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Kadenpa 6mosiorun ¢ Kypcom MeTHIIHHCKON TeHeTHKH

Jlekuusa 3
IHHPOOHI/IAKTHKA HACJIIE/ICTBEHH )/}

U BPOKJIEHHOMH IIATOJIOT HH:
MeOUKo-2eHemudeckoe KOHCYIbmuposanue u
npeHamanbHas OUacHOCMuUKa

JlazapeB Koncrantun IOpseBuy
KAaHAMAAT MeAHMLIMHCKUX HAYK JOLEeHT



HEJb JIEKIIUHU: popmupoBaHre 3HaHUN TPOPUIAKTAKN HACIIEICTBEHHBIX OOJIE3HEN U
BPOXKJEHHBIX TTOPOKOB Pa3BUTHUA U POJIb Bpaya-jIeueOHMKA B CUCTEME
npo(QHIAKTUYECKUX MEPOIIPUSITUH.

3aoauu:

sChopmupoBarh mpeACTaBICHUST 00 YPOBHAX MNPOPWIAKTUKKA HACJIEACTBEHHOW W
BPOXKICHHOM MaTOJIOTHH.

II/IB}"II/ITB IeJIib U 3aa49 MCIUKO-I'CHCTUYCCKOT'O KOHCYJIbTPOBAHMU.

alI3yuynTs  3Tanmbl  MEOUKO-TECHETUYECKOW  IIOMOINMA  HACEIICHWID B CHCTEME
3IPABOOXPAHEHUS CTPAHBI.

sCpopMupoBarh KOMMOETEHIMH OO0 aJIropuTMax MPOBEACHUE MEPUKOHIICIIIMOHHON
npoUIAKTUKE U MIPEHATATIbHOW TUAarHOCTHKE.



Iliaan Jgexkuun:

s [lyTu, Buasl 1 ypoBHU OpOPUIAKTUKH HACICACTBEHHOMN U
BPOXKJICHHOH ITaTOJIOTHH.

s  MeauKo-reHeTUYECKOE KOHCYJILTUPOBAHUE: TIOHATUE, LIEJIU U
3aJ1a4¥, TOJAXOAbI U IIPUHIIUIIGL.

s IlepukoHnenuronHas npouiIaKTUKA HACIEACTBEHHON U
BPOXKJICHHOM TMaTOJIOTUH.

s IlokazaHus u TpeOOBaHUS K IIpeHATAIbHON JHArHOCTHKE.

s  MeToabl IpeHeaTaJbHOU JUArHOCTHKHM.



"
Ka)xabiii AeBATbIN-AECATbIA HOBOPOXXAEHHbIN UMEeeT HACNeACTBEHHYI0
WJIN BPOXXAEHHYIO NaTOJNIOrMUIo:

e 4,2-6,5% O0emeu poxcoaemcsi ¢ 2eHHbIMU DONE3HAMU,

- 2,5-3,5% oemeu c 8pooxcoeHHbIMU NOPOKAMU PA3BUMUS,
- 1% C XPOMOCOMHBIMU CUHOPOMAMU,

- 1% C MYIbMUGBAKMOPUATbHBIMU 3A001EBAHUAMU.

B cTpykType obwen cMepTHOCTU feTeun
A0 5-Tn neT OoT reHeTU4YeCcKoro 3aboneBaHusa UNM 60ne3Hn c
HacrneAcTBEHHON NpeApacnonoXXeHHOCThLIo
yMupaeT Kaxxabin BTOpOn pebeHOoK

Ha nomro nerer ¢ HaclneaCTBEHHOM U BPOXKICHHOM MaTOJIOTUEN TTPUXOIUATCS
oonee 40% koek
B MEAUATPUYECKUX KIIMHUKAX



YacToTa retepo3uUroTHbIX HOCUTErNeNn
NnaToSIOrM4YeCcKoro reHa:

m 3% nooei - cemepo3ucomol no 2eHam donesneu
XPOMOCOMHOU HeCmMaOUIbHOCMU

B KAdHCObIU NAMUOECAMbIU - NO 2€H) ?enwxwmonypuu,
8P OIHCOEHHOU SUNONIA3UU KOPBL HAONOYEUHUKOB

n 5% nrooeu aenaomces cemepo3ucOmHbIMU HOCUMETIAMU
c€HO6 88MQ2]Z06MHOI’ZCZWZMM, NPpUMEPHO CMOJIbKO JHce
Hocumejieu ceHd MyKosucyuoosa



MeponpusTus B cucteme
npodunakTuku BI1P

Ob6uerocyrapcTrBeHHbIe MEPONIPUATHS
(mesteBbIe MPOrpaMMbl, HOPMATHBHbIE AKTHI)

IIpodpuiaakTuka, ocymecrBiageMas y4pe:KIeHUAsMI
3IPABOOXPaHEeHUSA

NuauBuayajbHas NPOPUIAKTHKA



Myt npodmnakTUkn HacneaCcTBEHHOM U

BpO)KﬂEHHOﬁ naTosiIornm CoCtToAT B.
*0XpaHe OKpydHcaouell cpeovl,

NIAHUPOBAHUU CEMbU,
NUMUHAYUU OehEeKMHBbIX IMOPUOHOB U NILOO08,
*VIPABIEHUU NEHEMPAHMHOCMBIO U IKCHPECCUBHOCBIO.

Buabl npodunakTukm HacneacTBeHHOU U
BPOXAE€HHOU NaTONIONnNM

MeOuKo-2eHemuuecKoe KOHCYJIbmuposanue,

npeHamanbHas OUAZHOCMuUKa,

OUAZHOCMUKA 2eMePO3UZOMHBLX COCMOAHUIL,

NPEeKIUHUYUECKASA OUAZHOCMUKA,

oucnauncepuzayus,

npoeepKa Ha MymazeHHOCHMb, MEPAMO2EHHOCHb U 2UZUCHUYECKYIO
peznamenmauuro nPoOyKmoe NUmMaHus, 600bl, 6030yXa, 1€KAPCMEEHHbIX
COCOUHEHUUL;

UCKYCCHIBEHHOE 0CEMEHEHUE CREPMOIL 00HOPA;

nPONaAzanoa MeouKo-2eHemu4ecKux 3HaHuil.



YpOoBHU nNpounnakTUKmn BpOXXOEeHHOU U

HacneacTBeHHOMU NaTonoruu

IlepBuyHas NPOPUIAKTHKA
BKJII0Uaem 6 ce0s MeponpuAmusl, HanpPaejieHHvle Ha 300P0BbIX J1100ell, No
nPeoynpeHcOeHUuI0 603HUKHOBCHUA 8POHCOCHHBIX OeheKmos nymem
YMEHbUIEHUA 60CHPUUMYUBOCHIU UIU YCMPAHEHUA PAKMOPOE PUCKA 8
nepuUKOHUEenUUOHHOM nepuooe, makK Ha3vléaemas NePUKOHUEenYUOHHASA
npoguiakmuxa.

BropuyHas npopuiaakTuKa
NPOBOOUMCA RO OMHOWEHUIO K 00JIbHbIM U HANPABIEHA HA YCIMPAHEHUe
Pa36epmuvl8aHUsA U 3amMACUBAHUA D0J1E3HU Uepe3 PAHHION OUAZCHOCHUKY U
HeMeOleHHoe J1e4eHue 6 npeHamaibHom nepuode. IlpenamanvHolit Ouazno3
no3eo0.1aem jaudo npepeams depemeHHocms (uauie), o0 0cyuiecmeums
(mympuympoﬁuoe JleueHue.
3 TpernyHnasg NpoPUIAKTHKA

HanpaeieHa Ha 00JbHBIX JIH00C U 3AKTI0YACMCA 6 YCHPAHEHUU
OCJ10)CHEeHUIL D0/1e3HU Yepe3 a0eKeamHyo peaduiumauuro u
KOppeKyuio 6 NOCHHAmMAa1bHOM nepuooe. 9




"
Meaunko-reHeTu4YeCcKoe KOHCY/1IbTUPOBaHMUE

— MO 6UO CREUUATUIUPOBAHHOU MEOUUUHCKOI NOMOWU, 8 pe3yibmame
KOmopou 00nbHble u/uiu ux poOCmeeHHUKU C PUCKOM HACTEOCMEEHHO20 UU
NPEoOno10HCUMEIbHO HAC/IE0CMBEHHO20 3a00/1€6AHUA NOYUAIOM CBCOCHUA O
nOC1e0CMBUAX OAHHO020 3A00/1€6AHUA, EPOAMHOCHU €20 PAZGUMUA U
HAC1e008AHUA, @ MAKIHCE 0 CROCODAX €20 NPOPUIAKMUKU U J1eYeHUAL.

Y10 Takoe MeaAunKo-reHeTn4eckKkoe KOHcy.I'IbTleOBaHVIe?
«... KOMMyHuKdmuﬁl-lblﬁ npouecc, CBA3AHHBLU C peuienuem l’lpOﬂJléM OMmMHOCUMETIbBHO
nOAGJICHUA WU DUCKA NOABG/ICHUA CEHEMUUECKUX oone3neil 6 cemve. Imom npouecc
3AKII04Aemcs 8 NONbIMKE 00HO020 Ul donee I«;aﬂud)uuupoeauublx cneuyuaiucmoe
nomou4s nauuenmy uiu €20 céemoe 6p}10€ eonpocoe...»

... IPOLIECC MTOMOILHU JIFOASIM B IOHUMAHUHU U aJJaNTallUA K MEIUIIUHCKAM,
IICUXOJIOTUYECKHUM M CEMENHBIM 0COOEHHOCTSIM Ir€HETHYECKOTO BKJIaJia B 00JI€3HE.
Imom npouecc eKkarwuaem cieoyrouiue In1emeHmol:
m HMHTEPHPETALUIO CEMEMHON U MEIUIIMHCKON UCTOPUM JIJIS1 OLIEHKH IIAHCOB MOSIBJICHUS
WJIA TOBTOPEHMS 3a00JICBaHUS;
m OOy4YEHHME OTHOCHUTEJILHO MPUHIIMIIOB HACJIEA0BaHUs, IOMOIIU, NPOMUIAKTHKH,
BO3MOKHOCTSIX MCCJIEIOBAHMS, IIOMOIIb B HH(OPMAIMOHHOM BBIOOpPE U aJlanTaluu K
PHCKY B COCTOSTHHIO OOJIC3HHU.



CHOBHbIE Lenu
u 3aaaum MINkK

YTOYHEHUE JUAT'HO3A BOJIE3HU;

COOBILIUTD JIOIAM, KEJAIOHIUM (u CIIOCOBHbBIM)
KOHTPOJIMPOBATD cBorw PEITPOAYKTUBHYIO ®YHKLHAILO,
IMPOI'HO3 HOABJIEHUA unin ITIOBTOPEHMUS B cembe aeren ¢
HACJIIEACTBEHHbBIM 3ABOJTEBAHUEM;

MNOMOYb C®OPMUPOBATHh OTHOLIEHUE k COOBIIEHHON
NHO®OPMALIUU, nars ITPOI'HO3 TEUEHHUSA u UCXOAA
HACJIIEACTBEHHOI'O 3ABOJIEBAHUA

B ciayvae npuMenenuss TEHOMHDBIX n HIOCTI'EHOMHDBIX
TEXHOJIOI'MH IOMOYb JIOJSM B OLIEHKE PE3YJIBTATOB
I'EHOMHOI'O NOPTPETUPOBAHMUSA w/uniu 'TEHETUYECKOI'O
CKPUHUHI'A u IIPUHATUUN umu PEHIEHUS;

MMPONATAHJA MEJUKO-TEHETUYECKUX 3HAHUI.



| _
CHOBHBIC 3a/1a91M MCAUNKO-TCHCTHICCKOI'0O KOHCYJIbTHPOBaAHUA

(o BO3, 1997)

= YCTaHOBJIEHHE TOYHOTO JMArH03a HACIEICTBEHHOTO 3a00JIeBaHUS;
= OmnpeneneHue TUNa HACICIOBaHUS 3a00JIEBaHUS B TAHHOU CEMbE;
= Pacder pricka moBTOpeHus1 00JIC3HN B CEMBE;

s Onpenenenne Hanbonee 3HPEKTUBHOTO criocoda MPoGUIaAKTHKHY;

s OObsCHEHHE OOPATUBIIUMCS CEMbSIM CMbICJIa COOPAHHOU U
IPOaHAIM3UPOBAHHON MH(POPMALINH, TPOTHO3a U BO3MOXKHBIX METOJIOB
npoHIaKTUKH.

n IIpodunakTrka BpOXKIESHHBIX TOPOKOB PA3BUTHUS M HACIIEICTBEHHBIX
3a00JIEBaHU B CEMEE;

s JlocTmKEHHE TICHXOIOTHYECKOrO OJIaronmonydrs B afanTallid K PUCKY 1
MMOSIBJICHUIO HACJIEICTBEHHON OO0JIE3HU B CEMBE.



*
AnddepeHumanbHaa oMarHOCTUKa U
YTOYHEHHbIN ANarHo3 onpeaensiorT.

. HpaBI/IHBHOCTB JICUCHHS 1 KIMHUYCCKOI'O ITPOI'HO34a.
- IIpaBUIBHBIN IPOTHO3 KU3HU.
- [Iporunos npodeccnoHAIBLHON TPUTOTHOCTH.

. T'eHeTHMYeCKUM POrHo3 411 O0JIBLHOTO, €r0 CEMbU U
POJICTBEHHUKOB.

- Tloka3aHus U TAKTUKY MIPOBEICHUSA IPECHATAIbHON JUATHOCTUKH
IpY HACTYIUICHUH CIEAYIONIEH KeTaHHON OEpEeMEHHOCTH.



OCHOBHBIE BUJIbI MEIUKO-I' EHETHYECKOE
KOHCVYJIBTUPOBAHUE:

« PETPOCIIEKTHUBHOE — onpenesienue npor1o3a s
IMOTOMCTBA WJIH OLEHKHU BEJIUYHMHBI PUCKA POKICHHUS
00JILHBIX JIeTed B ePCHeKTUBE npu HATUUUU 00IbHO20 C
HAC1e0CMBEHHBIM 3A00J1€6AHUEM 6 CEMbE;

« IMPOCIIEKTUBHOE - KOHCYJIbTHPOBAHHE 310POBBIX
JIIOJIEH ISl mMpeaynpexIeHus1 PoxIAeHus1 00JIbHOI0 pedeHKa
npu Haauyuu pucka (6ozpacm oyoywien mamepu cmapuie 35
Jlem, KpOBHOPOOCHEECHHbBLI OpaK u 0p.) B CeMbIX, IJle paHee
He 0bLJ10 00JbHbIX POICTBEHHUKOB.




'__
NMNoka3aHusxa
MeaUKO-reHeTUYeCKOro KOHCyJibTUpOBaHUSA

« HAJU4YME AaHAJOTHYHBIX 3200/1€eBAHMH UJIA CUMIITOMOB Y HECKOJIbLKHUX
YJIEHOB CeMbH (B POAOCJIOBHOM);

« OTCTaBaHHe pedeHKa B (PU3NYECKOM M YMCTBEHHOM Pa3BUTHM;

« Hajanyue BITP u MukponpusHakos Au33MOpHOreHe3a B COYCTAHUM C
APYTrMMH CUMIITOMAMU (HU3KHH POCT, CYIOPOTH U JIp.);

« IEepPBHUYHOE OeCIIoAMe y CYIPYIoB U NMepBUYHAsE aMeHopesi (0COOeHHO B
COYETAHUHU C HEAOPA3ZBUTHEM BTOPHUYHBIX MOJOBbIX PHU3HAKOB);

e IPHUBBIYHOC HECBLIHAIIIMBAHUC,
e HCEICPCHOCHUMOCTDb MUIIECBLIX IIPOAYKTOB M JICKAPCTBCHHLIX IPCIIaparToB;

«  HeOJAronpusaATHOE TEYeHHE TaHHOU OepeMeHHOCTH (YIP03a BbIKHM/AbIIIA,
MHOI0BOJME, THNOTO(US MJ101a).



‘pynnbl HaceneHuna, odbpallaowmecs B
MeANKO-TeHEeTUYECKYH0 KOHCYIbTauuto

I'PYIIIBI HACEJEHUS IIEJIb OBPAIIIEHU S IMPOLIEHT
CEMEN

3IOPOBBIE CYIIPYT', UMEIOIIIUE IMPOIrHO3 MOTOMCTBA 65

BOJIbHOI'O PEBEHKA

JINIIA C HACJIEJACTBEHHOU YTOUHEHUE JJUATHO3A 30

MATOJOTIUEN

3JIOPOBBIE JINIIA, UMEIOIIIUE IMPOI'HO3 30POBbS U 5

BOJbHBIX POOCTBEHHUKOB IIOTOMCTBA




=S
CTpyKTypa oOpalieHUn B MeANKO-TeHEeTUYECKYH0

KOHCyIbTauuro
THUITI HACJIEJOBAHUSA U IMPOIIEHT CEMEN
I'PYIIIBI ITATOJTOT'UHA
AYTOCOMHO-IOMUHAHTHbBIN 9
AYTOCOMHO-PEIIECCUBHBIN 16,5
X-CHEIJIEHHBINA )
XPOMOCOMHBIE BOJIE3HA 20
MYJAbTU®AKTOPUAJBHBIE 3ABOJIEBAHUS 40
C HEYCTAHOBJIEHHBIM TUIIOM HACJIEJOBAHUSI 12,5




OcCHOBHbIE rpynnbi naTtosiIormn B
MeaAUKO-reHeTN4eCKOUN KOHCYJ1bTallUn

rPYMMbl NATONOINA NMPOLIEHT CEMEMN
BPOXAEHHBLIE MOPOKU PA3BUTUS 30,6
HEPBHO-NCUXUYECKUE BOMIE3HN U CUHOPOMbI 27,8
HEBbIHALLUMBAHWE BEPEMEHHOCTW U BECMITOAME 18,2
NMPOYUE 15,4




KaTeropvwl reHeTn4eckKoro puCka B
MeOUKO-TeHeTU4YeCKOWU KOHCYJNbTalnn

KATEFTOPUU PUCKA NMPOLIEHT CEMEMN
HU3KWUW (OO 5%) 62
CPEQOHWUU (OO 20%) 13

BbICOKUW (CBbILLE 20%) 25




Cepreu HukonaeBun4 [laBuaeHKoB
(1880-1961)
FeHEeTUK, HEBPONATOJIOT
OcHoBaresib kKIMHUYecKOU reHeTuku B CCCP
BrniepBbie MOCTAaBUJI BONIPOC O CO3AAHUU KATAJI0ra reHos (1925)
OpraHuszoBaJ nepBy0 B MUpe MEeIMKO-TeHETHYECKYI0 KOHCYIbTanuio (1929)



3a pybexxom B yCNOBUAX KITMHUYECKUX YUYpeXxaeHUn
MeAUKO-reHeTU4YeCKue KOHCynbTaumm ctanm
nposoautbcd ¢ 1940 ropa
(amepukaHckum wtat MuuuraH).

B 1993l. B MMpe HacuntbiBanocob
oonee 2000 MmeanKO-reHETUYECKUX KOHCYNbTaLUMN.

B CIIIA 6o1nee 500 koHCYyIbTalIUM,
B AHriuu - 6oiee 50.

B 1993r. B Poccum oprannzoBaHo
85 MEIUKO-TEHETUYECKUX KOHCYJIbTAIIMA U KAOMHETOB.



S
Meauko-reHeTnyeckas cnyxb6a Poccum

1 ypoeeHb — pallOHHbIU (20pOOdCcKoOU)

Bpau-reHeTuk LUPB, panoHHoun (ropoackon) NONMUKITUMHUKK

3adayu:

° BbIIBNIEHME U YYET CeMeun, OTAroweHHbIX HacneacTBEHHOW naToriornen, ux
HanpaBfeHue B permoHanibHoOe MeAuKO-reHeTu4yecKoe y4pexaneHue;

* AMUcnaHcepHoe HabnwaeHue 3a nuuamu ¢ BbISIBIEHHOU NaTOSIONNeun;

* nponaraHaa meaAukKo-reHeTu4eCKux 3HaHUMN.



o
Meauko-reHeTn4yeckas cny»xb6a Poccumn

2 ypOB8eHb — pe2UuOHaslbHbIU
Meauko-reHeTU4YEeCKasa KOHCYNbTauua Ha 6a3e obnacTtHon, KpaeBou GOSIbHULLI UNN
pecnybnunkaHckon 6onbHULLI (pecnybnuku B coctaBe PP)

3adayu: § } §
KOHCYJIBTHUPOBAHUE CEMCHU U 00JILHBIX C HACJICACTBCHHON U BPOKICHHOU ITATOJIOIHEN C
HCHOJIB30BAHUEM I'CHCAJTOIHIECCKOI0 aHAa/In3a, CHHAPOMOJJIOIHYCCKOI'0 U HUTOI'CHETHYICCKHUX
METO/10B;

ngﬁnaTaanmﬁ CKPMHUHI 0epeMEeHHbIX HA PACIPOCTPAHEHHBbIE XPOMOCOMHBIE 00J1e3Hn u BITP
IHHC Ha ocHoBe Y3U M oLleHKM MATEPUHCKHUX ChIBOPOTOYHBIX MapkepoB (ADII, XT'Y);

NMPEeHATAJIbHAS IUTOTeHETUYECKAS TUATHOCTHKA XPOMOCOMHBIX 00JIe3Hel B rPyINIax pucKa
(*KeHLIUHBbI U UX MYKbi cTapuie 39-Tu Jjer);

CeJIEKTUBHbIN CKPUHMHT ceMel U 00ibHBbIX HA HBO;

OpraHu3alMoOHHOe o0ecredyeHe MacCOBOI0 CKPUHUHIAa HOBOPOKAeHHbIX HA DKY u BI' (coBMecTHO
C aKylIIePaMH U NeAUATPAMHU);

HANPaBJICHHE CJIOKHBIX C/Iy4YaeB MAToI0rHu B Mexkpernonaibuyo MI'K nwim ¢enepanabHblii
MeauKo-reHeTuvecknii meHtp (MI'LL);

BeJICHHE TEPPUTOPHAILHOIO PErHCTPa ceMell H 00JILHBIX ¢ HACJIEICTBEHHON U BPOKIEHHOM
MaToJIOTHueH U UX JUCIAHCEePHOEe HAD/II0eHuE;

nponaraHaia MEAUKO-rcHETHICCKHUX 3HAHMM.



" A
Meauko-reHeTn4yeckas cny»xb6a Poccum
3 ypo8eHb — MeXpea2uoHaslbHbIU

MeskperuoHajibHasi MeIUKO-TeHeTHYeCKasi KOHCyabTanuda Ha 0aze HUU uim obdmacTHoM
(kpaesoii, pecnyonukanckoin) MI'K, oocayxuBarmas 3-5 coceJHUX PeriOHOB

3adayqu (me xe, 4MO U Ha pe2uoHasiIbHOM YPOBHe IMJ1IF0C GOMNOJIHUMEsIbHO) :

°* KOHCYNnbLTUpPOBaHUE ceMeU U OOSbHbIX C HacneaCTBEHHON U BPOXAEeHHOW
naTtosiormen ¢ UCrnorib3oBaHMeM reHeanorm4ecKoro aHanmsa,
CUHOPOMONOIrMYECKOro U LUTOreHeTU4eCKNX MeToa0B;

°* MaccoBbI OMOXMMUYECKUN CKPUHUHT HOBOPOXAEHHbIX;

° noaTBepXAarLwas AMarHocTuKa B NpeanonoXnTesibHO BbIIBIIEHHbIX Crly4Yasax
NnaToNoruu;

* KOHCYNbLTMPOBaHWE U ANArHOCTUKA CIIOXHbIX Clly4yaeB Mo HarnpaBfeHUAM
ob6nactHbix MlK;

e oOpraHusauus ne4vyeHuns oonbHbix ¢ OKY un Bl



=
Meauko-reHeTn4yeckas cny»xb6a Poccum
4 ypoeeHb — chedepasibHbIU

denepanbHblie MeAUKO-TeHEeTUYECKUE LEeHTpPbI (B T. 4. cneynanu3npoBaHHbIe) Ha
6a3e Beaywmnx HUU n knnHunk

3adayu:
L KOHcyﬂbTVIpOBaHVIe CNMOXHbIX cnyqaeB naTosyiornu,

* noAaTBepXxaalwasa LMToreHeTU4YecKkas, 6MoXxMMmmyeckasa u MoneKynsipHo-
reHeTMYecKasi AMarHOCTMKA CIIOXHbIX U PpeAKUX crlyyaeB naTtosioruu;

e pa3paboTka, anpobauusa u BHegpeHUe HOBbIX METOAOB ANArHOCTUKU, NEYEeHUs n
peabunutauuu;

* noaroToBkKa u noBbilleHune KBaHVIq)I/IKaLWII/I KaapoB cneunaiamcrtoB MmeauKo-
reHetTn4eckKkux yqpexq:l,eHMﬁ, KOHTPOJ1b Ka4yeCcTBa Ux pa60Tb|;

* OpraHu3sauus nevyeHus getem ¢ BbiaBneHHbIiMu HBO;

* BepeHue hpepepanbHOro peructpa cemem n 60rbHbIX C peaKON HacneaCTBEHHOWM
naTtonoruven.



=
Meauko-reHeTn4yeckas cny»xb6a Poccum
4 ypoeeHb — chedepasibHbIU

(I)eIlepaJIbele MECAUKO-TCHETHICCKHUEC HAYIHbBIC HCHTPLI:

*OI'bHY «Meauko-reHeTUYECKUU HayuYHbI HEeHTp uM. akajgeMuka H.IT.boukosay,
*HNUN memumuuckonreneTukn ®I'BHY «Tomckuit HUMIL».

DenepaibHble MEAUIUHCKHAE HEHTPHI:
*OI'AY «HMMULI 310p0BBSA ACTEN»,
*®OI'bHY «HUU akymepcrTBa, runekonoruu u penpoaykronoruu um. 1.0.0tray,
*DI'BY «HMMUILI um B.A.AnmazoBay,

*OI'BY «HMMULI 3HI10KpUHONIOTUIA» U OP.



3apada MIK ¢ Touku 3peHus opraHmsauumm
3paBOOXpPaHEHUNA —

co3flaHMe CeTU reHeTU4YecCKou NOMoLLU Fferko

AOCTYNMHOMU ANA BCEX, KTO B HEN HYyXAaeTcH

m TeopemuuecKkue pacuemvl NOKA3bIBAIOM, YMO CYMMAPHA
geIUYUHA ceHemuyecko20 2py3a oocmuzaem 0,2, m.e. 1/5
8ce20 2eHOOHOA COBPEMEHHBIX NONYTIAUUL NOOBEPIHCEHA
MaKum Mymayusim, Komopbwle nposasisiomcs Kak npe- u
nocmuamanvras cmepmuocms, BIIP, nacieocmeennvie
oonesHu, becniooue. Beruuuna cenemuueckoco 2py3a uHo20a
3HAYUMENbHO KOebiemces om nonYaauuu K NOnYIsauul.



3apgava MINK ¢ MmeguUMHCKOMN TOYKU 3pEeHUA — COCTaBrieHune
MeOUKO-reHeTU4YeCKoro nporHo3a B cemMmbe

Meouko-zenemuueckuii npPpoOCHO3 6KJiloUaem
6 ceos mpu riiemenma.
onpedejzeﬂue CMeneHu ceHemuieCcKoco pucKa
OUCHKY mAacecmu M@@MMMHCKMX u coyudalbHoblXx nocieocmeull 3a001e6aHUs
nepcnekmuesy npumMeHeHUAl Memooos npeﬂamaﬂbﬂoﬁ ouacHOCmMuKu

Ilpasunvnoe cocmagienue mMeOuKo-2eHemuuecko2o nPocHO3a 3a6UCUm Om
cedyrouux hakmopoes:

B Mo4YHOCmMu duaenwa;
aoexeamHocmu NPUMEHEHUA Memooos pacuema ceHenu4ecKkoco pucka,
m 3HAKOMCMBA C HOBEUWUMU OAHHbIMU Jaumepamypeol.



" A
3apgava MK c counanbHON TOYKN 3pEeHNA — MOMOLLb
CeMbeé B NPUHATUN NPaBUJIbHOIo peLleHus

n [lomMoub KOHCYNLbMUPYIOWUMCS NOHAMb MEOUYUHCKUE (DaKMbl, MUn
HAC1e0068aHUs 3a00/1e8aHUS, 2eHeMUYeCKULl PUCK €20 NOBMOPEHUS
8 cembe, ydule a0anmuposamvpcs K HeCuadcmuvio U NPUHIMb
NPAasUIbHOE peuleHue OMHOCUMENbHO OANbHEeUUe20
0emopOoIHCOeHUL.

n Idppexmusnocmo MI'K nanpsimyro 3asucum om 2pamomHo20
BbINOJIHEHUSL IMOU KOMMYHUKAMUBHOU (DYHKYUU 8pada-
KOHCYIbmanma.



TpeboBaHuA K 00pa3y KOMMYyHUKaTopa (Bpayda)

s Keanuguuyuposarmslii 6pay ¢ onvimom CUHOPOMOAOSUHLECKO20 NOOX00A K
ouazHocmuxe.

| Bpa% 3HCli0M41/llZ d)Op]l/lClJleble OCHO6bl U COBPDEMEHHbLE 00CMUdICeHUs
CEHEMUKU.

n  Cneyuanucm, enaderoujuii OCHOBAMU BAPUAUUOHHOU CIMAMUCTIUKL.

| HCU)COJZOZ KOWlOpbll/l MOooHcent OyeHUmbs cmpykmypy JAUYHOCMU,
NCUXOJIO2UYECKUTL cmantyc nayueHmoes U Ha SMOll OCHOB8E nocmpoumao 6ece@y

m [ledacoe, ymerowuii 8 docmynHot chopme 00bACHUMb CMBICI 2EHEMUUECKO20
3AKOYEHUS.



OCHOBHBIE COCTABJIAIOIIHUE
MEANKO-'EHETUYECKOI'O KOHCYJIbTUPOBAHUA

ncuxonoruAd
u [IEJLATOTHKA




[lepuKoHUEeNUUOHHAA

npocdnnakTmka BpoXxXaeHHbIX
NMOPOKOB pa3BUTUSA

3ajaya: oOecneyeHne ONTUMAJBHBIX YCJIOBHM JJIsl CO3PEBAHUSA
raMeT, MMILIAHTAUU 0JIACTOMUCTHI M PAHHET0 Pa3BUTHSA
I1oaa.

Ilokazanus: Bcem cynpyram mjiaHupyrImmuM JeTOPOKICHUE




" NN
| OTAI

O0ce10BaHue CYNPY:KECKOM Mapbl: T'MHEKOJIOL, YPOJIOL, APyrue cneluaJaucThl.

B ceMbsIX ¢ NOBBINIEHHBIM PUCKOM 110 HACJEJACTBEHHOU U BPOXKIACHHOU
NMATOJIOTUM - KOHCYJbTAUUSA TeHETHKA.

I'CHECTHUK: aHaMHE3, poaocCjioBHasg, OCMOTP, CIICHNAJIBHBLIC METO/AbI

HCCJICA0OBAHUA 110 IMTIOKA3aHUAM
I'MHEKO0JIOI': aAHaAMHE3, BAI'NHAJbHOC HCCJICA0BaAHUC, 6aKTepHaJ'II)HI)Ie

1 TOPMOHAJIbHbIE HCCJIEIOBAHUA 110 MOKA3AHUSAM, JIeYeHHEe
ypoJior: cIepMorpaMma, JieueHHe

JApyrue crneuuaJucTbl: CAHALIMS XPOHUYECKUX 09aroB HH(pEKINH,
o0cjienoBaHne Ha TOKcOIa3mMo3, LIMB u np. nokazanus
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JOBAHHUC

JleueHue Bcex
ovyaroB UH(eKunn

Hopmanusauusa remocrtasa

Hopmanusauus ropmoHanbHOro cratryca
MeTabonunyeckas Tepanus
Hopmanusauus KpoBOCHaGXeHns 3HAOMeTpPUS




" NN
11 3TAI

«HepI/IKOHHeHHI/IOHHOe JICHCHUEC»

«@DosmeBast kuciaora (PK);
-KoMIuiekc BATAMUHOB ¢ MUKPO3JIeMEHTAMU
(371eBHUT);
«JIluera ¢ noBbilIeHHbIM coaep:xanueM @K (mmnuHaT, 00061, TOMATHI, IEYEH U
MOYKH)

KYPC npoeooumcs
3a 3 mecaua 00 npeononazaemozo 3a4amusi 00oumu cynpyzamu u
3 Mecaua nocie 3auamus — 0epemMeHHOUl HCeHUWUHOIL.
I'naenviu komnonenm — @K.
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"
Ill aTan

HaOuroneHue B )KEHCKON KOHCYJIbTAUU
0 MaccoBblid Y3 ckpunuHr B 10-14 nen., 20-24 nepn.,
32-36 Hea. OepeMEeHHOCTH

O MCCJIe0BAHHE KPOBH HA CHIBOPOTOYHbIE MAPKEPbI
(ADPIIL, XI'Y) B cpoku 15-19 Henesr 0epeMeHHOCTH
(onTUMAJBHBIA CPOK 16-17 Hen)

Ha mpemvem 3mane cnosa nposoouncsa meouKo-2eHemuuecKoe
KOHCYIbMUpo6anue, 0CMOMP HOBOPOIHCOCHHO20 U OUECHKA
Iphexmusnocmu nepuKOHUERUUOHHBIX MEPONPUAMUIL
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* oI
MexaHuam geucreusa ®K
¢ @K, oeiicmeyn Kak Kohakmop ona hepmenmos, 6061e4EeHHBIX 6
ouocunmes /IHK u PHK, emecme ¢ sumamunamu cpynnot B u

sumamunom C yuacmeyem 60 MHOZUX MEMADOTUYECKUX NYMAX,
cnocoocmeysa HOpMaibHoMy Mopghozenes)y.

& @K gxntouaemcsa 6 npouecc 00CMasKu Memui08blx 2pynn, é m.H.

UUKTT mMemuiupoeanus, K0m0pblﬁ npeepauiaem comouyucmeuHn 6
MEMUOHUN.

Bmecme ¢ B12 u B6 @K cnhuixcaem 2unepzomouyucmunemuio, KOomopas
A6NAEMCA OCHOBHBIM NAMO2EHEMUYECKUM 36€HOM PACULEIUH
NO0360HOYHUKA U OP.NOPOKOG.

& Heoocmamok @K mopmoszum nepexoo mezanoonacmuueckoil (paszvt
KP08emeopeHus 6 HoOpmMooOaACMUYECKyI0 U emecme ¢ 6UMAaAMUHOM
B, cmumynupyem spumpono3s.

Mescoy BIIP u cepoeuno-cocyoucmuimu 3a001e6aHUAMU, HEONTINUAMU, DO1E€3HBIO
Anvuyceiimepa, ajhppekmusnvimu ncuxozamu umeromes oduwue horamsagucumole nymu.
Bepoamno smum o0vacnaemcea nanuuue MHOUX «OROPHBIX) MOYEK NEPUKOHUEHYUOHHBIX
MYTbMUCUMAMUHHBIX 000ABOK.

LS—MI‘TG) — =
i | Mernmposanue JIHK,
JINNINIOB, OETKOB
V=i 3 S
SAH SAM
A ~ 1K1 MeTHIMpOBaHMS b4
\ § A ~
\ s i Tomouucrenn —»| MeTHOHUH
LS-MI"l‘d)j > Metvonnn-cunrasa By, |
EN
[Monurayramar
TeTparuapoonar

|\ AR
Sy
llnmupoAQ)onaT ]

CunTes npejiuec TBeHHUKOB Donuesas S
HYK/IEOTUJIOB KHcioTa :
I h 5

[Monurnyramar
A 5-MI'T®
/IMTToP A
IMonurnyramar _—
5,10-meTnnentetpa- 4« Iukn JJHK
ruppogonarT

—
AHK

Dommeas
KHCIOTa

donarpenykrasa; MTT® - metmnrerparuapodonar; MTTOP - metunen-
rerparusipodonarpeykrasa; SAH - S-azenosunromorpctent; SAM ~ S-ajieHO3WIMETHOHMH

Metabonm3m (HoIaToB B KIETKE

Gonee 200 mKr /

®Gonuesas kucnota l »|Ponuesas kucnora [®onuesan kucnora
Folic acid Folic acid Folic acid

=

Auruppodonar
Dihydrofolate

Muwessie Gonatsl Terparuapogponar
Tetrahydrofolate
Nutritional folates y

5, 10-MeTUnenTeTpa-
ruapogonar

( ylene
tetrahydrofolate Memnemerparnnpo-
onarpepykrasa /
Methylenetetrahydrofolate
reductase

5-metunterpa- 5-meTunterpa-
ruppoonar/ | | ruapodionar
5-methylene- ene-

Metachonun
Metafolin

Mertabonm3m (HoIaToB B KHIICTHUKE



Oxoio 90% sxeHIH UMeroT aehuuuT ¢osaToB BCICACTBUE:
¢/ HEIOCTATOYHOIO MOCTYIJICHUS C MMUIIEH,
¢/ TeHeTHYecKoro noaumopdusma ¢pepmMeHToB (POIATHOTO ITUKJIA.

Boxee 50% KeHIIUH He MOTI'YT nosiHoueHHo YCBANBATD (oJiMeByI0 KHCI0TY BCJIEACTBHE HE01aropuATHOIO
BapHAHTa NOJIMMOP(U3MOB I'eHOB (POIATHOr0 HHMKJIA.

HccaenoBanue reHos ¢gosaarHoro uukiaa MTHFR

renorun C\C
(«IMKH BApHAHT») —

v >

[ 5-15% xKeHIUH [ 40-45% KeHIIUH ] 35-50% xeHIIUH ]
MOKA3AHUS:;

HeBriHammBanne 6epeMEHHOCTH B aHaMHe3€ (BHE 3aBHCHMOCTH OT CpPOKa
MIPEPHIBAHUS )

[IpuBBIYHOE HEBBIHANIMBAHKE OEPEMEHHOCTH B aHAMHE3€
Hannuwue BIIP y nionos unu\u nereit B aHaMHe3€
JuarnoctupoBaHHas TpucoMus 21 u 18 y muionos\nerei
l'umoTpodus mioga 1 HOBOPOKACHHOTO B aHAMHE3E
Tsxenslii recTo3 B aHaMHE3E

BuyTtpuyTpo6Has rubens mioia B aHaMHE3e
AnTH)OCHONMUNHUIHBINA CHHIAPOM

Becmionne

Heynaunbie nonsitkn 9KO B aHaMHe3e

ﬂnanvmnnanne 6eneMeHHOCTT/I

Pexomenoosano nposeoenue
2eHeMuU4ecKo20 ananusa 0ooum
cynpyzam 00 niaaHupyemoul
Oepemennocmu, 60 epems
OepemeHHOCmU MOIbKO HCeHU{UHE

CSSKSKKKKKKN



“*Hopmbi rovoumcremma

OpPMbI TOMOIIUCTENHA

Ymepennas I'T'T] 15-30
Cpennsa I'T'LIL 30-100
Taxenasa I'T'L] bonee 100

Xybytna M. L., Wes4veHko O. I1.,2004

a0 S jer o 5

5-18 ger 6-7 YpoBenn

18-30 Jer 10-11 YpoBeHb KOHTPOJISI rOMOIIMCTENHA,

MMOJIb\JT

MYKYMHBI 10 -15 T 70

JKeHIIUHBI 6-10 Cpexmmii 125
Bepemennocts, Bbicokuii 25,0

L Tpumectp >6 BepemenHocTh 4,3-5,6

II TpumecTp 4,3

III TpumecTp 55 ApyTioHsH A.B. CaHkT-lNetepbypr

HUWAT um. 1.0.0O7T1a
Kypuep M. A., l'poagHuukas E. 3., -Mockea, 2011



* N
Tpu nyTu npoPuIaAKTUKHA HEBbIHAIIMBAHUSA 0CPEMEHHOCTH U
¢poaarzasucumbix BIIP y miionos

O6oraueHue donartbl B

nMALLLEBDbIX Buge
NPOAYKTOB BUTaMUHHbIX

doraTamu no6aBoK

npoAyKTOB

CUHTEeTUYeCKoOm
c¢onneson (
Kucnortowu

Oo6boralleHue (

AdbdbekTnBHOCTb MMM, %o

OHT apyrue BI1P yepes rog OHT ngg;e yepes rog
BepemeHHble , npoweawwe 11 0 9,0 14,7 0 10,0 14,0

BepeMeHHble — rpynna
KOHTpons 6 16,6 28,3 8,0 16,8 28,8



AdbdbekTnBHocTs M1

JAHT - 80-100%

opodaummanbubie pacuieaunbl — 40-80%
BpoxaeHHbie mopoku cepaua (rsaxeinie) — 40-60%
BpoxaeHHble OPOKU KOHeuHOcTeil — 35- 80%
ITopoxu moueBbiBOAAIMX IyTeH — 40-60%

Puck mHoxkecTBeHHBbIX BITP cHukaercst B 2,6 pa3sa
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peHaTasibHasA AUAarHOCTUKaA —

KOMNJIEKC MEOUYUHCKUX MePOnpUImuil, HanpagjieHHvlX HA C60EBPEMEHHOE
8bLAB/ICHUE 6PONHCOCHHBIX U HACICOCHBEHHBIX 3A00/1€6AHUIL NJ100A, 3A0EPHCKU
BHYMPUYMPOOHO20 PA3BUMUA RPUSHAKOE GHYMPUYMPOOHO20 CMApPeHUs niood,
m.e. moil namoJ102uu, KOmopasn 6 00J1bUUHCmEe C/1yUaes NPUBOOUm K
HeO0Na2oNPUAMHBIM UCX00AM DEPEMEHHOCHU UIU HAHOCUM 8DEO0 300P08bIO0

Oyoyuwiezo peoenka. 4z



" NSNS

s Ilpenamanvnasn ouaznocmuka no3eosiaem nepeiimu om 6epoamHoOCmHO20
K 00HO3HAYHOMY RPOCHOZUPOBAHUIO UCX00A DEePeMEHHOCMU.

m Ilepevie nonvimku uH8a3UBHOI NPEHAMATLHOU OUACHOCMUKU COCNAHbL 8
cepeoune 50-x 20006 npouLniozo éexa 6 ceAa3u ¢ IPUMPOONACHO30OM Y
njooa, 00ycnosiennvim Rh-uzoummynuzayuei.

m 19662 - Cmun u bpez c nomouib1o Kyibmueupyemvix AMHUOYUM OB
onpeoenuiu Kapuomun naooa.
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= A
ITPEHATAJIBHAS TUAT'HOCTHUKA JOJI?KHA BbITb
« CBOEBPEMEHHO HAYATOM
e IO3TAMMHOM _
« KOMILUIEKCHOI _
« MHOI'OYPOBHEBOW

CoBpeMeHHAasI IPeHATAJbHAA JUATHOCTHKA BKJIKOYAET B celds
HIUPOKUUA CIIEKTP UCCIACTOBAHMIA:

1. YAbTpPa3ByKOBO€ (CKPMHUHIOBOE U CEJICKTUBHOE).

2.buoxumuueckue (onpeaeeHusi YpOBHeH CHIBOPOTOYHBIX MAPKEPOB).

3.uBa3uBHbIC.

4.MeToabl J1a00paTOPHOM IreHETUKH (IIMTOreHETHKA, MOJIEKYJIAPHASA TeHETUKA U T./1.).

5.(I)y)HKHI/IOHaJII>Haﬂ OLIEHKA COCTOSIHMS TL10Aa (Homjieporpadusi, kKapouorokorpapus u
ap.).

6.MeToabl BepuduKamu TUar103a (maroJ0roaHaTOMM4ecKue U CHHIAPOMOJIOTHYeCKUe
HCCJIeIOBAHMS).

7.1Ipe- 1 moCTHATAJIbLHOE KOHCYJILTHUPOBAHME.
8.Jlpyrue j1adoparopHbie U KIMHUYECKUE UCCJIeI0BAHMS.
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TpeGoBanust kK MeTOAAM:

s BpbIcokas TOYHOCTH MeTOdA

s HeOoabias onmacHOCTH 0CI0KHEHU M

s  MaJjieHbKHil CPOK OepPeMEeHHOCTH

s  MuHUMAJIBHBIN CPOK MOJYYECHHUS pe3ybrara

Ilpenamanvnan ouazHocmuka OMHOCUMCA K YUCTY 8bICOKOPEHMADEbHBIX
HanpaeaeHui nPoPuUIAKMUYECcKOl MeOUUUHbBL, 20€ OMOaua Ha Kaxcolil
3ampayennslil pyonv cocmasnsiem ne menee 9-10 pyoaei.

Cooeporcanue moavKo 00H020 pebdenka c 0oae3nvio /layna cmoum 2ocyoapcmey ne
menee 150 000 pyonei 6 200.
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=
MeToabl NnpeHaTaZlbHOM ANAarHOCTUKM

I. Hempsimble (00cjienoBanne OepeMeHHOM)
sKJIMHUYeCKHUE (AKYIEPCKO-THHEKOJIOTHYECKHe);
m0aKTEePHOJIOTHYECKHE, CEPOJTOTHYECKHE;
sMEAUKO-TeHETHYEeCKUE (FreHeAJOrMYeCKU, HMTOreHETUYECKUH, MOJIEKYJISIPHO-
reHeTHYEeCKUM);

maHaJIM3 YMOpuocnenupuueckux 0eJIKOB (CKPUHMPYOIIUE TeCThl 0OepeMeHHbIX HA ADII,
XTI, c9, PAPP-A u ap.).

I1. IIpsimbie (00c/Ie10BAHKE 3aAPOABIIIA)
1. HenBa3uBHbIE
myJIbTPA3ByKOBOE CKAHUPOBAHME;
mKapAUOTOKOrpadus;
mBblJIeJIeHHe U ucciieqoBanue BHekJeTounoi JIHK niioga n3 BeHo3HOM KpoBM OepeMeHHOM

2. NuBa3uBHBIE (MOJYYEeHHE JIOAHOTO MaTepuaJia)
sxpuonoOuoncus (I rpumecrtp);

siv1aneHToueHTe3 (II Tpumectp);

mAMHMOIIEHTE3;

skopaouenTes (II-II1 rpumectp);

mOHONCHSI TKAHEH 1012 (KO0KAa, MBIIIIIbI, IeYEeHb ). 46
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AJITOPUTM
npeHaTanbHOro 6UOXUMNYECKOro CKPUHUHIa

9-13 Hepenb 0epeMeHHOCTHU
| TPUMecTp onTuManbHo 11-12 Heaenb

OnpepeneHue PAPP-A + RXI B CbIBOPOTKE KPOBM,
U3MepeHue TosnNwWUuHbI BOPOTHUKOBOro npocTtpaHcTsa (TBIN)

15-19 HeOenb 6epeMeHHOCTU
Il ToumecTp onTumManbHo 16-17 Hegenb

OnpepeneHue A®PI1 + XI'Y B cbiIBOpOTKE KpOBU



L
NMpeHaTaNbHbIN CKPUHWUHI

NMonynauusa 6epeMeHHbI X I

* Bospacr

* buoxum. Mmapkepbl
*Y3U

(oueHKa pucka)

WHBa3uBHbIEe npoueaypbl

e AMHMNoOLeHTe3
 bBuoncus BOpCUH XopuoHa
 KopaoueHTte3
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Llenb HeMHBa3nBHOIO
npeHaTaribHOro CKpMHUHra

« ONpeEAeJIUTh IPYNNY KEHIIUH, KOTOPbIM OyaeT HauboJ1ee
OIPaBAAaHO NPUMEHEHHUE JUATHOCTHYECKHUX NpoLeayp,

° YMCHBHIUTDH KOJINYCCTBO HCHY’KHbIX HHBA3UBHbLIX MIPOUHCAYP,

« YMEHBIIUTH BHIKMABIIIN CBSI3aHHbIE C THBA3MBHBIMU
npouexypamu;

° VMCHBUHIUTH CTOUMOCTb MCAUIIUMHCKOI'O OﬁCJ’Iy)KI/IBaHI/IH.
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[MpeHaTanbHas
OnarHocTuKa

BI'1P n xpomocomHomn

naTosiorum

~a

DJeKTpOHHAas
perucTpanus,
Y3U I ypoBHs,
3a00p KpOBHU




OnmumanvHvlil CPOK UCC/1€006AHUS

Cbl8OPOMOUHBIX Mapkepos: 16-17 neoenu
ADII - 2aiukonpomeun naooa.

Ilpooyuupyemcsn enauane 6 cunyumuompoghoonacme u
HCETIMOYHOM MEULKe,

a 11-12 neo. ucmoynuk cekpeuuu - ne4ensv niood.

Imo mpancnopmubslil 0€10K 8 Kpo8uU nj100a, C6A3bl6AIOWUI Ueblil PAO
PazuyHbIX pakmopos (ouaupyoun, yHcupHnole KUcji0mol, CmepouoHbvle 20pMOHbL).
ADII agnaemca pecynamop pocma niooa.

6% nnoonozo A®II nponuxkaem ¢ mamepuHcKy0 Kpoéb nymem
MPAHCMEMOPAHHO20 MPAHCROPMA U3 OKOJIONJIO0HBIX 800.

B kpoeu mamepu yposenv ADII nocmenenno nosviuiaemcs ¢ yeeaiuueHuem
cpoka bepemennocmu u oocmuzaem maxkcumyma Kk 30 neoenam.
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" oI
Y B3p0ocCJI0r0 4es10BeKa HUKAKUX U3BeCTHBIX PyHKIMI ADII He BHINOIHACT, XOTH

MOKeT MOBLIIATHCHA B KPOBH NPH 3200/1eBAHUSX MeYeHU (UPPO3, FeNnaTuT) U
IPY HEKOTOPBIX ONMYXO0JISAX (FenaTOKJIEeTOYHAS KAPIMHOMA U TePMUHATHUBHASA

KapUMHOMA).

Conepxxkanue ADII noBbimIaercs npu:
nedexrax 3apaumeHuss HeppHou Tpyoxu (JA3HT)
nedexrax nepeaHei opromHou creHKu(AIIbC)
aTpe3uu ABCHAAUATHIICPCTHOM KUIIKHA
auapparMajabHOU I'PHIKU

BOASTHKE MO4YeK (ruapoHedpo3e) 1 00CTPYKTUBHBIX MOPAKCHUAX
MO4YEBBIBOASIIEI0 TPAKTA

TepaToMax
KHCTO3HO-aJIeHOMAaTO3HOM MOPOKe PA3BUTHS JIETKHX

Conepxanue ADII nonuxkaercs: npu:
HayH-cunapome (trisomy 21)
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“ o
XI''Y — enuxonpomeun, Komopuiii npOOYUUpyemca CUHYUMUOmpogoonacmom u
nonaoaem 6 MamepuHCKUll KpOGOMOK 6cKope nociie UMnIaHmayuu
NJ100H020 AUUA 8 CIMEHKY MAMKU.

B chIBOPOTKE KPOBU MATEPHU U IJIOAA MOKHO O0OHAPYKUTh HeCKOJIbKO (ppaxkuui XI'U:
10M0JIOTMYECKH AKTUBHYIO (popmy,
JHEAKTUBHYIO (popmy,
1o- 1 B-¢ppakuun

B Moue BoIsiBasieTcs MeTa0oauT B-ppaxkuun XI'.
Hockoabky XI' cexkrperupyercs KjaeTrkamMu TPogo0/acTa, ero MOKHO OOHAPYKUTh He
TOJIBKO Y 0€peMEeHHBbIX, HO M Y NALIMEHTOK ¢ TPO(POoOJIacCTUICCKUMU 00JIE3HAMU.

CrumynupyroTt BoipadoTky XI'U:
“PTOHATOTPONMUH-PEJTU3IHHT-(hAaKTOP
@ICcTPaano;

P3nuaepMaibHbIi pakTop pocTa;
Y aKTUBHH.

IHopaBasror cekpeunro XI'U:

¥ p-dpaxTop pocra;
«IporecTepoH M ap. 54



XI'Y - naauenmapubslii 010K

XTI'Y mocrynaer B KpOBb B COOPAHHOM BH/Ie (IUMEPHAasi MOJIEKYJIA).
B He00/1b11I0M KOJIMYECTBE B KPOBb MOCTYNAET TAKKe CBO0OOAHAS (He CBA3AHHASA C
o-cyobenunuuen) p-cyoenmaunma XI'.

KonueHTpanus €€ B KpOBH BO MHOI'0 pa3 MeHbIIIe, YeM KOHIeHTpanus oomero XI'U, o
ITOT MOKA3aTe/Ib FOPa3/10 HaJleKHee MOKET YKA3bIBATh HA PUCK MPO0JIeM y IJI0a Ha
PAaHHHUX CPOKAX OEPEeMEHHOCTH.
Onpenenenne cBo00aHOU B-cyobennuunbl XI' B KpoBM MMeeT 3HAYEHHE IJIA TUATHOCTHKH
m  TpododiacTuuecKkon 00/1e3HN (IMY3BIPHOT0 32aHOCA U XOPHOHANIUTEJIHOMBI),
m  HEKOTOPBIX OIMYyXO0JIel AUYKA Yy MYKYHUH,
=  MOHHMTOPHUHIE yCIexXa Mpoueayp IKCTPAKOPINOPAJILHOI0 OIIOAOTBOPEHUS.

Yposensb o0mero XI' nogvtuaemca npu 6oj1e3uu JdJayna u
CHucaemcs Npu 00J1e3HU JaBapaca

Hcnonbk3oBaHue orpeeneHus cBo0oiHOM PB-cyobenuuuilpl X1 Y 1o cpaBHEHHIO ¢ ONpeaeICHUEM
obmiero XI'Y mpaet 6oJiee TOUHBIN pacueT pucka cuHapoma JlayHa.
OpfHako B KJIACCUMYECKUX CTAaTUCTUUYECKUX pacuyeTax pUcKa CHHJpoMa DJIBapjica B MOMYISAIIUN
HCTOJIB3YIOT OIpejiesieHue ypoBHs ooiiero X1 B kpoBu Marepu. 55



C80000HbBLI (HeKOHBIOZUPOBanHbLil) Icmpuon (HI)

Imo cmepouonstit 20pmon. On npooyuupyemcs pemonniayenmapHvim
KOMNJ1EKCOM, NeYeHbI0 U HAONOYEUHUKAMU NJ1004.

30mpu0ﬂ Aejisemcs CJlad6HBIM ICMPOCEHHBIM COPDMOHOM 5epemermocmu u
obecneuusaem pocm mamKu u nodeomoeky MOJIOUHDBILX JiCé/1é3 K JlaKmauuu.

B neuenu mamepu 3cmpuon o6vicmpo noosepzaemcs KOHvIO2Auyuu ¢
Kuciomamu, 6 0CHO8HOM C 2UATIYPOHOBOU KUCTOMOIL, U MAKUM 00pa30m
unaxmusupyemcsa. Hauoonee mounvim memooom onpeoeyenus
AKMUBHOCMU HAONOUECHHUKO8 N100a A8IAEMCA OnpeodeieHue ypoeH:l
C60000H020 (HEKOHBIOZUPOBAHHO20) ICHPUOIIA.
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* o
Ypoesenw CBOﬁOIlHOFO ICTPHUOJIA cnudcaemea npu:

* cunopomax Jlayna u I0eapoca;
* 8PONHCOCHHOU 2UnEpnaa3unl KOpvl HAONOUEeYHUKOB;
* dehuyume naayenmapHoi cyivhamasol;
* anInuedanuu;
* GHYymMpPUYmMpoOHOil unpeKkyuu;
* yepo3e npepvleanuu depemenHocmu.
JIJisi TOUHOM HHTEePNpPETAIIMM JAHHBIX TPOMHOI0 TECTA 0YE€Hb BAKHO, YTOObI MAIUEHTKA
yKa3aJ1a MOJHbIH CIIUCOK JIEKAPCTB, MPUHUMABIIMXCS WA MIPUHUMAEMBIX BO BpeMsi
0epeMeHHOCTH C J103aMH U CPOKAMHU NpueMa.

Ilpuem oexcamemasona, npeoOHU300HA UTU MEMUNPEOa NPU DepeMEeHHOCmU NO0ABIAem
DynKuuo HaonoyeuHuKo8 naiooa, NOIMOMy ypPO8eHb C80000HO20 ICMPUOIA CHUICACHICA
(CHU HCeHUe NOCMYNIEHUA ICHPUONA CO CHOPOHbBL N100a).

Hpu npueme AHMUOUOMUKOB ycuaueaemcs CKOpoCmb KOHbIOCAUUU ICMPUO/IA 6 NeUECHU
mamepu u CHux)zcaemcs 06pamu0e 6CAChléaHUEC KOHDBIO2AMO6 U3 KUUIEUYHUKA, noImomy
YPOBEHb cmMPUO/iad morice CHu)dcaemcs, Ho yice 3a cuem YyCKOpEeHuUusA €20 uHakmueauuu 6

op2aHusme mamepu.
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= S
PAPP-A

- ACCOUUUPOBAHHDLIL C OEPeMEeHHOCMbIO NIA3ZMEHHbLI npomeun A
(pregnancy-associated plasma protein-A, PAPP-A) eénepeévie 0v121 onucan 6
1974 2. 6 6uode éb1COKOMONIEKYNAAPHOIL 0EIK0BOI (hpaKuuu 6 Cobl8OPOMKe Kposu
MHCEHULUH.

PAPP-A cBA3BIBAET renapuH U ABJSIETCSH HHTHOUTOPOM 3J1aCTa3bl TPAHYJIOUTOB
(pepMeHTa, MHAYHUPYEMOTIO NP BOCIIAJICHUH).

Monyaupyer HMMYHHBIH OTBET MATEPUHCKOI0 OPraHU3Ma U ABJISIETCH OJHUM M3
(pakTOpOB, KOTOPKIN 00ecCIIeYUBACT PA3BUTHE U BHIKMBAHME IJIALICHTHI.

SIBasieTcsi mpoTea3ou, pacuieisiloine nporeuH 4, CBI3bIBAIOIINI
HHCYJIMHONOA00HBINA (haKkTOp pocTa.

Konunentpauuu PAPP-A B KkpoBH MarepuM INOCTOSAHHO YBEJIUYMBAKTCH C
yBeJIM4eHHEeM CpPOKa 0OepeMeHHOCTH. Hau0ob MK POCT 3TOI0 MOKA3aTe/J I 0TMEYaeTCs
B KOHIIEe 0epPEeMEHHOCTH.
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Ypoens PAPP-A 3HaYMTEJIBbHO CHUKECH NMPHA HAJMYUHU Yy TI0AA:
- Tpucomuum 21
- Tpucomuu 18.
YHUKAJBbHOCTHIO ITOI'0 MOKA3aTEJ ABJIAETCH TO, YTO 3HAYMMOCTDH €ro
Kak Mapkepa cuHjapoma /layna ucdesaer mocJe 14 Hegean OepeMeHHOCTH.

PAPP-A B kauecTBe H30JIMPOBAHHOIO MapKepa pucKa cuHapoma JlayHna
B IEPBOM TPUMeCTpe 0epeMEeHHOCTH, HauOoJ1ee 3HAYMMO ONpele/ATh
Ha 8-9 Hex.

OnHako cBoOoaHas B-cyobeqununa XI'Y aBiasercs cTadMJIbHBIM

MapkepoM pucka cunapoma layna B cpoxu 10—18 Hemesib, T. e. mo3:xe
PAPP-A.

Ioasmomy onmumanvHvim CpOKOM cOauu Kposu 0Jis1 08OUHO20 mecma

nepeozo mpumecmpa oepemennocmu — 10—12 neo.
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JBoiiHOH TecT: PAPP-A u cBoOoaHOM PB-cyObenununbl XTI
+
onpeneaenuem TBII (NT) ¢ nomomisro Y3U
B KOHIIE IIEPBOI0 TPUMeECTPa 0epeMEeHHOCTH
MO3BOJISAET BBIABUTD /10 90% sKeHIIIMH
C PUCKOM pa3BUTHS CHHApPOMA JlayHa
B CTaplied BO3pacTHOM rpynme (mocJje 35 Jjer).

Onpeoenenue PAPP-A ucnonvzyemcsa makyce npu Cieoyrouux euoax namoaocuu:
- yepo3a éblKuobvluia,
- OCMAaHOBKU PA36UMUs 0ePEMEHHOCMU HA MATbIX CPOKAX.
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=B
DaKkTOpPHI BHI3BIBAKOINUE OTKJIOHCHUE CPEAHUX 3HAYCHU I

ChIBOPOTOYHBIX MAPKEPOB OT CPEIHUX B MOMYJIALMM:
MarepuHCKHUUA BO3PACT - PUCK 10 BO3pacTy npu cu”apome layna

T'ecTanMOHHBIH BO3pacT - KOHIIEHTPAUA MapKepa u3MeHseTCcs 10
CPOKaM recTamuu

Bec - YBeJIMYEHHE MACChI TeJIa MaTepH
YMEHbIIAET KOHHEHTPAUIO MAPKEPOB

ITHUYECKHE TPYNIbI - pa3juyue MexXAy STHUYECKUMHU IPynIamMmu
NHCcyIMH-3aBUCUMBbIN 1HAa0eT - HU3KAsl KOHIEHTPALUA MAapPKePOB

AHOMAaJIbHBbIC KPOBOTCYECHHUS - BHICOKASA KOHIEHTPALUA MAPKEPOB
Kypenue

Hacryniienue 0epemenHocT B pesyabrare IKO u ap.
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N3MeHeH CHIBOPOTOYHbIX MAPKEPOB J1JI1 CKPUHUHIA
B I u Il TpumecTpax OepemMeHHOCTH

(muT. mo R.Nussbaum, R.McInnes, H.Willard, 2007)

I Tpumectp

II TpumecTp

Cunpom BOpO::::OBaH PAPP-A BC' ;;6‘;1 ADII )?lil 3cCT];)(1)46(;J1 HH;Hﬁ.
Tpucomus 21 1 ! t | ; | "
Tpucomus 18 1 ! l | | | -
Tpucomus 13 1 ) l | | | -

62




]
| IpEHaTaﬂbeIM CKPUHUWUHTI - ANaNna30H

YyBCTBUTENIbHOCTU
(dayH cuHapom)

Meton Cpok O0epemennoctu (Hex.) A4
MaTepuHCKHHA BO3PACT 14-22 30%
Bospact marepu, AFP 14-22 37%
Bo3pact marepu, AFP, hCG 14-22 59%
Bospact marepu, AFP, hCG, uE3 14-22 69%
Bo3pacrt marepu, AFP, hCG, uE3, Inhibin A 14-22 76%
Bo3pact marepu, NT, ¢cB0o0. hCGb, PAPP-A 11-13 80-90%

(Jof Med 1997; 4:181-246 Wald, Kennard, Hackshaw, McGuire)
(CUBS study,Aitken, Cameron, Connor, 2000)
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=B
Ipenaraabubiid Y3U-ckpunuHr I rpumectpa (10-14nHem)

NT-TecT - yeennuyeHue cmeneHu omeka weu rpu Y3U.

VY Bcex mwionoB B 11-13 Heaenp nMeeTcsa HE3HAYUTENBHOE KOJIMYECTBO

ll "KUJIKOCTH IO/l KOKEW 3a/IHE TOBEPXHOCTH €U, OOBIYHO HMCUE3ar0IIas
K 15 Hepenm.

[Tpu xpoMOCOMHO# maroyioruu u HeKoTopbix BIIP umeercs

MOBBIIICHHOE COAEPKAHUE KUJKOCTH B 00JIACTH 3aThLIKA.

Mamepenne weinHOro NpOCTPAHCT]
Cpox NT-tecra: 11-13 Hegean GepeMeHHOCTH.

Ileabio TecTa - onpeesieHne BLICOKOTO PUCKA POKIEHUS PedeHKa
C XPOMOCOMHBIMH HAPYyIIEeHUSIMH.

Tecm ne ouaznocmupyem nopoxku, on onpeoeasaem cpynny
oepemennwvix ¢ evicokum puckom BIIP ons oanvHeniueit UH8A3UBHOI
ouaznocmurxu!l!l!

N3mepenue TONMMHBI eHHOU CKIAAKU (NT) oT 0CHOBaHUSA 1IEH IJI0AA, YACTO
yBeanuuBaercs npu DS

Hopma oxono 1 mm 64



NHea3ueHass duacHocmukKa

Hneazuenvie memoovl no360aA10m noayyamop KiemkKu u mKaHu njiooa u
HPOBU3OPHBIX OP2AHOE (XOPUOHA, NIAAUEHMbL).

3abop mamepuana npou3zBo0uUmMcs mpaHcadOoOMuUHAIbHO
nOO0 KOHMpPOJemM yIbmpa3eyKa.
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N
OcobeHHOCTDb

[MToka3zaHusa ana MHBaA3UBHOIO
BMeLlaTenbCTBa onpepenser

Bpay-reHeTuK

Bp100p MeTO1a HHBA3MBHOM JMATHOCTUKHU 3ABUCHUT OT:
m  CpOKa 0epeMEeHHOCTH
m  KJIMHHYECKOI0 COCTOAHMA OepeMeHHOM
m  AKYIIEPCKOU CUTyaAIlUH
O noxkasanuu Kk nposeaenuro UMILA



— MPOKOJI TUIOXHOTO MY3bIPS I MOJYy4YeHHUs
AMHHMOLIMTOB M OKOJIOILIOAHOM skuaKocTH (3-30 ).

Cpoku npoBeaeHUs: paHHUA aMHUOLIEHTE3 -
AMHMOLEHTES -

AKYIIEpCKHUE MOAX0Abl: TPAHCA0AOMHUHAJIBbHOE U3BJICYeHUE AMHHUOTHYECKOM
JKHIKOCTH 101 KOHTposieM Y3U (Jokanu3amus MJIameHThbl).

AHAJNUBUPYHOTCS: AMHAOTHYECKAS JKUTKOCTDh (0MOXUMHUYECKUN AaHAJIN3,
uccjaenosanne A®II, 17-okcunporecrepona), KyJabTypa KJIETOK IJIOAA

(kapuoTum miaoxa, OuoxumMmudeckas ruarnocruka, /IHK-nuarnocruxa). 67



IIporuBOomOKa3aHUSA:

PaHnHuM aMHHOLIEHTE3 — MAJIOBOIHE;
AMHUMOILIEHTE3 — A0COJIOTHBLIX HET.

Bo3moxHble ocnoxHeHus (1%-1,5%):

MAaJIOBO/IHE;

[ |
s MHQUIUPOBAHME MOJOCTH MATKH;
m KpOBOTEYEHHE;
m T'HO0eJb IJI01A.
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I TpumecTp OepeMeHHOCTH

, T.K. B 3TO BpeMsl XOPMOH BOPCHUHYATHIM.
IIporuBonoka3zanmus:
¢/o0IUpHAsi MUOMA MaTKH;
v/llepelHeOPIONIUHHOE PACIIOJIOKEHUE MeTelb KHIEYHNKA.

ARyumiepcKue 1mojaxo/bl: NyHKTUPOBAHUE OPIOIIHOM CTEHKHU UIJIOH C
MAaH/PEHOM U acNUPALUA BOPCUH XOPUOHA (2-50Mr) mmpumom.

AHAJIU3UPYIOTCS HATUBHbIE KJIETKH, KYJbTYPa KJIETOK TKAHU XOPUOHA.
Hccaenyercst Bce TO Ke, YTO M IPU aMHUOLIeHTe3e, Kpome ADII.

OcaoxHenus - 1-2% npexaeBpeMeHHOe NpepbIBaHe 0ePpeMEeHHOCTH.
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Cpoxu npoBeaenusi: 11-16 nex 0epeMeHHOCTH
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- B3ATHC KPOBH U3 MYIIOBUHDbI

Cnoco0 BbINOJIHEHHSI: MYHKTHPOBAHUE CBOOOIHOM METJIH
IYIOBUHBI M acupanus 1-2 MJ1 KpoBu

Cpok npoBenenust : ¢ 20 ne.

AHAJIN3: UMTOTCeHETHYECKU U, MOJICKYJISIPHO-TEHETHYECKU A, OMOXUMHUYECKUIL.
Jluarnocruka:

m XPOMOCOMHBIX 00JIe3HeI;

= F€MaTOJIOTHYECKHUX HACJIEACTBEHHBIX 00J1e3Hel (reMorIo0MHONATHH, TPOMOOIMTOIIEHUN);
= MMMYHOAe(UIMTOB;

= TeMATOJIOTHYECKOI0 CTATYCA MPHU Pe3yC-CeHCUONITU3 AU}
= BHYTPUYTPOOHOU NH(EKIINH.
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- NYHKUUA NOJI0CMeEll cepoua niooa, 0Cyusecmenaemulil

nO npUHYUNY KOpOoueHmesd.

Cpok npoBeneHus :

Ilposooumca nynkuus npagozo xceiyoouka cepoya uepes
Z2PYOHYI0 KJIemKYy 60.1u3u om 2pyouHuol.



Cpok — II Tpumectp

buoncus koxu (14-16 He/1.) NPpU AMATHOCTUKE UTHO32, FNUAEPMOJIH3A.

buoncust M (18-22 Heu.) — MUONIATHM.
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Cpok — 18-23 uej.

IlepBoHAaYAJIBLHO METO Pa3padoTaH JJis BU3AYyJIU3aLUN
BPOKICHHOM MATOJOIUH Y IJIOJAA.

Ocaoxaenus 10 20%.
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* o
XapaKTepuCTUKA OCHOBHBIX THUIIOB MOMYJISIIMOHHO-TeHeTHYeCKHX
npopuIaAKTHYIECKUX NIPOrpaMMm

IIpexkoHUENUMOHHAS

IIpenearajibHas

HeoHnaraabHas

O01as nonyJIsasuOHHAS

CHuKeHNe PUCKA 3a4aTH U
pa3BUTHS 00JIbHOTO pedeHKA

BroisiBiieHHe OepeMEeHHbIX C
BbICOKHUM PHCKOM POKICHUS
00JIbHOT0 pe0eHKa B EPH O/

BO3MOKHOTO NPEePbLIBAHNS

0epeMeHHOCTH

BruisiBiieHHE 00JIBHBIX HA
TOKJIVMHUYECKOH CTAAUU U
paHHee JieueHue

BoisiBiieHue pakTopoB
BBICOKOI'0 PHCKa

NudopmupoBanHoe penieHue o
AETOPOKICHUMN

JAnarHocTuka He COBMeCTHMOM €
KU3HbIO, HEKYPa0eJbHON U
WHBAJIMIU3MPYIOIIEi MaTOJOT UM IJI0/A;
npepbiBaHue 0epeMEeHHOCTH;
NpeHaTaJbHOe UJIN HeOHATAJIbHOE
JeyeHue,

JledueHnue 00JbHBIX

Pannas nmarsocTuka m jedyenne M®3,
«03710POBJIEHHE» CPEIbI 00UTAHKISI



S
Apapeca B MHTepHeTe

s Htpp://www.ncbi.nih.gov/omim/ (omim)

= Htpp://www.bmn.com. (biomednet)
s Htpp://www.genetialliance.org/  (rare diseases)
s Htpp://www.geneclinics.org

s Htpp://rarediseases.info.nth.gov/
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