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�Hcj:JOpMa.1posaHHoe cor.naca.1e I H�nT 

MH<l>OPMMpoeaHHOe cornacMe na1.1MeHTa Ha npoeeAeHMe HeMHBa3MBHoro 
npeHaTanbHOro TeCTMpoeaHMH nnOAa Ha HanMLIMe aHeynnOMAMM 

1.1,enb 111ccneA0BaH111R 

HeHHBa3HBHbl� npeHaTanbHbl� TeCT (Hv1nT) Ha YaCTble xpoM0C0MHble aH0Man1111 -

3TO cospeMeHHbllll MeTOA npeHaTanbHOro CKpHHHHra, OCHOBaHHbllll Ha HCCJleAOBaHHL-1 ,D.HK 

nnoAa no BeH03HOIII KpOBL-1 MaTepH. Uenb npOBOAHMOro reHeTH4eCKoro HccneAOBaHHfl -

BblflBneHHe H3MeHeHHfl B 4Hcne KOnHIII HccneAyeMblX xpOMOCOM (TPHCOMHL-1 21,18,13 

II aHeynn0HAIIII X, Y) y nn0Aa Ha paHHIIX cpoKax 6epeMeHH0CTII. 

BceM 6epeMeHHblM >KeHl.1..IHHaM, KOTOpble XOTflT nony4HTb T04HYIO 

HHcjJOpMaljHIO 0 3A0P0Bbe 6YAYL11ero ManblWa 

Ec1111 B03pacT 6YAYL11eA MaMbl - OT 35 11eT 

EcnH CKpHHHHr 1 TpHMecrpa HnH CKpHHHHr 2 TpHMeCTpa noKa3anH nOBblWeHHblVI pHCK 

xpoMOCOMHOVI naTonorHH 

EcnH HMetoTCfl npOTHBOnoKa3aHHfl K HHBa3HBHOIII AHarHOCTHKe (yrpo3a BblKHAblWa, 

nOBblWeHHafl TeMnepaTypa, HH¢,eKU,HH, CKnOHHOCTb K KpOBOTe4eHHflM) 

CHHAP0M ,QayHa, 3ABapACa, naTay 111111 APYrHX xpoM0C0MHblX naT0110rHH 

BO BpeMH npeAblAYLl\llX 6epeMeHH0CTeH 

6blnH CJly4aH CMepTH nnOAa, BblKHAblWa. 

KaK np0B0AMTCR 111ccneA0BaH111e 

Bo BpeMH 6epeMeHH0CTH 113 nnaljeHTbl BblCB060JKAaeTCH BHeKneTOYHaH ,QHK nn0Aa 

(cfDNA), K0TOpaH L1HpKyn11pyeT B MaTep11HCK0M KP0B0T0Ke. 8 pe3ynbTaTe B MaTepllHCK0H 

KP0BH C0AepJKHTCH CMeCb L1HpKy1111pytoL11e� ,QHK nnoAa II MaTep11. HeHHBa3HBHblH 

npeHaTanbHblH TeCT HenocpeACTBeHH0 113MepHeT K0nHYeCTB0 3TOH cfDNA II M0JKeT 

06Hapy>l<HBaTb ManelllwHe OTKJlOHeHHfl B COOTHOWeHHH xpOMOCOM nnOAa, �3 BeH03HOIII 

KP0BII MaTep11 BblAe11HeTCH cjJeTanbHaH ,QHK, K0T0paH HaX0AIITCH B KP0BII 6epeMeHH0H 

JKeHLl\llHbl H M0JKeT C0CTaB11HTb AO 10% 06L11ero 06beMa ,QHK. no11y4eHHYIO ,QHK 

aHa11H3HpytoT MeT0A0M BblC0K0np0ll3B0AHTe11bH0ro ceKBeHHP0BaHHH, n0AC411TblBaeTCH 

xpoMOCOMHOe COOTHOWeHHe cfDNA H, nocne o6pa60TKH cneu.HanbHblML-1 anropHTMaMH, 

cjJopM11pyeTCH MaKCIIMa11bH0 T04Hbl� pe3y11bTaT 0TH0CHTe11bH0 Ha1111411H y n110Aa 

pacnpocTpaHeHHblX reHeTH4eCKHX OTKJlOHeHHH. 

8 KaYeCTBe IICX0AH0ro MaTep11ana HCn0nb3yeTCH nepHcjJep114ecKaH BeH03HaH KP0Bb 

naljHeHTKII. O6pa3ljbl KP0BII TpaHcnopTIIPYIOTCH B C00TBeTCTBIIII C np0T0K0110M, 

YYIITblBatoll\llM Bee He06X0AIIMble cjJaKT0pbl A11H Ha1111y4wero coxpaHeHIIH Ka4eCTBa 

o6pa3L10B. 

OT4eT O npeHaTanbHOM CKPHHHHrOBOM TeCTHPOBaHHL-1 COAep>KHT YeTKL-1111, 

nerKO HHTepnpeTHpyeMbllll pe3ynbTaT O HanH4HH BblCOKOro HnH HH3KOro 

PHCKa xpOMOCOMHOH aHOManHH. 

HeHHBa3HBHbl� npeHaTa11bHbl� CKPIIHHHr First Test (Hv1nT) M0JKeT 661Tb Bbln011HeH 

B CJleAYIOLl\llX Bap11aHTax: 

First Test First Test Medium First Test Light First Test 21 

Kon111./eCTBO KMMl./eCTBO KOn/111./eCTBO KonMl./eCTBO 
aHanM3MpyeMbfX aHan111311pyeMbfX aHanl13MpyeMbfX aHan111311pyeMbfX 
C11HAPOMOB - 8 CHHAPOMOB - 6 CIAHAPOMOB - 3 CHHAPOMOB - l 

t/ CMHAPOM .QayHa t/ CMHAPOM ,:iayHa t/ CMHAPOM .QayHa t/ CHHAPOM .QayHa 

t/ CMHAPOM 
3Q.eapQ.ca 

X C"1H,QpOM 3,Qeap,Qca t/ CMHAPOM 
3Q.eapQ.ca 

X Ca.1H,QpoM 3,Qeap,Qca 

t/ CMHAPOM naTay X C"1H,QpOM naTay t/ CMHAPOM naTay X Ca-1 H,QpOM naTay 

CMHAPOM CMHAPOM C"1H.QPOM CVIH,QpOM 
t/ WepeweacKoro- t/ WepeweacKoro- X WepeweecKoro- X WepewescKoro-

TepHepa TepHepa TepHepa TepHepa 

t/ TpMCOMMJI X t/ TpMCOMMR X X TpVICOM"1SI X X Tp"1COMVISI X 

t/ CMHAPOM t/ CMHAPOM X 
C"1H,QpOM 

X 
CVIH,QpOM 

KnaMH<t,enbTepa KnaMH<t,enbTepa K.na'1Hcj:)enbTepa K.na'1 Hcj:)e.n b Tepa 

CMHAPOM CMHAPOM C"1H,QpOM CVIH,QpOM 
t/ .Q>KeMKo6ca t/ .Q>KeMKo6ca X ,D,>Ke�Ko6ca X ,Q>Ke'1Ko6ca 

(AMCOMMR Y) (AMCOMMJI Y) (.QVICOMIIISI Y) (.QVICOM"1SI Y) 

t/ CMHAPOM XXYY t/ CMHAPOM XXYY X C"1H,QpOM XXYY X CVIH,QpOM XXYY 

t/ OnpeAeneHMe nona t/ OnpeQ.eneHMe nona t/ OnpeAeneHMe nona t/ Onpe.qeneHMe nona 

H113KIIH PIICK roB0PIIT 06 0TCYTCTBIIII xpoM0C0MHblX 6011e3HeH C T04H0CTblO 6011ee 99%. 

T04H0CTb BblHB11eHHH pa3HblX aHeyn110HAIIH 0T1111YaeTCH (A11H 21-A II 18-A xpoM0C0M 

BblWe, YeM AJlH 13-A H n0110BblX xpoM0C0M). 

Tp11COMIIH �yBCTBHTenbHOCTb Cne"11<1>11'1HOCTb PPV* 

T21 (CIIHAP0M ,QayHa) 99,17% 99,95% 92,19% 

T18 (CHHAP0M 3ABapACa) 98,24% 99, 95% 76,61% 

T13 (CIIHAP0M narny) 100% 96,96% 32,84% 

Ultrasound Obstet Gynecol. 2015 May;45(5): 530-8.doi: 10.1002/uog.14792 

*non0JKHTenbH0e nporH0CTHYeCK0e 3HaYeH11e (PPV) - 3T0 A0nH IICTIIHH0 non0JKHTenbHblX 

pe3y11bTaT0B TeCTa. 

8 cny4ae BblflBneHVlfl BblCOKOro PHCKa sepOflTHOCTb HanH4Hfl y HCCJleAyeMoro nnOAa 

xpOMOCOMHblX aHeynnOH.QL-1111 BblWe cpe,QHero. Bee pe3ynbTaTbl C BblCOKHM PHCKOM .QOn>KHbl 

661Tb A0n011HHTe11bH0 HCCJleA0BaHbl IIHBa3HBHblMII MeT0AaMH (xop110H611onc11H, 

aMHII0L1€HTe3), 4T06bl HCKnl0411Tb 110JKH0n0110JKIITe11bHblH pe3y11bTaT. 

HeT pe3ynbTaTa: B cny4ae, ecnH B 06pa3u,e yposeHb nnau.eHTapHolll ,D.HK HH>Ke 3,5%, 

TO MO>KeT noTpe6oBaTbCfl noBTOpHblA 3a6op, TaK KaK HH3Kafl cppaKLJ,Hfl ,D.HK nnoAa 

noTeHljHanbH0 cnoco6Ha np11Becr11 K n0JKH00TPHL1aTel1bH0My pe3ynbTary. 

HeCM0TPH Ha BblC0KYIO T04H0CTb MeT0Aa, no11y4eHHbl� pe3y11bTaT He HB11HeTCH 

0AH03Ha4HblM noKa3aTe11eM Ha1111411H TOro 111111 HH0ro 3a6011eBaHHH II ero CT0HT 

HHTepnpeTHpOBaTb B COBOKynHOCTL-1 C ApyrHML-1 KnHHH4eCKHMH KpHTepHflMH, B TOM 4HCne 

L-1 C AOnonHHTenbHOIII KOHcynbTaU,Helll Bpa4a-reHeTHKa. �ccneAOBaHHe HanpasneHO 

Ha BblflBneHHe onpeAeneHHblX aHeynnOHAHVI, no3TOMY onpeAenHTb npHC)'TCTBHe Bcex 

xpoMOCOMHblX aHOManHIII, acCOU.HHPOBaHHblX C 3a6oneBaHHflMH, HeB03MO>KHO. 

HeHHBa3HBHOe npeHaTanbHOe TeCTHPOBaHHe nno.qa Ha HanH4He aHeynnOHAL-1111 

First Test flBnfleTCfl CKPHHHHrOBblM HccneAOBaHHeM. 

OrpaHM'-leHMR MeT0Aa 

OnpeAe11eHHe no11a 6YAYL11ero pe6eHKa B03M0JKH0 np11 YCJl0BIIII 0AH0n110AH0H 

6epeMeHHOCTH H no >KenaHHIO nau,HeHTKL-1. 

np11 ABynn0AH0H 6epeMeHH0CTII 11cc11eA0BaH11e onpeAenHeT aHeynn0HAIIII 21,18,13/21 

xpoM0C0M (,Q11H Tecra First Test Light, First Test/First Test Medium, First Test 21) . 

.QnH BCex TeCT0B First Test np11 ABynn0AH0� 6epeMeHH0CTH TaK JKe aHa1111311pyeTCH 

Ha1111411e 1111H 0TCYTCTBHe n110Aa MYJKCKoro no11a, HO TeCT He noKa3blBaeT, o6a n110Aa 

H1111 T011bK0 0AIIH MYJKCK0H. 

npoBeAeHHe HccneAOBaHHfl B03MO>KHO TOnbKO Ha4HHafl C nonHblX 10 He.Qenb 

(noATBep>K.QaeTcfl cnpasKolll, npe,aocrasneHHolll spaYoM-rHHeKonoroM, 

H1111 np0T0K0n0M Y3v1). 

cp0K 6epeMeHH0CTH MeHee 10 HeAenb Ha M0MeHT 3a6opa KP0BII A/lH IICCJleA0BaHHH; 

OHKOnorH4eCKHX 3a6oneBaHHIII; 

nepecaAKH opraHOB, KOCTHOro M03ra, neYeHHfl CTBOnOBblML-1 KneTKaMH; 

annoreHHOro nepenHBaHHfl KPOBH B TeYeHHe OAHOro ro.aa; 

TepanHH 4enose4ecKHM CblBOPOT04HblM anb6yMHHOM H/HnH 

3K30reHHblMH KlleTKaMH ,D.HK B Te4eHHe 4eTblpex He,Qenb; 

TepanHH renapHHOM B TeYeHHe 24 yacos; 

rn6enH 0AH0ro 113 nn0A0B np11 MH0ron110AH0H 6epeMeHH0CTH 

(paHee YeM yepe3 8 HeAenb nocne 06HapyJKeH11H 3aMepwero nnoAa); 

6epeMeHH0CTII 6onee YeM ABYMH nnoAaMH; 

6epeMeHH0CTII ABYMH n110AaMH C np11MeHeH11eM A0H0pCKIIX nporpaMM 

(A0H0PCKaH HHljeK11eTKa, cypporaTHoe MaTepHHCTB0). 

Ha pe3ynbTaT aHan1113a M0>KeT 0Ka3blBaTb BnMRHMe: 

HHAeKC MaCCbl Tena nau.HeHTKL-1 CBblWe 30; 

M03allljll3M B C0MaTH4€CKIIX KneTKax MaTepll, n110Aa II ero 0601104eK, 

B KOTOpb1'1 BOBneYeHbl HCCJle.QyeMble xpoMOCOMbl; 

ayTOHMMYHHble 3a6onesaHHfl; 

TpHCOMHfl 13 HnH 18 HnH MOHOC0MHfl X y nnoAa; 

aHeyn110IIA1111 no APYrHM xpoM0C0MaM; 

PHCK pa3BIITHH npe3KnaMnc�11; 

recTaU.HOHHblVI .QHa6eT; 

HapyweH11e ycnoBH� TpaHcnoprnpoBKH o6pa3L1a. 

B npOBO.QHMOM HCCne.QOBaHHL-1 HeB03MO>KHO HCKJll04HTb nepecrpoVIKH xpOMOCOM, 

MHKpo,aynnHKaLJ,HOHHble H MHKpo,aeneu.HOHHble HapyweHHfl, M03aH4Hble sapHaHTbl 

xpoMOCOMHblX aHOManHIII L-1 APYrHe xpoMOCOMHble nospe>K.QeHHfl. TecT He ou.eHHBaeT 

3AOPOBbe nau,HeHTKH, B 4aCTH0CTH HanH4He y Hee xpoMOCOMHblX aHeynnOH.QL-1111. TaK>Ke 

MeTO.Q He MO>KeT npe,aynpe,QHTb HanH4He KaKHX-nL-160 HHblX xpoM0COMHblX aHOManHIII, 

oco6eHH0CTII npoTeKaHHH 6epeMeHH0CTH, cn0JKH0CTeH npH P0JKAeHIIII II APYrHX 

cjJH3114eCKIIX AecjJeKT0B. v'lcc11eA0BaH11e He IICKnKJYaeT Ha1111411e y n110Aa BP0JKAeHHblX 

nopOKOB L-1 ,apyrHX aHOManHIII pa3BHTHfl, n03TOMy He 3aMeHfleT nnaHOBOe ynbTpa3BYKOBOe 

o6cne.aosaHHe nau,HeHTKH B nono>KeHHb1e .Qllfl 3Toro cpOKH. 

B MHHHManbHOM npou,eHTe cnyYaeB, B CHny MeT0AOnorH4eCKHX orpaHH4eHHIII, HeB03MO>KHO 

no11y411Tb pe3y11bTaT HCCJleA0BaHHH. B TaKHX c11ryaljHHX Tpe6yeTCH 

CAa4a .aononHHTenbHOro KOnH4eCTBa 6HOMaTepHana. CpoK HccneA0BaHHfl npH 3TOM 

ysenH4HBaeTCfl, noBTOpHoe TeCTHPOBaHHe L-1 TpaHcnopTHPOBKa 6HOMaTepHana B 3TOM 

cnyYae Anfl nau.HeHTKH 6ecnnaTHO. 
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