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MeTopg nccneposanus: aHanu3 ceoboagHoumpkynupytowen AHK, BbigeneHHom n3 KpoBu naumneHTkn. MeTon ocHOBaH Ha NpoBeAeHUn
TapreTHoro uccnegosanusi ydactkoB [IHK nnoga n matepu Ha cneumanmanpoBaHHbIX MUKPOYMMNax C NOocneayLen cTaTtucTUYeckon
06paboTKON NOMYyYEHHbIX AaHHbIX.

HeuHBa3suBHbIN NpeHaTanbHbIN TecT «[IpeHeTUKC» Ha PUCK OCHOBHbLIX aHeynnoMaun y nnoga

Xpomocoma PesynbTaTr BeposiTHOCTbL PekomeHpgauumn
Tpucomunga 21 1 HU3KUA pUCK OOGcyxaeHne pesynbTaTtoB CO CNeLnanmcTom
Tpucomns 18 2 HU3KUA pUCK O6cyxaeHne pesynbTaTtoB CO CNeLnanmcTom
Tpucomus 13 3 HU3KUIA pUCK OOcyxaeHne pesynbTaTtoB CO CNeLnanmcTom
MNon nnopga My>kckom
AHeynnovamm nonoBbIX XpOMOCOM Hwnskunin prck
MpoueHT BHekneTouHon OHK nnoga % 1

KomMmeHTapum k npo6e: Pe3ynb TaThl NpoBe4EHHOMO aHan13a ykasblBaloT Ha HU3KUIA PUCK poxaeHWst pebEéHka C TpcoMueii
21(cuHagpom [ayHa), Tpucommeit 18 (cuHapom 3aBapaca), pucomuent 13 (cungpom Matay) M HEKOTOPLIMU XPOMOCOMHbBIMM
aHOMarnMsiMum ¢ ydacmeM NomoBbiX YooMocoM (cnHapom Lllepelwesckoro-TepHepa, cuHgpom KnaiHdens Tepa n gpyrme).

Mpwn npoBeeHUM JAaHHOIO UCCIEA0BaHMWS COCTOSIHUE OPYUX XDOMOCOM He UCCreayeTcsl, TECT He MNO3BONsEeT BbIiBUTb MO3anyHble
POPMbI TPUCOMUIA, HACTUHHbBIE aHEYNNOUaMK, TpaHcnokauum xpoMocoM. [oaToMy cneyeTNoHMMaTb, YTO @HHbIA MeTo UMeeT psag
orpaHuYeHnn.

PekomeHngaumu: [ing obcykaeHUsA NONydeHHOIo pe3ynbTaTta obcneaoBaHus n onpeaeneHnst AanbHenwen Taktukm

BefileHns1 6epeMeHHOCTM peKoOMeHaYe TCS KOHCYMNb Tauus nevallero spava.

MpeHaTanbHbIV TeCT «[TpeHeTUKe» NpeaHasHaveH Ans onpeaeneHns KonM4ecTBeHHON NpeacTaBneHHOCTHN NOKYCOB NCCNeAyeMbIX XPOMOCOM C Lienbio
pacyeTa pycka Hanuums y nnoaa TpMcoMmm no xpomocomam 21 (cuHapom fayHa), 18 (cunpgpom dasapaca) u 13 (cuHagpom Maray). aHHas meToamka
npsimoro aHanusa csobogHoumpkynupytowern nnogHon OHK B kpoBu 6epemeHHoM xeHLWmMHbl bbina paspaboTtaHa B nabopatopum Ariosa (Roche). MNpu
aHanu3e AaHHbIX Takke yunTbiBaeTCH BO3pacT matepu (Mnu AoHopa AWLEKNEeTKN) 1 CPOK recTaumn, KOTopble yKa3daHbl B HanpaBuTenbHOM GnaHke Ha
nccnegoBaHve.

TecT «[MpeHeTuke» Gbin BanMaupoBaH (MPoBEPEH) B rpyne XeHLWH ¢ O4HOMMOAHON 1 ABYNIIOAHON GepeMeHHOCTbLIO CO CpokoM recTauumn 6onee 10 Hegensb.
TecT He BannAMpOBaH 1 He NpeAHa3HayveH Ans XeHLWWH, 6epemMeHHbIx 6onee Yem AByMs nnojamu, a Takke He MPYMEHUM A1 BbISBNEHUS MO3anyHbIX hopM
XPOMOCOMHbIX aHOMaInui, YaCTUYHbIX XPOMOCOMHbIX aHeynnonani, TpaHCNoKauuin 1 MaTepUHCKMX aHeynnonaun.

Mpwv aHanu3e ceoboaHoumpkynupytowen nnogHon JHK He Bcerga BbISIBNSiETCA BbiCOKas KOppensiuus ¢ reHoTunom nnopaa. He Bce cnyvan aHeynnovanii MoryT
ObITb BbISIBMEHbI, TaK Xe, Kak U B HEKOTOPbIX CyYasix MOXeT ObITb BbICTABIEH BbICOKMI PUCK XPOMOCOMHOI NaToNnorum npy 3ynionaHoMm nroge.

PesynbTaThl faHHOrO TECTMPOBaHUS AOMKHbBI pacCMaTpuBaTbCs B COBOKYMHOCTU C APYrMMU KIMHUYECKMMM NokasaTensimu, cnegyet obcyanTb Ux Ha
KOHCYNnbTaLuu C Nevaluym Bpayom.

[aHHbIN TecT onpegenseT konuyecTso Y-xpomocom. Ecnm Y-xpomocoma oTCyTCTBYEeT B aHann3mMpyemomMm MaTepuarne nom nnoga onpegensiercs kak
«KEHCKMIN»; NPU BbISIBNEHUM Y-XPOMOCOMbI — MOJ NNoJa onpeaensieTcs kak «Myxckony». MNpu aBynnoaHon 6epeMeHHOCT (hopMynUMpPOBKa « MY>KCKOM MO
nnoga» o3HavyaeT, YTO kKak MUHUMYM OOMH U3 NIOA0B MMEET MY)XXCKOW NOf. YCTaHOBIEHHbIV NOM NoAa He UCKIYaeT Hannune aHeynnouanin rno nosfioBbIM
XpOMOCOMaM.

MaHenb Ha aHeynnonanm no nonosbiM xpomocomam (Sex Chromosome Aneuploidy-SCA) no3sonsieT oLeHBaTb COOTHOLLEHUE KonnyecTBa X- 1 YXpPOMOCOM.
Puck Hanuuus y nnoga nameHeHnn XxpoMOCOMHOro Habopa no nonoBbiM XxpoMocomaM (MoHocoMus X, XXY, XYY, XXX, XXYY) cuntaeTcs BbICOKAM Npun
[OCTMXKEeHUN 3HaYeHust 1% n 6onee. opmynuposka «puck XYY nnm XXYY» o03Ha4yaeT BEPOSATHOCTb Hanmuus y nnoga 6onee, 4em ogHOM YXpPOMOCOMBI.
MaHenb Ha aHeynnovAaMM NO NOIOBBEIM XPOMOCOMaM BanuanpoBaHa TOMbKO Npy 04HONMOAHON BepeMeHHOCTH.

XapaKkTepucTuku metoaa:

XpomocomHasi aHomanust YyBCTBUTENBLHOCTb JloxxHononoxuteneHble pe3ynbTaTbl
Tpucomusa 21 (cuHapom [dayHa) > 99% (95% CI: 97.9-99.8%) <0.1% (95% CI: 0.02-0.08%)
Tpucomusa 18 (cuHapom 3aBapAca) 97.4% (95% Cl: 93.4-99.0%) <0.1% (95% CI: 0.01-0.05%)
Tpucomua 13 (cuHapom lMaTay) 93.8% (95% CI: 79.9-98.3%) < 0,1%(95% CI: 0.01-0.06%)
X, Y aHanus | TouHocTb >99% Ans My>cKoro u xeHckoro nona (95% Cl: 99.2-100%)*

*MaHenb Ha aHeynnougun No NONOBbLIM XPOMOCOMaM MO3BOJIAET pacCiMTaTb PUCK TOJNIbKO ANA NNnoaoB, HE MO3anYdHbIX NO
aHeynrmongmam no nonoBbiIM XpOMOCOMaM. MH(*)OpMaTVIBHOCTb TeCTa BOTHOLUEHUN BblABNEHNA pa3HbIX aHeynnom,qul Mo NOJIOBbIM
XpoMococomMaMm pasrindHa n orpaHmn4vYnBae TCcA He60/1bLWIMM KONTMYEeCTBOM cny4aeB, NpoTeCTUPOBaHHbBIXK HAaCTOALLEMY BOEMEHN.
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