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FEEHETUYECKUE UCCITIEQOBAHUA

XpOMOCOMHbBI MUKPOMaTPUYHbIA aHanu3

1] 19.09.001 - XpoMOCOMHBI MUKPOMATPUYHBIN aHanKU3 (MOMeKynsipHO- Buomartepuan: | abopTUBHBIA MaTepuan: NIoAHoE ANLIO, BOPCYHBI
reHeTn4eckuin aHanns aCGH) npv HepassuBatoLLencs 6epeMeHHOCTH XOPUOHA, KyCOYeK NyrnoBUHbI
(abopTuBHbIN MaTepuan) Optima @ | kpoBb MaTepu

NMPEHATAJIbHAA AUATHOCTUKA

[J|©OO | 19.08.002 - HenHeasneHoe onpegeneHne pesyc-thaktopa nnoga*
[1/©O0O | 19.08.009 - HenHBasnBHOE onpeaeneHve nona nnoga. CKPUHUHIOBLIV TECT

* BHMMaHune! Heobxoanmo ykasatb cregyoLuyto MHopmMaLmio

Cpok 6epemeHHocTM no Y3U |:|:| Hepenb |:|:| OHen

anIHVIMaeT nm HVI3KOMOHeKyJ1ﬂpHI:Iﬁ renapuvH:
D 0a, ykasaTb HasBaHue gata n spema nocnegHen UHbLEKLNN

[ wer

HEMHBA3WBHbIWA NPEHATANbHbIA TECT (HUMT)

BHumaHwue! OrpaHnyeHuns nceneaoBaHuii:

* cpok 6epemeHHOCcTU MeHee 10 akyliepckux Hegenb Ha MOMEHT 3abopa KpoBM ANs1 UCCreaoBaHus,

* OHKOMOrM4yeckme 3aboneBaHus,

* nepecajka opraHoB, KOCTHOrO MO3ra, JlIe4eHNE CTBOMOBbIMU KIETKaMK,

* anrfioreHHoe nepenMeaHne KpoBU B TeHeHne OA4HOro roga,

* Tepanusi YernoBeYEeCKUM CbIBOPOTOYHBIM anbOyMUHOM n/unu ak3oreHHbiMu knetkamm [IHK B TeuyeHne YeTbipex Hegenb,

* Tepanusi renapuHoM B TeYeHVe 24 4acos,

* rmbenb 0QHOro 13 MIIOA0B NPU MHOTONMOAHOM 6epeMeHHOCTH (paHee Yem vepe3 8 Heaenb nocne obHapyXeHUsi 3aMmepLUero nnoaa),
» BepeMeHHOCTb bonee Yem ABYMS NIogamu,

» 6EpeMeHHOCTb ABYMS NflogaMu C NPUMEHEHNEM JOHOPCKMX Nporpamm (JoHopcKas sLeKeTka, CypporaTHoe MaTepPUHCTBO).

HeunHBa3nBHbIN NpeHaTanbHbii QHK cKpyUHUHT

H|[®) 19.08.003 - HUIMC T21 - HenHBa3uBHbIM npeHaTanbHbin [JHK ckpuHUHT Ha cvHgpom JayHa
|© 19.08.004 - HUMT cranpgapTHas naHenb
[H|[©) 19.08.010 - HAMT 6GasoBas naHenb - HenHBa3uBHbIM NpeHaTanbHbli AHK TecT Ha 3 cuHgpoma
0o 19.08.011 - HAMT - HeWHBa3WBHbIV NpeHaTanbHbIM [JHK TecT Ha 8 cMHAPOMOB
O|@@® | 19.08.007 - HAMT Panorama (Natera, CLLIA), 6a3oBasi naHenb - HEWHBa3WBHbIV NpeHaTanbHbln [1HK TecT Ha 8 cuHapomoBs
J|®&® | 19.08.008 - HAMNT Panorama (Natera, CLUA), paciumMpeHHas naHernb - HEMHBA3UBHbIN NpeHaTanbHbii JHK Tect Ha 13 cuHapoMoB
BHumaHue! BaxkHo 3anonHutb Bce nons!
Yucno Hocutenb Penykums CypporaTtHas Onpepenutb
nnonos [AOHOPCKOM SANLIEKINeTKN 3MbpuoHa maTb non nnopa
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AOMONHUTENbHAA NH®OPMALIUA

Bbicokuii puck Mapkepb! XI1 Bospact 6epemeHHoM XpomocomHas
no 6/X CKPUHWHTY no Y3u* 6onee 35 net naTonornsi B aHamHese

* YnbTpasByKoBblE MapKePbl XPOMOCOMHOW NaToNorny He SBRASIOTCA CreUMdUYHbIMY A5 KaKON-NGO NaTonorum U MoryT CBUAETENbCTBOBATL O HANMUYUM Kak
aHeynnoaun, Tak 1 OpYrMx XpOMOCOMHbIX aHOManuin (MUKpoaeneLmin, MMKpoayniankaunii). XpoMoCOMHbIA MUKPOMATPUYHbIA aHanmM3 MOXeT ObiTb
pekomeHaoBaH npu Hanu4un Y3 mapkepos.

MepBbi AeHb NocneaHen MeHCTpyauuu Cpok 6epemeHHocTM no Y3U OeHb uukna

,qubl:I:' Mecnu,| | | ron,| | | | | |:|:| Henenb |:|:| [OHen |:|:|

BHumaHue! Habop ¢ cobpaHHbIMM obpasLiammn He 3aMopaXkuBanTe U He oxnaxaanTe

@ - npobupka STRECK ¢ néctpoi Kpblwwikon (10 mn) @ - npobupka ¢ cupeHeBo kpbilwkor (4 mn)  © - npobupka GRADBIOMED GBM scf-DNA ¢ 6enoii KpbILLKOi
© - npobupka c cupeHeBoi kpbiwko ¢ FEMEM (3-4 Mn) kP - CTEpUnbHbIN KoHTeliHep ¢ 9% pactBopom NaCl



NH®POPMUPOBAHHOE COITIACUE NALMUEHTA )
HA NMPOBEAOEHUE HEMHBA3UBHOIO NMPEHATAJIbHOIO TECTUPOBAHUA NMIOAA HA HAITMYUE AHEYIIIOOUU

HeuHBasuBHbIn npeHatanbHbii Tect (HUMT) ocHoBaH Ha uccnegoBanun OHK nnoga no BeHosHow kpoBu matepu. HUMT BbISBNSET U3MEHEHUSI B YMCRE KOMUI nccrnegyembix
xpomocom (Tpucommn 21,18,13 n aHeynnonamm X, Y) y nnoga Ha paHHuUX cpokax 6epeMeHHOCTU 1 ABNAETCS CKPMHUHIOBBIM UCCIeA0BaHUEM.

/13 BeHO3HOW KpoBM MaTepw Bblaensietcs cetanbHas [HK, koTopyto aHanvMampyoT METOA0M BbICOKONPOW3BOAUTENBHOMO CEKBEHUPOBAHUSI, ONPEAENSIIOT XPOMOCOMHOE COOTHOLLEHWE
cfDNA. MonyyeHHble AaHHble 06pabaTkiBalOTCA cneuyanbHbIMU anropuTMamMu,

OTyYeT 0 NpeHaTanbHOM CKPUHWHIOBOM TECTMPOBAHWUU COAEPXKUT YETKMIA, NETKO MHTEPNPETUPYEMbIA PE3YNbTaT O HANMYMM HU3KOTO MIM BLICOKOTO PKUCKa XPOMOCOMHOW aHOManum.

HU3KUNA PUCK roBopnT 06 OTCYTCTBUM XPOMOCOMHBIX BONesHel ¢ TO4HOCTbIo Gonee 99%.
TOYHOCTb BbISIBMEHWS Pa3HbIX aHeynnouanin otnmyaetcs (Ans 21-i n 18- xpoMocom Bbile, YeM Ans 13- 1 NonoBbIX XPOMOCOM).

Tpucomus YyBCTBUTENBHOCTL CneumcpumyHoCTb PPV*
T21 (CuHgpom OdayHa) 99,17% 99,95% 92,19%
T18 (CuHgpom 3pBapaca) 98,24% 99, 95% 76,61%
T13 (CuHppom Matay) 100% 96,96% 32,84%

Ultrasound Obstet Gynecol. 2015 May;45(5):530-8.doi:10.1002/uog.14792
*MonoxuTtensbHoe NporHocTudeckoe 3HaveHne (PPV) — aT1o [40nst UCTUHHO NONOXUTENbHBIX PE3yNbTaToB TecTa.

B CITYYAE BbISIBNIEHUS BbICOKOIO PUCKA BeposTHOCTb Hanmuns y nccnegyemoro nnofga XpoOMOCOMHbIX aHEeYNnonamii Bbllle CpeaHero.
Bce pesynbrathl C BbICOKMM PUCKOM [AOMKHbI ObiTb [OOMOSIHATENBHO WCCNEAOBaHbl MHBA3UBHLIMU METOAAMM (XOPUOHBMOMCHSI, aMHUOLEHTES), YTODObI MCKIHOUNTL FIOXKHO-
MOMOXMUTESbHBIN PesdynbTar.

HET PE3YJIbTATA: B criyyae, ecnu B obpasLe yposeHb nnaveHTapHoi JHK Hmxke 3,5%, To MoxeT noTpeboBaTbCA MOBTOPHBIV 3a60p, Tak Kak Hu3kas dpakuus AHK nnoga noteHum-
arnbHO CNocobHa NPMBECTU K NOXHOOTpULIATENIbHOMY pe3yrnbTarTy.

HecmoTpsi Ha BbICOKYHO TOYHOCTb MeToAa, MOSyYEHHbI peaynbTaT He SABSeTCS OAHO3HAYHbIM NoKasaTenem Hanu4mus Toro Unmn MHoro 3aboneBaHvst U ero CTOUT UHTepnpeTUpoBaTh B
COBOKYMHOCTM C APYTMMM KITMHUYECKUMU KPUTEPUAMMI, B TOM YUCTIE U C AOMOMHUTENBHON KOHCYTbTaLmeit Bpada-reHeTuka. ViccrenoBaHve HanpaBneHo Ha BbiSBIIEHUE ONpeaeneHHbIX
aHeynnouawii, No3ToMy OrnpeaenuTb MPUCYTCTBME BCEX XPOMOCOMHBIX aHOMarnuii, acCoLMMPOBaHHbIX C 3a6oneBaHNsiM1, HEBO3MOXHO.

OrPAHUYEHUA METOOA HA PE3YINbTAT AHAJIU3A MOXET OKA3bIBATb BITUAHUE:

- Onpegenexue nona GyayLuiero pebeHka BO3MOXHO NPU YCIIOBUM OOHOMNIIOAHON
6EpPEMEHHOCTH U MO XENAHMIO NALUEHTKU.

- insi BCcex TECTOB Npu ABYNNOAHOW 6EPEMEHHOCTU TaK e aHanM3npyeTcs Hanuune
WKW OTCYTCTBME NITOAA MYXCKOTO Nnosa, Ho TeCT He nokasbiBaeT, 0ba nnoga unm
TONbKO OfUH MYXXCKOW.

- MNpoBeaeHvie nccnenoBaHNs BO3MOXHO TOMbKO HaYMHas ¢ nonHbix 10 Hegenb
(nogTBepxaaeTcs cnpaBkoi, NPEAOCTaBNEHHON BPa4OM-TMHEKOIIOTOM, U

- MIHAEKC Macchl Tena naumeHTku cebile 30;

- MO3auLM3M B COMaTUYECKMX KNeTkax MaTtepu, nrnoaa u ero obonoyex,
B KOTOPbIi BOBMEYEHbI UCCIeAyEMbIE XPOMOCOMBbI;

- ayTOMMMYHHble 3a60neBaHus;

- Tpucomus 13 nunu 18 nnu moHocomus X y nnoaa;

- aHeynrnonaum no Apyrum XpomMmocomam;

- PUCK pa3BUTUSI NPE3KNamMmncum, reCTauMoHHbIV anaber;

npotokonom Y3W). - HapyLLeHue yCroBuii TpaHCNOPTUMPOBKM obpasLia.

[[] A pato cornacue Ha npoBeeHEe reHETUHECKOTO UCCTIeNoBaHMS. Sl NOATBEPXAAL0, YTO S MPOYNA, MOHSIA 1 COTMacHa ¢ MH(OPMUPOBAHHLIM cornacueM. MHOIo MonyyeHb! B NOMHOM
obbeme pas3bsiCHEHWSI Ha BO3HUKLLME BOMPOCHI, kacatoLmecsi UccrnefoBaHus, i NPOMHMOPMMPOBaHa O LiensX, MeToae, orpaHnyeHusx TecTa.

A cornacHa nony41Tb NOMHY MHGOPMALMIO MO pe3yribTataM UCCneaoBaHuUs, B TOM YKCe NPy BbISIBNIEHUW BbICOKOTO pUcka XpOMOCOMHOW NaTonoruv y nnoga.

A ocBegoMeHa, YTo BCe NMUYHbIE JaHHble, KacaloLMecs MeHs U MOMX POLACTBEHHVKOB, TaK Xe, Kak U pe3yrbTaTbl FeHETUYECKOro UCCIIEA0BaHMS, MPOBOAMMOrO VcnonHutenem,
KOH(MAEeHUManbHbl M He Noanexar nepegade Apyrim nuuam 6e3 moero cormacusi.

A pato cornacue, 4To Npu HeobxoaMMocTu obpaseL;, Moeli KpoBM MOXET BbiTb OTNPaBeH AN UCCneaoBaHMs 3a npedens! Poccuiickon ®eaepaLmy B napTHeEPCKyto nabopatopuio
VicnonHuTensi Npu yCnoBun CoXpaHeHusi KOHMUAEHLManNbHOCT NPeaoCTaBNEHHON MHON MHOopMaLIMA.

A pato cornacue, YTO MpuU MOMyYeHUN PesynbTaToB, CBUAETENbCTBYIOLWMX B MOMb3Y BbICOKOTO pUCKa HanMuvst y nroga XPOMOCOMHON aHOManuu, v NPOBEAEHUN YTOYHSIOLEN

MarHoCTVKM NyTeM MHBa3NBHOW NpoLiedypbl C onpeaernieHnem kapyuoTtuna nnoga, cornacHa npefoctasute MicnonHutento pesyneratbl Takoro NCCneaoBaHus.

A pato cornacue, 4To nocne poxaeHns pebéxka cornacHa coobLLMTbL MO U COCTOSHWE 3A0POBbS HOBOPOXAEHHOO(OW).

A cornacHa npeaocTaBUTb UCMOMHUTENIO AOMNONHUTENbHbIE 06pa3Libl cBoel kpoBm (A0 20 Mn) B criyyasix, €crv 970 06yCrnoBneHo HanuuneM orpaHnYeHuii, BIIMSIOLLMX Ha pesynb-
TaT UCCneaoBaHus, U/unu Ans NpoBeaeHUs KOHTPOMbHOTO UCCNeaoBaHNS.
[] A pato cornacue Ha coxpaHeHwe 1 UccriefoBaHNE MOVX HENCTIONb30BaHHbLIX 06Pa3LIOB M 06E3NMYEHHbIX PE3yNbTaTOB TECTa B KAYECTBE KOHTPOIIS, BANMAALMN, @ TAKKE HayYHbIX
Liene, Npu yCrnoBMmn COXpaHeHUsi KOHUAEHLMANBHOCTY NPeAoCTaBMNEHHON MHON MHdopmaLmm

[Nata 3abopa kposu [Hara:

MoaTBeEpXaato, YTo NPefoCcTaBNeEHHAs MHO UH(OpPMaLVs BEpHa. Npobupka ¢

6v|omaTepv|aJ'|0M npomMapkmpoBaHa npu MHe, CpoK ee roqHOCTU He UCTEK, AaHHble YKa3aHbl BEPHO: Moanuck naumeHTa

HUMC T21 62:5')2-25 C'ra::lldarguaﬂ HUNT PANORAMA
3 g::ﬁjp-lgl’wa 6 cmaurfg;nﬁoa 8 cuHapomoB

Mon nnoga + + + + +
CuHgpom JayHa (Tpucomus 21) S + + + +
CuHgpom OpBapaca (Tpucomus 18) - + - + +
CuHgpom lMatay (Tpucomusi 13) - + - + +
CwuHgpom TepHepa (MoHocomus X, XO) - - + + +
Cunapom KnaviHdenstepa (Oucomus X, XXY) - - + + +
CuHgpom Akobea (Oucomus Y, XYY) - - + + +
CuHgpom Tpunno-X (Tpucomus X, XXX) - - + + +
CuHapom 48 (mononHutenbHas X
1 Y-xpomocoma, XXYY) - - i > >
MwukpopeneLmoHHbIe CUHAPOMBI 5 - - . +
Tpunnoungusa - - - A +
[oHopckas anuekneTka + + + + Gag MMKpB,qeneLlMVl
CypporaTHas maTb + + + + G MMKpgnenew
MHoronnogHasi 6epeMeHHOCTb + + > = G mepg,qeneumm
Penykuunsi ogHoro am6proHa + - o - -
AyTOCOMHO-peLieccuBHble 3aboneBaHns = 5 = - -
AyTOCOMHO-JOMWHAHTHbIE 3a6oneBaHusi = > o - +
(Vistara gononHuT. onuusi kK Panorama) zon. onuus
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