Meaunko-reHeTn4yeckoe
KOHCY/1bTUPOBaHMe.

[lpeHaTanbHaA AMArHOCTUKA
HacneaCcTBEHHbIX BONE3HEN N MOPOKOB
PA3BUTUA




Meanko-reHeTu4ecKkoe KOHCYNbTUPOBaHME — OAUH
3 BUAOB Creumaan3mpoBaHHOM MOMOLLU
HaceneHwuto, HanpaBAEHHbIN, IMaBHbIM 06pa3om, Ha
npeaynpexKgeHune noaBaeHmna B cemMbe D0IbHbIX C
HacneaCcTBEHHOM NATO/IOTUEN.




SENERTY

OcHOBHble 3d4d4n meagunkKo-reHeTn4eCKOoro KOHCyibTMpoBaHUA:

1. ycTaHOB/AEHWEe TOYHOro AMarHo3a Hac/NeaCTBEHHOTO
3aboneBaHunA, KOTOPOE ABMIOCH NOBOAOM 0bpalleHms K
reHEeTUKY;

2. onpeaeneHue Tuna HacnegosaHus 3abonesaHus,

3. Bblbop Hanbonee adppeKTUBHOrO cnocoba ero NPodUNAKTUKHK
y byayuiero pebeHka,

4. 0bbACHEHME poaAUTENAM 3Ha4YeHMA cobpaHHOM MHPOPMaLMK
AN NOCTAaHOBKM AMArHo3a, MeaMKOreHeTUYEeCKOro NporHo3a
N MEeToA0B NPOPUNAKTUKMN



UHCTPYKUUA O nopAaaKe npoBeaeHNA meaukKo-
reHeTU4YeCKoro KOHCy1bTUPOBAHUA U ANArHOCTUKMH
rpa*kaaH B rocyaapCcTBeHHbIX OpraHM3aumax
3ApaBooxpaHeHna ot 28 mapTta 2007 r. Ne 26




OCHOBHbIe NO/TIOXKEeHUA

4. MeanKo-reHeTUYeCcKoe KOHCYbTUPOBAHME U ANATHOCTUKA
OCYLLEeCTBAAIOTCA C Lie/Iblo CBOEBPEMEHHOTO BbIAB/IEHUA, Ie4YEeHUA
N NPOPUNAKTUKU BPOXKAEHHbIX aHOMa I (NOPOKOB Pa3BUTUA) U
HacneaCcTBEeHHbIX 3abo1eBaHnI

5. Ha meanKo-reHeTM4Yeckoe KOHCYNbTUPOBAHUE U ANATHOCTUKY
rpa*kgaHe HanpPaBAAOTCA B rocyAapCTBEHHbIE OpPraHM3aLum
3/1paBOOXPaHEHMA, UMetoLLMEe B CBOEM COCTaBE MeJNKO-
reHeTUYecKkue UeHTpbl (0TaeneHmna, KoOHCyAbTauun), BPpaYoM-
TepaneBTOM, Bpa4omM-NeaAmMaTpom, BpavyoM-aKyLLEepoOM-
TMHEKONONOM 1 APYIrMMM BpavyamMun-crieluaanctamm no mecry
XUTeNbCcTBa (MecTy NpebbiBaHMA) NPU HANUYUN:



OCHOBHbIe NO/TIOXKEeHUA

MmeanumMHCKMe noKasaHnA Ana nposenpeHumnA
MmeagnKo-reHeTu4eCKoro KOHCyaibtTupoeaHua
ANATHOCTUKU COTNaCHO NPUNOHKEHUIO 1;

MeaAUUMUHCKME MOKAa3aHUA Ana NpoBeaeHuns
VIbTPA3BYKOBOTO NCCAeA0BaHUA N104a B MeANKO-
reHEeTUYECKOM LieHTpe (oTaeneHmnmn, KoHCyabTauum)
COr/1aCHO NPUIOXKEHUIO 2;

MeANLMUHCKME NoKasaHua Ana nposeaeHmns
6epemeHHbIM MHBA3WBHOIO NpeHaTabHOro
NNArHOCTUKM COrNacHO NMPUNOXKEHUIO 3.



[TonnoxeHune 1

MEPEYEHD 3
MmeanunHCKUX NoOKa3aHuu ana nposeaeHna meaumKo-reHeTu4eckKoro
KOHCYZ1IbTUPOBAHNA U ANATHOCTUKHU

1. BpoxkaeHHble aHOMannn (MopoKun passutua), aepopmaLnm U XPOMOCOMHbIE
HapyLleHKA.

2. OTCyTCTBME OXKNAAEMOIO HOPMANBLHOIO GU3NONOTNYECKOTO PA3BUTHA.
. YMCTBEHHAA OTCTaNOCTb.

. PaccTponcTBa pa3BUTHA pevn 1 A3blKA HEYTOUHEHHDbIE.

. Cneunduryeckme paccTpomncTea pa3BnUTUA MOTOPHON QYHKLMN.

. Obwme paccTporcTBa NCUXOIONMYECKOro Pa3BUTUA.

. HapyweHuna nonoBoro cospeBaHuA.

. AopeHoreHuTanbHbIe PACCTPOMCTBA.
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. BpOXEeHHbI rTMnoTnpeos.

10. HapyweHuns obmeHa BeLlecTs.



[TonnoxkeHune 1

NEPEYEHDb
MeANLMHCKUX NOKa3aHUW ANA NpoBeAEeHUA MeAUKO-TeHETUYECKOro KOHCYNbTUPOBaHUA
WU ANArHOCTUKKU

11. KOHAYKTMBHAA U HEMPOCEHCOPHAA NOTEPS CAyXa.
12. 3puTenbHble paccTPOMCTBA U C/IeNoTa.
13. Cynoporv HeyTO4YHEHHOW 3TUOJIOTUMN.

14. TenaTomeranus u cnieHoMeranuma, He KnaccupuuUUpoBaHHbIe B APYrux pybpuKax.

15. OTaenbHble HapyLeHUA, BOBNEKAKOLME NMMYHHbIA MEXaHU3M.




[TonnoxeHune 1

NEPEYEHDb
MeAULMHCKUX NOKa3aHUW ANA NpoBeAEeHUA MeAUKO-TeHETUYECKOro KOHCYNbTUPOBaAHUA
WU ANArHOCTUKKU

16. bone3Hn HepPBHOM CUCTEMDI:

CUCTEMHbIE aTPodUM, Noparkatowme NPENMYLLLECTBEHHO LEHTPAIbHYIO HEPBHYIO CUCTEMY;
3KCTPaNMpPamMuaHbIe HapyLIEHUS;

NONMHEBpPONATUY;

601€3HM HEPBHO-MbILLEYHOIO CMHAMNCa U MblLULL;

AETCKUI uepebpanbHbii Napanny HEYyTOYHEHHOM 3TUONOTUMN.

17. 1Ba n bonee camonpomnsBobHbIX abopTa.

18. BAN3KOPOACTBEHHbIN HpaK.

19. Bo3pacT *KeHwmuHbl 35 neT 1 cTaplue, My*K4UnHbl 45 net n ctapue




[TonnoxeHune 1

NEPEYEHDb
MeANLMHCKUX NOKa3aHUW ANA NpoBeAEeHUA MeAUKO-TeHETUYECKOro KOHCYNbTUPOBaHUA

n ANAarHOCTUKu

20. MnaHnpoBaHne bepeMeHHOCTU KeHLMHON, BONbHOMN:
dbEHUNKETOHYPUEN;

caxapHbiM agnabeTom;

rMNOTUPEO30OM;

TUPEOTOKCUKO3OM;

cucTeMHbIMM 3aboneBaHNAMMU COe,D,MHMTeﬂbHOVI TKaHW.




[TonnoxeHune 1

NEPEYEHDb
MeANLMHCKUX NOKa3aHUW ANA NpoBeAEeHUA MeAUKO-TeHETUYECKOro KOHCYNbTUPOBaHUA
WU ANArHOCTUKKU

21. JlyyeBaa unm xummoTtepanma Bo Bpems bepemeHHOCTMH.

22. Bo3gencTtsue TepatoreHHoro ¢aktopa Ao 14 Hegenb bepemMeHHOCTU: pagmaLMoHHoe
BO3elCTBUE, NPUEM NEeKAPCTBEHHbIX NPenapaToB (MPOTUBOCYAOPOMKHbIE, AaHTUKOAryNAHT
BapdapuH 1 Ap.), ANUTENbHbIA KOHTAKT C XMMUYECKUMU BELLLECTBAMU, MHDEKLMOHHbIE
3aboneBaHMA maTepu (KopeBas KpPacHyxa, TOKCOM/Ia3mMo3, LMTOMErasoBUpPYCHas
MHOEKLUMNA N AP.) U UHbIE.

23. Hannuume ynbTpasBYKOBbIX MAPKEPOB BPOXKAEHHbIX aHOMa N (NOPOKOB Pa3BUTMUA)
WU HacNeACTBEHHOM NaToNornun y naoaa.

24. bonesHun, He BolLeALLINE B HACTOALLNI NepeyeHb, UMEIoLLLIME BPOXKAEHHbIN UK
HacneACTBEHHbI XapaKTep.




OCHOBHbIe NO/TIOXKEeHUA

MeANLIMHCKUX MOKa3aHUM ANA npoBeaeHUs
MeNKO-TeHeTUYECKOro KOHCY/IbTUPOBAHMUA U
ANArHOCTUKM COMTacHO NpUNoXKeHuto 1;

MeAULUHCKUX NOKa3aHUM ana nposeaeHus
Y/1bTPa3BYKOBOro Uccsiego0BaHnA Naoaa B
MeAUKO-reHeTUYecKom LeHTpe (oTaeneHuwm,
KOHCY/IbTallM1) COrNacHO NPUNOMKEHUIO 2;

MeANLMUHCKMUX NMOKa3aHUM A/18 NpoBeaeHUs
6epemeHHbIM MHBA3WBHOIO NpeHaTabHOro
NNArHOCTUKM COrNAaCcHO NPUIOXKEHUIO 3.



[TpnnoxeHne 2

NMEPEYEHD
MeAULUHCKUX NOKa3aHWii ana npoBeaeHua yAbTPa3ByKOBOro nccaeaoBaHuUnA
nnoga B MeguKo-reHeTu4eckom ueHTpe (oTaeneHnu, KoOHCynbTauum

1. EEDEMGHHbIe, HaxogAuwmneca Ha ANCriaHCEPHOM ydeTe y Bpada-reHeTuKa.

2. BpoxaeHHble aHoOManmMun (NOPoKKU pasBUTUA) N HAC/IeACTBEHHAs NaToN0rua
y pebeHKa (nnoaa), BbiABAEHHbIE BO BpeMs NpeablayLinx bepemeHHoCTeN.

3. Hanunuue ynbTpa3sByKOBbIX MapKEPOB BPOXKAEHHbIX aHOManuii (MopoKos
Pa3BUTMA) AU HAaCNeACTBEHHOM NATONOMMU Y NMI0AA, BbISBIEHHbIX B NEPBOM U
BTOPOM TPUMECTPax bepemeHHOCTH.

4. Hann4yme BPOXKAEHHbIX aHOMaNUN (MOPOKOB Pa3BUTUA) NAM HAaceACTBEHHOM
NaToONOrNM Yy NNOAA, BbIABIEHHbIX B NEPBOM M BTOPOM TPUMECTPaX
bepemeHHOCTH.

5. MopokK cepala y nnoaa, BbiiBAEHHbIN B Cpoke 16—22 Heaenn bepemeHHOCTH
(nna npoBeaeHUa axokapamorpadmm nnoaa).



OCHOBHbIe NO/TIOXKEeHUA

meanunHCKMe NokasaHnAa AnAa nposeaeHnA
MmeaunKo-reHeTU4eCKoro KOHCyJ1ibTUpoBaHUA U
ANATrHOCTUKU COTNACHO NPUIOKEHUNIO 1;

MeANLUMHCKMX MOKa3aHUM A1 NPOoBeaeHUA
VIbTPA3BYKOBOTO NCCAeA0BaHUA N104a B MeANKO-
reHEeTUYECKOM LieHTpe (oTaeneHmnmn, KoHCyabTauum)
COr/1aCHO NPUIOXKEHUIO 2;

MmeanunHCKux NOKa3aHUM ANnAa nposeaeHunA
GEPEMEHHbIM UHBA3UBHOIO NpPeHaTasibHOro
ANArHOCTUKU COMNaCHO NPUNOIHKEHUIO 3.



[TpnnoxXeHne 3

NEPEYEHDb
MeaUUMNHCKUX NOKa3aHUU Aana nposeaeHuA GEPEMEHHbIM MHBA3UBHOU
npeHata/ibHOU ANArHOCTUKU

1. MoBbIWEHHbI PUCK XPOMOCOMHOM NAaTONOrMKN Yy NAOAA NO pe3yabTaTam
MHOronapameTPMUUYECKOro CKPMHUHIa NePBOro TPMMecTpa bepeMeHHOCTH.

2. MoBbIWEHHbIN PUCK XPOMOCOMHOM NaTo/IOrMK Y_MJ104a Mo pe3y/ibTatam
YNbTPA3BYKOBOr0 CKPUHWHIA NepPBOro TpUmecTpa bepemMeHHOCTH.

3. YnbTpa3ByKoOBble MapKepbl XPOMOCOMHOM MNaToNOMMM y NA10A4a, BbiAB/IEHHbIE B
NepBOM NN BTOPOM TPMMECTPE bepemMeHHOCTH.

4. BporkaeHHble aHOManMm (MoOpPoKM pasBUTHA) NI0AA, BbISBEHHbIE NPU
YNbTPA3BYKOBOM UCC/1e0BaHNM B NEPBOM MU BTOPOM TPMMECTPE BEPEMEHHOCTH.

5. Bo3pact 6epemeHHOM cTapLue 35 ner.
6. Hannume xpomoCoMHOM NepecTporkn y 0AHOro U3 Cynpyros.
7. Hannuune pebeHkKa (nn1oaa) c XpoMOCOMHOM NaToNIOTMEN B aHaMHese.

8. MNoBbIWEHHbIN PUCK POXKAEHUA pebeHKa C MOHOreHHOM 601e3HbIO, A1 KOTOPOU
pa3paboTaHbl cneunduryeckie metToabl NpeHaTaIbHOM AMATHOCTUKM.



JT1anbl MIK

MeauKo-reHeTnyecKas KOHCY/1bTaUMNA COCTONT N3 HECKOJIbKUX 3TAMOB:

1. YTOYHeHue AnarHosa HacNeaCTBEHHOW UM BPOXKAEHHOMW NaToONOMUN,
onpeaeneHne obbema Heobxoammoro obcnenoBaHms. Bpay-reHeTuK B
CBOEM NPaKTUKE NUCMONb3YET KIMHUKO-TeHeaiorn4yecKkume,
LMTOrEHETUYECKME, BUOXMMUYECKNE U ApYyrMe CNelnanbHble reHeTUYecKkme
MeTOoAbl C LLEe/IbI0 MAaKCMMaIbHO YTOYHUTb ANArHo3. [pu 3TOM MOXKeT
BO3HUKHYTb HEOOXOAMMOCTb HanpaBAeHUA NaUMeHTa UK ero
POACTBEHHWKOB Ha AOMNO/IHUTE/IbHbIE UCCAEA0BaAHMS.

2. Ocl)op:v\neHme MeANKO-TEHETUYECKOIO 3aK/TIOYEeHUA
C YKa3daHunem AnarHosa U pe3sysibtatoB MnposeaeHHOro O6CI’I€,£I,OBaHlAH,
peromeHaaunmamMmm no opraHn3aumn AnCrnaHCeEpPHOro Ha6fll-0,£l,eHI/1ﬂ 7
nevyeHnAa no mecty xXntesibCrea.

3. TlporHo3 noTomcTBa — NP NJAHNPOBAHUN POXKAEHNA AETEN OLEHUBAETCA
reHeTUYECKUN PUCK.



Llenn 1 3aaa4m meanmKo-reHeTn4eCcKoro
KOHCYNbTUPOBAHMA

Lienb reHeTUYECKOro KOHCY/IbTUPOBAHUA — NpeaynpeXxaeHne poXxKaeHun
6onbHOro pebeHka.

3apauum:

1. onpegeneHne NporHosa 340poBbA ANA Byayllero NOTOMCTBa B CeEMbAX, Fae
6bln, ecTb MK NpeanonaraeTcs 60bHOM € HaceACTBEHHOW NATO/IOTUEN;

2. obbACHeHMe poauTensam B AOCTYMHOM GopmMe CMbIC/Ia rEHETUYECKOTO PUCKA
M MOMOLLb UM B NPUHATUWN PELLIEHUA NO NOBOAY AETOPONKAEHUS;

3. MOMOLLb Bpavyam B NOCTaHOBKe AMarHo3a HacneacTBeHHol bonesHun, ecnu
ANA 3TOro TpebyloTca cneumnanbHble reHeTUYeckne meToabl UcciefoBaHus;

4. aucnaHcepHoe HabaoaeHMe n BbiABAEHME FPYNMbl NMOBbILWEHHOTO PUCKA
cpean poACTBEHHMKOB MHAMBUAA C HAaC/eACTBEHHOW HOne3HbIo;

5. nponaraHaa MmeAnKo-reHeTUYEeCKMX 3HaHWUI cpeau Bpayer 1 HaceneHus.



[loka3aHnAa ana HanpasneHna s MI L

IMarHo3 HacneacTBeHHoM 6one3Hn nocTas/sieH, U NpobaHg UK ero

POACTBEHHUKM XOTAT 3HATb MPOrHO3 ByAYLLEro UIN Y3Ke MMetoLLerocs
NOTOMCTBA;

HacneAcTBeHHbIM AedeKT nogo3pesaeTcs, U ANA YTOYHEHUS AMarHo3a
TpebyloTcA reHeTUYecKkmne MeToabl NCCef0BaHUs;

poxkaeHue 6onbHOro pebeHka B cembe npeanoanaraetcs no Tem uamn

MHbIM NPUYMHAM (KPOBHO-POACTBEHHbIN BpPaK, NpPUeM IeKapCTBEHHbIX
npenapaTtoB U T. 4.).



[loka3aHnAa ana HanpasneHna 8 ML

Ha/IMYMe aHaNOrnYHbIX 3a601€BaHUN UM CUMNTOMOB Y HECKONIbKUX YNEHOB
CemMbWu;

OTCTaBaHWE B YMCTBEHHOM N GU3NYECKOM PA3BUTUY;

Ha/iMymMe ANCNNACTUYECKUX YepT Pa3BUTUA B COYETAHUU C APYrMMU
NaToO/IOrMYECKMMUM NPU3HAKaMK (Hanpumep, HU3KUIN POCT, CYA0POXKHbIN
CUHAPOM, anNannMa nT. 4.);

BPOAEHHbIE MOPOKU Pa3BUTUS;

nepsuyHoe becnnogue cynpyros;

nepsnvYHad amMeHopeAd, 0COOEHHO B cOMETaHUU C HeAOopPa3BUTUEM BTOPUYHDIX
MONOBbLIX NPN3HAKOB;

MPUBbIYHOE HEBbIHALLMBAHME BepeMeHHOCTY;
HEeNepeHOCMMOCTb 1eKAPCTBEHHbIX NPENapaToB U NULLEBbLIX NPOAYKTOB;

KpOBHOE poACTBO poauTtenen bonbHoro pebeHka.



[lpeHaTanbHaA AMarHOCTMKA




[lpeHaTanbHaA AMarHOCTMKA

CornacHo pekomeHgaumam BO3 n EBponenckomn
accoumauum nepuHatanbHon meanumnHbl nog M
NOHMMAETCA «COBOKYMHOCTb BCEX METOA0B ANATHOCTUKM
COCTOAAHUA NJ1I0AA, KOTOPAA HanpaBaAeHa Ha A0pPoAoBOe
BblAB/IEHUE BPOXKAEHHbIX AedEKTOB, NPeACcTaBNAOLLLNX
cobomn ntobble aHoMannm B MOPPONOTMYECKOM,
CTPYKTYPHOM, PYHKLUNOHANIBHOM UM MOSIEKYNIAPHOM
PA3BUTUN, ANATHOCTUPYEMbIE NPU POKAEHUN (MNK
MaHUPEeCTUPYIOLLME MO3Ke), HAPYKHbIE NN BHYTPEHHUE,
HacneaACTBEHHbIE UAM CNOpaauYecKkue, eAMHUYHbIE NN
MHOXeCTBEHHbIEY




[lpeHaTanbHaA AMarHOCTMKA

KnnHunueckue 3agaum MNA sxkato4vator:

1. n3ydyeHmne COCToAHnA Naoda N MaTepMU,

2. onpeaeneHne onTuMaJibHbiX CPOKOB N TEXHNKUN NMOSYy4HEHUA
naAoAHOro matepumana,

3. TaKTUKY BefeHus bepeMeHHOCTM N POA0B NOC/Ie MHBA3UBHOM
N4, T.e. nocne nccnegoBaHUA N0AHOroO maTepumana
cneuuanbHbIMM MeTogammn N1abopaTOPHON reHEeTUKM.

Taknum obpasom, ocHosy /] cocTaBNAOT paHHAA AMArHOCTUKA U
npeaynpexaeHmne poXaeHUa AeTeN C TAXKEbIMU
HeKoppUrmpyembiMn BPOXKAEHHbIMU U HAaCNeACTBEHHbIMMU
3abonesaHmamun (BH3).



[lpeHaTanbHaA AMarHOCTMKA

[MpeHaTaNbHasA ANMArHOCTUKA BPOXKAEHHbIX U
HacneaCTBEHHbIX 6ONe3HeM - 3TO KOMMEKCHaAA
OTpacab MeAULIMHbI, BKAKOYAlOLWAA B cebA
ynbmpa3sesykosyio ouazHocmuky (Y3W),
onepamusHyr0 mexHukKy (xopmoHbunoncuto,
aMHMO-UN KopaoLeHTe3, BMONCUIO MbILLLL U KOXKUK
nnoaa) u nabopamopHsie
memoobi(unToreHeTM4eckmne, buoxmmmyeckume,
MONEKYNAPHO-TEHETUYECKME).




[lpeHaTaibHOe NpepbiBaHKA
bepeMeHHOCTH

1. Bone3Hb A0KHA ObITb AOCTATOYHO TAXKENOMN, YTOObI b0
onpaBAaHO NpepbiBaHNEe bepeMeHHOCTH;

2. leyeHne 60ne3HM N1oaa HEBO3MOXKHO U HEYI0B/IETBOPUTE/IbHO;

3. CeMbsi, KOTOPasi KOHCYNbTUPYETCA, AO/IKHA ObITb COrTacHa Ha
npepbiBaHNe 6epeMeHHOCTH;

4. CywecTByeT TOUYHbIM TECT A4/19 NOCTaHOBKWN NPEHaTaIbHOro AMarHosa;

5. Z10CTaTO4YHO BbICOKMW FEHETUYECKMNI PUCK HeBnaronpmATHOro ncxoaa
bepemeHHOCTH;



Mpw opeaHuU3ayUU U paszsumuu cucmemMsl NPeHamanbHol
OUA2HOCMUKU [0MKHbI BbINONHATLCA C/ieAyloLime YyC0BUSA:

1. iInarHocTuyeckue npoueaypbl A0XKHbI ObITb 6e30MacHbIMK ANS
3/10pOBbs MaTEPU U NI0A3;

2. YacToTa oCc/IoXKHEHUI bepeMeHHOCTM Noc/ie NpeHaTa/bHOM’
NNArHOCTUKU He A0/1*KHa 3aMETHO MOBbILLATLCA CO CMOHTaHHbIM
YPOBHEM, TO eCTb npoueaypa He JO/IKHa MoBbIWaTh BEPOATHOCTb
noTepu Naoaa cpasy Wiam nocse ee NposeseHns B OTAa/IEHHbIN
nepuoa;

3. Bpauu, Bnagetowime TeXHMKOM NpeHaTaibHON ANArHOCTUKMN, JOJIKHbI
3HaTb BEPOATHOCTb MOCTAaHOBKW NCEBA0-NOJIOMNKUTE/IbHbIX UK
JIOMKHOOTPULLATE/IbHbIX AANATHO30B, UHbIMU CI0BaMM, AONXHbI XOPOLLO
3HaTb OrPaHMYEeHUs MEeToAa;



4. lNpeHaTtanbHaA AMAarHOCTUKA A0MXHA BKAOYATb 4Ba 3Tana:

NepBbl 3TaN - BbISIBJIEHME }KEHLWMH (TOYHee, cemMeln) C NOBbILWEHHbIM
MCKOM HebN1aronpmATHOro, B reHETMYECKOM MJ1aHe, pe3y1bTaTa
epeMeHHOCTU NPU MeANKOreHETUYECKOM KOHCY/IbTUPOBAHUN NN

nepBuUYHOM obcnenoBaHMKM Bcex bepemMeHHbIX, B TOM YMc/ie C

MCNONb30BaHMEM CKPUHUHT METOA0B;

BTOPOM 3Tan - cCobCTBEHHO NpeHaTa/IbHaA AMArHOCTUKA. AHA/IN3bl

NPOBOAATCA TO/IbKO XEHLWMHAM, UMeOLWMM PaKTOPbl PUCKA;

5. Mpynna cneumanmcToB C NpeHaTaNbHOM ANArHOCTUKK (aKyLep-rTMHEKONOT,
Bpay-reHeTuK, Bpay-n1abopaHT-reHeTuK) AO/IKHbI 3HAaTh AMArHOCTUYECKNE
orpaHMyYeHna meToaa He Booblule, a B X cobcTBeHHOM nabopatopuu;

6. pynna cneyumanmnctosB AOMKHA CTPOro NpuAepKMBaTbCA CTaHAAPTOB .
nposeaeHuA npoueayp 1 1abopaTopHbIX aHANIU30B, OCYLLECTBAATb TEKYLL UM
KOHTPO/Ib KayecTBa PaboThl, a TaKKe UMETb CTAaTUCTUKY 3aBepLUeHUs
bepemeHHOCTEN KU Pa3HOrNaAcMM AMarHo3oB (KOHTPOb nocae abopToB NAn
nocne poxKaeHua).



OCHOBHble MmeToAbl OLLEHKU COCTOAHUA NJ1I0AA B NPeHaTa/ibHOW ANarHoCcTuKe
BPOXKAEHHbIX Hac/eACTBEHHbIX 3a6bonesaHnmn

1.

(¢]

(¢]

Henpamble metoabl (06cnepoBaHne bepemeHHOrin):
1.1. AKywepCKo-rMHeKo/0rmyeckume;

1.2. Mepauko-reHeTuYeckue (reHeanormyeckne, ULMToOreHeTNYecKHe, MOEeKYNAPHO-
buonornyeckue);

1.3. BaKTepuonoruyeckue, ceponormyeckue;

1.4. Broxmmmnyeckme (CKPMHUpPYLOLWHE TecTbl Ha anbda-peTonpPoTEHH, 3CTPMON,
XOPUOHUYECKUI TOHAAOTPOMNUH 1 4p.)

[lpAMble meToAbl:

2.1. HewuHBasuBHble (Y/1bTPA3BYKOBOE CKAHUPOBAHWUE, SNEKTPOKapamorpadus,
peHTreHorpadua n ap.)

2.2. WNHBa3uBHblE
2.2.1. XopuoHbuoncua (8-10 Hepenn bepemeHHOCTH)
TPaHCBarMHa/AbHas
TpaHcabaomMuHanbHanA
2.2.2. MnaueHTtoueHTe3 (11-u Tpumectp bepemeHHOCTH)
2.2.3. AMHMouUeHTe3 (paHHUM - 1-11 TpumecTp. 12-14 H.6.; obwenpuHAaTbIN - |-
n Tpumectp, 18-20 H.6.)
2.2.4. KoppougeHTes - |I-n Tpumectp, 20-24 H.6.
2.2.5. ®etocKonua
2.2.6. buoncua TkaHen nnoga (neyeHb, ceneseHkKa, KoXKa, MbilLbl U Ap.)



Henpambie meTtoapbl

O COCTOSAAHUM NJI0AA CYAAT N0 BUOXMMUYECKMM NOKa3aTeNsAM B KPOBU MU B MoYe bepemeHHOM, no
pe3y/nbTaTaM aKyLLIEePCKO-TMHEKO/IOrMYEeCKOro aHaMHes3a 1 pesynbTaTaM 0CMOTPa € 06s3aTeNbHbIM
YNbTPa3BYKOBbIM UccnegosaHuem (Y3U). Becbma KenaTenbHbIM, a AN }KEHLMH FPYnn BbICOKOTo
PUCKa 0653aTeNbHbIM, ABNAETCA MEANKO-TeHETUYECKOE KOHCY/IbTUPOBAHME, A0NONIHEHHOE NP
HeobxoAMMOCTM pesynbTaTaMn BaKTEPUONOTMYECKOTO, MMMYHOOTMYECKOTO U
3HAOKPWHONTIOTMYECKOTO 0OCNEA0BaHNA.

Broxumunyeckmne nccnenoBaHUa MapKePHbIX CbIBOPOTOUYHbIX 6E/TKOB KpOBU BepemMeHHOM, paBHO
KaK Y3-CKaHMpOBaHWE B HACTOsALLEE BPEMA PAacCMaTPUBALIOT KaK 0b6A3aTesIbHble CKPUHUPYLOLWME
MEeTOoAbl A0POA0BON AMATHOCTUKN, HAaNpPaBEHHbIE Ha BbIABIEHWUE XKEHLLWH rPynn BbICOKOro PUCKa
POXAEHUA AETEN C XPOMOCOMHbIMWN HONE3HAMM U MOPOKAMM PA3BUTUS.

Buoxumuyeckuii CKPUHUH2

K MapKepHbIM COEAUHEHUAM B KPOBM MaTepu oTHocATcs anbda-petonpoTtenH (ADN),
XOPUOHMYECKMIN roHaaoTponuH (XI), cBoboaHbIN (HEKOHBIOTMPOBAHHbLIN) 3cTpmon (HI) n
HeKoTopble apyrue.

Bce oHM sBAstOTCA aIMBpUMOHCNeUMPUUYHBIMUK, T.€. NPOAYLMNPYIOTCA KNeTKaMM caMoro naoga nau
NNALEHTbl U MOCTYNalT B KPOBOTOK MaTepu. MIX KOHLLEHTPALMA B CbIBOPOTKE KPOBU MEHSETCA B
3aBMCMMOCTM OT CPOKa BepeMeHHOCTU M OT COCTOAHMA Naoaa.

A®IT - OCHOBHOM KOMMOHEHT PpEeTaNIbHOM CbIBOPOTKM Ha PaHHUX CTagmax bepemeHHOCTH.
CTPYKTYPHO CXOXUM C anbbymmnHom 6enok (MmonekynapHas macca okono 70000 Aa)
BblpabaTbiBAaETCA KENTOYHbIM MELLUKOM M NEeYeHbio Nnoaa. benok akckpetTnpyetca B
aMHMOTUYECKYHO XMAKOCTb C MOYOM NA0Aa, MPOHUKAET B KPOBb MaTepu Yepes NNaLEHTY U
BCaCbIBaETCA Yepes niogHble 060104KN.




ADI — anbda-peTonpoTenH

JIMP — NOXXHOMO/IOXUTENbHbIe pe3y/bTaTbl
[1J1 — nhaueHTapHbIN NaKTOreH

[NH — nnaueHTapHaa He4OCTaTOYHOCTb

X[ — XOpPUOHNYECKNIN TOHAAOTPOMNMUH

E3 — HEKOHBIOTMPOBAHHbLIN 3CTPUOAN

PAPP-A — nna3meHHbIN 6enoK A,
aCCoLMMPOBAHHbLIN C bepeMeHHOCTbIO



Broxmmmyeckmin npeHaTabHbIl
CKPUHUHI

CKPUHUHT 1-ro TpumecTpa

KombuHMpoBaHHbIN TecT (BbinoaHAeTcs Ha 10-13 Heaene
bepemeHHOCTHN) — BKAtoYaeT cBoboaHyto cybbeannmuy B-XI, PAPP-A u
NT-Y3W (3aTblno4YHbIN pa3mep nnoga Ha Y3N).

B nepsom Tpumectpe PAPP-A n NT 0b6bI4YHO yBEANYMBAIOTCA C
pa3BuTMemM bepemMeHHOCTH.

B nepsom Tpumectpe npu bepemeHHocTn nnogom ¢ C1 yposHn PAPP-A
B MaTEPUHCKOM KPOBU, B CpeaHEM, B ABa pa3a MeHblue, a B-XI n NT, B
cpeaHem, yBenmyeHbl NpMMmepHO B 2 pasa No CpaBHEHUIO C HOPMOMW.

B aTOM TecTe BO3MOXKHO onpenennTtb 85% BCeX NAaTONOMMYECKUX
N10408, B rpynne pucka 5% »eHWMWH OKa3bIBAOTCA C NAaTO/IOMMEMN.

OrpaHnYeHuns TecTa: He NO3BONAET 0OHAPYKUTb AedeKTbl OTKPbLITOM
HepBHOMN TPYbKKM (NockonbKy onpeaeneHne A®I B nepBom TpUMeCTpe
eLle He UMeeT ANATHOCTUYECKOW LLeHHOCTW ANA AaHHOro AedekKTa).



CKPUHMUHT 2-r0 TpUmecTpa
KBagpo-TecT (BbinonHsaeTcs Ha 15-22 Hepene 6epemeHHOCTH).

CamblI¥ pacnpocTpaHEHHbIN M 06WENPUHATBLIA Ha CETOAHALWHUNA AeHb TecT
NpeHaTasibHOro ckpmHuHra C4 n tpucommn 18.

KBagpo-TecT OCHOBaH Ha M3MEPEHUMN YETbIPEX MAaPKEPOB B MAaTEPUHCKOMN
cbiBOpoTKe: ADI1, E3, HrmbuHa-A un XI.

YeTbipe ceponormyeckux MapKkepa n Bo3pacT KEHLMHbI MCMONb3YHOTCA
BMECTE ANA OLLEeHKU pucka bepemenHoctn CA+ nnogom.

B Hopme Bo BTOpom TpumecTpe ypoBHU AP n E3 pactyT (151 24% B

Heaent), yposeHb XI ymeHbLIaeTca, a ypoBeHb UHIMOMHA MeaNeHHO

CHUXaeTcA nepen 17 Hegenen n TakXKe meaneHHO PaACcTET NOC/se 3TOro
CpOKa.

Mpun 6epemenHocTn CA+ nnogom API n ypoBHM E3, B cpegHem, HMxe Mom
Ha 75%. Hanpotus, XI' u MHIMObMH-A yBenndeHbl NpnbanM3nTenbHO B 2 pasa.



UHTerpanbHbin TeCT (CKPUHUHT 1-2-ro TpumecTpoB)

Hanbonee apdpeKTnBHbIM meToa cKpuHuHra CA v Tpucommm 18.
TecT BbINONHAETCA B ABe CTagUn:

Nepsana ctagua — nposoantca mexay 10 n 13- Hegenamu rectaumm, Koraa
b6epétca npoba KpoBm Ha aHann3 PAPP-A v napannenbHo npoBoauTcA
yNbTpa3ByKoBoe uccneanosaHmne NT.
Bropana ctagma — BkatovaeT 3abop BTOpor Npobbl KpoBM NPMUOBAN3UTENBHO
yepes 3-4 Hepenun nocne 3abopa neporo obpasua Ha ADI, E3, HIMOUH-A
n Xr.

OnTmanbHO KpoBb 6epértca Ha 16-1 Heaene bepeMeHHOCTU, HO MOXKHO
caenatb aHann3 n Ao 22-n Hegenwu.

MATb GBUOXMMMUECKMX MAaPKEPOB (3HaYeHne MeamnaHbl 419 MapKepoB

PACCYMTBLIBAIOT TO/IbKO MO CPOKY rectauum, yTodHEHHOMY Ha Y3UN!) + NT +
BO3PaCT XeHLWMWHbl MCNOJIb3YIOTCA A1A OLEHKU CTeNeHU PUCKa.



[IMarHoOCT1Ka NaaueHTapHOM
HeJO0CTaTOYHOCTU

HanpsAaxeHne, HeyCTOMYMBOCTb N UCTOLLLEHUNE
rOPMOHaNbHON PYHKUMM deTonNaueHTapHOro KOMMnaeKca
(®MK) aBnatoTca paHHUMN JOKNANHUYECKMMM MPU3HAKAMMU
nnaueHTapHoM HeaoctatoyHocTu (MH).

C uenbto aAnarHoctnkn NMH HeobxoanMMo AMHaMMYec- Koe
HabnroaeHmne 3a kKomnaekcom ropmoHos PIK (M1 -
NAaUueHTapHbIM IaKToreHom u XI'— Ana ANarHoCTUKU
COCTOAHMA cnHUUTNOTPOdOobNacTa nnaueHTbl; E3 — ans
KOMMJIEKCHOW OUEHKN GYHKUMOHMpOBaHUA OIK;
nporecTepoHoOM — ANA ANArHOCTUKMU COCTOAHMA CUCTEMDI
MaTb-NAaLUEHTa).



B paHHuMe cpoku bepemeHHOCTU Hanbonee MHGOPMATUBHbBIM NOKA3aTeNem
ABNAeTCA KoHUeHTpauua XI' B KpOBM maTepu.

CHuXeHune ypoBHA XI conpoBOXKaaeTcs 3a[ePKKOoM N OCTAaHOBKOM pPa3BUTUSA
naoaa.

6epemeHHOCTb N NPU yrpose ee npepblsava Mpn 3TOM CHUXKeHMe ypoBHSA XI
COYEeTaeTCs C NapanneNbHbiM CHUXEHMEM YPOBHA B KPOBU MaTEPU
nporecrtepoHa, 4To 0byca10BNEHO HAPYLWEHMEM FOPMOHA/IbHOM aKTUBHOCTU
entoro tena bepemeHHOCTH.

B 6onbwen mepe pyHKumto PIrK xapaktepmsyeTt KoHUueHTpauus E3, notomy
4yTto Npu NH cHUXKaeTcAa NPoAYKLUMA 3TOrO rOPMOHA NeYeHblo naoda. Tak Kak
CHUXeHue YPOBHA B KpoBu E3 npegluecTByeT NOABEHUIO KNNHUNYECKUX
CMMMNTOMOB, LieN1ecoobpa3HO NPOBOAUTL EXXeHeaeIbHbIN KOHTPO/1b YPOBHA
FOPMOHA B KPOBM UMM €ro IKCKPEeL UM, YTO NO3BOJIAET BbIABUTb PaHHUE
HapyLweHUA COCTOAHUA NaLeHTbl U Naoaa.

CocTosiHMe nNnaueHTbl BO BTOPOM NONOBUHE bepemeHHOCTU Hanbonee
NOKa3aTe/IbHO XapaKTepusyeT ypoBeHb NporectepoHa B Kposu. lNMpwu IMH,
BO3HMKatoLEeN Ha GOHE HapYLIEHMA CO3pPEeBaHMA NIALEHTbI, YPOBEHb
nporecTepoHa CywecTBeHHO CHUXKaeTcA.



XOPUOHUNYECKMM roHagoTponuH (XI)

X[ = rIMKONPOTENH, CUHTE3UPYIOLWLMNCA CUHLMUTUOTPOGOONACTHBIMKU KNETKAMM NNALEHTbI.

CocTouT 13 AByX cybbeamnHuu,: a u B. CuHTe3 KoHTponupyetcs JIM-PT n, npeanonoxuTensHo,
MHIIMBMHOM, NpoAyUMpPYEMBIMU UUTOTPOGOBNACTOM.

XTI ctumynupyet Yepes peuenTopbl ans J1I }Kentoe Teno K CUHTe3y NporectepoHa B nepsble Heaenu
6epemMeHHOCTH, Korga macca NAaueHTbl HeJoCTaTouHa A1 CUHTe3a HeoHX0AMMOro KONMYecTBa 3TOro
ropmoHa.

Ucnonb3yeTtca ana anarHocTMKn 6epemMeHHOCTU: ero KOHLLEHTPALUMA pacTeT B reOMETPUYECKON
nporpeccum n gocturaet 25 ME/n B NnepBbit e AeHb 3aePKKM MEHCTPYaIbHOTO LUKAA.

MUK KoHUeHTpauumn XI gocturaetca mexay 8-10 Hegenamm bepemeHHoOcTU — okono 100°000 ME/n.
3aTem OHa HAYMHAET CHMXKATbCA U B KOHLE BTOPOro TpumecTtpa nagaet Ha 90%.

B nepsom TpumecTtpe XI Ha 96-98% sBnaeTca MHTaKTHbIM B6enkom, Ha 1-3% coctonT 13 B- n Ha 0-1% u3
o-cybbeanHuLbl.

Bo BTOopom TpumecTpe 6anaHc cuHTE3a pa3nmyHbIX cydbbeanHul meHsetca: 92- 98% XI coctaBnsiet
WMHTAKTHbIA rOpMoH, 1-7% a- u 0-1% — B-cybbeanHuua.

B TpeTbem TpumecTpe XI' B OCHOBHOM NpeAacTaBAeH MHTaKTHOM popmoit. MHoronioaHas
b6epemeHHOCTb yBeIMUYMBAET KOHLUEeHTpaumio XI. B KombMHaUmMm ¢ nporecTepoHOM TeCT None3eH B
AVNArHOCTUKE 3K- Tonnyeckon bepemeHHOCTH, 06bIYHO NPU ANHAMUYECKOM U3MEPEHNM B TeYeHUE 7
nHen (He meHblue 2 pas).




Anbda-dpetonpoTenH (ADTT

A®I — rnnkonpoTenH ¢ m.m. 68 K[a, KoanpyeTcs reHOM, NPUHAANENKALMM K CEMENCTBY
anbbymunHa u BuTamunH D- cBA3bIBatoLLero benka.

ADIl CUHTE3NPYETCA KENTOYHLIM MELLKOM U NEeYEHbLIO NAO0La (BO BTOpPOM TpMMGCTpE), a TaKXKe
(I)ETa}'IbeIMVI NOYKaMMn N KNWLeYHNKomM.

PyHKUNM: noaaeprKaHMe OHKOTUYECKOro AaBAeHUA, UMMyHOMOAyNsUnA, obnagaeT cBOMCTBAMM
'(I'paH():I'IOpTHOI'O 6enka. Mmeetca romonormna yactu monekynbl AOI ¢ monekynon anbbymmHa
38%).

BbiBoAUTCA PpeTaNibHbIMM MOYKAMM B AMHUOTUYECKYIO XKUAKOCTb. B MaTepUHCKYIO KpOBb
nonagaeT TpaHCNAaueHTapHo.

MaKcMmanbHan KOHUEHTPaLMA B KPOBM Nioaa Ha 9-# Hegene rectaumn. B kKposu matepu .
HauyMHaeT geTekTMpoBaTbCcA Ha 10-n Heaene, KOHUEeHTpauua pacteT Ha 15% B Hegento Ao 25-u
Hegenu, aocturaa 10% ot KonnyecTsa anbbymnHa, 3aTem Mea/1eHHO CHUXKAeTCca 40 PoAOB.

daKTOpbI, KOTOPbIE BAUAIOT Ha KOHLIEHTPALLMIO B MaTEPUHCKOW KPOBM: BO3PACT, BEC, NHCYINH-
3aBMCUMBbIN AMabeT, paca, KOAMYECTBO N1040B, NoYeYHaa HeA0CTaTOMHOCTb Y NA0Aa, NPUBOAS-
A K NPOTEUHYPUN, U TAXKENble aHOMaNUN NI0AA.

YposeHb ADI nosbiwweH y 85-95% eHLWuH, bepemeHHbIX NN10A0M C OTKPbITbIMKU AedpeKTamu
HepBHOW TPYOKKU U cHMKeH Yy 30% 6epemeHHbIX naogom ¢ C4




HeKoHBIOTMPOBaHHbLIN 3cTpmon (E3)

E3 — ¢peTonnaueHTapHbIN CTEPONAHDLIA TOPMOH € M.M. 288,4 [la, oANH 13
TPEX [N1aBHbIX 3CTPOreHOB, BMeCTe C 3CTPAANOI0OM N 3CTPOHOM.

CnHTe3: ¢peTasibHbIMN HaANOYEYHUKAMM U3 XONECTEPUHA CUHTE3NPYHOTCH
nperHeHonoHcynbPat n AINIA-cynbdart, 3aTem peTasibHOM NeYeHbIo U3
AO9A-C cnHtesunpyetca 16a-rnakpoken-Ar3A-C, KoTopbin B NiaueHTe
npeBpaLLaeTca B 3CTPMO.

Ha cHuXeHue KOHUEHTpauuu BAMAIOT aH3HUedanua, cynbdaTasHaa
HeA0CTaTOYHOCTb, TMbenb Nno4a, XPOMOCOMHbIE aHOMA/TNK, MY3blPHbIN
3aHOC.

B HacTosiLee Bpema MapKep He UCMOb3YeTCA C LUeNblo OLLEHKU COCTOAHUSA
naoaa.

PYyTUHHO ucnonb3yeTca B CKpuHuHre CA.

PekomeHAyeTcA cpaly nocse obpasoBaHUA CryCcTKa OTAENATb CbIBOPOTKY OT
KPOBW M 3aMOparkneatb obpasel, 4N1A XPaHEHMSA, T.K. KO-HbIOTMPOBAHHbIE
bOpPMbI MOTYT CNOHTAHH



MHIMOMH-A

[eTepoanMepHbIN TOPMOH 6enKoBOM NpUpPoabl, cyn-peccupytowmnin cekpeumnto GCr
rmnodusom.

NHrMbunH-A coctonTt u3 a- n BA-cybbeamHm.

B Te4eHMe MeHCTpYanbHOro UMKAA U paHHeN bepemMeHHOCTU MHTMBUH-A
NpoAyUMpPYyeTCA KenTbiMm Tenom. B nepBom TpumecTpe, Kpome ANYHUKOB,
CUHTE3MpyeTcs NA0A0M, NIALUEHTOM N NAOAHbIMM 060104KaMKM, MOTHOCTbIO NOAaBAAA
cuHTe3 OCI. B TeueHne bepemeHHOCTU noBbiwaeTca Ao 10-1 Hegenn, 3aTeM CHUXKaeTcA
A0 MUHMMYMaA K 17-1 Hegene, Nocne 4yero CHoBa MeA1IeHHO pacTeT A0 POAOB.

OnpepeneHne MHIIMBbUHa-A MMeeT ANarHoCTUYeCcKoe 3Ha4YeHne A1A NpeHaTasbHoOro
CKpuHMHra CA v Tpucommnm 18, a TaKKe B KauecTBe MapKepa yrporkatollero abopra B
nepBom TpumecTepe (HU3KUI YpoBEHb) U NY3bIPHOIO 3aHOCA (MOBbIWEHHbIN YPOBEHD).

Bo BTOpoM TpumecTpe NOBbILEHHbIN YPOBEHb MHIMOUHA-A, TaKKe KaK U aKTUBMHA-A U
npo-ANP nporHo3sunpyeT pa3suTue npesaknamrncmn.

Ncnonb3oBaHMe MHIMBOUHA-A UMeET 3KOHOMUYECKOE NPENUMYLLECTBO — OH YXKe
BKJIFOYEH B NMPEeHaTaNbHbI CKPUHUHT TPUCOMUM B KBaapoTecTe. MNpeanaraercs
MCMONb30BaTb KBAAPOTECT TaKXKe ANA pacyeTa PUCKa Pa3BUTUA NMPE3KNAMMNCUN: NepBble
pe3yNbTaTbl MOKa3bIBaOT YyBCTBUTENbHOCTb 42% npu yposHe JIMNP 6%.



[Tha3meHHbIV 6enoK A, acCoOLMMPOBAHHbIN C
bepemeHHoCTbIO (PAPP-A)

B cbiBOpOTKe KpoBu PAPP-A Haxoautca B KomnaeKce ¢ NpopopMOn NTaBHOro OCHOBHOIO NPOTENHA
so3nHodunos (proeosinophil major basic protein, proMBP), npuyem aBe ero cybbeanHuLbl
CBSi3aHbl C ABYMA LEeNsMKU nocaeaHero AMcynbduaHbIMM MOCTUKAMM.

Kpome TOro, Tpu pparmeHTa ero Lenm obHapyXMBatoT CXOACTBO C paKTOpPaMU, PEFYINPYIOLWMMMU
PAHHIOKO TKaHEBYIO AndPepeHLMPOBKY.

Benok BKAOYEH B CEMENCTBO 0l2-MaKpornobynmHos Yyenoseka. PAPP-A cuHTesnpyetca
dnbpobnactamm un saenaetca IGF-lI-3aBucumont npoteasomn, pacwennarouien IGFBP-4. MNMpo IGFBP-4
M3BECTHO, YTO OH BOBJIEYEH B PEryaaumMio pa3BmuTna GonnKyna.e

PAPP-A nHrnbupyet nponndepatMBHYO aKTUBHOCTb IMMPOLNTOB, MO3ITOMY OH BXOAUT B rpynny
H6enKkoB-MMMYHOCYNpeccopoB, K KoTopbim oTHocaTca XI, Tpodpobnactnueckmin B1-rnobynun (TBIN),
A®DM 1 rinkogenuH (accoumpoBaHHbIN ¢ bepeMeHHOCTbIO A2-TANKONPOTEUH). 9Tn 6enku in vivo
obecneuynBaloT NoAaBAEHNE UMMYHONOIMYECKOM PEAKTUBHOCTM MaTEePUHCKOro OpraHM3ama no
OTHOLUEHMIO K pa3BMBaloLLLEMYCA NAOAY.

Mpu 6epemeHHOCTM ypoBeHb PAPP-A pe3Ko yBenmumBaeTca 3a CYET cMHTE3a naaueHTon. OH
CYNTAETCA NYYLNM BUOXMMUYECKMM MAapPKEPOM NEPBOro TPUMeCTpa anAa gma- rHoctmkm CL.
NmeeT uyBCTBUTENBHOCTL 42% npu 5% J1MP. Monekyna 6enka xapakTepusyeTcs BbICOKOM
CTEMEHbIO IMNKO3UIMPOBAHHOCTM, KOTOPAs NPeANO/OKUTENBHO Bbille Npyn bepemMeHHOCTH
nnogom c C/.




[TnaueHTapHbIV nakToreH ([1/1

M1 — riMkonpoTteuna, ¢ M.m. okono 22 k[a. Mo cBoMm CBOMCTBAM OH aHa/IOTMYEH FOPMOHY POCTa
rmnodn3apHO-ro NPOUCXOXKAEHMA, HO Npn BepemeHHOCTM ero npoaykuma npesbiwaeT B 100 pas
ceKkpeuuto runopursapHoOro ropMmoHa pocra.

CTVIMyﬂMpyeT MO6MI]M3aLI,MI-O KUPHbIX KUCNOT, o6nap,aeT NAKTOTPOMHbIM N NFOTEOTPOMHbLIM AeﬁCTBMGM,
MHFM6MpyeT K/IETOYHbIN UMMMYHUTET, CI'IOCO6CTByE‘T n0Tpe6neHmo IMHOKO3bl B OpraHnU3ame naoga, aktmuBHoO
BANAET Ha obmeH BELWLECTB MaTePUN. CHNKAET CUHTES 6em<a, YTO CYyLLECTBEHHbIM o6pa30M yBen4YnBaeT
3arnac aMmmnHO- KUCNOT, KOTOPbIE UCNMOJIb3YET Nao4 ANnA CBOero d)OpMMpOBaHMFI.

CuHTe3sMpyeTca CMHUMTUOTPOGDOBNACTOM C PaHHUX CPOKOB BEPEMEHHOCTH, NPU 3TOM COAEPIKaHME ero B
KpoBM MaTepu Npu GU3MOOrMYECKU NpoTeKatoLen 6epemMeHHOCTM NPOrpeccupyoLLLe pacTerT.

KoHueHTpauua M/1 Becbma BapuabenbHa, MHAMBUAYaAbHA U HAXOAMUTCA B MPAMOM 3aBUCUMOCTU OT
Maccbl N104a M YMcAa NAaueHT (Npyu MHoronaoamu). KopoTKMiA nepuoa nonypacnaga, otTcyTcTemne
CYTOYHOTO PUTMA CEKPELIMU U HaNMYne eAUHCTBEHHOTO UCTOYHMKA €ro CUHTE3a NO3BOAAIOT
Mcnonb3oBaTh /1 Kak NpAMoN NoKasaTeNb GYHKLLMOHMPOBAHMUA NNALEHTDI.

Y }KEeHLMH, CTpaAatoLLMX NOYEeYHOM NaToNornen, HabnogaeTca NoBbIWEHWE coaepKaHua B Kposu M1,
BbI3BaHHOE HapyLUeHUEM KAnpeHcoBon GyHKLUMM nodek KoHueHTpauusa MJ1 cHuxkaeTca npu
rMNepPTOHUYECKOM 6ONE3HU, MO3AHNUX TOKCMKO3ax bepeMeHHOCTH.

B | TpumecTtpe bepemeHHOCTM Npun pa3BuTum MH 3HaYMTENbHO CHUXKAeTCA ypoBeHb /1. KpatHe HU3KuMe
3HAYEHMA ero KOHUEHTPALUMN BbIABAAIOTCA HaKaHyHe rmbenn ambpuroHa un 3a 1-3 gHAa oo
CaMONpPOU3BO/ILHOIO BbikMAbILWa. B 6onee no3gHue cpokn bepeMeHHOCTU CHUMKEHUE KOHUEeHTpaumu M/
BblABAAeTcA nNpu MH 1 xpoHUYeckon rmnokcum naoga. NMpu astom coageprkaHue MJ1 B KpoBu Konebnetcs B
LWUMPOKNX Npeaenax, O4HAKOo y 6ONbLINHCTBA 6epeMEHHbIX CyL,EeCTBEHHO HMUXKe HopMbl. Mpu MH
cogepkaHue /1 B CbIBOPOTKE KPOBU CHUXKaeTcA Ha 50%, a npu rMnokcmMun naoga — noyTtv B 3 pasa.

MokasaHua gna uccneaoBaHua: amarHoctuka MNH, runokcum u runotpodun naoaa.




Backyno3aHaoTeNManbHbIM QAKTOP
pocTta (VEGF)

[pn aKTONMYECKON BepeMEHHOCTU KOHLEHTPALMSA B CbIBOPOTKE HUXKE B

2 pa3a Nno CpaBHEHMUIO C }KEHLWMHAMMN C BHYTPUMATOYHOM
bepemeHHOCTbIO.




[omoumncTenH

[OMOUMCTENH — AaMUHOKMNCNOTA, CoAep Kalllaa TMONOBYIO rpynny.

[TMnepromounctenHemuto (ML) matepun Bo Bpems bepemeHHOCTH,
CBA3AHHYIO B OCHOBHOM C MOHMXEHUEM KOHLUEHTPALUUN BUTaMUHa B12,
OTHOCAT K OAHOW U3 NPUYMH POXKAEHUA AeTeN ¢ agedeKTaMn pa3BUTKUS
HEepPBHOWM TPYOKM, KOCONANOCTBIO, @ TaKKe BHYTPUYTPOOHOM anctpodun,
MPUBbIYHbIX BbIKMAbILWEN, MHPAPKTOB N OTCIOMKU MAaTEPUHCKOM YacTun
NNAUEHTDI.

PaHHMEe NPU3HaKM NPesKIaMNnCUmM COOTHOCAT He TOJIbKO C
rMNepKoarynAuMOHHbIMN HAaPYLUEHUAMM B NNALUEHTAPHOW LMPKYNALUN
KPOBW, HO N CYMUTAIOT NPAMbIM pesysbTaTtom [TL.

[MoKa3aHuA oA uccnenoBaHuA: bepemeHHble ¢ Tpombo3amu U
aKYyLLIEPCKUMM OCNOXKHEHUAMM B NPOLLIIOM.



benok-1, cBA3bIBAOLWMM MHCYIMHOMOO00-
Hble GakTopbl pocTa (IGFBP-1)

Bbicokas KoHueHTpauma IGFBP-1 6bin1a ngeHTMdmnumpoBaHa B KpoBM BepeMeHHbIX Npu
NoYe4yHON HeAOCTaTOMHOCTU, HeJoeAaHMM, NPU UHCYIMH3AaBUCMMOM CaxapHom auabeTe,
LMppo3e U KapumHome neyeHu.

Huskne 3HavyeHna IGFBP-1 BbisBNEHbI Y TYYHbIX NALUEHTOB U MPU COCTOAHUAX, CBA3AHHbIX
C TMNEPUHCY/IMHEMUEN.

IGFBP-1 0THOCUTENbHO BbilLE B C/ly4ae BHYTPUYTPOOHOM 3a4€PKKN POCTa U HUXKE B
cnyyae 6epeMeHHOCTM KpynHbiM niogom. CbiIBOpOTOYHbIe ypoBHU IGFBP-1 meHAwoTCA
3HAYUTENbHO B 3aBUCMMOCTU OT XapaKTepa NUTAHUA.

Tpucomusa 18 xapakrtepusyeTtca BbICOKMMMU 3HaYeHMAMU IGFBP-1 B coueTaHnm ¢ HU3KNMMHU
IGFBP-2 B nepsom TpumecTpe.

[narHocTnyeckoe 3HayeHue. BbICOKUiA ypoBEHb B MaTEPUHCKOW CbIBOPOTKE — NoKasaHue
K TMCTONOTMYECKOMY UCC/Ie0BaHUIO NNALEHTbI Ha 24-35-1 Hegenax 6epemeHHOCTH.
BbICOKWI YypOBEHb B aMHUOTUYECKOM *KUAKOCTU CBA3AH C HapyLleHMeM pocTa naoga B 2-3
TpumecTpe 6epeMeHHOCTHU.

B BarMHasibHOM ceKkpeTe B HOpMme 3TOT 6eIoK He CoAepKMTCA, HO Noc/e pa3pbiBa
OKONOMNNOAHbIX 060/104EK aMHUOTUYECKAA KUAKOCTb C BbICOKOM KOHUEeHTpauuen IGFBP-1
CMelLUMBaeTCA C BNAaraJiuHbIM CEKPEeTOM.

Ha onpeaneneHunn IGFBP-1 Bo BaaraanwHom cekpete ocHoBaH Tect PROM




Tect Actim™ PROM — aKcnpecc-AnarHoCTmKa
npeXxaeBpeMeHHOro pa3pbiBa OKONOMN/IOAHbIX
obonouek. Ana ActimTM PROM c nomolLbto
CTEPUNBHOIO BarMHabHOro 3epKasaa nonmapup-
HbIM TAaMMOHOM OTHOMpatoT obpasel, oTAeENAEeMOro
n3 Baaraamnua, KOTopbin MOTOM aHaAN3UPYIOT
XpomaTtorpadpumyecku. PesynbraTbl CYMTHIBAIOT
yepes3 5 muH. Tect PROM nosBonaeT nposecTtu
PAHHIOK AMATHOCTUKY NPEKAEBPEMEHHOIO
pa3pbiBa MembpaHbl OKONOMA0AHOIO My3blps
(MPOM) npu cpoKe bepemeHHOCTU 24-37 Hepenb.



nnkoaenvH (PP14)

PP14 — rnnkonpoTenH ¢ CUIbHON MMMYHOCYNPECCUBHOM N KOHTPALLENTUBHOMN
aKTUBHOCTbIO. poayumpyertca u CereTVngeTCFI KNeTKaMn Kenesmctoro
3NUTENNA SHAOMETPUA N PaCTeT B Hayale bepemMeHHOCTH.

PP14 BmecTe ¢ ApYrMMM NiauLeHTapHbIMK Benkamu cumTaetca BMOXMMUYECKUM
MapKepoM TeKyLLen bepemMeHHOCTU, 0COOEHHO OH BaXKeH A1 OLLEHKM
MMMAQHTALUM.

PP14 cHuaeTca npu HepassuBeatoencs bepemeHHOCTH, a TaKKe y
bepemMeHHbIX }XeHLWMH ¢ AnabeTnyeckon peTmHonaTnen (Ho He c Agnabetom bes
peTuHonaTum).

KoHueHTpaumsa PP14 cHuxkeHa 6onee yem B 2 pa3a Ha 7-W AeHb nocse nuka JIl
(MMNNaHTaUMOHHOE OKHO) Y KEHLWMH C peunanBmpyowmMMmm BbiKUabIlWamu B 1-
M TpMmecTpe bepemMeHHOCTH.

B HEeCKO/IbKMX UccnegoBaHMAX NoATBEPKAEHO, YTO PP14 y KeHLWMH C
3KTOMUYECKON BepeMeHHOCTbIO HUXKE, YEM Y XKEHLLMH C BHYTPUMATOYHOWN
bepemeHHOCTbIO. YpoBeHb PP14 Bbille Nnpy MHOron/104HON 6epeMeHHOCTH, YeM
npw oaHonaoAHOM BepemMeHHOCTH.



[lpeHaTanbHaAa Y3N-aAnarHoCcTnKa

HafgerKHOCTb BblABIEHUA 3XOrpadPpmyecKknx Npru3HaKoB NOPOKOB
PA3BUTUA NOBbIWAETCA NPU TPEXKPATHOM CKPUHUHIOBOM
YNbTPa3ByYKOBOM uccnegosaHnn Ha 10-14 Hepene, 20-24, 30-34 Hepene.

[Mpun ckpnHnHrosom nccnepgosaHmmn B 10-14 n 8 20-24 Hepene MmoXKHO
noATBEPAUTb NN NCKIOYNTL Y3-MapKepbl XPOMOCOMHOM NaToNOormu,
4YTO 0COOEHHO Ba*KHO NPU HaM4YMM PAKTOPOB PUCKA B CEMBE.

OcHOBHYO MHPOpMaLumio no BbiaBneHUto BH3 nnoaa aaet Y3 8o |l
TpumecTpe bepeMeHHOCTU B CPOKM OT 16 A0 28 Hen, Koraa
choOpPMMPOBaAHbI N AOCTYMNMHbI NOAPOOHOMY UCCNeA0BaHUIO MPAKTUYECKN
BCE OpPraHbl U CUCTEMbI N10AA U « BKIOYAOTCA» CUHAPOMOIOTNYECKME
0COOEHHOCTU BPOXAEHHOIO MW HacneacTBeHHOro 3abonesaHuA.



Y3-kputepum tpucommn 21

YTOoNLWEHME WEeNHOM CKAaaKu.

YKopoueHue 6epeHHON KOCTU.

[TopoK cepaua.

[Mneptenopusm.




Y3-kputepum Tpnucommm 13

MHorosoaue.

MuKporHaTtua.

C3P[1.

Jedopmaumna nanbues pyK.
Jedopmauma cron.

YKopo4eHue | nanbua crtonsbl.
EAMHCTBEHHAA apTepma NyNoOBUHbI.

Omdanouene.



bnoncua XopuoHa

buoncus XOPUOHa — rnojay4vyeHue o6pa3u,a TKAHU XOPUOHa C Uenblo BblIABNEHNA U
I'IpOd)MfIaKTI/IKI/I XPOMOCOMHDbIX 60l'le3HEI7I, HOCUTENIbCTBA XPOMOCOMHDbIX
aHOMaﬂMl;'i, a TaKXXe MOHOreHHbIx bonesHen.

Bbibop meToaa 3aBUCUT OT OCOBEHHOCTEN PACMNO/IOKEHNA XOPMOHA B
MaTKe. TKaHb XOPMOHA UMEET TY Ke reHEeTUYECKYIO CTPYKTYPY, YTO U NaoAa,
NO3TOMY NPUrogHa ANa NPOBEAEHNSA TEHETUYECKOM ANATHOCTUKM.

Obbem TKaHen XOpPMOoHa, A0CTAaTOYHbIN A8 reHeTuyeckoro oreeta — 10 — 15 mr.

OCHOBHOE NpenMyLLLEeCTBO BMONCUMN XOPMOHA — BbiMOJIHEHUE ANAarHOCTUKU B
paHHUe cpoKUu bepemeHHOCTH, BbiCTPOTa NoayyeHUna pesyabraTta (B cpegHem 2-
3 AHA), BO3MOXXHO onpeaeneHue nona nnoga n AHK-anarHoctnka sabonesaHus.



MokKa3aHuA:

BopcuHyaTel
XOPHWOH AT Bo3spact 6epemeHHon 35 net u cTapLue.

— V4

OTAroweHHbIN aKyLLEepPCKUN U
reHeTUYeCKUi aHamHes (Hanmume

B aHAMHe3e poXKaeHune pebeHka

¢ BINP, XxpoMOCOMHOMN AN MOHOFEHHOM
601e3Hblo)

CemelHOEe HOCUTENbCTBO XpON\OCON\HOﬁ dHOMaAnu
WU TEHHOM MyTauunn

[aHHble axorpadpum (B 10-14 Hegenb TONLWMHA
BOPOTHWKOBOIO NPOCTPAHCTBA > 3 MM)

OnTumanbHble CPOKU ANA npoBeaeHun broncmu
XopnoHa — 7-16 Hegenb. MaHunynauua

NPOBOAUTCA CTPOro Nog KoHTponem Y3




AMHMOLIEHTES

AMHMOLUEHTEe3 — MHBA3MBHAA NpoL.eaypa, 3aK/0YaoLLLaACcA B NYHKLUUN aMHNOTUYECKOWN
000N104YKM C LLeNblo NOIyYeHNA OKOMONAOAHbIX BOA, ANs nocneAytoulero nabopatopHoro
nccneaoBaHUA, aMHUOPeayKUUU UNX BBEAEHUS B aMHMOTUYECKYIO MNONOCTb /IEKAaPCTBEHHbIX

cpeacTs.

Moka3aHuA:

MpeHaTaibHAs AMArHOCTMKa BPOXKAEHHbIX U HAC/IeACTBEHHbBIX 3ab0neBaHM. JTabopaTopHasn
NINAarHOCTMKA BPOXKAEHHbIX M HacneaCcTBEHHbIX 3ab601eBaHNM OCHOBaHa Ha
LUTOTeHETUYECKOM U MONEKYIAPHOM aHaM3e aMHUOLMTOB.

AMHMOpeayKuua (npn mMHOrosoaun).

NHTpaamHKWanbHoOe BBeAEHME NpenapaToB A1a NpepbliBaHMA bepeMeHHOCTM BO BTOPOM
TPUMeEcCTpe.

OugeHKa coCTosHUA N1043 BO BTOPOM U TPETbEM TPUMECTPax bepemMeHHOCTH (CTeneHb
TAXKECTN reMONUTMYECKOM GonesHn, 3penoctb CypdaKTaHTOB NETKMX, AMATHOCTUKA
BHYTPUYTPOOHbIX MHDEKLNI).

AMHMOULEHTE3 MOYKHO BbI[TO/IHATL B NEPBOM, BTOPOM U TPETbEM TPMUMECTPax bepemeHHOCTM (onTMmanbHo — B 16-20
Heaenb bepemeHHOCTH)



IMaaueHnma

s

——— AMHUOMUUYECKUE

KiemrKu

AMHUOMUUecKkas
Hcuoxkocms




KopaoueHTes

KoppoueHTtes - meTo nosny4yeHna KopaoBow (MynoBUHHOM KPOBMK)
nnaoaa ANna AanbHENWero ncciegoBaHus.

[MponssoanTca He paHee 18 Heagenb rectaumm(onTMmanbHo 22-25
Heaens).

MeToa npUMeHUM ANA ANArHOCTUKM XPOMOCOMHbIX U HAaCNeACTBEHHbIX
3aboneBaHunm, pesyc - KOHPANKTA, FeMoanTUYEeCcKom bonesHn nioaa u

T.A,




MokasaHuA K NpoBeAeHUI0 KOpAoLeHTe3a cieaylowme:

Bo3pacT *keHwmHbI cTapwe 35 neT, BO3pacT oTua cTapwe 45 neT, Tak Kak C BO3pacTOM yBeJIMYMBAETCA YacToTa
CI'IOHTaHHbIX)MyTaLI,MVI OaXKe Npu OTCYTCTBMU ApYrMx GaKTOPOB PUCKA (Yalle ABNAETCA COMYTCTBYIOLMM
NnoKasaHuem);

Hannume npm3HaKkoB BPOXKAEHHON NAaTONOIMMM NPU YNbTPA3BYKOBOM CKPUHUHTE;

OTKNOHEHMeE YPOBHA CbIBOPOTOYHbIX HE/TKOB B KPOBM MaTEPU NPU NPOBEAEHUN « ABONHOIO» U KTPOMHOTO
TecTa,

KpoBHOpOACTBEHHbIN Bpak;

Hannune y poaCcTBEHHNUKOB MOHOTFEHHbIX HAaCNeACTBEHHbIX 3a60neBaHUI (GeHUNIKEeTOHYPUA, MyKOBUCLMAO3,
CNUHaNbHAA aMMUoTpoduUA);

HeobxoamnmocTb onpeaeneHus nona naoaa, Tak Kak HeKoTopble 3aboN1eBaHNsA CLENIEHbI C X-XPOMOCOMOM U
NPOABAAIOTCA TO/IbKO Y MasibunKoB (remodunns A n B, aTpodus 3pnutenbHOro HepBea);

Hanunume y ogHOro 13 cynpyroB XpOMOCOMHOM NepecTpPonKM, HacneACcTBEHHOro 3a6o1eBaHMA UM NOPOKa
pa3BuTUS;

PoxkaeHue p86éHKa C HacneaCTtBeHHbIM 3aboneBaHuem nam NMOPOKOM pPa3BUTUA,

Hanunume B aHaMHe3e CaMonpPoun3BO/IbHbIX BbIKMAbIWEN, MEPTBOPOXKAEHWNIM, NEPBUYHON aMeHOPEN, NePBUYHOIO
becnaoauna y cynpyros;

HebnaronpusaTHoe Bo3aencTemne GakTOPOB OKpyXKatoLLel cpeabl B paHHUE CPOKN BepeMeHHOCTH
(pagmoakTMBHOE 061yYEHME, BAbIXaHME NAapPOObPa3HbIX A408 U A4p.);

Mprém ambPUOTOKCUYECKMX NPEenapaToB B paHHME CPOKU BepeMeHHOCTH;
PeHTreHONorM4Yeckoe ucciegoBaHMe Ha PaHHMX CPOKax;

BHyTpuyTpobHaa nHdpekuma nnoga (Npn HEBO3MOXKHOCTM BbISIBUTb BO3OyAUTENA APYTMMU METO4aMM);

femonuTuyeckas 6onesHb Naoaa (ANA AMArHOCTUKM U lIeYeHus).







