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ONPEOENEHUA

cff-OHK: BHekneTouyHaa ¢eTtanbHasa JHK

HUDT: HenHBasnBHbIN deTanbHbIN CKPUHWHT C cnonb3oBaHuem cff-OHK

HUMNT: HenHBa3MBHbIN NpeHaTanbHbI CKPUHUHT C Mcnonb3oBaHuemMm cff-AHK

MonoxxutenbHaa NporHocTU4eckas LeHHocTb (PPV): BepodTHOCTb TOro, YTO Mua C MOMOXXMUTENbHBIM Pe3ynbTaToM TecTa «BblcCOKuM
PUCK» 0eNCTBUTENBHO BOMbHbI. BIMAeT pacnpocTpaHeHHOCTb 1 crneunduyHocTb. (004 21-1 xpoMocoMbl PPV cocTaBnaeT 90-92%)
OTpuuaTenbHasa nporHocTnyeckasa ueHHocTb (NPV): BepoaTHOCTb TOro, YTO NnLa C OTpMUATENbHbIM PEe3yNbTaToM TecTa «HU3KUM PUCK»
0eNCTBUTENbHO He BorbHbl. BNnaeT pacnpocTpaHeHHOCTb U YyBCTBUTENbHOCTD. (14 21-i xpoMocoMbl NPV cocTaBnsaeT 98-99%)
Mo3anumnsMm, orpaHMYeHHbIn nnaueHTon: CoCcToAHME, MPU KOTOPOM XPOMOCOMBbl MMOAa HOPMasbHble, HO aHOManMa XPOMOCOM
HabntoLaeTca TOMbKO B MaLeHTe.

YTO OBECMEYUBAET HUNT?

[Mo3BONSET OLEeHWBaTb B 3HAYNTENbHOM CTEMNEHW «MNaLeHTapHY0» XPOMOCOMHYIO CTRYKTYPY.

B cny4dae BbiABNeHUs aHOManmu TpedyeTcs NMoaTBepyxaeHme. Ecnm B aMHUMOTUYECKOM KMOKOCTU pe3ynbraTel coBnagatoT ¢ HUMT, ato
NO3BONSAET AMArHOCTNPOBATb XPOMOCOMHble 3aboneBaHMA nNnoaa.

Ecnu B Tecte HUMT BbISBIEHO U3MEHEHMe XPOMOCOMbI, @ aMHUOTHUYECKaa XUOKOCTb HOpMalibHa, BO3MOXXHO [Ba BapuaHTa. CneayeTt
YYUTbIBaTb BO3MOXHOCTb OLIMOGKK B TeCTe; BO3MOXHO, Mo4 M NnaueHTa HopMarbHble, MW U3IMEHEHME MOXET OblTb MO3aUYHbIM,
OrpaHUYEHHbIM MAALEHTON.

OnarHos mMosaunumama, orpaHMYeHHOro nnaueHTon: 3aboneBaHre XPOMOCOM OTCYTCTBYET Y MoAa, HO MPUCYTCTBYET B NnaLeHTe. 3Ta
aHOManmnsa MOXeT MPOSBNATbCA B MaLeHTe B pasHbiX A0Nax. B HeKoTopbix crydaax BCS MiaueHTa MOXKET WMMETb aHOMaslbHYo
XPOMOCOMHYIO CTPYKTYPY, @ MHOrAa U3MEHEHUE MOXKET NPUCYTCTBOBAaTb INLLUb B MafloM KOMUYeCTBe KNeToK MnaueHTbl. B 3aBncruMocTu
OT TOro, B KAKOW XPOMOCOME MPOU30LLIO N3MEHEHME, OLIEHNBAIOTCA PUCKKM A9 MI0AA U MaTepK, U NNaHNPYoTCa HEOOXOAMMble TECTbI.
Ecnu obHapy»KMBaeTca M3MeHeHWe B NaLeHTe, A9 HEKOTOPbIX XPOMOCOMHbIX 3a00M1eBaHUi [OCTaTOYHO MPOBEPUTb, MPUCYTCTBYET NN
OHO B MasfioM KofnuyecTse y nnofa (MetogoM FISH, KOTopbI aHanm3npyeT BoMbLLIOe KOMUYECTBO K/ETOK), @ 419 HEKOTOPbLIX XPOMOCOM
MOryT noTpeboBaTbCA TECTbl HAa YHUMAPEHTaNbHY OMCOMMUIO (Takme Kak 7, 11, 14, 15 xpoMocoMbl). MNpn NOAroToBKe OTYeTa MauMeHTa
naetca noapobHas MHopMaLmMa Mo 3TOMyY BOMPOCY.

B cny4ae nogo3speHua Ha XPOMOCOMHOe 3aboreBaHMe B MnaleHTe, eciv nnon HopMmaseH, Bpad, Habnogalowmin 6epeMeHHOCTb,
yBegomnseTcs 06 aToM. Ecnu 3To XpOMOCOMHOE M3MEHeHUe yBeNMUMBaET pPUCK 3YP 1 NpeaknaMncum, pekomeHayeTca HabnioaeHve 8
3TOM OTHOLUEHWN.

Tenepb nNpefnoyTeHMe He OTOAETCA MaNeHbKWMM MaHensaM, M3ydarlwym 3-5 XpOMOCOM. XPOMOCOMHbIE aHOManuu, HasblBaeMble
penokvMuy, MOMMMO 3aboneBaHWin XpomMocoM 13, 18, 21 1 MONOBbIX XPOMOCOM, MMeloT 6onblioe 3HaveHWe ana HabniopeHwa 3a
6epeMeHHOoCTbo. OQHaKO MX OCHOBHOE 3HaYeHMe 3aK/to4aeTca B TOM, UTO Mocne poxaeHusa pebeHka 3Tn 3aboneBaHus He Npuxoaat
Ha YM, N 1UX TPYAHO OUarHOCTMPOBaTb, YTO MPUBOOUT K YBETUHYEHUIO BPEMEeHW OMNarHOCTUKU. YHUNapeHTanbHas ANCOMUA N HU3KUe
YPOBHU TpUCOMUM y nfnoda ABMAKOTCA TakKMMKW 3aboneBaHusMU. OCOBGEHHO B Cnyyasx Mo3auuM3Ma, KOrda CUMMTOMbl MOryT
MNPOABNATLCS C PAa3HOM CTEMEHbIO TIXKECTW, AMAarHOCTUKa Mocne POXAEHUS CTaHOBUTCSH elle CIIoXKHee. TU CeMbK XOAAT OT ABepuU K
[Bepu, NbITaaCb NOHATb MPUYMHY CUMMNTOMOB, TaKMX KaK 3afepyKKa Pa3BUTUS Y CBOUX AeTel. CaMblid MPOCTOMN Crnocob AnarHoCcTMpoBaTb
3Tn 3aboneBaHna — TecT HUMT. 310 No3BonseT HaM Ha3BaTb 60Me3Hb Ha OYeHb PaHHeM CTagunm.

CUHOPOMBI MUKpoOeneumn AONro ob6Cy)KAanuchb, CTOUT M KX TecTUpoBaTb. B nocnegHwe rogbl MpPoOBeAeHHble UCCrenoBaHUs
MOKa3bIBaIOT, YTO YaCTOTa BCEX MUKPOLAENELMI MPEBbILLAET U3BECTHbIE HaM 3HAYeHUs 1 CocTaBnsaeT npumMepHo 1/1000. Kpome Toro, B
3TUX 3aboneBaHWAX BEPOATHOCTb BbIABNEHUS MPU3HaAKoB Ha Y3W cocTaBnseT 30%. To ecTb, ecnmv Mbl NpoBogMMm TecT HUMT gna
Tprcommm 13 (4actoTa: 1/10000) unu Tpucommm 18 (dactoTa: 1/6000), pUCK MUKpOOEneLmMin B oBLIEeCTBE HaMHOMO Bbllle, YeM 3TUX
3aboneBaHU, U YacToTa OMArHOCTUKM Ha Y3W B criydae MUKpoOeNneLmi HaMHOro Huye, MoaToMy Ternepb 6e3ycnoBHO criepyeT
npoBepsaTb 3TW 3aboneBaHua B Tecte HUMT. CeMbM OOMKHbBI BbiTb MOAPOGHO MPOUHGOPMUPOBAHbBI O MOMYYEHHbIX Pe3ynbTaTtax, u
cnepyeT yKasaTb Ha BO3MOXXHOCTb JTOXXHOMOMOMXUTENbHbIX Pe3ynbTaToB.

BKkpaTue, 3To BHOCUT BK/Iafd B UCCMeAoBaHUA MO BOMPOCaM 300P0Bbs NNoda U MaTepu.

3TV NpenMyLLecTBa MOryT 6bITb OOCTUTHYTbl C MOMOLLIbIO I‘IpaBVIJ'IbHOI;I KINUHWNYECKOMN rEHETUYECKOWM OLLEHKMU.

YTO HE OBECMNEYUBAET HUNT?

Ha ceroqHAWHWI OeHb 3TO HEe UHCTPYMEHT ONS AMArHOCTUKU UMW CKPUHMHIE MTeHETUYECKUX U HEMMHETUYECKMX 3aboneBaHuit, Kpome
XPOMOCOMHBbIX 3aboneBaHuni. Mcnonblyemasas HaMW TEeXHOMOrUs SBASETCA CaMOoW pPacrpoCTPaHeHHOM B MUpe U MOXeT 6biTb
ncrnonb3oBaHa ONA MHOMMX Opyrux 3abonesBaHuin B Oyaylem. Korga 6yoyT npoBefdeHbl onTMMM3auMu, ByaeT npenocTaBneHa
nHdopMaLmsa o opyrux 3aboneBaHUsX.

He MOXeT AMarHoCTMPOBaTb BCE XPOMOCOMHble 3aboneBaHua. He nokasbiBaeT cbanaHCUpPOBaHHbIE M3MEHEHUS. MOXeT He BbiABUTb
HU3KME YPOBHMU Mo3amumama. HUMT — 3TO CKPUHWHIOBbIN TECT C BbICOKOW HaOeXXHOCTbIO. JT1Ly, NPOoxXoadaLleMy TecT, AOMKHa 6biTb
npenocTaBreHa 3Ta MHPopMaLms.

KOraA npOBOOUTCHA?

Mocne 11-n Hepenw,
Mo BO3MOXXHOCTU CHadana nposoautca namMmepeHune NT. Ecnn Y3 HoOpManbHO, peKkoMeHayeTca.
MoXKeT NPUMEHATLCA KO BCeM BepeMeHHbIM Kak CKPUHUHIOBbIN TECT.

KOraA HE NPOBOAUTCA?

[MONOXMUTENbHbBIN CEMEMHbIN aHaMHe3, BbI3blBalOLLIMI MOAO3PEHME Ha reHeTUYeckoe 3aboneBaHne
MaTtonornyeckoe ysennyeHume NT
Hannyune Haxopok Ha Y3U

O4yeHb BbICOKUM PUCK B BUOXMMUNYECKMX CKPUHUMHIOBbIX TECTax (OBOMHOM, TPOMHOM UK YeTBepHom TecT) (1/100 1 Bbiwe) (HUMT MoxeT
ObITb NpPOBeAeH, HO cneayeT COOBLLMNTb, UTO 3TO TaKXKE CKPUHUHIOBbIN TECT C BbICOKOM HaAEXHOCTbIO).




Ecnu pesynbraT HUMT BbiCOKM pUCK (AHOMasbHbIN)

o [lpennoyTmTenbHO MOATBEPAUTL PEe3yNbTaT C MOMOLLBIO aMHMOoLLeHTe3a.

o [1na 6epeMeHHOCTEN 00 15 Hefenb MOXET Mcrnonb3oBaTbcs CVS nocne KOHCyNbTauMm ¢ reHeTukoM. Ecnm Tpebyetca CVS, oomkHbl 6bITb
npoBeneHbl FISH n/unu npamMas noarotoska.

o NIPT gBnaeTca CKPUHUHIOBbIM TecToM. OH He CTaBUT OMarHo3, a TONbKO onpepdenaeT puck. He cnepyeT npeanpuHUMaTh Takue
[eNcTBUS, Kak edeHmne Unm rnpepbliBaHre 6epeMeHHOCTH, 6e3 NoATBePKAeHUS.

o [MaumeHTy 0653aTeNbHO AO/KHA ObITb MPeaocTaBneHa NogpobHasa reHeTuYecKas KOHCyNbTaLue.

Ecnu pesynbrat HUMT oTpuuaTtesibHblii (HOPManbHbIN)

o MpopomxanTe HabnogeHWe 3a 6epeMeHHOCTbIO.

e Ecnn B panbHenweM no pesynstataM Y3UM vnu gpyrux OLEHOK MOSABWTCA LOMOMHUTENbHbIA PWUCK, 3aMpocuTe MeHETUYECKYHO
KOHCYNbTaLMto.

o CeMbe OoMKHa 6bITb NpefocTaBreHa MHGopMaLumsa o ToMm, YTo TecT NIPT aBAsgeTca CKPUHUHIOBBIM M MOXET OLUMGATbCs MO Pas3NUYHbIM
npuYnHaMm, He rapaHTrpya 100% onarHOCTUKM.-

Ecnu pesynbrat HUMT He Mo)keT 6biTb NOoNy4YeH

MeauuMHCKMe NPpUYmHbI

Y nNaumMeHToB C Heydayeln TecTa, 0CObeHHO C HM3KoM fonen deTanbHoM dpaKLMmM, YacToTa aHeynaougum 1 Tpunionamum B 2,5 pasa Bbille
Ha cnydar. Hanpumep, Npu HEKOTOPbIX XPOMOCOMHbIX 3aboneBaHUAX, TaKMX Kak TPUCOMMA 18, nnaueHTa MOXeT 6blTb HebGoMbLLOW, U
konwnyectBo [IHK, nonagatoLLero B nnasMy oT MMOAa, MOXKET OblTb HELOCTAaTOUHbIM. EC Mpu NMOBTOPHOM 3abope KPoBU pe3ynbTaT CHOBa

He MOXKET 6bITb MOoMy4YeH, PUCK yBenndmBaeTca. 9Ta MHPOPMaLUMa AoMKHa 6biTb NpegocTaBneHa 6e3 UsnuwHero 6ecrokoncTea naumeHTa,

¥ HEOOXOAMMO MMaHMPOBaTb BTOPOE UCCNefoBaHMe.

TexHU4YecKne NPpUYUHbI

o Huskas deTanbHas dpakuma (MHoraa B cydaax n3bblTo4HOro Beca Matepu deTanbHasg dpaKLMa MOXET OblTb HU3KOM)

o [Mpobnembl ¢ 3a60POM, XpaHeHMeM, TPaHCMOPTUPOBKOM 0bpa3Lua (TpaHCNOPTUPOBKA AOMKHA OblTb obecrneyeHa Kak MOXXHO BbicTpee.
370 60oMee AeNMKaTHbIM TECT MO CPABHEHWIO C APYIMMU FTEHETUUYECKMMK TeCTaMK, NPOBOAMTCA C He6oNbLUMM KonnyecTsom OHK)

o lemMonus (O4yeHb 6bicTpad 3abop KPOBU MHOTLA MOXET MPUBECTU K reMonmsy. B KpoBMU, B3ATOM BakyTeMHEpOM, TakmMx mpobnem
MeHblLue.)

PexkoMeHpauum

o Huskasa detanbHaa dpakumsa (MHoraa B cnyyaax n3bblTodHOro Beca MaTepu dpeTanbHaa Gpakumsa MOXET BbiTb HU3KOW)

o [Mpobnembl ¢ 3a60POM, XpPaHeHWEM, TPAHCMOPTUPOBKOM obpa3La (TpaHCNoPTUPOBKa A0MKHA OblTb obecrneyeHa Kak MOXXHO BbicTpee.
370 6onee AenMKaTHbIM TECT MO CPABHEHWIO C APYIMMU FTEHETUYECKMMK TeCTaMU, MPOBOAMTCA C He6OMbLIMM KonnyecTBoM [OHK)

o lemMonus (O4yeHb 6bicTpasa 3abop KPOBUM WMHOTAA MOXET MPUBECTU K reMonmsy. B KpoBU, B3ATON BaKyTeMHepOM, TakmMx mpobnem
MeHblue.)

MpuyYnHbI HenpaBUbHbIX pe3ynbTaTtoB Tecta HUMT

o MaTepUHCKMI Mo3anum3M (MiHorga y MaTepu MoryT 6biTb MO3auYHble 3a60N1eBaHMA, YTO MOYXKET MOBNUATb Ha TeCT)

o DeTanbHbI MO3aMLM3M (ECTM NPOLEHT MO3anLLIM3Ma HU3KMM, OH MOXKET He 6blTb 06HapYKeH)

¢ MoO3aunLKM3M, OrpaHUYeHHbIW NnaueHTon (YacToTa MoO3anLmM3Ma, OrpaHUYeHHOro NaLeHTon, cocTaBnaeT ~1,5% Yy »KMBOPOXAEHHbIX)

o Vcyezaowmin 6nmsHel (Mcuesatowmin 6nmsHel, BCTpedaeTcs Yalle, YeM n3BecTHo. MHorga OHK yMepliero nnoga MoXkeT ocTaBaTbCa B
CbIBOPOTKE A0/IbLLE OXKXMOAEMOro CpoKa)

o MaTepUHCKMIN pakK

o TpUNIOMANA MOXET He BbiTb OOHapPYy)KeHa MeTogaMKM Ha OCHOBE aHanu3a BCero reHoma. Korga Bce XpOMOCOMbl MMeT Tpu Habopa,
OHW BCE MOTYT BbIMMAAETb OAMHAKOBO M HOPMasibHO.

¢ B MeTogax Ha ocHoBe SNP pUCK OWKMBKM yBENMYMBAETCA B Cllydae poOCTBEHHbIX 6pakoB. BabySEQ aBnaeTca MeTogoM Ha ocHoBe
aHanm3a BCcero reHoma u aBnsaeTca Hanbonee 6e30MacHbIM TECTOM B Crlydae POACTBEHHbIX 6paKoB.

e Hanuuune y MaTepu WUCTOPUW TpPaHCMAaHTaLMKM KOCTHOrO MO3ra WM OpPraHoOB MOXET MOBMMATL Ha TecT. CeMba [OMKHa OblTb
MHbdOpMMpoOBaHa.

Bbl6op MeToAa

e MeToAbl MOKa3bliBalOT CXOXME ycrnexu npu cuHgpome [ayHa, Tpucomum 13 mn TpucomMmm 18. OgHako mnocnegHue nyonmkaumm
MOKa3blBalOT, YTO METOAbI Ha OCHOBE aHaNM3a BCEro reHoMa UMeLoT fyYllne MOMOXUTENbHbIe W oTpUuaTeNnbHble MpeAcKasaTefbHble
3HaveHus.

e Ecnn ecTb nogospeHue Ha Tpunnouauio, OOMKHa OblTb MpoBedeHa WHTepBeHLUMOHHaA npoleaypa. B cnydae 6epeMeHHOCTU C
MoOo3peHeEM Ha TPUMNIOUOUIO, BbIIBNEHHbIM MO pe3ynbrataM Y3W, HeT cMbicna TpatuTb Bpema Ha NIPT (Hanpumep, 3ageprkka
pPa3BUTUA, yBenunyeHune TonwmHbl NT, Toncrtasg nnaueHTa, ManeHbKas WM KUCTO3HAa CTPYKTYpa, MHOroBoaue, aHoManuu cepaua,
CUHOPOM CUHOAKTUAMK, oMbanouene, reHUTanbHble aHOManuMmM 1 T.40.). Ecnm ceMba He cornawlaeTca Ha MHTEPBEHLMOHHYIO MpoLenypy,
LOMKHbI MCMONb30BaTbCA MeToAbl Ha ocHoBe SNP.

e B cnyyae ponctBeHHbIX 6pakoB (BKMOYAA BbIXOALEB M3 OOHOM OepeBHW WKW ropona) OOMXKHbl MCMOoMb30BaTbCA MEeTOAbl Ha OCHOBE
aHanm3a Bcero reHoma.

¢ B cnyyae oBonHOM 6epeMeHHOCTM MeTobl Ha OCHOBE aHanu3a BCero reHoma sasnatTcs 6onee nogxoasawimmu. OgHako BabySEQ He
MOXKET pasnnyaTb B/IN3HELOB, M €CNU BO3HMKAET PUCK, MPOBOAMTCH MHBA3MBHOE MUCCeoBaHe 06oMx MNageHUeB.

o [locKonbKy BpeMs TpaHCNOPTUPOBKM BaXKHO, MpefnoYTeHune criegyeT oTaaBaTbh LEHTPaM, MPOBOASLLUMM TECTbl BHYTPW CTPaHbl.

CKPUHUHI MUKpoAaeneumm

o CKPUHUHI MOXET BblTb OTHOCUTENbHO 6oree yCcrneLHbIM C UCMOMb30BaHMEM METOOB Ha OCHOBE aHarnm3a BCero reHoma. (Bbl MoykeTe
HalMTK NoapPobHyto MHbOoPMaLMIO B pasaene, YyTo npenoctasngeT HAMT.)

o PUCK NOYXHOMOMOXXMUTENbHbIX Pe3y/bTaToB BCe elle CyLlecTByeT. 1o Mepe CoBepLIeHCTBOBaHUSA afiropnUTMoB BUOMHGOPMATUUYECKOTO
aHanmM3a KOMMYeCcTBO OLLUMOOYHbIX Pe3ynbTaToB yMeHbluaeTca. MIHorga MoryT ObiTb OOHAPY)KeHbI MOTEPU 1 MPUPOCTbLI, KOTOPble TakKe
MPWCYTCTBYIOT Y MaTepu. ECnn 3T M3MeHeHWs MOryT MOBAMATb Ha MaTb U MPensioXUTb BapUaHTbl CKPUHUHIMA W fledeHus, 3TO
YKa3blBaeTcqa B OT4eTe.

e MMpW BbIABNEHUN MUKPOAENeunin, Takue [L[OeNCTBUS, Kak MpepbiBaHWe OepeMeHHOCTU, He [O/MKHbl NpeanpuHmMMaTtbea  6e3
noaTBepXaeHma aMHuoueHTesoM unm CVS.

MHo)ecTBeHHble 6epeMeHHOCTU

o Hage)XHOCTb HECKONMbKO CHMMXKAETCA. MOCKONbKY ANA KayKAoro pebeHKa yMeHbluaeTca gona detanbHom ppakumm.

o CKPUHUHI NT BaykeH B crlydae ABOWMHOM 6epeMeHHOCTH.

e MeToabl Ha OCHOBE aHanM3a Bcero reHomMa 6osee NoaxoasaT Ans ABOMHOM 6epeMeHHOCTHU.
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