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TepMUHONMOrM4yecknm ONKTaHT

K 60srie3HaAM, 00yCrioBNeHHbIM YACNOBbLIMW aHOMaNMUAMM
nonoBbIX (X 1 Y) XpOMOCOM, OTHOCHT ...

«K 6onesHssmM, 06yCnoBMEHHbIM YMCIOBLIMYA aHOMaNUsMU
ayTOCOM, OTHOCHT ...

*K ayTOCOMHO-4OMUHAHTHbLIM 3aboneBaHUAM OTHOCHT ...
K ayTOCOMHO-peLEeCUBHbLIM 3aboneBaHNUsAM OTHOCAT ...

K 3aborneBaHunsM, cLEenneHHbIM ¢ X-XpOMOCOMOW,
OTHOCHAT ...

* KnuHnyeckme ocobeHHOCTu obLme anga Bcex
HacnencrtBeHHbIX 3aboneBaHnn (6 NyHKTOB)




«MbI paHbwe dymasiu, Ymo Hawy cyobby
ornpeaodersisirom 38€30bl.
Celiyac MbI 3HaeM, Ymo 60 MHO20M
Hawa cyobba - 5mo Hawlu 2eHbl»,
HoOeneBCcKuu naypeart dxenmc YOTCOH.



Mepuko-reHeTU4eCKOE KOHCYNbTUPOBaHUE —
cneunannusnpoBaHHbIU BUO MeauLMHCKOM NMOMOLLN
HaceneHunto HanpasneHHbIU Ha NPOPUNAKTUKY
HacneacTBeHHbIX bone3Hen.

Llenb meQuko-2eHemu4ecKo20
KOHCYJIbmupoeaHusi

° npeanynpexgeHme rnodsrieHnd Ha CBeT NeTen c
HEN3JIe4YnMbiIM BPOXOAEHHBIMIA 3aborneBaHNsIMU

* 8 0bwenonynsauUOHHOM CMbICIeE SIBNSIETCA
CHWXEHWe rpy3a naToriornyeckou
HacneacTBeHHOCTH,

* a uenb omoesibHoU KOHCcYibmauuu — rnomoLlb
CeMbe B MNPUHATUN NPABUNLHOIO peLleHns no
BOMNpocaM MrnaHnpoBaHUsS CEMbM




OCHOBHBbIE COCTABJIAOLWLAE
MEOUKO-TEHETUYECKOIO KOHCYJIbTUPOBAHUA




3adadyamu mMeouKo-eeHemu4YecKkoa0o
KOHCYIbmupo8aHUs A8/1H0MCH.

1) AnarHoCcTnKa HacrieacTBeHHOro 3abosrieBaHus;
2) onpegerneHne xapakrepa HacnegoBaHus;

3) pacyeT NOBTOPHOIo reHETUYECKOro PUCKa;

4) onpeneneHne crnocoba npodunakTuKku,;

5) 0ObsICHEHME 3HAYEHUN PUCKA, METOAO0B
NPOOUNAKTUKN, NTEYEHUA N peabunmTtaunm;

6) HanpaBrieHne naymMeHToB B
cneymanm3npoBaHHbie MeauLMHCKNE
yuypexaeHua anst KOHCYNbTUPOBaHUS NO
npobnemam neveHns n peadbunutauun.



* [1IpOCMNEKTUBHOE KOHCYNLTUPOBAHNE —
KOHCYNbLTUPOBaHME 00 HACTYNIIEHUS
6epeMeHHOCTM N1 B paHHUE ee CPOKU

* PeTpocnekTuBHOE KOHCYNLTUPOBaHUE
NPOBOAUTCS MOCNe PoXAeHUA DONbHOro
pebeHKa (BpOXOEHHbIE MOPOKU Pa3BUTUS,
3agepxka qu3nyecKkoro passutud u
YMCTBEHHadA OTCTaSfIOCTb) OTHOCUTENBLHO
300POBbS OyayLLMX OETEWN.




CKPWHWMHT
HOBOPOXAEHHbIX
O 0000

Ha 4-5 cyTkn y pebGeHka 6epeTca KpoBb

MyKOBUCL{U003 - TshKenoe HacrneacTBeHHoe 3aboneBaHue,
cornpoBoXxXaarwLinecd rnosbiLleHneM BA3KOCTU CEKPETOB XKere3

®eHUKemoHypuUsi - TeHeTn4eckoe 3abonesaHne, CBA3aHHOE C
aeduumMTOM Unn oTcyTcTBnemM doepmeHTa, KOTopbii Heobxoamum
ONs nuueBapeHns deHnnanaHnHa B TOPO3UH.

AdpeHoz2eHUMarsibHbIU CUHOPOM - 3TO 3aborieBaHMe BbI3BaHO L .
N3-3a OTCYTCTBUA OOHOIO U3 PEPMEHTOB, OTBEYAlOLLEE 3a CMHTE3 KOPTM30na

fanakmo3emusi - HapylleHne 0OMeHa BeLLEeCTB, OTCYTCTBYET (hEPMEHT, KOTOPbI
Npeobpa3oBbIBAET ranakTo3y B IMHOKO3Y.

Bpo)kOeHHbIlU 2unomupeo3s - HapyLleHne CTPOEHUS LUMTOBUOHOM Xenesbl U

nedekTbl BOCUHTE3a TOPMOHOB 3TOW XKernesbl.




Meauko-reHeTuU4eckoe KOHCYJNbTUpOBaHUNE
PEKOMEeHAOBAHO rnpexmne Bcero.

JKeHLwmHam ctaplue 35 ner;

CembaM, rge yxe Oblnun criydyam poXXaeHust OeTen C
BPOXOEHHBIMU MOPOKaMMU;

YKeHuwmnHam, nMeBLLINUM BbIKMAbILLIW, OCODEHHO HA paHHUX
cpokax (oo 12 Hepn);

XKeHwmHam ¢ S9HOOKPUHHBIMU HAPYLUEHUAMMU;

CeMbsM, XXUBYLLIUM B 9KONMOrMYeCcknU HEGNMaronpuATHbLIX

pal‘/'|0Hax, MMerLnM KOHTAaKT C XUMNYECKNMIN U
paanaumMOHHbIM MyTareHaMum,

EepeMeHHblM C BbIABJ1IEHHBIMI B XO4€ YIbTPa3BYKOBOIO
n Brnoxmmmnyeckoro oocrnenoBaHnUs OTKIOHEHUSIMMA.



Imanbl MedUuKo-2eHemu4YecKo20
KOHCYJIbMUpPOB8aHUusi

1. [lnarHocTuka

KoHcynbmuposaHue ecez0a HaduHaemcs T ] @
C ymo4yHeHusi Quaz2Ho3a HacriedcmeeHHoU ]
6071e3HU, MOCKOMLKY MOYHbIL OUacHO3 [»] @] Vo A
gernsemcs Heobxooumol rpedrnockIKol
10bouU KoOHcynbmauyuu. YmoyHeHue ]
ouazHo3a 8 MeduKo-2eHemu4yeckou
KOHCYIbmauyuu rposooumcs ¢ noMouWb 2eHEMUYECKO20 aHarsu3a.
[pu amom 80 8cex 6e3 UCKMYEHUS Crlydasix MpUMeHSIemcsi 2eHeasioaudeckuli
MemoO uccrie0o8aHUsl.

2. MporHo3npoBaHue

eHemuyeckul puck moxem bbimb orpedernieH nubo nymem meopemuyecKux pac4emos
C UCMosib308aHUEM MemMod08 2eHeEMUYECKO20 aHarnu3a U eapuauluoHHOU
cmamucmuku, 1Ub0o ¢ MoMoWbio IMIUPUYECKUX OaHHbIX

3. 3akntoyeHue.

Lnsa docmuxkeHus yernu KoHcyrnbmupoeaHus rpu becede ¢ nayueHmamu criedyem
y4qumableamsp ypPoO8eHb UX 0bpa3oe8aHusi, couuaribHO-9KOHOMUYECKOE IMOMI0XEHUE
ceMbU, CmMpyKkmypy IU4HOCMU U 83aUMOOMHOWEHUS 8 ceMbe. TorkogaHue pucka
Q0/mKHO bbImb rpucrocobrieHo K KaxXdoMy criydaro UHOueudyarsibHO.



[lpeHaTanbHasA AUuarHOCTUKa
HacneacTBEeHHbIX OOne3Hen

— KOMMJ1eKcHasi, obiCTpopasBmBarLLLasdcs 0onacTb
MeOULWHbI, UCNOoNb3YloLaga ynbsTpasByKOBYHO
OVArHOCTUKY, XUPYPru4eCKYyo TEXHUKY U
nabopaTopHble METOAbI.

MeToabl nepmnHaTanbHON ANarHOCTUKU MOXHO
pasgenuTb Ha TpW rpynnbi:

- fpocenBaroLLine,
- HEMNHBA3MBHbLIE,

- MHBa3MBHbIE (C NOcCrneayrLen
nabopaTopHOMN gMarHOCTMUKOWN).



XapakTepucTuka OCHOBHbIX TUMNOB NONYNALMOHHO-
reHETUYECKMX NPOCENBAIOLLMX MPOrpaMmm
(no matepuanam BO3)

Tun npoceuBaroumen

IlepBuyHas ueab

BropuuHnas uesab

MPOrpamMmmbl

[IpexoHLENIMOHHAs CHUKEHUE PUCKA B OTHOIICHUH NHpopMupoBaHHBIN BHIOOP
3I0POBbS IO IUI IETOPOKIACHUS

[IpenaranbHas NnenTudukanus cynpyKecKkux JlnarHo3 rnopax€HHOro IJI0Aa;
1ap C PUCKOM POXKICHUS [IPEHATAIBHOE UIIU
00JIbHOTO peOEHKA 1 HEOHATAIHLHOE JICUCHUE
MOPAXXEHHBIX IUIOOB B
neproj BO3MOXKHOIO abopra

HeonaranbHas BoisiBneHre 00JIbHBIX I paHHero | JlaHHbIe Mo YacToTe O0Ie3HeM
JIeYCHUS

Oo6mas Nnentudukamus Gpakropon [Ipodunakrrka, paHHss

MOMYJIAIMOHHAS BBICOKOT'O PUCKA JTAATHOCTHKA U JICYEHUE

IITUPOKO
pacIpoCTpaHCHHBIX
OoJIe3HEH




UCHTDANBHAR HCDEHAA CHCTOMS
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BnusHvue reHoB
Ha TeyeHue 6epeMeHHOCTH

\  IHK-TEXHONOTUS




K npocenBarowwmnm 1adboparopHbiM METOAAM OTHOCAT
onpeaeneHne B CbIBOPOTKE KPOBM DeEpeEMEHHOM
BELLECTB, NONMYyYMBLLUNX HA3BaHNE ChIBOPOIMOYHLIX
MapKepos matepu

[lpeHaTanbHbI CKPUHUHT TpucomMmun |l TpumecTpa
bepeMEHHOCTU BbINOMHAETCA AN OLUEHKN
BEPOATHOCTU Handoree pacrnpocTpaHEHHbIX
aHomManuu nnoga — tpucomum 21 (cnHgpoma [ayHa),
Tpucomum 13 (cungpom latay), Tpucommn 18
(cnHgpoma 3aBapaca) n gedekrta HepBHOU TPYOKM Ha
cpoke mexay 14 n 22 Hegensmn 6epeMeHHOCTM.




* OnpenensatoT crieayoLwmne cbiI80POMOYHbIe MapKepbl
Ha 15-20 Hegenb

| a-dpetonpotenH (ADIT) ,
XOPUOHUYECKNN rOHAOOTPONMH YenoBeka (XI'Y),
HecBs3aHHbIN acTpmon (E3)

O4yeHb Ba)XHO TOYHO 3HATb recTaLuuoHHbIN BO3pacT
nroaa, Tak kak yposHu A®I1, XI'Y n ceoboaHoro
3CTpUona B KPOBU OTNMNYAKOTCA Ha pasHbIX HEOensax
bepeMeHHOCTMN.



Anbda-deTtonpoTenH BblpabaTblBaeTCH B
9MOpPMOHASIbHOM XXENTOYHOM MELLKE, NEYEHN U
ANUTENUN KNLLIEYHUKA Niofda, ero ypoBeHb 3aBUCUT
OT COCTOSAHUA XKeNyOqo4HO-KMNLLEYHOro TpakTta, rnovek
nnoga v nnaueHtapHoro bapbepa. OH npuHUMaeT
aKTMBHOE y4yacTue B MOoSIHOLEHHOM pa3BUTUKM Nnoaa.
B KpoBM MaTepu ero KoHLeHTpauna nocTeneHHo
yBenn4dmaetcs ¢ 10-n Hegenn 6epeMeHHOCTU U
gocTturaet makcumyma Ha 30-32 Hegengax.

CHwmxkeHne Al'ld — nogo3peHue B pasBuTn TPUCOMUN
[ToBbileHne Al'ld — nogo3peHne B HapyLLUEHUNN
Pa3BUTUSA HEPBHOW TPYOKK



XopuoHn4yeckmnn roHagoTponuH Yyenoseka (XIM4)
BblpabaTbIBaeTcA B nnogHom obonoyke
YyernoBe4veckoro ambopumoHa. OH ABNSETCA BaXXHbIM
nokasaTtenem pa3Butns 6bepeMeHHOCTN U ee
OTKNoHeHun. Makcumyma ypoeHb XI'H gocturaer
Ha 10-11-t0 Hegento, a 3aTteM NOCTENEHHO
CHWXaeTcs. [1o aToMy nokasaTtento MOXXHO CyauTb O
brnaronosily4HOM Te4eEHUN BEPEMEHHOCTU U
BbISIBNATbL HAPYLUEHUA pa3BUTUA nnoaa.

CHuxkeHne XI'Y — yrposa BblkuablLwa
[ToBbllweHne XI'Y B codeTaHunm co cHmxkeHnem AQIT
n E3 — nogospeHmne cuHgpoma layHa



OcTpuror cBoboaHbIV ABAETCA rMaBHbIM 3CTPOreHOM
bepeMeHHOCTU N NMEET DbornbLLoe 3HaYeHne Ans
HOpManbHOro pasBuTUA N PYHKLMOHNPOBAHUA
doeTonnaueHTapHOro kKomMmnrekca. Ero KoHueHTpauus
NOBLILLAETCA C MOMEHTA POPMMPOBaHUA NNaUEHTLI U
NPOrpeccuBHO pacTeT C Te4EHNEM DEPEMEHHOCTH.

Hu3kaa KoHLEeHTpauus cBoboaHOro acTtpuona B
COYETAHMU C BbICOKMMMU rnokasaTtenamm beta-XI'y v
anbda-<Pl1 cBa3aHa ¢ NOBbILLIEHHBLIM PUCKOM
3a1ePXXKN BHYTPUYTPOOHOro pa3Butusd nrioaa u
OCIOXHEHUN TPETbLErTO TPUMECTPa bEPEMEHHOCTU
(NnpexxgeBpeMeHHON OTCIIOUKN NNAaLEHTbI U
npeaknamrcum).



PeKOMeH.D,yeMbIe MeToAbl U TeCTbl BO BpeMA

OepemMeHHOCTH

Cpok
GepeMeHHOCTHU
(Hepn)

MeToab! U TeCTbl

[lepBbIn BU3UT

(MO BO3MOXXHOCTU B
camble paHHue
CPOKW)

OnpepgeneHve cogepxaHus remornoduHam remaTto-Kpmta KpoBW.
Obwmin aHanM3 Mo4vn, CKPUHMHI Ha MHAEKLMM MOYEBBIX NyTEN
OnpepgeneHnune rpynnbl KpoBu n Rh-cbeHotuna, Tutp aHtu- HBs
aHTUTEN y pesyc-oTpuuaTtenbHbIX XEHLWMWH. TUTP aHTUKPACHYLLHbIX
aHTuTen Peakuns BaccepmaHa Lintonorns maska LWenkm maTtku
Onpepnenenne HBs-aHTUreHa B KpoBU

YnbTpa3BykoBOe vMccrenoBaHue nrnoaa u nnaueHTsl AMHUOLIEHTES

8- 18-4
nnn duoncma XopmoHa no nokasaHnam
16- 18- YpoBeHb a-peTonpoTenHa, a Takke XOPMOH-roHa4o-TPonMMHa U
cBOOOAHOro aCTpMosia B KpOBU
CKpPUHUHT Ha caxapHbl AnabeT, NOBTOPHOE onpeaeneHne
26- 28-4 remorrnobunHa n remaTtokpuTa KpoBu, aHann3 Moym Ha 6enok, caxap,
HEeCTPeCCOBbIN TECT
[MoBTOpPHOE uccrnenoBaHue TMTpa aHTU-RH-aHTuUTen y pesyc-
28-4 oTpuuaTenbHbIX 6epeMEHHbIX, NpodunnakTn4eckoe BBeAeEHNE
aHTN-RH(0)-mmmyHornobynmHa
30- 36-5 Y3W nnopga, onpeaenexHune remornobuHa, rematokpmta KpoBM,

68KTepVIOJ'IOFVI‘-IeCKOG nccneagosaHme BarMHalibHoOro Ma3ka




Kopaouewres

Movesoi ny3wips

AMHHOTHYECKEA NONOCTY

Tpancuepsnkansibii [ g,
METOR Goncu ™
BOPCHH XOPHOHA <.

BOpCHHYaTBIA X0pHOH

MynounbIl KanaTuk

(Ueka marku MpAMan kuKa




HenHBa3nBHbIE
MeToabl

— 9TO MeToabl obcnenoBaHUS
nnoga 6e3 onepaTuBHOIO
BMeLLaTenbcTBa. B HacTosdLee
BPEMS K HUM OTHOCUTCH TOJSIbKO

ea  YNIBTPA3BYKOBOE UCCNEAOBAHNE .




Y3W Bo Bpems bepeMeHHOCTU SIBIAETCS
CKPUHUHIOBbLIM MeToa0oM obcrenoBaHus, T.e. OHO
NpoBOANTCA B 00A3aTENbHOM MOPAAKE Y KaXaow
bepemMeHHON XeHLWmMHbI. CornacHo npukasy
MUHUCTEpPCTBa 3apaBooxpaHeHna PO Ne 457 «O
COBEPLUEHCTBOBaHUM NpeHaTaribHOW ANarHoOCTUKN B
npodounakTNUKe HacrneacTBEHHbIX N BPOXOEHHbIX
3aboneBaHnn y geTen» yTBEPKOEHO TPEXKPaTHOEe
CKPMHWHIOBOE YIbTPa3BYKOBOE UCCIeOoBaHUE:
‘rnepBoe B cpokax oT 10 oo 14 Hepens;

*BTOpPOE — OT 20 A0 24 Hepenb;

*TpeETbE — OT 32 A0 34 Heenb.



Transabdominal
Eectal Ultrasound \|

Ultrasound
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MHBa3nBHbLIE MeToAbI
nepvHaTanbHOU AUArHOCTUKN

— 3TO CNOCOObLI Nony4YeHust oopasuoB
KNeToK U TKaHen aMOpnoHa, nnoaa u
NPOBU3OPHbLIX OPraHoB (nnaueHTa,
000fI04YKK) C NnocneayrLWNM N3yYeHUeMm
Nony4YeHHbIX MaTepnanoB




AMHUOLEHTEe3

-- 9TO UccreaoBaHne, KOTopoe NPOBOAUTCS NYTEM MNpoKona

TOHKOW UrNon OPIOLLIHOM CTEHKU, MaTKN M NMy3blps ANs B3ATUS
NpoObI OKONOMNNOAHbIX BOA.

[ eHeTn4YeCcKknm aMHNOLIEHTE3 — MNCCNeaoBaHME XPOMOCOMHOrIO

Habopa nnoaa, oH 0bbIYHO NpoBoauTca mexay 15-1n n 20-n
HeaensiMu.,

¥ ¥
vaiu L

LaTYMK AMHMOTHYECKAA

e ' V HMUOKOCTb
\\d

Mnopg

AMHUOLEHTE3



KoppooueHTes

KopagoueHTes — B3dTme KpoBU 13 NyNnoBUHLI NpoBoadaT ¢ 20-u
Hegenn 6epemeHHoCTU. [poueaypy OCyLLECTBNSAOT Noa
KoHTpornem Y3W. Obpasubl KpoBU SABNSAOTCA 0ObEKTOM ANS
LIUTOrEHETUYECKNX (KYNBTUBUPYIOTCA NUMAIOLNTHI),
MOJIEKYNSPHO-TEHETUYECKUX N DUOXMMNYECKMX METOOOB
ONarHOCTMKN HacneaCcTBEHHbIX DoresHen.
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XOpU1OH M nnaueHTobuoncus

XOpPWOH - 1 nNnayeHTobrnoncua NCnonb3yTCs C KOHLA
80-x rogoB. 3TN MeToAbl NPUMEHSAIOT AN NOoSTyYeHUs
HEBOSbLLIOIO KONMYECTBA BOPCUH XOPUOHA UMW
KYCOYKOB NnaLeHTbl B nepunoa ¢ 8-1 no 16-t0 Heaento
bepemeHHOCTU. [pMHUMNManbEHOU pasHULbl MexXay

NOoKa3aHNAMU K NPUMEHEHUIO 3TUX OBYX crnocoboB
65b1()r1(:b1b4 +1EB1: TpaHcBarvHanbHas

Buoncus BOPCUH XOPUOHA

J Aarynk
3abop obpasuya | Y3n
TKaHW XOPHUOHA




e buoncusa TkaHeun nnoaa

 bnoncuga TkaHeun nnoga Kak anarHocTtnyeckasd
npoueaypa ocyuwiecrtengetrca Bo |l TpumecTpe
bepemeHHOCTN nog KoHTporem Y3W. Ons
ONarHOCTUKN TSXKESbIX NOPaXXeHUN KOXKU (MXTUOS3,
aNMOepmMosnna) genatoT ONONCUI0 KOXKU nnoga C
NnpoBeAeHNEM, B JalflbHEULLEM,
natoMopdonorn4yeckoro nccneaoBaHums.

/
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#| OBPA3LA '
/ dl TxAHY L ¥ nATUMK
4 XOPWOHA 5 VY
,égi )
= MATKA

— - " MNALEHTA
N g nnoa




deTockonus

deTockonua (BBeAgeHWe 3oH4a U OCMOTP nrioga) npyv COBPEMEHHOM
MOKOM ONTUYECKOW TEXHUKE HE nNpeacTaBnaeT 6onbLunx
TpyaHocTten. OgHako MeTo BuadyarbHOro obcriegoBaHma nnoga ans
BbISIBNIEHUS BPOXOEHHbBIX MOPOKOB Pa3BUTUA MPUMEHSIETCA TONbKO
No ocobbiM nokasaHuam. OH npoBoguTca Ha 18--19-n Hepgene
bepeMeHHOCTN.

kids.ucoz.ua



[1lo cTeneHn yrposbl (prUcka) NoBTOPHOrO
NPOSIBNEHNA B CEMbE HacNeACTBEHHbIX
3aboneBaHuUM nx noapasnenstoT Ha 3 rpynmnbi:

1. 3aboneBaHns C BLICOKOW CTENEHBIO reHeTndeckoro pucka (1 : 4), K
KOTOPbLIM OTHOCATCA DONe3Hn ¢ ayToOCOMHO-AOMUHAHTHbIM,
ayTOCOMHO-PEeLIECCUBHbBIM U CLIEMNSIEHHBIM C MOSIOM TUMOM
HacriegoBaHus;

2. 3aboneBaHusa C yMepeHHOW CTerNeHbio reHeTUYecKoro pmcka (meHee 1 :
10); K HUM OTHOCATCA HacreacTBeHHble 3aboneBaHns, Bbi3BaHHbIE
CBEXUMU MyTaLMAMU, @ TakkKe XPOMOCOMHbIe 6orne3Hu n 3aboneBaHuns
C NOSINTEHHbIM TUMOM HacefoBaHUA, T.e. 3Ha4YuTeNbHaa 4YacTb
BPOXOEHHbLIX YPOACTB N HacrnencTBeHHbIX 3abonesaHum,
pa3BUBaIOLLUUXCA Ha reHEeTUYECKN HebnaronpuATHOM OOHe;

3. bonesHn, xapakTepusylLmecs HeaHa4YnTEeNbHbIM PUCKOM MOBTOPHOIO
NPOSABAEHNSA U NOMNHBbIM OTCYTCTBMEM pUCKa.






