[TpodmnakTuka
HacneacTBEHHbIX
Oone3Hemw.
OpraHu3auua nomMmoLun
OONnbHbLIM C
HacneaCTBEHHOMU

naTosioruemn.
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MEOUKO-TEHETUYECKOE
KOHCYJIbTUPOBAHUE

. AnarHos (KnMHn4YecKnmn, OMoOXMmMmmnyeckum,

kapuonornyeckun, HK)

. ObcnenoBaHue ceMbm

CocTaBneHue poaocrioBHOMU

. AHanu3 poagocrnoBHOWU

MnaHupoBaHue NpounakTU4eCcKux wu
rie4eOHbIX MeponpuUATUN



Cneundonka HacneacTBeHHOW NaTororun

PaHee Ha4ano (kak npaswuno!).

[TporpeaMeHTHOCTb TEYEHUS NN CaMOro
3aboneBaHus UM conyTCTBYHOLLIEN NATONOMUMN.

« HebnaronpusaTHbIX NPOrHo3 (Kak npasuno!).

« 3agepXKu NCMXOMOTOPHOro pa3BUTUSA, BKIIHOYas
«coumnarnbHbIEY» 3a0EPXKN N Negarorm4eckyro
3anyLEeHHOCTb.

* [lpobnembl 00y4YeHUa U HeaaeKBATHOCTb NMOBEOEHMS.

* OCoOOEHHOCTU NEeYEHUst — XUPYPrm4eckoe,
3aMecTUTENbHas Tepannsl, CUMNaTU4ECKOE;
OTCYTCTBYET NaToreHeTn4eckas Tepanms.



[MpuHUMN «BbDKUBAHUA»
B HEOHaToOsIornmn

1. OCHOBHOW KpUTEPUIN BbXXNUBAHUSA

HOBOPOXXOEHHOIro — COXpaHEeHne He TONbKO ero
)XM3HWU, HO N 300POBbS.

2. MatepuarnbHbIW BKNag B NpeHaTanbHy oxXpaHy
3gopoBbs nnoga B 180 pas gellesrne, Yem
bopbba 3a ero 3oopoBbLE, T.€. NpodunakTmnka
NHBaNMMAHOCTU B NepuHaTanbHOM U
nocrieayrowmx nepmogax.



[lbeHamaribHas ouaz2HocmukKa

HacneaCTBEHHbIX U BPOXOEHHbIX Bone3Hen

— 3TO KOMMJIEKC METoAOoB, HamnpaBneHHbIX
Ha ONarHoCTUKy Yy nnoaa
MOPJONIOrM4eCcKux, CTPYKTYPHBbIX,
dOYHKUMOHANbHbLIX WX MORNEKYNAPHbLIX
HapyLleHUX, NpoaBnALWMXCA B BuUAe
MHOXECTBEHHbLIX TOPOKOB pa3BuUTUA,
XPOMOCOMHBbIX nnm MOHOIEHHbIX

oonesHen.



OcCHOBHbIe meToabl
npeHaTaribHOU ANarHOCTUKM:

IpsimbIe Henpsamsblie
O0beKT uccieroBanus O0beKT HCCIACT0BAHUA
- CaM 1101 - OepeMeHHas JKEeHIIMHA

%

HNuBa3uBHble HeunHBa3uBHBIE




IIPEHATAJIBHBIE HEMHBAZUBHbBIE CKPUHHUHI'N

LEJIb - ®OPMHUPOBAHHE I'PYIIIIBI PUCKA CPE/TH
bEPEMEHHbBIX /KEHIIIHH

1. APA CBHIBOPOTOYHBIX MapKEpPOB OCPEMEHHBIX

2. Y31 miopa
3. KomOnHupoBaHHbId CKpUHHMHI (Bo3pacT + UPA + Y3HN)
+ ABTOMaTH3UPOBAHHBIA pacyeT pPHUCKa

4. Knemxu u /[HK nnooa 6 kposu mamepu



HennBazuunie MeTOABI

BoisiBiisieMmocTh cMHApOMA J/layHa y 11012 NPU CKPUMHUHIE
OepemenHbix B I TpumecTpe (n=1999) *

Kputepuu cCKpyHUHIa Y%
Bo3pacrt =35 30-40

Boszpact + NT 74
Bo3pacrt + PAPP-A + {--hCG 73
Bo3pact + NT + PAPP-A + f-B-hCG 86
Bo3spact + PAPP-A + AFP + uE + f--hCG + INH-A 87

Bospact + NT +PAPP-A + AFP + {-f-hCG + uE + INH-A 93

* P.Benn, Lancet, vol 361, N 9360, 2003.



OCOBEHHOCTHU BUOXUMHNYECKOI'O CKPUHHUHTIA

® UNDA ChBOPOTYHBIX MAPKEPOB - ADII, XI'Y, HD wu apyrue
npu CJ | A®IL v9, T XI'Y B 60— 65% (8v1a610emocms)

® HET CTPOror Crneru(puIHOCTH
® U3MEHAIT YPOBHM (1) IpH aKyIIEPCKHUX OCIO0KHEHHUSIX

® ypoBHU CM MoOryrt ObITh TCHETHYSCKH JIETCPMUHHUPOBAHBI

Jannbie MI'HII PAMH (n=71) npu C/I y niiona Bo II TpuMecTpe:

A®IT = 0,69 MoM XI'U = 3,45 MoM



I'EHETUYECKOE Y3HU IIVIOJA

[ Tpumectp
® TOJIIMHA BOPOTHUKOBOIO npocrpancrea (NT)=> 3 mm
® oTCcyrcTBUe HOCOBOM KocTH (NB)

II Tpumectp
® pa3HooOpasHbIe Y3-MapKepbl

Buviaenen 71 nnoo ¢ C/:

B 63 ciydasx - oOOHapy:xeHo 25 Y3-mapkepon

B 8 nabmogenusx (11,3%) Y3 — HOPMA



Ynbmpa3eykoebie MapKkepbl y ni1oooe ¢ cuHopomom LayHa

(n=71)

1. YKopo4eHue Tpyb4aTbiXx KocTten/ beapa.. 24
2. MHOIOBOOME ....covvveiiiiirrrennsnnnsssnnnnnnnns 17
3. TIOPOK CePALIA ...cevviceiiiicrriieeeennnees 17
4. YBennyeHHas LWenHaa CKNaaKa ............ 11
5. PeTo-nnavyeHTapHasa HeQOCTAaTOYHOCTb.. 8
6. BeHTpukynomeranus/ rugpouedanus ..... 10
74 = 5| o R | R | 8
8. ATpe3nAa 12-N KNLWKMU ........ccceeevviinnnnnnnnn. 6
9. TMAPOHEPO3 ..coviiiiiiiiic i rennes aas 5
10. NMNEN3KTaA3UA ..ceevveevviir e rrrrrnn e 7
11. MANOBOAME .....oovveiiiiiirreaiiiirrennnnnnnnnes 5
12. TMNepaXoreHHbIN KULWWEYHMUK ..........cc.u.... 7
13. l'MnepaxoreH. BKNOYEHUS B cepaue ...... 4
14. Bpaxnuedanms ...........ccovvvieciiiiiaenennnns 5
15. TNNOTENOPUIM ..ottt e eeaees 4
16. BopsiHka nnoga/HeMMMyHHas B.1......... 1/4
17. ACLUUT ... e O p
18. uccoumaumsa 6MOMeTP. AaHHLIX ........... 5
19. ATPE3NA NMULLUEBOAA -..ccuucervncerennnneenns p
20. 1 apTepus NYNOBUHDbI .....cccvviieeininnrennnnss 2
21. Kucta cocyaucToro CnfieTeHums ............. 3

22. OMMANOLESIE ...ceineiiiirrie e e rennas 1

23. TonoBa B chopmMe «KIYOHUKUY ............... 1

24. NonuxouedariMa .......cccevvinmrrinnernnnnsennnans 1

25. TNOAPONEPUKAPA «..ucvvnnmrrienrinanrnnnnrannnnnns 1



[lpeHaTanbHbLIN
CKPUHUHTI Ha
cuHgpom [ayHa

Co6op
obpasuoB

PeakTuBbl

NMpoBeaneHue
aHanu3sa




[lpaMble UHBa3uUBHbIe MeTOo4bl

Xopuonouorncus (7-9 Hen)
IL1anenroouoncus (12-14 nen)
AmMHuouenres (17-21 nen)
Kopaouenres (¢ 21 nexesn)

C nmociaeayroimuM KapuoJ0ru4ecKuMm,
onoxumuveckuM uiau JITHK-anajan3zom



XoprnoHobuoncus

Chorionic Villi .

BopcuHer
XOpPUOHA- TOT
xe
reHeTUu4YecKkum
marepuan, uTo
U nnoa u
NO3TOMY
MOryT
UCNOSb30BATbLC
a ans
reHeTuyeckoro
aHanusa.



TpaHcabaoMuHarnbHbIM OOCTY

Transabdominal procedure ° AOCTyn 4epes

Ultrasound nepegHoOO
transducer

OpHOLLIHYIO CTEHKY.
Ucnonb3yeTcsa B
criyyae
NnpuUKpenneHusa
nNaueHTbI
Placenta cnepeav unm B
obrnacTtu gHa
MaTKU




TpaHcuepBUKanbHbIM OOCTYM
(3agHee NpuKpenneHne nraueHTbl)

Transcervical procedure

Ultrasound
transducer

Placenta

Speculum
T
Catheter




AMHUOLUeEHTe3

( 16-21 Hepens 6epemeHHOCTU)

Ultrasound equipment




[Nlony4yeHHbIN MaTepuan ucnonb3yeTca Ang
reHeTU4YEeCKOro aHanusa

/fm 3\

A Jh) n‘) ; YecKkue
&f vl

Chromosomes [ Monekynnpl-lo =
j reHetTuueckue
(AHK-aHanus)
Chorionic villus - buoxumuvec-
sample Kue

LlutoreHeTu-




NHBa3uBHAs NMpeHATAJbHAfA AMATHOCTHKA B IpyIe

OepeMeHHBIX “BBICOKOI0” IeHEeTHYeCKOIro pucKa
(pUCK TIpoLIEAYPhI HUKE T€HETUYECKOTO PUCKA)

Ilokazanusa:

* CoueTaHHbIe OTKJIOHEeHUs)/ KOMOMHUPOBAHHBIA PUCK
e Orkinonenuss npu Y3U miona

e Orkiaonenuss CM npu UDA

* HocuteabCcTBO ceMEHHBIX XPOMOCOMHBIX MEPECTPOEK

 Bo3pacT skeHIIMHBI = 35 JeT



JledueHMe HacnenCcTBEeHHbIX
bone3Hen

CumMnTomMmaTmnyeckoe
[ laToreHeTn4yeckoe
OTNONOrn4YecKoe



TTaToreHeTUuyeckoe neveHue (KOppeKLUS KOHLIeHTpaumm
6enKoBOro NpoAykKTa reHa)

bonesHu IleyeHume
®KY ,["anakTtoszemus OrpaHuyeHue
PeHUANAHUHG,
ranaKTO3bI
HacneacTteeHHbIe BUT. E 3amecTuTenbHas
AePULINTHbBIE ATAKCUMU Tepanug suT.E
'unoTtupeos TUpOKCUH

'unomusapHas kapankosocTb 'OpMoH pocTta

b. BunbcoHa-KoHoBanoea CTUMynauUmS BbIBEACHUS -
meau ([d-neHHuumnnamuH)



OTHnonormyeckoe nevyeHme

-TEHOTEPAITNA (monexkynspHoe

npoTe3npoBaHue, reHokoppekunsa) —BeedeHue
HopMmaribHO QQYKUUOHUPYOWUX 2eHO8

- KomneHcaums HegocTtaToMHOW

9KCMNpeccun reHoB ( esedeHue
dornosiHumersribHbIX Kornuu 2eHa)

- YrHeTeHne n30bITOYHOWM SKCNPEeCCUn
€eHOB (88e0eHUe 2eHO8-CYNPeccopos)



JTanbl BblOesrieHUs KNeTokK nnoaa m3 KpoBM

BenenyHkuus

10-20 mua
nepudepuyeckoi

KPOBH

mMaTtepu

MenTpudyrupoBanue B DPAKC, MAKC

¢ MKAT;
ABOVMHOM IPAHEHT
(pukoiIa IJIOTHOCTH (PpUKOJLIIA

IrpaaueHTe IJIOTHOCTH

Dpaxkuus IpUTPOOIACTBI

MOHOHYKJIEAPHBIX
10712

KJII€TOK

FISH, TILIP

AHayu3
ruOpUAN3alMOHHBIX
CUTHAJIOB
(ammuin¢ukara)

o0orameHue ACTCKIUA U U330 1AIUSA

AHAJIN3



FISH metop

Kierkn IJI0Aa MYZKCKOTI'0 1ImoJ1a Cpean MATCPUHCKUX KIIC€TOK B
[ ]

*KuleTkH 1u1oaa ¢ aneymiouauamMu: A — rpucomus 21, b — rpucomus 18




Menuko=reHeruueckas cayxoa HCO

Menuko-renernuyeckui oraes 'HOKJIIL
TEJIL. 2259224

Peructp HacJieICTBEHHBIX 00J1€3HeH

Mounutopunr BITP

buoxumuyeckasi AUArHOCTHKA
HACJIeACTBEHHbIX 00J1e3Hell 00MeHa
[uToreHeTn4yecKue UCCaeI0BAHUS
JHK-anarnocruka

Meauko-reHeTH4eCKOe KOHCYJILTHPOBAHUE

IIpenarajbHasi TUATHOCTUKA

Menauko-reHeTu4ecKasi KOHCYJIbTANUS
TEJI. 3553575

Meauko-reHeTu4YeCcKoe KOHCYJIbTUPOBAHUE
[{uToreHernyecKue UCCJaeI0OBAHUS
IIpeHarajabHasi TUATHOCTHKA

Ckpununr Ha OKY, BI' u BIIP
buoxnmmnyeckas IMarHoCTUKA

HACJIeICTBEHHBIX 00JIe3He 00MeHAa



| eHeTHUECKHM TIPUEM

*Menuxo-renernueckuii oraea 'HOK/IILL, 3anecckoro 6, k. 7, Tei. 2259224

LleHTp reHoaepmMaro3oB
IIIICuP, KueBckas 14, tea. 3419614, 3419028
e Meanko-reHeTu4YecKkasi KOHCyabTanus, Korosckoro 35, resa. 3553575
o/Kenckast koncyabranus LlenrpaasHoro paiona, O. Kuiaunoii, Tea. 2248703
*Koncyabrarusubii HeHTp HI'MA, KpacHbiii npocnekr 52, Ttesa. 2225221
e [lomukanauka HUU repanuun CO PAMH, b. borarkosa 1751, Tes. 2679755
eKaOuHeT AucmiIa3ui COeNUHUTEILHON TKAHHA

Npu 00JIaCTHOM KapAHOAUCIIaHCepe, 3a/1ecCKoro 6, K. 8, 2262524

*KOHCYJbTATUBHO-TUATHOCTHYCCKHUH HEHTP AJIA JeTeH U MOAPOCTKOB
«FOBeHTYyC», Jlenuna 55, TeJ. 2225483



B kaxxgou cneunanbHOCTU HYXeH Bpay
XOpOoLUO 3HawLWMU HacrneacTBeHHbIe
bone3sHn, K KOTOpPOMY oOcCTaribHble
Bpaiu HanpasnAOT naumeHToB
(kapauonor, HeBponaTosnor, yposnor u

TakK ganee)
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12.
13.
14.

15.
16.
17.
18.

19.

20.

[lepeveHb reHoaepmarto3oB HCO

MUxTno3 BynbrapHbin

Butunuro

Henpocmbpomaros, 1 Tun
NapoHHO-NopgowBeHHas kepatoaepmua Tocta-
X-cugHHa!lelﬁ MXTUO3

Anb6uHU3M

BonesHb [leBepxu

Jlnnomaros.

Ty6epo3HbIN cKnepo3

MaxuoHunxumsa, c-m ApaccoHa-J/leBaHOOBCKOro

Manyné3Has nagoHHO-NOAOLWBEHHas
Kepatoaepmusa byuwke-®Ouwepa

Xeunu-Xennu nysbipyaTtka
AnNnaepMonUTUYEeCKUM UXTUO3

UxTtnosucgopmHas aputpoaepmusi, BpOXAECHHbIN
MUXTNO3

Cebouuncromartos
JKkToaepmManbHasa gucnnasus, aHrMapoTuYecKas
Bone3Hb [lapbe

Bone3Hb Kupne
Cunppowm Anepca-[laHnoca

3KTo.qepmaana;| Aauncnnas3ud, rngporTnyeckas

21.
22.
23.
24,
25.
26.
217.
28.
29.
30.
31.

32.
33.
34.

3S.
36.
37.
38.

39.

40.

BpoXa€HHbIM OyNNé3HbIN INuaepmMmonuns

3KTOJJ,epMa.I1 bHaA AUucnna3uns, IKTPpoaaKTUIInA

TpuxopuHodanaHreanbHbIU c-M 1-i TUN
NxTnos namennsapHbIn

CuHpgpom CbérpeHa-JlapccoHa
LEOPARD

LLUTtypre-BebGepa

HepepxaHue nurmeHTa

C-m basaHa

C-M ckanbna-yxa-cocka

Henpodcdunbpomartos, 2 Tun

Cunppom TenuneHgepa
Knunnenb-®ennsa-TpeHoHe-Bebepa

PaHnar-Ocnepa

Bone3Hb ®abpu
C-m lNopnuHa-lfonbua
ATakcusa-teneaHrnakrasus, c-m Jlyu-bapa

MUxTnos HenamennspHbINA
HEe3PUTPOAEPMUYECKUN BPOXKAEHHDbIN,

FeHepanu3oBaHHbLIN AUCKepaTo3 JHIrMeHa-
Koyna-LiuHccepa

Amunnonpo3s



bnarogapto 3a BHUMaHue



