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lIpeHaTaNbHasA AMarHOCTUKa NO3BOoNAeT
nepenuTyn oT BEpPOSITHOCTHOrO K
OAAHO3HAYHOMY NMPOrHO3nMpoBaHMIO UCxXopaa
6epeMmeHHOCTHU. lNepBblie NONbITKKU
MHBA3UBHOM NpeHaTas/IbHOU ANArHOCTUKMN
caenaHbl B cepeauHe 50-x rogqos npoLwusioro
BEKa B CBSI3U C 3puTpo6,1acTO30M Y NN1oAa,
obycnosneHHbiM Rh-n3omMmmyHunsavumen.
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O6uie nokasaHnsa K nNpoBeAeHuro
npeHaTtaJibHOU ANArHOCTUKM

MoBbllWEeHHbIA FTeHETUYECKUU PUCK PoXKAEHUs
pebeHKa C HaceACTBEHHbIM WM BPOXXAEHHbIM
3abonesaHunemMm.

Tshxenbl Xapakrep 3aboneBaHus,
onpasAbiBaloOLWMK NpepbiBaHne 6epeMeHHOCTH

OTcyTCcTBME YAOBJIETBOPUTEJIbHOIO Crnocoba
NieyeHusn npepnosiaraeMoro 3abonesaHus

Hasimvuve TOYHOro AMarHOCTU4YeCcKoro Tecra

Cornacue ceMbu Ha npoBeaeHune
npeHaTtasibHOU ANUAarHOCTUKMU U NpepbiBaHue
6epeMeHHOCTM NOo NoKa3aHUusM
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MeToanuyeckue noaxoabl K
npeHaTtaJibHON AUAarHOCTUKeE

TpeboBaHusa kK MeTOAAM:
BbiCOKass TOYHOCTb MeToAda
Heb6onbluaa onacHOCTb OC/I0XXHEHUU
ManeHbkKM# CPpoK 6epeMeHHOCTMH

MWHMMaNbHbIA CPOK NMONTyYEHUSA
pe3yJjibTaTa



HenHBa3uBHbIe
(ckpyHMpyowme) metoabl

Y3U nnopa

CbIBOpOTOUYHbIE (PaKTOPbl B KPOBU MaTepu —
TpouHou Tect (ADI, XI'Y, HI)

HoBble CbIBOPOTOUYHbIE MapKepbl: ANMEPHbIN

MHIrM6mMH A, 6eta-kopoBbik pbparmeHT XI'Y (B
Moue), 6enok 6epeMeHHbIX PAPP-A

Knetku nnoaa (a3purpobnacrsl, iMMpoLUnTbI) B
KPOBSIHOM pycJie MaTepm




NHBa3uBHbIE
(AnarHocruyeckume) Metoabl

¢ AMHMUOLIeHTe3

e buoncusa BOPCUH XOPUOHa
e KopaoueHTes

¢ PeTOCKONMUA



Y3U nnopa

CKpMHMHI BCcex 6epeMeHHbIX YXeHLUUH NpoBoAUTCSH B
cpoke 14 — 20 Hegenb

OnTuManbHbLIM NOAXOAOM SAIBJISETCA OpraHu3auums
ABYX3TAMHOrro Y3-CKPpUHMHra: «aKyLepcKoro»
(BbisiBNEeHMue rpybbix NOPpOKOB U aHOMAJIMK pa3BUTUSA
NPOBU3O0PHbLIX OPraHOB NJioAa B poAOBCNOMoOraTe/ibHbIX
yuypexaeHusiX) U «reHetuyeckoro» (npuvuesnbHas
AnarHoctuka BI1P B paMkax MegUuKO-reHeTU4YecKoro
KOHCY/1IbTUPOBaHUSA).

BbisiBnsiercs okosio 70% Bcex COCTOSHUM NJ10Aa,
COMPOBOXAAOLWKNXCA BPOXXAEHHbIMU NMOPOKaMM
Pa3BUTUSA, KaK U30J/IMPOBaHHbIX, TaK U B COCTaBe
XPOMOCOMHbIX U HAacNeACTBEHHbIX CUHAPOMOB.
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YNnbTpa3BYKOBbIE n PU3HaAKM
Hannuua BIP y nnopa

¢ OnepexxeHue uam oTctaBaHve naopa B
pocTe

e N3MeHeHHble IXO-KOHTYpbI YacTen Tena
N BHYTPEHHMUX OpPraHoB

¢ HapyuweHus NoNnoXeHus, npeanexaHusa
M NOABUXXHOCTHU nnoaa

e [lucnponopuua Yyacrteu Tesa naoaa




¢

-

r yanpaBByKOBble.an?.HaKM HaNMumns
BI1P y nnogaa no NnpoBU30PHbIM

opraHam

NMonu-, onurorngpoaMHUOH
'Mnonsa3usa niaueHTbl

F'Mno- nam rmnepnja3vusa NynoBUHbI
Annasusi o4HON U3 apTepUM NYNOBUHDI
AMHMNOTHUYECKHE TAXKUN

KMCTbI nnaueHTbl

NMopoku pa3BuUTUA nocnena

HapyweHua dpeto-niayeHTapHoro
KpoBOoObpalieHus



CbiBOpPOTOUYHbIE MapKepbl

e AO®DIl — anbda-deronporenH, 6enok, KOTopbIin
BbipabaTbiBaeTcs neyeHbro nJioga U NPpoHMUKaeT yepes
nJjlaleHTapHbin 6apbep B KpoBb MaTtepu. B 1972 r. 6b1s10
0o6Hapy)xeHOo, uTo npu 6epeMeHHOCTH naoaomMm ¢ AAHT
(aH3HUedanms, oTKpbiTaas CMIMHHO-MO3roBasl rpbi)xa) B
CbIBOPOTKE KPOBM >XeHLIMH Ha 16 Heaene 6epeMeHHOCTHU
obHapy)xuBaeTtcs nosbilweHne ADI. OaHakKo, 3TOT TeCT
He aBnsietcsa HM 100% yyBscTBUTENbHbIM, HX 100 %
cneynpunuHbIM, T.K. ypoBeHb ADI1 MOXKeT NoBbILLATbCA
npu 6an3HeLOBbIX 6epeMeHHOCTAX, Noc/ie MeAULIMHCKUX
abopTos, npu pedekrax nepeaHen 6pPrOLLIHON CTEHKU U
Ap. Npy KOHUeHTpauuu A®I1 B kpoBu matepu 2,5 MoM
BbisiB/ifieTca npuMepHo 75% cnyuyaeB JHT y nnopaa.




CbIBOpPOTOUYHbIE MapKepbl

XI'Y — 6erta-uenn XOpuOHNYECKOro
roHafloTponMHa YesnioBekKa

® HO — HEKOHDBIOrMPOBAHHbLIA 3CTPUOII.

O6a ropMoHa nNpoAyuMpyIOTCS TKaHAMU naoaa.
NX KOHLIEHTpaLMUs MEeHSIeTCA NPy HaJIMuun y
njoga HeKOTOpPOM NaToJIormm

PAPP-A — acCOLUMMUPOBAHHDbIN C
6epeMeHHOCTbIO 6en0K A ns1a3Mbl KPOBM!.




lMpeHaTasibHaA AMAarHOCTUKa
cuHapoMa [layHa

e [1na BblAaeneHus rpynrbl pUCcka UCNoJ1b3yeTcs «TPOUHOU
TeCT» UIN «6MoOXMMNYECKUN CKPUHUHI Ha CUHAPOM
dayHa»— onpeaeneHue B CbiIBOPOTKE KpoBU 6epeMeHHOMN
Ha 15-19 Hepene Tpex 6enkoB ADI1 (cHmxaetcsa go 0,75
MoM), XI'Y (noBbiwaeTtca oo 2,05 MoM), HI (cHMKaeTcs
no 0,73 MoM). Ucnonb3yeTcs UMMYHO(EPMEHTHbIN
aHanus (MOA). NMpu Taknx NokKasaTensax «TPOUHOro
TecTta>» BbisiBAsieTca npuMmepHo 60% nnoaos C
CMHAPOMOM [layHa.

e B Hacrosilee BpeMsl UCNOJib3yeTcss 6MOXMMUYECKUN
CKPUHUHI Ha cMHApPOM [layHa B 1-0oM TpuMecTtpe. Kpome
nepeuymcsieHHbiX MapkepoB ucnosb3yerca PAPP-A, Torga
BbisiBN1ieMOCTb gocTturaet 77,4%.
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lMpeHaTasibHaA AMAarHOCTUKa
cuHapoMa [layHa

e B kauecTBe CKpMHMpYIOLLEro MeTtoaa Ansa obHapy)xeHusn
cuHapoma [layHa un Apyrmx ayToCOMHbIX TPMCOMUU
TaK)xe ucnonbsyercs Y3U. Ha 18 Heaene 6epeMeHHOCTH
¢dakTOpaMu pucka ABASAIOTCA U3SMEHEHUSA NPOBU3OPHbIX
onipraHoB rsioga (B 4aCTHOCTM, NJ1aLeHTbl), KOJIM4YecTBa
AMHMOTUYECKOMN XKNAKOCTHU, cneyndunueckme nopoku
pa3BUTUS U aHOMaJIMM CaMOro naopaa.

e B 1-oMm TpuMecTpe 6epeMeHHOCTH Y3-MapKepoM ans
AVWArHoCTUKMU cuHApoMa [layHa CNny)XXUT yBeJIMYeHHas
LelMHana cKaaka (BOpOTHUKOBOE NPOCTPAHCTBO),
KOTOpasA No3BOJISieT 3anoao3puTb cuHApPoM B 70%
c/lyyaeB, a B KOM6MHaLMM C CbIBOPOTOUYHbIMU
Mapkepamm — B 90% Bcex ns1oaoB C CMHAPOMOM [layHa.
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lMpeHaTasibHaA AMAarHOCTUKa
cuHapoMa [layHa

e Cneayert noaYepKHYTb, UTO HY OAMH U3 NepeyvYnCNIeHHbIX
METOoAO0B CKPUMHMHIa ogHO3Ha4YHO He AnarHocTupyer
cuHapoM [layHa wnam apyrue XpoMocoMHble abeppaumm.
OHM NO3BONAIOT TOJIbKO OTHECTU 6epeMeHHYI0 B rpynny
NoOBbILLEHHOr0 PUCKa U pacCcunuTaThb A/ Hee 3HaYeHus
reHeTU4YeCcKoro pMcka, a npm npeBbilUEHUN 3TUX
3Ha4Y€HUU BeJIMUMHDbI PUCKA UHAYLUPOBAHHOIO
npepbiBaHus 6epeMeHHOCTU NpeasnoXXUTb CeEMbe
ANAarHOCTUYECKYH0O MHBA3UBHYIO npoLeaypy.




AMHMOLIEeHTe3

OnTumManbHble CPpokM: 16-18 Hepgenb 6epeMeHHOCTH, T.K.
MMeeTCs AOCTaTOYHOEe KOJIMUeCTBO aMHUOTUYECKOM
UNOAKOCTU U <XKUBbIX>» KJIETOK nJsioaa.

AKyuwiepckue noaxoabl: TpaHCabaooMuHanbHoOeE
n3BJiIe4YeHUe aMHMOTUYECKOMN XXUAKOCTU Noa KOHTpPosieM
Y3U (nokanu3aums niaaueHThbl).

Bo3Mo)xHble ocnoxxHeHus (1%-1,5%): TpaBMa nsoaa,
nJaueHTbl, KPpynHbIX COCyA0B; MH(MDULUMPOBaHUE MNOJZIOCTU
MaTKWU; KpOBOTEYEHUE; BbiIKUAbILUWN.

Anana3oH ANarHoCTUYEeCKUX BO3MOXKHOCTEMN:
LiUTOreHeTuyeckas, 6moxmMmmnuyeckas u MoJIeKyJIsspHO-
reHeTUYeckKkas AMarHoCTuKa HacJieACTBeHHbIX 60/1e3HeM.




buoncua XopuoHa

OnTuManbHble CPOKMU: NepBbIn TPUMECTP
6epemeHHOCTH (7-9 Hepenb), T.K. B 3TO BpeMs
XOPWUOH BOPCUHYATLIMN.

AKyluepckue noaxoabl: acnMpauyus
nocpeacTresom rubkoro karerepa mnm
6uonTuyeckue Wwunubl.

Bo3MoO)Hble oc/ioXxHeHusa (0k0101%): Te xe,
4YTO U NpU aMHUOLIEeHTe3e.

Anano3oH ANarHoCTUYeCKnX BO3SMOXKHOCTEMN:
Te XKe, YTO U NpM aMHUOLIeHTe3e, KpoMe TOro
BO3MOXHa npsiMan (6e3 KyibTMUBUPOBaHUA)
LMTOreHeTuyecKasa AMarHoCcTuka.
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KopaoueHTtes

OnTuManbHble cpoku: 16 — 20 Hegenb
6epeMeHHOCTH

AKyLuepCcKue noaxoabl: NyHKLUUS NYNOBUHbI.

BO3MO)Hble OCJ/I0)KHEHUSA MUHUMaAJIbHbIE
(vHpununpoBaHue, BbiIKUAbILLN).

AnanasoH AMAarHOCTUYECKNX BO3MOXKHOCTEMN:
TaKOM e, Kak U Npu aMHUOL|eHTe3e.




deTOCKONUA

e [epBOHauyanbHO MeTOoA pa3pabortaH ans
BMU3ay/In3aLMn BPOXXAEHHOM NaTosIorum y
nnoaa. Ho okasasnocb A1 3TOM LieNIm OH MaJio
npuroaeH us 3a ocno)xxHeHun (okoso 20%o).

e B HacTosiLee BpeMa (peTOCKONUA NpMMeHsieTcsa
ans B3aTus Kposu nnoaa (remodunus,
remornobuHonaTumn); 6MONCHUN KOXXMH
(annpaepMonun3, NXTuos, asibbuHN3M, CMHAPOM
Anepca-Qlannoca); buoncmm neyeHum
(dbeHnnkeToHypua m gpyrme HacneacTtBeHHble
6onesHn obmMeHa).
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3aKnryeHue

e B npeHaTtanbHOW AMArHOCTUKE YCreLlHOo
MCNOJIb3YIOTCA MeTOoAbl, OTHOCALMECs K
aKyLUepCTBY U TMHEKOJIONMHU , 1y4eBoMn
ANArHOCTUKe U MeAULIMHCKOMW reHeTUKe.
Pa3paboTka MeToAO0B MHBA3UBHbIX
AVNArHOCTUYECKUX npouenyp nosnyyeHus
KJIETOK rnjioga B COMeTaHuM Co BCe
pacwupsaowmMmucsa Bo3MoxKHoctamMu AHK-
AVMArHOCTUKM co3aaJia npeanocCbisIKU Ans
AO0pPOAOBOU ANArHOCTUKMU LLUMPOKOIro Kpyra
HacneacrBeHHbIX 6one3sHen. NMpeHaTasnbHas
AVMArHOCTUKa siBnsieTcsa ocoboiMm BUAOM
NOMOLLIM CEMbE, 3aKJ/TI0YaloLWMMCSH B
npodunaKkTUKe HOBbIX c/ilyyaeB 3aboneBaHus.




