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HenHBa3MBHbIN NpeHaTaNbHbIN TecT «MpeHeTUKC»
HA PUCK OCHOBHbIX aHeyn/o0MAuN y nnoaa

®.11.0. naupeHTKun:

[aTa poxaeHua:

[JaTa 3abopa Kposu:

Cpok 6epemeHHOCTH:

__Hepenb __ pHe

MeToa uccnenosaHua: aHanms csobogHoumpkyampytowein AHK, BblaeneHHON M3 KPOoBM MaumeHTKU. MeTtog, ocHOBaH Ha
npoBeAeHMM TapreTHoro uccnegosaHus yyacTkos [HK nnoga M matepy Ha ChneuManusmMpoBaHHbIX MMKpouMmax c

nocaeayroLei CTaTucCTUYecKo 06paboTKOM NOyYEHHbIX AAHHbIX.

Pe3ynbTtaTbl TECTUPOBAHMUA:

MNpoueHT BHekneTouHo AHK nnoga: __ %

Xpomocoma

Pe3synbTat

BepoAaTHOCTb

PekomeHpauuu

Tpucomusa 21

Hu3kuii puck

Menee 1/10 000 (0,01%)

O6cyAeHVe pe3yabTaToB CO CNeumancTom

Tpucomusa 18

Hu3kuii puck

Menee 1/10 000 (0,01%)

O6cyKAeHVe pe3yabTaToB CO CNeLmanvcTom

Tpucomusa 13

Huskuii puck

Menee 1/10 000 (0,01%)

O6cyaeHVe pe3yabTaToB CO CNeLumanucTom

Mon nnopa

AHeynnouaum nosoBbIX XPOMOCOM

HuW3kuit puck

KommeHTapuit: Pe3ynbTaTbl NPOBEAEHHONO aHa/IM3a YKasblBAlOT Ha HU3KUA PUCK POXKAeHMA pebéHKa ¢ Tpucommel 21
(cvHapom fayHa), Tpucomueit 18 (cuHapom daBapaca), Tpucommel 13 (cuHgpom MaTay) M HEKOTOPbLIMU XPOMOCOMHbBIMM
aHOMA/IMSIMM C Y4aCTMEM MOJIOBLIX XPOMOCOM (cuMHApPOM LLlepelueBckoro-TepHepa, cMHapom KnaiHdenotepa u gpyrue).
Mpu npoBefeHUM JAHHOTO UCCeA0BaHWUA COCTOAHWE APYTMX XPOMOCOM He UCCnefyeTcs, TeCT He MO3BOJISET BbIABUTD
MO3aunyHble GOpPMbl TPUCOMUI, YAacTUYHbIE aHEeYNIoUOMK, TPAHCOKALMKN XPOMOCOM. [o3ToMy cieayeT NMOHWMATb, YTO
OaHHbIA MeToa, UMeeT pag, orPaHUYEeHN.
PekomeHgaumm: [1ns 06CYKAEHUSA MNONYYEHHOTO pesysibTaTa 0b6cnefoBaHUA U onpeneseHvs AasbHellen TaKTUKK
BeAeHUn 6epeMeHHOCTN PEKOMEHYETCA KOHCY/IbTauMs eYyallero Bpaya.

OnucaHue Tecra:

MpeHaTanbHbIi TecT «MpeHeTUKe» nNpegHasHayeH AN onpeaeneHna KOAMYecTBEHHON NPeaCTaBeHHOCTM JIOKYCOB MUCC/IeAyeMbIX XPOMOCOM C LieNbtlo
pacyeta puUCKa HaAWMuMA y Nao4a TPMCOMUM Mo Xpomocomam 21 (cuHapom [ayHa), 18 (cuHapom 3aBapaca) v 13 (cuHapom MNatay). JaHHas meToamnKa
NpPAMOro aHanusa cBobogHouMpKyanpytouLen nanogHon AHK B KpoBu b6epemeHHOM }KeHLWMHbI bbiia pa3paboTtaHa B nabopatopun Ariosa (Roche). Mpu
aHasM3e AaHHbIX TaKKe YYUTbIBAETCA BO3PAcT maTtepu (MamM fOHOpa AMLEKNETKM) U CPOK rectaumu, KOTopble yKasaHbl B HanpaBuTeNbHOM 61aHKe Ha

nccnegosaHue.

TecT «peHeTuKe» Bbln BaNMAMPOBAH (MPOBEPEH) B rpynne XKeHLWmMH C O4HOMIOAHOW U ABYNIOAHOW 6epemMeHHOCTbIO CO CPOKOM rectaumm 6onee 10
Hesenb. TeCT He BaNMAMPOBAH M He NpeaHasHayeH ANA XKeHWmWH, 6epemeHHbIX 6oee Yem ABYMA NAOLAMM, A TaKKE HE MPUMEHVUM AR BbIABIEH UA
MO3anYHbIX GOPM XPOMOCOMHbIX aHOMANNIA, YACTULYHBIX XPOMOCOMHbIX aHEYN0UAMI, TPAHCIOKALMA U MAaTEPUHCKMX aHeyNaouaui.

Mpu aHanuse cBoboaHOLMPKRYyANpPYtoLLeit nnogHol [IHK He Bcerga BbIABNAETCA BbICOKAA KOPPeNauusa ¢ reHoTMNom nnoga. He Bce ciydaum aHeynaonami
MOTYT BbITb BbIAB/IEHDI, TAK K, KaK M B HEKOTOPbIX CAYy4asnX MOXKET 6biTb BbICTAB/EH BbICOKUIA PUCK XPOMOCOMHOW NaToNAOMMK NpU SYNAOUMAHOM MAoLe.
Pe3ynbTaTbl 4A@HHOMO TECTUPOBAHMUA AO/IKHbI PACCMATPUBATLCA B COBOKYMHOCTM C APYTMMM KIMHWYECKMMM MOKa3aTeNsiMu, ciegyeT obcyamutb Mx Ha
KOHCY/IbTaLMM C 1eYaLLMM BPAYOM.
[aHHblil TecT onpegenser KoAM4yectso Y-xpomocom. Ecam Y-xpomocoma OTCyTCTBYeT B aHaAM3MPyeMoM maTepuane nosa Naoga onpegenserca Kak
«KEHCKUIN»; Npu BbIABAEHUM Y-XPOMOCOMbI — MO MI0Aa ONPeAenseTca Kak «MyXCKoit». Mpu asynaoaHon 6epemeHHOCTU GOPMYIMPOBKA « MY>KCKOM
NoA NAoZa» 03HAYAET, YTO KaK MUHUMYM OAMH U3 NAOAOB MMEET MYSKCKOM NOA. YCTAaHOB/IEHHbIM NOA NA0AA HE UCKNOYAET HannyYmMe aHeynaouauini no

NoN0BbIM XPOMOCOMaM.

MaHenb Ha aHeynsoMAMKM NO NoAOBbIM Xpomocomam (Sex Chromosome Aneuploidy-SCA) no3BonfeT oLeHUBaTb COOTHOLWeHWe KonmyecTsa X- u Y-
XPOMOCOM. PUCK Hannuua y nnoaa MU3mMeHeHM XpOMOCOMHOro Habopa No NosoBbIM Xpomocomam (MoHocomua X, XXY, XYY, XXX, XXYY) cuutaetca
BbICOKMM NpPW A0CTUXKEHWUM 3HaYeHnA 1% n 6onee. Popmynnposka «puck XYY nnn XXYY» 03HayaeT BepOATHOCTb Hannuma y nnoga bonee, yem ogHol Y-
XPOMOCOMbI. MaHeNb Ha aHeyn1onAMM NO NONOBLIM XPOMOCOMAaM BaIMAUPOBAHA TONIbKO NPU OAHONNOAHON GepeMeHHOCTH.

XapaKTepucTMKku metoaa:

XpomocomHas aHoManums YyBCTBUTENbHOCTb J10XKHOMONOKUTE/IbHbIE
pesynbTaThl
Tpucomua 21 (cuHapom [ayHa) >99% (95% Cl: 97.9-99.8%) <0.1% (95% Cl: 0.02-0.08%)
Tpucomua 18 (cuHapom daBapaca) 97.4% (95% Cl: 93.4-99.0%) <0.1% (95% CI: 0.01-0.05%)
Tpucomua 13 (cuHgpom MaTay) 93.8% (95% Cl: 79.9-98.3%) <0,1%(95% Cl: 0.01-0.06%)

X, Y aHanus

TouHOCTb >99% AN MY}KCKOTO U KeHckoro nona (95% Cl: 99.2-100%)*

*MaHenb Ha aHeyniounaum No NOs10BbIM XpOMOCOMaM MNO3BOAAET PaCCYMUTaTb PUCK TONBbKO 414 NN0A0B, HE MO3aUYHbIX N0 aHeyn10Mamam No N0N0BbIM
Xpomocomam. V|H¢OpMaTVIBHOCTb TeCTa B OTHOLWEHUN BblABNEHUA Pa3HbIX aHeynnomp,mﬁ N0 NON0BbIM XPOMOCOMaM pasnvyHa U orpaHuynBaeTcAa
HeboNbLWNM KONNYECTBOM cny4yaeB, NPOTECTUPOBAHHbIX K HAacToALWEeMY BpeEMEHMU.
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