Kak npoxoauT npouecc npuMeHeHus
HUNT PreNata® Ha npakTuke?

P 1. Baw Bpay npepnoctaBuT Bam nogpob-
HYI0 KOHCYNbTaL Mo U MHbopMaLmio B
COOTBETCTBUM C 3aKOHOM O reHeTuYe-
cKkol guarHocTuke (GenDG).
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2. Baw Bpay Bo3bMeT
obpaseL, KpoBu.

3. AHanus Bawwero obpa3sua KpoBu
npoBoAnTCS B Hallel nabopatopuu.

4. PesynbTathl byayT oTnpaBieHsbl
BalLleMy Bpayy B TeYeHue
HEeCKOJIbKUX OHEMN.
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. Baw Bpay pa3bsacHUT BaM
pesynbTaT UccrefoBaHus.
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Mo>xxHo nu npuMmeHaTs HUNT PreNata®
npu asynnogHou 6epeMeHHOCTU?

B cnyyae pBynnogHon bepeMeHHOCTM TeCT MOXHO
npuMeHsTb 6e3 kakux-nnbo npobnem. Onpepenexve
nosia No3BOJISIeT YCTaHOBUTb, SBNAETCA NI KaK MU-
HUMYM ofivH pebeHok ManbumkoM. ObcnenoBaHue Ha
M3MeHEeHUA MOoJI0BbIX XPOMOCOM (BapuaHT 3 1 Bapu-
aHT 4) HeBO3MOXHO. TeCT He UCMOoMb3yeTCs NPU MHO-
roniogHoi 6epemeHHocT (3 1 Bonee nnopal.
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Mo>xHo nu npuMeHsaTb HUMNT PreNata®
nocne nevyeHus becnnogma?

PreNata® NIPT Takxe MOXHO npuMeHsTb 6e3 npobnem

n 6e3 orpaHnyeHnin nocne nedyexuns becnnogus.
Hackonbko HapexxeH HUNMT PreNata®?

TecT BbISIBNAeT Haubonee pacnpoCcTpaHeHHble ayToCOM-
Hble XPOMOCOMHble M3MeHeHus (Tpucomunm 13, 18 1 21) ¢
BeposiTHOCTbio 6onee 99 % u ¢ Takol e BepoSATHOCTbIO
MoxeT ux nckmounte. HAMT PreNata® Takxe HapexHo
BbISIBNIIET M3MEHEHMS NON0BbIX XpoMocoM 1 RAA-aHoma-
nui ¢ BeposATHocTblo 96 %, a CNV-aHomanuin — c uyB-
CTBUTENbHOCTbIO 74 %.

YTo o3HayaloT pe3synbraTthbl?

OTCyTCTBVIe Bblpa>eHHbIX N3MEHEeHWNI 03HaYaeT, 4YTo Xpo-
MOCOMHbIe USMEHEHUA NMOYTU UCKITIOHEHDbI. ﬂpm Hann4ymn
Bblpa>XeHHbIX N3MEHeHNN CylleCcTByeT BblCOKaa BepoAT-
HOCTb XPOMOCOMHbIX aHoOManun. nOCKOﬂbe 3TOT TeCT AB-
naeTca CKPUHUHIoBbIM, a He AMArHOCTUYeCKUM, OTKIIO0-
HeHne OT HOPMbl  OO0JIXKHO ObITb noaTBep>XxaneHo
nanbHeNWMMN ANArHoCTUYeCKMMU npouenypamu. Baw
Bpa4d pacCcKa>keT BaM 0 BO3MOXXHbIX BapuaHTax, KOTopble
0bOblYHO BK/tOYalOT B cebst aHanM3 aMHUOTUYECKON XUA-
KOCTHU [aMHVIOLI,eHTe3] UNn nccnepoBaHne TKaHW niaaleHThbl

(6roncms BopcuH xopuoHal.

OrpaHuyeHus HUMT PreNata®

BbisiBfieHHble M3MeHeHUs npencTaBnsioT cobol NuLb
4acTb BO3MOXHbIX MpeHaTasbHbIX XPOMOCOMHbIX W3Me-
HeHW. TeCT He NO3BOASET Pacno3HaTb Apyrne aHoManuu
M MOPOKMN PasBUTUSA W CAeNaTb 3aK/l0YeHWe O COCTOSHUN
3popoBbsi pebeHka. OH He 3aMeHsieT coboil perynsipHble
npoduakTUyeckme oCMOTPbl U BbICOKOUYYBCTBUTENbHOE
Y3W. KpoMe Toro, oH He N03BOJISIET C BbICOKOM BEPOSITHO-
CTblo 0BHapy>XnTb Mo3auku. Mpu Hannuum Tak HasbiBae-
MOro «uncye3aloLlero 6n3HeLa» BO3MOXEH NOXHOMONO-
XUTeNbHbIN pe3ynbTaT. [py onpefeneHWn nona Takxke

BO3MOXHbI pacxoxXneHus.
C6o# npu TecTUpOBaHUM

B kpaiine pepkux cnyvaax HUMT PreNata® moxeTt He
[aTb HagexHoro pesynbtata. 0BblYHO 3TO MPOUCXOAUT
M3-3a CNIMLWIKOM Hu3KoW ponu detansHon OHK B MaTe-
pVHCKOW KpoBuW. B 3TOM cniyyae MoxHo 6ecnnaTtHo noBTo-
pWTb TECT C HOBbIM 06pa3LLOM KPOBM.

Ba)xHble 3aMeYyaHus

B kpaiiHe pegkux cnydasx (< 1 %) BO3ZMOXHbI J10KHOOT-
puLaTenbHble pe3ynbTaTbl. 3TO 03HAYaeT, YTO TECT MOXeT
nokasaTb OTCYTCTBME BbIPAXEHHbIX WU3MEHEeHUN [naxe
NPU HanMYMN XPOMOCOMHbIX M3MeHeHU y pebeHka. Ho
TOYHO TaK >Ke yKa3aHWe Ha Hannyne N3IMeHeHW He Bcer-
[la 03HayaeT, YTO XPOMOCOMHbIe U3MEHEeHWUs UMeloT Me-
CTO Ha caMoM fene. [lnarHocTMpoBaHne M3MeHeHWUn c
nomouybto HAMT PreNata® He oba3aTenbHO A0MKHO Npu-
BoaMTb K abopTy. Mocne noaTBepxaeHWs pesynbTata C
MOMOLLbIO [OMOSHUTENbHLIX TECTOB Bbl MOXETe roTo-

BUTbCS K poXAeHUto pebeHka, HanpuMep, ¢ TPUCOMUENt.

:PreNata’

HTTT PreNata®
HEeMHBA3UBHbIU
npeHaTanbHbIN TECT

HononnutensHyo [OfR£0)
nHdopmaumio o HUMT PreNata®

CM. Ha caiTe prenata.de. |O



Kpatkui 0630p HUNMT PreNata®

HWNT (HeunHBa3mBHbIN npeHaTanbHbln Tect) PreNata®
no3BONsieT Nepes poAamMu NpoBepuTb, nMeeT Nn pebeHok
reHeTMYeCKMe U3MEHEeHWs, KOTopble MOryT MOBAUATb Ha
ero passuTue, be3 pucka ons Matepu u pebexka. [ins ato-
ro HeobxonmM nuwwb obpasel, kpoBu MaTepu. Mpun Xena-
Hun ogHoBpeMeHHo ¢ HUTT PreNata® MoxHo onpegenutb
non pebeHka. ObcnepoBaHue MoxHo npoBoauTb ¢ 10-1

Hefenn bepeMeHHOCTH.
Kak pa6botaetr HUMNT PreNata®?

["eHeTnyeckni MaTepuan yenoBeka — Hawa JHK — co-
LEep>XNTCA B XpOMOCOMax BHYTpM kneTok. O6bIYHO Ha ofHY
KNeTKy npuxoamuTca 23 napbl XpOMOCOM. XpoMOCOMbI 1-22
(ayTocombl] 1 nonoBbie xpoMocoMsl (roHocoMbl) npefcTas-
NeHbl B BYX 3K3eMnaspax, No ofHOW KOMWW 0T MaTepu u
oTua. Y xeHuwmH ase X-xpomocomsi (XX, a y MyxuuH ogHa
X-xpoMocoma u ogHa Y-xpomocoma (XY). XpoMocomHble
M3MEHEHUs, T. e. HefoCcTauya UNKu M3bbITOK XPOMOCoM (1w
nx uyacteit), MoryT HapywwuTb passutve. HUMNT PreNata®
nossonset uccneposatb [JHK peberka B obpasue kposu
MaTepu Ha XPOMOCOMHble U3MeHeHUs, HaunHasa ¢ 10-11 He-
penn bepemeHHocTn, 6e3 pucka ans matepu n pebeHka.
Nupopmaumna B JHK pebeHka pacwmndpoBbiBaeTcs B Na-
BopaTopun, roe onpefensioT Haanyme XPOMOCOMHbIX W3-
MeHeHWU y pebeHka. Tak, B ciy4ae TPUCOMUWU COOTBET-
CTBYlOLL, @S XPOMOCOMa MPUCYTCTBYET B TPeX 3K3eMmnispax
BMECTO [BYyX, @ B Cjlly4ae MOHOCOMUW COOTBETCTBYylOLLAS
XpOMOCOMa MpeAcTaBsieHa ToNIbKO B OLHOM 3K3eMMspe.
[eTn c TaknMm un3MeHeHUAMU OObIYHO MMeKT pasHyto
CTeneHb KAUHWYECKMX OTKMOHEHUN WAn  GU3NYECKMX
orpaHuyeHunit. B uenom, Takme XpoMOCOMHble U3MEHEHMS
BO3HMKalOT 04YeHb PeAKo, HO MOTYT BCTpeYaTbCs Uy MOJI0-
IblX MaTepen.

Ckonbko ctout HUNT PreNata®?

flonnata w3
BapuaHT 0'00 227
Tpucomun 13/18/21 €Bpo

Kacca o6s3aTenbHOro MEANLIMHCKOro
ctpaxoBaHus (GKV) nokpbiBaeT pacxoAbl Npyu onpeaeneHHbIX
ycnoBusix, 6€3 AonnaTbl o CTOPOHbI NALUEHTKU

CETZED
Tpucomun 13/18/21
OnpepeneHue nona

Wua.
Men. 0BenyX.

BapuaHT 40'22 26813

Tpucomun 13/18/21

OnpepenexHue nona

HenpaBunbHoe pacnpepesieHUe NonoBbiX XpOMOCOM
(Tonbko ans ogHonnogHon 6epeMeHHoCTH)

Jonnata Wng.
Meq. 0benyxK.

BapuaHT 134.06( 361,
Tpucomun 13/18/21 Sere
OnpepeneHue nona

HenpaBunbHoe pacnpeseneHue NosioBbiX XpOMOCOM
(Tonbko ans opgHonnoaHoi 6epeMerHocTy)

Pepgkue aHeynnonaum, a Takke YacTUYHbIe
Aynnvkauuu v geneuum > 7 M6

C 01.07.2022 HenHBa3uBHOe NpeHaTanbHoe obcnenosa-
Hve Ha Tpucomuio 13, 18 1 21 MoxeT npoBoAWTbCS 3a
CYeT KaccChbl MEAULMHCKOro CTPaxoBaHWs B paMKax Ballen
roCyfapCTBEHHON MeAMLMHCKOWM cTpaxoBku (BapuanTt 1).
Balu Bpay nofckaeT, cooTBeTCTBYeTe i Bbl TpeboBaHU-
fIM KacCbl MefWLMHCKOro CTpaxoBaHWs AJIS MOKPbITUSA
pacxofoB. Kpome Toro, no cornacoBaHuio C BPayoM Bbl
TakXke MOXETe MpUHATL pelleHne ob onpefeneHun nona
peberka (BapuaHT 2) unu BoigBNeHUM bonee 0BLIMPHBIX
XPOMOCOMHbIX U3MEHEeHWI C OAHOBPEMEHHbIM onpefene-
HueM nona peberka (BapuaHTbl 3 1 4). B gonosnHeHune k
CTPaxoBOW BbINnaTe Bbl HECETe AOMONHUTENbHbIE PacXxo-
Obl 33 YC/yru, NpefocTaBfieHHble B paMKkax WHAWBWAY-

anbHOro MeauumuHckoro obcnyxmsanus (IGel).

Kakne XpoMOCOMHbIe U3MEHEHMUS
uccnepytotca?

HWMT PreNata® no3sonseT BbibpaTb YeTbipe pa3Hbix Ba-
puaHTa ¢ pa3HbiMu 0bbeMaMu uccnenosanus. B BapuaH-
Te 1 paccMaTpuBatoTcs Hanbonee yacTo BCTpeyalolmecs
Tpucommn (13, 18, 21). B pmononHeHue K 3TOMy MOXHO
onpepenvTb non pebeHka, NpoBecTU MUccnefoBaHWe Mo-
JIOBbIX XPOMOCOM, a Takxe WcchnefoBaHue Bcex 22 nap
xpomocoM (ayTocoM). OpHako B uccnepoBaHve 6GymyT
BKJIIOYEHbI BCErAa TOIbKO Te XPOMOCOMbI, KOTopble Bbiu
yKa3aHbl Npu Bbibope BapuaHTa nccnegoBaHus. Obpasubl

n BCe COGpaHHbIe AaHHblIe OCTAlTCA B repMaHVII/I.
Tpucomun 13, 18 n 21

37K Tpu TpucoMmm npepctaBnstoT cobovt Hanbonee pac-
NpoCTPaHeHHble XPOMOCOMHbIE aHOMaluW Y >KMBOPO-
XIEHHbIX feTen.
*Tpucomus 13 (cuHapom Matay, yactota npmbna. 1:5000)
*Tpucomusa 18 (cnHapom 3asapaca,

yacTota npu6s. 1:3000)
*Tpucomusa 21 (cnHgpom [ayHa, yactota npmbs. 1:700)

lMonoBbie XpOMOCOMbI

Takke MoxHO uccneposatb ydactku OHK, koTopble co-
nepxat nonosble xpoMocoMbl X 1 Y (roHocomsl). Takum
nyTeM MOXHO YBUAETb MPU3HaKW PasinNYHbIX CUHGPOMOB,
Npu KOTOPbIX MOJIOBble XPOMOCOMbI MPUCYTCTBYIOT B W3-
MEHEHHOM KOJIMYecTBe, T. e. OTCYTCTBYKOT UM BCTpeya-
0TCA B [OMOSHUTENbHLIX 3K3emnaspax (MoHocomusa X;
Tpucomusa X, XYY, XXY). 3T1 naMeHeHns 3ayacTyio cBa3a-
Hbl C MeHee WHBaNVAU3UPYOLLMMK aHOManusaMu no
CpaBHEHUIO C U3MEHeHUsAMU B xpomocomax 1-22 (ayToco-
max). [lns TecTMpoBaHMA MOMOBLIX XPOMOCOM BbibepuTe
BapuaHT HUMT PreNata® 3 nnu 4.

OnpepeneHue nona

Mpw xenaxuu ¢ nomowbio HUMT PreNata® (BapuaHtsl 2, 3
u 4) Takxke MOXHO onpefenuTs non peberka. O pesysbra-
Tax UCcefoBaHWs nevalymin Bpay cooblyaeT B COOTBET-
CTBUM C mpeanucaHusMu 3akoHa O reHeTMYeckon Aua-

rHocTuke nocne 12-n Hegenu 6epemerHoctut (14+0 n. M.).

MonHoreHoMHoe uccnepoBaHue
BCeX XpoMocoM (1-22)

Bbl Takoke MoxkeTe BbIbpaTh MONHOrEHOMHOE UCCNenoBa-
HWe BCEeX XPOMOCOM /15 BbISBIEHUS PEAKUX HEMPaBUIb-
HbIX pacnpefeneHnii MoNHbIX ayTOCOMHbIX XPOMOCOM
(rare autosomal aneuploidies — RAA). 3auactyio peub
MIeT 0 Tak Ha3blBaeMbIX «MO3auKax», 4TO O3HayaeT Ha-
NNYne Kak MUHUMYM [IBYyX PasHblX TUMOB KJIETOK C pas-
HbIMW Habopamu xpoMocoM. OHM MoryT 3aTparuBaTh KyeT-
kn peberka (peTanbHas Mozavka) u/uam Tolbko 4acTu

niaaueHTbl [nnau,eHTapHaﬂ MO3aVIKa].

Ecnu yactu xpomocom oTcyTcTeytoT (aeneuuun) wnu npu-
cyTcTsyloT Gonee ogHoro pasa (aynavkauuu) v B pesynsTa-
Te WU3MEHSeTCH YMC/I0 KOMWIA COOTBETCTBYIOLMX y4yacT-
KOB, roBopAT 06 W3MeHeHUW KonuyecTBa konmit (Copy
Number Variations — CNV]. CNV BcTtpeuatoTtcs npu po-
xpaeHum ¢ yactotolt MeHee 0,02 %. OHM MoryT NpMBeCTM K
nopokam pasBuUTWs OPraHoB U/unm HapyleHnsaM obuiero
pa3sutusa. Mx MoxHo obHapyxuTb ¢ nomoubio HUMT
PreNata® (BapvaHT 4) npu pasmepe ot 7 M6.



