[ns Koro npegHasHaueH npeHatanbHbivi Tect NATALIA?

TecT npeAHasHayeH A/1A Bcex bepemeHHbIX KeHLLUMH, KoTopble B
NOMHOM Mepe 0CcBeAOM/IEHbI O IOCTOBEPHOCTM €ro pesy/1bTaTos 1
OCO3HaOT BO3MOXKHbIe NOCNeACTBMA. bepemMeHHbIM KeHLLIMHAM C
OTK/IOHEHMAMM B Pe3y/bTaTax CKPMHWHIA NepBOro TpMmecTpa
npeHaTanbHbli TecT NaTALIA MOXKET NpeaoCcTaBUTb LIEHHYHO
NHOOPMALMIO O NPOTECTUPOBAHHbIX XPOMOCOMHbIX M3MEHEHMAX.
OfHaKo, MOCKO/bKY TECT He MO3BOAET NPOAHAIN3MPOBaTb BCE
XPOMOCOMHbIE M3MEHEHWSA, KOTOPbIE MO CTaTb NPUYNHOMN
OTK/IOHEHWI B pe3ynbTaTax CKPUHMHIA NepBOro TPMMeCTpPa, ero
npoBefieHne B 9TOM C/lydae byaeT LenecoobpasHbiM TONbKO
nocne o6CToATENbHON KOHCYAbTALMM C BPavoM. Te e
coobparkeHWs NPUMEHVMbI U 417 BepemMeHHbIX KeHLLMH C
OTK/IOHEHMAMM B pe3ynbratax Y3W naoaa.

KaKkoBbl npeaenbl 4UarHOCTUYECKUX BO3MOXKHOCTEN
npeHatanbHoro tectra NATALIA?

OH NPOBOAMTCA TONBKO 1A NPOBEPKM YNOMAHYTHIX USMEHEHWUIA,
KOTOPble COCTaBAAKT NLLb YaCTb MPEeHaTaIbHbIX XPOMOCOMHbIX
n3meHeHu (okono 70 %). TecT He 3ameHseT peryaapHble
CKPUHWHIOBbIE 06CNe0BaHUA MK YBTPA3BYKOBOE
nccnenoBaHne naoaa.

MpenatanbHble Tectbl NATALIA 6e3 nonyueHuns pesynbrata
Mpu Bcex npoueaypax HAMT B Hebo/bLLIOW YacTu cayYaes
[OCTOBEPHbIA pe3y/ibTaT He MOXKET ObiTb NonyyeH. Hanbonee
PACNpPOCTPaHEHHOW NPUYMHOWM 3TOTO ABAAETCA CIMLLIKOM HU3KMIA
ypoBseHb [AHK naoaa B Kposm matepu. B Takmx ciaydaax
nceneayemble OTKNOHEHNA He MOTYT ObiTb HY NOATBEPKAEHbI, HU
MCKAtoYeHbI. [Tpy ncnonb3osaHum npeHatansHoro Tecta NaTALIA
NpoLeHT HeaGEKTUBHOCTM Ype3BbIYaMHO HU30K M COCTaBNAET
npumepHo 1-2 %. B nogobHoM cuTyaumm TeCT NoaNeskuT
NMOBTOPHOMY NPOBEAEHMIO HecnnaTHO € UCNONb30BaHMEM HOBOTO
obpasLia KpoBsw. Mo CornacoBaHUIO C BPaUOM MOXKET ObITb
pPaCcCMOTPEHa BO3MOXKHOCTb NPOBEAEHNA MHBA3WBHOW
[OMArHOCTUKM, B 3aBMCUMOCTW OT NPeABapUTENbHbIX Pe3yN5TaToB
APYrvx uccnenoBaHuMia. Pacxoapl Ha npeHatanbHbli Tect NaTALIA
ONA BbIABNEHMA TpcomMuii 13, 18 1 21 NoKpbIBatOTCA CUCTEMOW
MeAMLIMHCKOrO CTPaxoBaHWA, eCIM MMeKOTCA A0CTaTOYHble
OCHOBaHWA A/1a ero NposeaeHWA. JonoaHuTeNbHble TECTbI Ha
onpeaeneHve nona naoda (29,14 eBpo) v HenpaBUAbHOTO
pacnpeaeneHuns NoaoBbIX XpOMocom (58,28 eBpo) oriaumnearoTcs
COBCTBEHHbBIMM CUNAMM.
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MHdopmauma ana naumeHTos
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HenHBa3MBHbIM aHaN3 KPOBM
Ha BbIAB/IEHME XPOMOCOMHbIX
HapylweHunn nnoga —
MHbopmauma ans bepemeHHbIX
YKEeHLMH




Mouemy ctouT BbIGpaTh NpeHaTtanbHbili Tect NATALIA?
MpeHaTanbHblit TecT NaTALIA no3Bo/SeT NpoBEeCTU PaHHIoL,
MaKCMMaibHO A0CTOBEPHYIO OLEHKY pMCKa Haanuma Hanbonee
pacnpoCTpaHeHHbIX XPOMOCOMHbIX HApYLWeHWI y Ballero
HepoXKAeHHOro pebeHkKa.

[N BbIABNAEHUA KAaKUX XPOMOCOMHbIX HapyLIEHUA NPOBOAUTCA
Tecr?

TecT onpeaenaeT puck Haanuums Tpucommn 21 (cuHapom AdayHa),
Tprcommmn 18 (cMHApPOM SaBapaca) u Tpucommm 13 (CMHAPOM
MMaTay). 3TM U3MEHeHMA XapaKTePU3YIOTCA OTKAOHEHWEM YMcna
KOMMUI COOTBETCTBYHOLLMX XPOMOCOM OT HOPMbI 1
COMPOBOXKAAOTCA GU3NYECKMMM aHOMANUAMU U/ NN
3a1€PXKKaMM B Pa3BUTUN.

YacToTa BO3HUMKHOBEHMA 3TUX TPMCOMMIA MOBBILAETCA C
BO3pacTomM maTtepu. Hanpumep, puck pasButua tpucommm 21y
20-neTHel BepeMeHHOM KeHLWMHbI COCTAaBAAET NPUMEPHO
1:2000, B TO Bpems Kak puck ana 40-neTHeln KeHWmHbI
cocTasnsaeT yxe 1:100.

Mpy oAHONNOAHOW HEPEMEHHOCTM C MOMOLLbIO NPeHaTaabHOro
Tecta NaTALIA MOXKHO TaKXe NpoBepUTb pacnpeseneHue
MONOBbIX XPOMOCOM. Kak NpaBm/io, OHW CONPOBOXKAAKOTCA
OTHOCUTENBHO HEOONBLUMMMN HAPYLWEHUAMM B PA3BUTUM MO
cpaBHeHuto ¢ Tpucommamm 21,13 n18.

Kakoi matepuan ucnonbayercs gns tecra?

[ns npoBeaeHuUs TecTa TpebyeTca ToNbKo 0bpasel, Ballel KposM,
MOCKO/IbKY B KPOBM MaTepy COLEPHKATCA TaKKe GparmeHTbl
reHeTMYeckoro matepuana byaylero peberka. BoT noyemy aToT
TEeCT Ha3bIBAETCA HEVHBA3WBHbLIM NpeHaTaAbHbiM TecTom (HUMT).
B 0T/IM4Me OT MHBA3MBHbIX NpoLeayp (Hanpumep,
aMHVIOLLEHTe3a), HET HUKaKMX CBA3AHHbIX C NPAMbIM
BMELLATEIbCTBOM PUCKOB /1 BAC UM Balero pebeHka.

Ha Kakom cpoke MOXKHO NPOBOAUTbL TecT?

MpoBoanTb TECT MOXKHO ¢ 10-11 Heaenn 6epemMeHHOCTM.
MpeHaTtanbHbir TecT NaTALIA TakyKe MOXKeT MCNoNb30BaThCA NpK
MHOTOMN/I0AHOM BepeMeHHOCTU 1 Npu BepemMeHHOCTH,
noay4YeHHoM B pesynstate nedeHunn becnaoamns (Hanpumep, KO,
NKCW).

MpoBoauTCca n TakKe onpegeneHune nona pebeHka?
MpeHaTanbHblit TecT NaTALIA Tak:ke MOXKeT onpeaennTb non
Ballero byayuiero pebeHka. Ecnv Bbl BbibepeTe 3TOT BapuaHT, Bam
coobuaT pesynbraT nocne 14-i Heaenn bepemeHHoOCTU B
COOTBETCTBMM C TpebOoBaHMAMM 3aKOHA O reHeTUYeCKon
OMarHOCTUKe.

Kak BbinonHseTca npoueaypa NpoBeAeHUA NPeHaTaNbHOro
tecta NATALIA?

Mpexae Bcero, Ball Bpay WM CNeumanmncT 8 061acTm reHeTuKm
yenoBeKa 0ObACHWUT BaM AMArHOCTUYECKME BO3MOKHOCTM TECTa U
nx npeaensl. Mocne TOro Kak Bbl AaAuTe NUCbMEHHOE cornacue, y
Bac B03bMyT obpasel, kposu (10 mn). Obpasel, KpOBK OTNpPaABUTCA
B Hally cneuyann3npoBaHHyto 1abopaTopmio reHeTUKM Yenoseka
B [lepmaHuMn. Pe3ybTaT TecTa byaeT roToB nprmepHo Yepes 7
pabounx AHel 1 3aTem OTMpPaB/IEH Balemy Bpayy, KOTOPbI
06CyaMT C BamMu BCe BO3HUKLLME BOMPOCHI.

KakoBbl BO3MOXXHble pe3ynbTaTbl NPeHaTasbHOro TecTa
NQATALIA v uto oHM O3HaualOT?

Balu Bpay Mo/y4MT MMCbMEHHbIN OTYET O pe3yabTaTax
TecTa, B KOTOPOM ByAeT yKa3aH ypOBeHb PUCKa Hanu4us
XPOMOCOMHbIX HapyLLIEHWA.

¢ Huskuu PUCK O3HA4YaeT, YTO Ha/in4me onpeaeeHHbIX
NPOTECTUPOBAHHBIX XPOMOCOMHDbIX Hap\/UJEHMVI MOXHO
NPAKTUHECKUN HaBEPHAKA NCK/TIOYUTD.

¢ BbICOKUMA PUCK O3Ha4YaeT, YTO CYLLEeCTBYET BbICOKaA

BEPOATHOCTb HAIMYMA KOHKPETHOIO XPOMOCOMHOTO
HapyLleHus.

OZHaKo, MOCKO/IbKY TaKoM pe3ynbTaT MOXKeT
HaboaaThca U Npy GepemeHHOCTM 340P0BbIM
pebeHKoM, oA NoATBepKAeHNA N1HOro OTKAOHEHUA OT
HOPMbl HE06XOAMMbI AONO/IHUTE/IbHbIE UCC/IEA0BAHUA
(06bl4HO MHBA3MBHbIE NMPOLEAYPbI, TAKUE KaK
aMHMOLLEHTE3) A0 MPUHATUA HEOBPATUMbIX PeLLeHUiA
OTHOCUTE/NIbHO HEpeMeHHOCTMH.

Ball Bpay npOKOHCYNbTUPYET Bac O Aa/IbHEeMLLNX
DEencTBuaAx.

Uccnepgyemble XpOMOCOMHDbIE HapyLUeHUA

YacroTa
BO3HUKHOBEeHUA | CumnTombl
HapyweHune
Toucomus 21 YMCTBEHHOIO 1
. dusmyeckoro
(cMHApom 1:700
Naya) pasBUTKA,
BPOXKAEHHbIE MOPOKK
cepaua
Tpucomusa 13 Taxkenoe HapyLweHue
(cMHapom 1:5000 YMCTBEHHOTO
MaTay) pasBuUTUA,
MHOXeCTBEHHble
dusnyeckmne
natonoruu,
Tpucomusa 18 NPOAO/IKUTENBHOCTD
(cnHapom 1:3000 KU3HW B
SaBapaca) 60/blWNHCTBE

cydaes meHble 1
rona

Uccnepgyemble XpOMOCOMHDbIE HapyLUEeHUA NONOBbIX

Xpomocom
YacroTa
BO3HMKHOBeHUA | CumnTOombl
MoHocomusa
X . + Becnnoawne, HU3KKIA
(cuHapom 1:3000 POCT, MOPOKM cepaLa
TepHepa; X0)
YacTo He
obHapyXxmBaeTcs,
CuHgpom becnnoame, puck
KnaitHdenb- 1:1000* BO3HMKHOBEHMA
Tepa (XXY) He3HauYUTeNbHbIX
TpyaHoCTel B
obyyeHun
CHHAPOM B 6onbluMHCTBE
. *
fiko6ca (XYY) 1:1000 cny4vaes b6es
BUAMMbIX MPU3HAKOB
Tpucommn X . B 6onblunHCTBE
(XXX) 1:1000 cnyyaes 6e3

BUANMBIX MPU3HAKOB

+ *
cpean HOBOPOXAEHHbIX XXeHCKOro nosa, = cpeay HOBOPOXAEHHbIX MyXCKOro

nona



