:PreNata’

HWUTTT PreNata®
HEeMHBA3UBHbIWN
npeHaTanbHbIN TEeCT

HononHutensHyo IOR£0O)
uipopmaumio o HAMT PreNata® [
CM. Ha caitTe prenata.de. [O




KpaTtkuit 0630p HUMT PreNata®

HWUNT (HenHBasmBHbIN npeHaTanbHblii TecT) PreNata®
no3BosisieT nepef pogaMu NpoBepuTb, UMeeT Nn pebeHok
reHeTMYecKMe U3MEHEHUs, KOTopble MOryT MoBAWATb Ha
ero pa3sutue, 6e3 pucka gna Matepu u peberka. ns ato-
ro HeobxoauM nuwb obpasel, kKpoBu MaTepu. Mpu xena-
HUn opHoBpeMeHHo ¢ HUMT PreNata® MoxHo onpepenutb
non pebeHka. ObcnepoBaHne MoxHo nposofuTh ¢ 10-#
Hefenun bepeMeHHoCTU.

Kak pabotaet HUMNT PreNata®?

[eHeTuyeckunin maTepuan yenoseka — Hawa OHK — co-
LEPXNTCA B XPOMOCOMax BHYTpW kneToK. OBbbluHO Ha ofiHY
KneTKy npuxonmtcs 23 napbl XpoMocoM. XpoMocoMbl 1-22
(ayTocoMbi) 1 nonosblie xpoMocoMsl (roHocoMbl) NpeacTas-
NeHbl B 1BYX 3K3eMMispax, no 0gHON KONWUK OT MaTepu u
oTua. Y xeHwuH ase X-xpoMocoMsl (XX, a y MyxunH ofHa
X-xpomocoma v ogHa Y-xpomocoMa (XY). XpoMocoMHble
M3MEHeHUs, T. e. HefocTadya Uim U3bbITok XxpoMocoM (mnu
nx yacTei), MoryT HapywmTb passutue. HUMT PreNata®
nossonsieT uccnegosate OHK pebeHka B obpasue kposu
MaTepu Ha XpPOMOCOMHble U3MeHeHUs, HaunHasa ¢ 10-1i He-
nenun bepemeHHocTH, 6e3 pucka ons Matepu u pebeHka.
Nupopmaumna B IHK peberka pacwmnposbiBaeTcs B na-
BopaTtopuu, rae onpefensitoT HannYMe XPOMOCOMHbIX 13-
MeHeHu y peberka. Tak, B clyyae TPMCOMUMK COOTBET-
CTBYlOLLL@S XPOMOCOMa MPUCYTCTBYET B TPeX 3K3eMmnspax
BMecCTO [BYyX, @ B C/ly4yae MOHOCOMMUW COOTBETCTBYHOLLAS
XpOMOCOMa MpefCcTaBeHa ToNbKO B OJHOM 3K3eMMspe.
[etn ¢ TakMMu M3MeHeHWsMU 0DObIYHO MMEeKT pasHyio
CTeneHb KIAWUHWYECKUX OTKIOHEHWI unn  GU3NYecKmx
orpaHuyeHuit. B uenom, Takve XpOMOCOMHbIE M3MEHEHUS
BO3HWKaOT O4eHb PeAKO, HO MOTYT BCTPeYaTbCs Uy MOJIO-
IblX MaTepen.



Ckonbko ctout HUMT PreNata®?
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BapuaHT
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Kacca obasaTenbHoro MeauumuHCKoro
cTpaxoBaHus (GKV) nokpbiBaeT pacxofbl Npu onpeaeneHHbIX
ycnoBusax, 6e3 AonnaTbl CO CTOPOHbI NALUEHTKHN

Honnata
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OnpepeneHxue nona

Honnata
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BapuaHT 34 98 (233,15
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HenpaBunbHoe pacnpegeneHue nosoBbiX XpOMOCOM
(Tonbko ans ogHonnoAHoM bepemeHHoCTH)

Honnata

BapuaHTt

Tpucomum 13/18/21

Onpepenexue nona

HenpaBunbHoe pacnpepeneHue nosioBbIX XpoOMOCOM
(Tonbko ans ogHonnofHoM 6epeMeHHOCTH)

Pepnkue aHeyniouauu, a Taikoke YacTUYHbIe
Aynnvkauum v geneuum > 7 M6

C 01.07.2022 HeuHBa3vBHOE NpeHaTanbHoe obcneposa-
Hue Ha Tpucomuio 13, 18 n 21 MoxeT npoBOAUTLCA 3a
CYeT Kacchbl MeIMLMHCKOro CTPaxoBaHUa B paMkax Ballen
rocyqapCTBEHHOM MeAWLUMHCKOM cTpaxosku (BapmaHT 1).
Baw Bpay nopckaxeT, cooTBETCTBYeTe 1 Bbl TpeboBaHU-
fM KacCbl MeLWLMHCKOro CTPaxoBaHUs ANS MOKPbITUS
pacxopoB. KpoMe Toro, mo corsacoBaHuio ¢ BPayoM Bbl
TakXe MOXeTe MPUHATL pelleHne ob onpeaeneHun nona
pebeHka (BapuaHT 2] unm BoiaBieHUn Gonee 0BLLIMPHBIX
XPOMOCOMHbIX M3MEHEHWI C O4HOBPEMEHHbIM onpeaene-
HueM nona peberka (BapuaHTel 3 1 4). B gononHeHune K
CTPaxoBOW BbINaTe Bbl HeceTe [OMOSHUTENbHbIE pacxo-
Lbl 3a yC/yru, NpefocTaB/ieHHble B paMKax WMHOMBUAY-

anbHOro MeguumHckoro obenyxnsarms (IGel ).



Kakune XxpoMOCOMHbIe U3MEeHEHUSA
nccnepyrotca?

HWMT PreNata® no3sonsieT BbibpaTh YeTbipe pa3Hbix Ba-
praHTa ¢ pasHbiMu obbeMaMu nccnegoBaHus. B BapmaH-
Te 1 paccMaTpuBatoTcs Hanbosee yacTo BCTpeyatoLmecs
Tpucomuu (13, 18, 21). B pononHeHue K 3TOMy MOXHO
onpefenuTb non pebeHka, NPoBeCTU MCCefoBaHWe Mo-
NOBbLIX XPOMOCOM, a TakXe WCCnefoBaHWe Bcex 22 nap
xpoMocom [ayTtocom). OpHako B wuccremoBaHue bymyT
BKJ/IOYEHbI BCErfa TONbKO Te XPOMOCOMbI, KOTopble bblau
yKa3saHbl npu Bbibope BapnaHTa uccnefoanms. O6pasubl

n BCe COGpaHHbIe OaHHble OCTAlOTCA B repMaHl/lVI.
Tpucomun 13, 18 n 21

37K Tpu TpucoMmu npepcTaBnsoT cobon Hanbonee pac-
NPOCTPaHEHHbIE XPOMOCOMHbIE aHOManuu y >XUBOPO-
XOEHHbIX AeTen.
*Tpucomus 13 (cuHapom MaTay, yacToTa npubn. 1:5000)
*Tpucomua 18 (cuHopom 3nBapaca,

yacTtoTta npu6a. 1:3000)
*Tpucomua 21 (cunopom LdayHa, yactoTta npuban. 1:700)

MonoBblie XpoMOCOMBI

Takke MoxHO uccneposaTb yvactkn OHK, koTopble co-
Lepxat nosioble xpoMocoMbl X 1 Y (roHocombl]. Takum
nyTeM MOXHO YBUAETb NPU3HAKM Pa3fvyHbIX CUHLPOMOB,
NpU KOTOPbLIX MOM0Bble XPOMOCOMbI MPUCYTCTBYIOT B U3-
MEHEHHOM KOJIMYEeCTBE, T. €. OTCYTCTBYIOT WAN BCTpeya-
l0TCA B [OMOJHUTENbHbLIX 3K3eMnaspax (MoHocomus X;
Tpucommsa X, XYY, XXY). 3T n3MmeHeHus 3avacTylo cBa3a-
Hbl C MeHee WHBAJVAU3VPYIOLMMU aHOMaNUAMK Mo
CPaBHEHMIO C U3MeHEeHMAMI B XpoMocomax 1-22 (ayToco-
max). [1na TecTMpoBaHMS MON0BbLIX XPOMOCOM BbiGepute
BapvaHT HUMT PreNata® 3 nnu 4.



OnpepeneHue nona

Mpu xenannu ¢ nomolysto HAMT PreNata® (sapuanter 2, 3
v 4) Tak>ke MOXHO onpedenuTs non peberka. O pesynsTa-
Tax MccnenoBaHMa nedalinii Bpay coobliaeT B cooTBeT-
CTBMU C npefnucaHnsaMu 3akoHa O reHeTU4eckol Aua-

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

MonHoreHoMHOe uccnefoBaHue
BCeX XpoMocoM (1-22)

Bbl Takke MoxeTe BblbpaTb NONHOreHOMHOE MCCefoBa-
HVe BCeX XpPOMOCOM [/15 BbISIBNIEHUS PefKUX HenpaBuiib-
HbIX pacnpefesieHWin MOSHbIX ayTOCOMHbLIX XPOMOCOM
(rare autosomal aneuploidies — RAA). 3auyacTyio peub
MIET 0 TaK Ha3blBaeMblX «M0O3anKax», YTO 03Ha4aeT Ha-
NnYne Kak MUHUMYM ABYX PasHbIX TUMOB KNETOK C pas-
HbIMK HabopaMu xpomocoM. OHu MOryT 3aTparmsaTh KieT-
Kk peberka (beTanbHas Mosauka) w/wam Tonbko YacTu

nnaueHTbl [I'IJ'IaLI,eHTapHaﬂ MOBaVIKa].

Ecnm yactu xpoMocoM oTcyTcTByIOT (Beneuunun) uan npu-
cyTcTaytoT 6onee ofHoOro pasa (mynnukauuu) u B pesynbra-
Te WU3MeHSeTCs YMCAO0 KOMUIA COOTBETCTBYIOLLMX y4acT-
KOB, roBopsaT 06 M3MeHeHun konuyectsa kommii (Copy
Number Variations — CNV). CNV scTpeuatorca npu po-
xpeHuu ¢ yactotoit MeHee 0,02 %. OHM MoryT nprBeCTM K
MOpoKaM pasBWUTUS OPraHoB W/Waun HapylweHusM obuero
pa3suTusa. Mx MoxHo obHapyxuTb ¢ nomolbto HUMT
PreNata® (BapuaHT 4) npu pasmepe ot 7 M6.




Kak npoxoauT npouecc npuMeHeHus
HUMNT PreNata® Ha npakTuke?

1. Baw Bpay npegoctasut Bam nogpob-
HYI0 KOHCYNbTalMio U MHbopMaLuio B
COOTBETCTBUM C 3aKOHOM O reHeTUYe-
ckon gmnarHoctuke (GenDG).

2. Baw Bpay Bo3bMeT
obpaseL, KpoBw.

3. AHanu3s Bawero obpa3sua Kposu
NpoBOAMTCS B Hallel nabopaTopumu.

4, Pe3ynbTaThl OyoyT oTnpaBfeHsbl
BalleMy Bpayy B TeyeHue
HEeCKOJIbKUX OHEN.
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@ @ | 5 Baw Bpay pa3sbACHWT BaM
pe3ynbTaT UCCeA0BaHus.
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Mo>xHo nu npuMeHaTb HUMNT PreNata®
npv gBynjoaHom 6epeMeHHocTU?

B cnyvae gBynnopHon HepeMeHHOCTM TeCT MOXHO
npuMeHaTb 6e3 kaknx-nnbo npobnem. OnpenenexHue
nosia No3BoNsieT YCTaHOBUTb, ABASETCA SN KaK MU-
HUMYM ofmH pebeHok ManbymkoM. ObcnegoBaHue Ha
M3MeHEHUA MOJI0BbIX XPOMOCOM (BapmaHT 3 1 Bapu-
aHT 4) HEBO3MOXHO. TeCT He UCMOSb3yeTCs NPU MHO-
ronsiofHoi 6epemenHocTy (3 1 bonee nnogal.
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Mo>xxHo nu npuMmeHsaTb HUMNT PreNata®
nocne neyeHus 6ecnnoguna?

PreNata® NIPT Takxe MoXHo npuMmeHsATb be3 npobnem

n 6e3 orpaHnyeHnit nocne neveHns becnnoguns.
Hackonbko Hape>xeH HUMT PreNata®?

TecT BbIiBNSieT Hanbonee pacnpocTpaHeHHble ayTOCOM-
Hble XPOMOCOMHble u3MeHeHus (Tpucomum 13, 18 n 21) ¢
BeposiTHOCTbio Bonee 99 % v c Takol Xe BEpPOSTHOCTbIO
MoxeT ux ucknounts. HUAMT PreNata® Takxke HapgexHo
BbISIBNSET U3MEHEHUS MONOBbIX XpoMocoM 1 RAA-aHoMa-
nui ¢ BeposiTHocTblo 96 %, a CNV-aHomanuin — c uyB-
CTBUTENbHOCTbIO 74 %.

YTo 03HayaloT pe3synbraTthbl?

OTCyTCTBI/Ie Bblpa)KeHHbIX I/I3MEHeHI/II‘;I O3Ha4aeT, 4YTo XpO-
MOCOMHbIe U3MeHeHUs NoYTU UcKtoYeHbl. [pu Hanuumm
BbIpaXKeHHbIX U3MEHEHUI CyLLecTByeT BbicOKasi BEPOSIT-
HOCTb XPOMOCOMHbIX aHOManuin. [ockosbKy 3TOT TecT SB-
NAETCA CKPMHUHIOBLIM, @ HE AMArHOCTUYeCkUM, OTKIO-
HeHMe 0T HOPMbl [OJKHO ObiTb  MOATBEPXKAEHO
JanbHEeNWMMKN JuarHocTMyecknuMm npouenypamu. Baw
Bpay pacckaxkeT BaM 0 BO3MOXHbIX BapuaHTax, koTopble
00bIYHO BK/HOYAOT B cebs aHaNN3 aMHUOTMYECKON XNA-
KocTV (aMHMOLIEHTE3) NN UcCneaoBaHme TKaHW NNaLeHThbl

(6roncusa BopcuH xoproHal.



OrpaHunyeHus HUMT PreNata®

BbisiBneHHble M3MeHeHWs npeAcTaBnsAoT coboi nuwb
4acTb BO3MOXHbIX MPeHaTasbHbIX XPOMOCOMHbIX U3Me-
HeHW. TecT He NO3BONSET pacno3HaTh Apyrue aHoManuu
1 MOPOKW PasBUTUS M CAeNaThb 3aK0YeHNe 0 COCTOAHMM
3p0poBbsa pebeHka. OH He 3aMeHseT cobol perynspHble
npodunakTnyeckne 0CMOTPbl U BbICOKOYYBCTBUTEIbHOE
Y3W. Kpome Toro, oH He N03BOJISIET C BbICOKO BEPOSTHO-
CTbto 06HapYXuUTb Mo3auku. [py HannyMn Tak Ha3blBae-
MOro «McYye3atoLero bansHewla» BO3IMOXEH JI0KHOMOMO0-
KUTENbHbIN pe3ynbtaT. [pyn onpefeneHnn nona Takxke

BO3MOXXHbI pacxoXXneHud.
C6ou npu TecTMpoBaHUU

B kpaiiHe penkux cnyyaax HUMT PreNata® moxeT He
[LaTb HapexHoro pesynbtata. O6bIYHO 3TO MPOMCXOAUT
M3-3a CIULLIKOM HU3KoW ponu detanbHon JHK B Mmate-
pUHCKON KpoBW. B aToM cniyyae MoxHo becnnatHo noBTo-

pWTb TeCT C HOBbIM 06pa3L,OM KPOBMU.
Ba)Hble 3aMeyvaHus

B kpaiiHe pepkux cnyyasx (< 1 %) BO3MOXHbI JIOXKHOOT-
puLaTenbHble pe3ynbTaTthl. ITO 03HAYAET, YTO TECT MOXET
nokasaTb OTCYTCTBME BbIPaXKEHHbIX W3MEHEeHUN p[axke
NPpU HaJMYUU XPOMOCOMHbBIX U3MeHeHUI y pebeHka. Ho
TOYHO Tak >e yKasaHne Ha Hanu4yMe N3MeHeHUn He Bcer-
[la 03HayaeT, YTO XPOMOCOMHbIE U3MEHEHUS UMeloT Me-
CTO Ha caMoM pene. [luarHocTMpoBaHWe U3MEHEHWI ¢
nomowbo HAMT PreNata® He oba3atenbHo foKHO Npu-
BoAMTb K abopTy. lNocne nopTBepXAeHWs pesynbTata C
MOMOLLbIO [OMOSIHUTENIbHbIX TECTOB Bbl MOXETE roTO-

BUTbCS K poXaeHunto pebeHka, HanprMep, ¢ TPUCOMUEN.



