Mon naoga MoxeT BbITh yKasaH B 3aK104EHUM
Mo >enaHuto nauveHTa. Ecnv nauneHT oTkasbiBaeTcs oT MHbOPMALLMK O Mosie MI0AA, TO PUCK MO MOMOBbIM aHEYNIOMAUAM ONpefenseTcs, Ho
He yKa3blBaeTCs B 3aK/toyeHnn. Takxe B paMKax UCCNeloBaHUS onpeaensieTcs puck Aeneumnin n gynnukauuin npy ux pasmepe ot 10 merabas
n bonee. B pamkax onuyun MAKC TaKkke npoBOAWTCS onpeaesieHre HOCUMTeNbCTBa YacTbiX MyTaLuui B 18 reHax Ha obpasLle LenbHOW BEHO3HOW
KpoBu buonoruueckoit Matepu: CFTR, PAH, GALT, SLC26A4, GJB2, TPP, ATP7B, DARS2, DHCR7, HEXA, IDUA, PIGN, PKHD1, PMM2, SLC26A2,
SMARCALT, USH2A, CBS, ALDOB accounupoBaHHbix ¢ 18 ayTocoMHO-peLeccMBHbIMU 3aboneBaHNiMU, TakUMK Kak MyKOBUCLMA03, GeHunnke-
TOHYpWSI, ranakTo3emMus, HENPOCEHCOPHAs TYroyxoCTb, HeMpPOHanbHbI LLePOUAHbIA nunodycLrHo3, bonesHb BunbcoHa, neikoaHuedanonatus
C BOBJIEYEHWEM CTBONA FOIOBHOMO MO3ra M CMIMHHOMO MO3ra W MOBbILIEHWEM KOHLEHTpaLuu nakrata, cuHapom Cmuta-Jlemnu-Onuua,bonesHs
Tes-Cakca, Mykononucaxapvgos, Tin |, CMHAPOM MHOXeCTBEHHbIX BPOXAEHHbIX aHOMaNWUM, rMNOTOHUW U CYZ0POT, TUN |, MOANKMCTO3 NOYeK C
MOSIMKUCTO30M MeyveHn unu 6e3 Hero, TN 4, BPOXKAEHHOE HapyLUEHWe FIMKO3UIMPoBaHNs, TUn la, anactpoduyeckas AMCNNA3Us, UMMYHOKOCT-
Has pucnnasus Lnmke, cuHapoM Yiepa, Tun 2a, BpoXaeHHas HenepeHoCMMOCTb GpPyKTO3bI.

6. AHann3 cYNTaEeTCs BbIMONHEHHbIM NpW:
a) Npu ycTaHOBAEHUM HM3KOIO PUCKA XPOMOCOMHOM NaToA0r1u y Nnoaa;
6) Npu yCTaHOBNEHMM BbICOKOTO PUCKa XPOMOCOMHOM NaToa0rMu y Mnaoaa;




B) MpY HEBO3MOXHOCTY ONPeAeNeHUs PUCKa MO NOJ0BLIM XPOMOCOMAM, YTO MOXET BbiTb CIEACTBMEM XPOMOCOMHOMO MO3auLIM3Ma y MaTepu;
r) npu HegocTaTouHoN deTanbHoi dppakumm (konndyectse AIHK niogHOro NponcxoxaeHust) py NoBTOPHOM MCCE[0BaHUM.

7. MUHMManbHbIA CPOK AN NpoBefeHUs nccnenoBarus - ot 10 aMbpuoHanbHLIX Hefenb 6epeMeHHOCTM NauneHTKU. B cnopHbix ciydasx cpok bepe-
MeHHOCTU AoNxeH bbITb ycTaHoBneH npu Y3W no KTP nnoga;

8. MCCJ'IEJJ,OBBHMG He NpoBOAMTCA B Clly4adxX:
- CpoK 6epeMeHHOCTVI MeHee 10 3M6pVIOHaJ'IbeIX Heneslb Ha MOMEeHT 3a60pa KpOBW ONs NUCClief0BaHNS;
- KOJIM4eCTBO NJ0A0B NpeBbILLIaeT ABa;
- HanMYMsa oHKoNornyeckoro 3aboneBaHns Yy NauneHTKn, nepecafkn KOCTHOro MO3ra Uiun UHbIX OPraHoB B aHaMHese;
- npoLsio MeHee 4 Hefenb nocne pefykuun nnofda npn CUHApoMe ncyesatoLlero 6J'IVI3HeL|,a;

9. HUMT MAKC BkntoyaeT NoMck HOCUTENbCTBA YacTblX MyTaLmnii B 18 reHax, CBA3aHHbIX C pacnpoCcTpaHeHHbIMW ayTOCOMHO-peLLeCCUBHBIMM 3a-
boneBaHuaMu y MaTepu. B cnyyae bepeMeHHOCTH, HacTynuBLLe nocne nepeHoca 3MBpUOHa, NOAYHEHHOr0 U3 JOHOPCKOM ANLLEKNETKM UK Npu
CypporaTHOM MaTEpUHCTBE A1 aHanu3a HeobxoanMa kpoBb bronornyecko MaTepu, B NpoTUBHOM ciydyae faHHas onums Tecta HUMT MAKC He nH-
¢dopmaTnBHa. BeisiBneHne HOCUTENbCTBA YacTbIX MyTaLWii Yy MaTepu He 03HayaeT BbICOKO pUCK reHHoro 3abonesaHus ans nnoga. Mpu BeisBREHUM
HOCWTeNbCTBA YacTbIX MyTaLWii y MaTepu MoxeT noTpeboBaTbcs fonoNHUTENbHOE 0bcnefjoBaHKe Buonornyeckoro oTua. Mpu BbISBIEHUN HOCUTENb-
CTBA YacTblX MyTaLWii y MaTepu pekoMeH/0BaHa KOHCYbTaLMs Bpaya-reHeTunKa;

10. Onumu BECTA PacwupeHrHbin u HATT MAKC BbinonHseTcs ToNbKo Npu M3Ha4YalbHO OJHOMI0LHON BepeMeHHOCTU, HaCcTyNMBLLEN eCTEeCTBEHHbIM
nyTeM Wn nocne nepeHoca aMbproHa, Noay4yeHHOro M3 cOBCTBEHHON UM AOHOPCKO ARLLEKNETKM.

11. WccnenoBaHue aHeynaonaWia No NonaoBbIM XpOMOCOMaM BO3MOXHO NpU YCIIOBWUU OLHOMA0AHON 6epeMeHHOCTH 1 OTCYTCTBMM B aHaMHe3e peyk-
Luv ofiHOro sMBpMOHa 13 LBOWHYU;

12. B cnyyae ABynnoAHol 6epeMeHHOCTM aHanus onpeaensieT TONLKO Hanuumue uiu otcytcTamne Y XxpoMocoMsl (Miofa MyxcKoro nosia), Ho He no3so-
NISIeT YCTaHOBMTb MOJ 4191 KaXA0ro 13 Miofos (T.e., Npy BbiBAEHWM Hanuuma Y XpoMOCOMBI, kak 0ba nioga, Tak v OfiuH MOryT BbITb MyXCKOro nosal;

13. TouHocTb onpepeneHus nona nnoga coctaenset 99.5%. Ecnn BoibpaHHas onuns HAMT He BkntoyaeT uccneposaHve X n Y XxpoMocoM, To MHOp-
Mauua o none naofa MoxeT BbITb NonydeHa npu ckannposaHun QR-kopa B 6nanke 3aknoyeqns HUMT. Heobxognumo nmeTs B BrY, 4TO MHPOPMaLNA
o none nnopa B onuusax BECTA 21, BECTA BA30BbIN He uckntoyaeT pucka Hanuuus y naofa aHeynaouanin nosloBbliX XpoMOCOM;

14.B npoBoAMMOM UCCefoBaHNN HEBO3MOXHO UCKNTKOYNUTD nepeCTpoﬁKm XPOMOCOM, MUKpoAYNINKAUNOHHbIE U MUKpOoAeneLMOHHbIe CUHOPOMDbI
{KpOMe TeX, KOTOpble aHaIn3npyTCa B pacumpeHHon ﬂaHeJ’IVI], MO3au4yHble U TPaHCNOKALMOHHbIe ¢0prI XPOMOCOMHBbIX aHOManuin u Lpyrue sapu-
aHTbl reHeTUYecKow naTonoruu;

15. Hanuuune aneynnonguit, Mo3anumama, a Takxke Y XxpoMoCOMbI Y NaLMEHTKMN, MOXET UckaxaTb pe3ynbtaTbl HAMT v cTaTe NpuynHoOi nonyyeHns
HeMHpOpPMaTUBHOIO pesynbTaTa;

16. VccnepnoBaHue He UCKNIOYAET HanWyuue y Nioja BPOXAEHHbIX NOPOKOB W APYryX aHOMannii pa3BUTWS, NOITOMY He 3aMeHsIeT NaHoBoOe YnbTpas-
BykoBOe obcnefoBaHMe NaLMEHTKMN B MOAOXeHHble Ans aToro cpoku. Takke HUMT He nckntodaeT puck MoHoreHHbix 3aboneBaHuii;

17. Ha pesynbTaT nccnefoBaHus MOXKET BANATL UHAEKC MAcChl Tena NauneHTku cabilwe 30; M03anLn3M B COMaTUYECKUX KIeTKax MaTepu, Nioga v
ero obonouek, 3aTpar1BaloLLnit UCCefyeMble XpOMOCOMbI;

18. B MUHWManbHOM npoLeHTe ciyyaes (5%), B cuny METOL0NOMMYECKNX OrPaHUYEHUI, MPU YCTaHOBAEHUN HefocTaTodHoro koandectsa [HK nnoga
(HW3KNMi1 ypoBeEHb deTanbHO GpakLmm), HEBO3MOXHO NOYYNTb Pe3ysbTaT UCCeA0BaHNA. B Takux cutyaumsax TpebyeTcs noBTOpHas caaya Kposu.
CpoK BbINOMHEHWS CCNef,0BaHWS NPY 3TOM YBENWYMBAETCS, MOBTOPHOE OAHOKPATHOE TeCTMPOBAHME W TPaHCNOPTUPOBKa buoMaTepnana B 3ToM
cnyyae A npoBoAuTCs 6e3 NoBTOpHOM onnaThl;

19.B HEKOTOpPbIX Ciydaax [MeHee 2%], B CUJly METO40N10TNYECKNX Ol'paHVI'-leHVIVI VI/I/IJ'IVI B CBA3U C UHAMBULYaAIbHbIMK ocobeHHoOCTAMM nauneHTa,
MOXeT BbITb nony4yeH pesynbTaT He NO0 BCeM UccnenyeMmbiM XpoMoCOMaM, B 3TOM Clly4ae TpeﬁyeTcn MOBTOPHOE BbIMOJIHEHME TeCTa. CpOK BbIMONTHEHNA
ncenenoBaHud npun 3ToM yBesindmBaeTca [He Bonee yem Ha 10 K.ﬂ..], MOBTOPHOE B3ATUE 6V|0MaTepV|ana Ha Tpe6yeTc9|;

20. B pepkux cnyyasix nocfie NoBTOPHOM0 aHanM3a He yAaeTCs paccuuTaTb PUCK HaMuUs aHeynaouauid. B aTux cnyyasx pekoMeH0BaHa KOHCYb-
TaumMs Bpaya-reHeTMKa C Lenblo onpeaeneHns HeobxoguMocTy NpoBeeHNs NOBTOPHOTO UCCAE0BaHNS WX, BO3MOXHO, NOKa3aHWi K MHBA3MBHON
[INarHOCTUKE;

21. B cnyyae HenpefocTaBneHNs AaHHbIX 0 NPOrpeccMpoBaHuy bepeMeHHOCTH, KONMYecTBa NA0A0B, HAaNMUYMA PeAyKLUU 0LHOro IMBpMOHa U3 ABOWA-
Hu, HATIT npoBoamnTcs no MeTofmuke, NpeAHa3HaYeHHOM AN pacyeTa pucka aHeynnonann ans n3HavyanabHo O4HOMI0AHOM bepeMeHHOCTY;

Ha ocHoBaHWM NpeAcTaBieHHOI MHbOPMaLUK, BbIpaXalo coriacue Ha npoBefieHne HeMHBA3MBHOMO NPEHATaNlbHOro TECTUPOBAHUSA Mo NpefoCcTaB-
NeHHOMY MHolo 06pasLy KpoBu.

fl cornacHa npeAoCTaBMTb UCMONTHUTENIO AONONHUTENbHbIe 06pa3Lbl CBOE KPOBU B Cy4asX, €C/iM 3To 06yCcNI0OBNEHO HAIMYMEM OFpaHUYEHUA,
BJIMAOLWMUX Ha pe3ynbTaT UcciegoBaHua n/vnn AN npoBefeHUA KOHTPOJIbHOI0 UccriefoBaHUd;

fl cornacHa noay4uTb NosHy0 MHGOPMaLMIO Mo pe3ynbLTaTaM UCCNef0BaHusA, B TOM YUC/e NPY BbiSBAEHUN BbICOKOFO PUCKa XPOMOCOMHOM NaTONOrUU Y
nnopa;

fl cornacHa, 4To pe3ynbTaThl UCCNIEe[0BaHUS MOTYT BbITb NepefaHbl JieyalleMy Bpayy, NPy yKasaHUM ero AaHHbIX perucTpauuoHHoi popme:

D.U,a D Het

fl npouHdopMmpoBaHa, 4To NPOBOAUMOE reHeTUYeckoe UccnefoBaHUe MMeeT orpaHUYeHUs U He Bceraa DaéT BO3MO)XXHOCTb BbIIBUTb dakTnyecku
cyuecTByloLiue naTosoruu;

fl npouHdopMmMpoBaHa, 4To B OTAENbHbIX cny4asax B paMkax HAMT MoxkeT 6biTb nonyyeHa MH$opMaLMs 0 BTOPUYHBIX HaxoaKax. BropmuHbiMu Haxop-
kamu B pamkax HUMT saBnstoTca KocBeHHble NPU3HAKKU XPOMOCOMHbBIX NaTONOrUM, He BKJIlOYEHHbIX B Bbi6paHHyto onuumto HUMT.

CornacHa nony4utb UHGOpPMaLUIO 0 BTOPUYHBIX HAXOAKAX: D Oa D Het

fl npouHdopMmMpoBaHa, 4TO onpepesieHMe pMCKa HaMYUA peAKUX aHeyNIouamii nnoaa u AeﬂeLIMOHHle/nyﬂﬂMKauMOHHbIX CUHApPOMOB Npu npoBeae-
Hun HUMT meTop0M NONHOreHOMHOroO CeKBeHMpPOoBaHUsA HOCUT XapaKTep Cﬂy‘laﬁHbIX HaxoaokK;

B npouecce nsnoxeHus uHopMaLmm o npeacTosileM UCCe,0BaHUM Bpay He NpeyBeindUBan ero BO3MOXXHOCTEN U He CKpbiBaJl BO3MOXXHbIX 0CJ10)K-
HEeHUM 1 PUCKOB. 11, B cBOIO oyepeab, NOJIHO U AOCTOBEPHO U3JZ1I0XKUJ1a Bpayy uutbopmau.mo 0 COCTOSIHUM CBOEro 340p0BbS.

fl uMena BO3MOXXHOCTb 3afaBaThb Ntobbie BOMPOCHI U Ha BCe BONPOChHI noayyuna ucyepnbiBarLline oTeeThbl. MHe pa3bsAiCHeHa TaK)Xe ajibTepHaTUBa
nposepeHns aHaausoB ¢ UCnosib3oBaHueM MHBa3UBHOW METOAMUKM [XOpMOHﬁMOﬂCMﬂ, aMHuoueHTes, KOpAOHeHTeB], 6MoxmMmUYecKoro U ynbTpasBy-
KOBOro CKpUHUHra.

MaumneHT: / / JaTa « » 20 ropa

(bamunus, ums, otyectso) (nognuce)
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