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OCHOBHBIE COCTaBIAIOIIIHE MESIAHKO-
Fr€HETHYECKOI0 KOHCYJIbTHPOBaHUA




Mepauko-reHeTUYECKOE KOHCYNbTUpOBaHUe
peKkoMeHAOoBaHO NpeXxae Bcero:

KeHlmnHam ctaplwie 35 ner;

CembsiM, rae YXKe Obinu cnydaun poxaeHus neTteun c
BPOXAEHHbIMU MNMOPOKaMW,

XXeHuwmHam, MMeBLLIMM BbIKMAbILLK, OCOBEHHO Ha paHHUX
cpokax (go 12 Hepn);

XKeHLWwmnHaM ¢ 3HOOKPUHHBLIMU HapyLLEHUSAMU;

CeMbsM, XUBYLLMM B 3KOSTOrMYECKN HEOnaronpusaTHbIX

paﬁOHax, MME LM KOHTAakKT C XMMUYECKUMU U
paanaunoOHHbIMU MyTareHamu,

bepeMeHHbIM C BbISSBNEHHbLIMU B XOA4€ YINbTPas3ByKOBOro
N BMoxMumMmmnyeckoro oocnenoBaHUA OTKITOHEHUSIMUA.




3. KOHTHHI€HT HaceJIEeHUs, NoMICKalui
HanpaeneHuio B MI'K

* PoxaeHue peGeHKa ¢ BPOKICHHBIMHA
HOpPOKAMH pPAa3BUTHSsI, YMCTBEHHO 1
¢uznueckoii 0TCTAIOCTHIO, CJICIIOTOI U
IJIYXOTO#, cy/loporaMu H Jp.

* CrnoHTaHHBbIE a00pPTHI, BBIKH/IHIIIH,
MEePTBOPOATEHU 51

* BianskopoacTBeHHbIE OpaKH.

* HeOuaronosiyuyHoe revueHue
OepeMeHHOCTH.

* PabGora cyIIpyIoB Ha Bpe/1HOM
P eXIp s THL.

*  HecoBMecTHMOCTH CYIIPYsKeCKHX I1ap o
pesyc-paKropy KpoBH.

* BozpacTt sKeHIINHBI MuIaamie 18 u
crapuae 35 Jier, a My>K9uHBI - 40 J1eT.

* OdiryueHue

*  Haigun4yue CXOIHBIX 3a00/I€eBaHUI Y
HECKOJILKHIX YWIEHOB CeEMbH

* TlepBukuHOe decIuIO/INE CYIIPYIOB

* TIlepBuuHasi aMeHOpesi, 0COOEHHO C
HeJAOpa3BUTHEM BTOPHYHBIX IIOJIOBBIX
HNPU3HAKOB.




Ormroumousne daxrope oo

Bozpacr 36-40 ner

Bozpact 6onee 40 ner

KoMmneHcupoBaHHBIE peBMaTHUECKIE IIOPOKHU cepalia
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BocnanmurensHble 3a00JIeBaHNUST MAaTKH U IIPHIATKORB, (l)l/lspOMHOMa MAaTKIH, KHCTa
AMYHIIKA

CrioHTaHHBIIT aG0opT 2(3a Ka>xablil)

PoxxeHus1 peSGeHKa ¢ ITIOpOKaMH Pa3BHTHSI -+

KpoBHOpOACTBEHHBIX Opak
VYrpoza npeprlBaHus g0 10 Hegens GepeMeHHOCTH

MHorokpaTHas yrposa IpepblBaHUs OepeMEeHHOCTH, YTO Hadasack o 10 Hexens

HeBprurHamupaHme J0 35 Heaenun
HepeinamuBanue 36-37 Heaelb
ITepenammBaHue
TMuoroBo e

MajsoBoue
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TazoBoe npeiexaHmue
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4. OCHOBHBIC MPUHLIMITLEI KOHCYJIETUPOBaAHUS
(nepcCneKkTUBRHaA, PETPOCIICKTUBHA )

IlpocnnekTuBHOE
KOHCYJIbTUPOBaAHUE
IIPOBOOUTCS 0 3a4Yarus
/U 10 POKIACHUS
pEeOEHKA; CMBICIT —
IIPOTHO3 BEPOSITHOCTHU U
OLIEHKA BEJIMYUHBI PUCKA
POXKIOEHUS NETEU C
HAaCJICACTBECHHOU
IIATOJIOTUEU B Iapax
POAUTEIJIEN, IIPEKIAE BCEIO
U3 CPYIII PUCKA.

PerpocnekTuBHOE
KOHCYJIbTUPOBaAHUE
MIPOBOAUTCS B CITy4ae
POXKJACHUS B CEMbBE
OOJTBHOIO peOEHKA (ECTH
IIPOOaHMA); CMBICI —
HPOTrHO3 BEPOSITHOCTH U
OLICHKA BEJIMYMUHBI PUCKA
POXKACHUSI OOJIBHBIX
JI€TEU B JAHHOM CEMBE B
TMIEPCIIEKTUBE.



Imanbl MmeduKo-2eHemu4YecKo20
KOHCYJIbmupogaHuUsi

1. OnarHocTuka 0

KoHcyrnbmupogaHue ecea0a HaduHaemecs LT H ] &
C YMmMo4YHeHUs duacHo3a HacrieocmeeHHouU s Wl _
60/1€3HU, MOCKOBKY MOYHbIG OUasHO3 [«] @] D
geriqemcsa Heobxooumol npedrnockifikou
70600 KOHC Yy Ibmauuu. YmodyHeHue ]

ouaz2Ho3a 8 MedUKo-2ceHemu4deckou
KOHCyINMbmauyuu rnpoeoduUImcs € rMNoOMOoWbO 2EHEMUYECKO20 aHarnu3a.
[pu 3mom 80 ecex 6e3 UCKITIYEeHUS criydasax npuMeHsaeImcsa 2ceHearoa2u4ecKkud
Memod uccriedosaHUS.
2. NporHosunpoBaHue

feHemudyeckul puck moxxem Obimp ornpedernieH nubo nymemM meopemudeckKUux pacdemos
C ucrnofib3ogaHuemM Memodo8 2ceHemu4YeCcKo20 aHanusa u sapualyuoHHoOU
cmamucmuku, TUb0 ¢ MOMOWbLI IMMTUPUYECKUX OaHHbIX

3. 3akrnr4eHue.

Lna cocmipkeHUs Uernu KOHCynbmuposaHus npu becede ¢ navuyueHmamu criedyem
ydumsbigamsb ypoeeHb Ux obpasoeaHUs, coyuaribHO-3KOHOMUYECKOe rMosiIoXKeHue
cemMblU, CmpyKmypy qudHocmu U 83aUMOOMHOWEHUS 8 ceMbe. ToKkosaHue puckKa
OOJ/KHO Obimb rpuUcCriocobIEHO K Ka>XOoMYy criydaro UHOusUOyasribHO.



5. Dransl KOHCYJIETUPOBAHUS

Menuko-reHeTudeckasi KOHCyJIbTalMsl BKJIrodaerT 4 srana:

1 3Tamnm - TuarHos.

IlepBbik 3Tanm HAYUMHAETCS C
YTOYHEHHS JJUaArH03a
HaCJIEACTBEHHOIO
3a0osieBaHusi. B 3aBuCUMOCTH
OT TOYHOCTHU AHArHo3a
BBIJACJISIIOT 3 FPYIIbI JIMIL:

1) Vv KOTOpPBIX UMEFKOTCsI
IMOJO3PEHHsI HA
HaCJIEACTBEHHOE 3a00JIEBAHUE;

2) ¢ YCTaHOBJIEHHBIM
AUarHo30M, OJHAKO, OH
BbI3bIBACT COMHCHMUC,

3) C mpaBUJIbHbIM
IUAarHO30M.




2 3Tan - NporHo3.

BTopou sTan HaripaBJI€eH HA
omnpenesieHue MporHo3a
noromMmcTra. [Ipu sTOM pemaercsi
reHeTu4deckKasl 3aaada ujiu
IIPUMEHSETCS MEeTO
aHTCHAaTAJIbHOW AUMATHOCTHUKMH.

I'eneTnueckun pruck
OIIpENneIsiETCsl ABYMs CITOCOOaMM

1) nyTem TeopeTudeckKkux
pacyeToOB r€eHETUYECKHUX
3aKOHOMEPHOCTEMU,

2) C IOMOIIBIO SMIIUPHUIECCKHUX
JAHHbIX OJIsi 3a00JIEBaHUU C
HESICHbIM MEXaHHU3MOM.




3 3Tall — 3aKJIIOYEHHUE

Patau Syndrome

il i§ 33 23 33 33 ” ‘i
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I'lociae moCTaHOBKHM AMArHO3a y
npodanaa, oociaeaoBaHUA
POACTBCHHHUKOB U PCIICHWS
ITCHCTUYCCKOM 3aJa49 1O
OIIPCACICHUIO T'€ HETHUYC CKOTO PHUCKA,
cocTaBIIsICTCs 3aKiroucHuc. I IpuasaTo
CHMTATh TECHETHUHUECKHUW PUCK J0 5%
HU3KHUM, 10 20% — CpcaHuM U BBIIIC
20% — BBICOKHM. | CHETHYECCKNH PUCK
CpPECOHECH CTEIICHHU PACLHEHUBACTCS KaK
MPOTHUBOIIOKA3AHUC K 3a49aTHIO HUJIH
npepbiBaHuIO OepeMeHHOCTH. [ Ipn
OOBSICHCHHMH I'€HECTHYECCKOTO PUCKA B
KayKI0OM CJlIy4ac JOJDKHA yKa3bIBATHCS
OOIICTIOMYJISILUOHHAS YacTOoTa
POKACHUSA AETEU C AHOMAJIUSIMU,
cocTaBIsIrOIIAsI HE McHee 4-5%.
Bboae3Hu, moagarIMecCcs JICHYCHUIO, HE
SIBJISIFOTCSI MIPOTHBOIIOKA3AHUEM K
JACTOPOKIACHUIO (AHOMAJIUHU LIBETOBOIO
3pPEHUsI, aTE€POCKIIEPO3).




4 >Tan — PEeEKOMEeHaanumu

PexomeHnnaiinm 0 1eTOPOXKACHU U
UMEIOT OOJIbIIIOE 3HAUEHUEe:

l. npu neranbHBIX
3200JIEBAHUAX;

2. Ipyu HENOANAKOIIIUXCS
JICUEHUIO ay TOCOMHBIX U
CLIEIIJICHHBIX C IMOJIOM
JOMHWHAHTHBIX U PELIECCHUBHBIX
OOJIE3HAX;

3. IpU XPOMOCOMHBIX
OOJIE3HAX;

4. npy ICUXUYECKUX
OOJIE3HSX;

5. KPOBHOPOACTBEHHBIX
Opakax.




MpeHaTanbHaa AgnarHOCTUKa
HaclieaACTBeHHbIX bonesHeun

— KOMIJ1eKCcHas, ObicTpopa3sBmBaroLLasicda obrnacTb
MeOUNLUMHbI, NCMNOJSIb3yroLlasa yrnbTpa3BYKOBYIO
ONAarHOCTUKY, XUPYPIrNYECKYHD TEXHUKY U
natoparopHblie MeToabl.

MeToabl nepmHaTanbHOM OANArHOCTUKM MOXXHO
pasgennTb Ha TPU rpynnbl:

- npoceuBaroLime,
- HeuMHBa3uBHbIE,

- MHBa3uBHbIe (C nocneayrLwen
nabopartopHoOM ONArHOCTUKOWN).



CKPVUHWHI
HOBOPOXOEHHbIX
® 0 0O

Ha 4-5 cyTkun y pebeHKa 6epeTcAa KpoOoBb

PeHUNMKemoHypUs - reHeTun4yeckoe 3aboneBaHue, cBA3aHHOe C
OedhnunTomMm unm oTecyTcremem doepmMeHTa, KOTopbin HeoOXoOouMm
Ona nuuleBsapeHmna deHunnanaHnHa B TOPO3UH.

AapeHoeeHumaanblu CUHapOM 3170 3aboneBaHve BbI3BaAHO
M3-3a OTCYTCTBUA OOHONo M3 oepmMeHTOB, oTBeuarlLllee 3a CUHTES Komesona

ManakmosemMmusi - HapylwleHne obMeHa BellecTB, OTCYTCTBYET bepMeEeHT, KOTOPbIU
npeobpasoBbiBaEeT rarakto3y B IMKKO3Y.

BpoxxOeHHbIU 2UMomupeos - HapylLleHUe CTPOEHUS LWNTOBUOHOW XKenesbl U
nedekTbl BUOCUHTE3A NMOPMOHOB 3TOW XKenesbl.







BrinsHue reHoB s
< AHK-TEXHONOT WS
Ha TeyeHue 6epeMeHHOCTHU




« K npoceuBarwwmm rnaboparopHbIM_MeToaam
OTHOCHAT onpeaerieHne B CbIBOPOTKE KpOoBU
bepeMeHHON BeLllecTB, NoJsiydymBLLUMX HalsBaHue
CbIBOPOIMOYHbIX MapKepo8 MmaTtepumn

- (beTonporenH - 6enok, BbipabarbiBaemMbin
NneYyeHblo nJifioga BO BHYyTPpUyTpoobHoM nepuoae,
ero cogepaHme MeHs1IeTcsa B TedYeHune
bepemeHHOoCTH,

= XOpVIOHVI‘-leCKI/lﬁ rTMOHaoTPOINMH 4HYeJioOBeKa,

> HECBA3aHHbIN 3CTPUOJT N HEKOTOpPbLIE Apyrue
BeLuecTBa




HenHBasmBHbIE
MeToabl

— 3TO MmeToabl obcrneanoBaHuUA
nroaa 6e3 onepartTmBHOINo
BMeLuarTernbcTBa. B HacTosawee
BpeMsAa K HUM OTHOCUTCSH TOJIbKO

yrNbTpa3ByKOBOE MccriegoBaHue .

o OO0 Dr Arture Cancme . v ocmiM O

[Tlo meanumHCKUMm

nokalsaHuaMm TpexmepHoe
Y3 moxXeT npoBOAUNTLCA,
HadymnHasa c 12-13 Heaenb.




Transabdominal -~
Fetal Uitrasound
Utrasound

> ! Trareauoer
A 4

Pacerta

tanus




MHBa3nBHbIe MeTOAbl
nepuHatTanbHOU ANArHOCTUKMU

— 3TO cnNocoObI Nofnly4yeHUs obpasuyoB
KNeToK U TKaHen aMOpUOHa, nnoaa m
NPOBU3OPHbLIX OPraHoB (nJyaueHTa,
000s104KHN) C nocneayroLLnm
U3yvyeHneM nosiy4yeHHbIX MaTepuanos




XOopuOH U NnaueHToSuuoncusA

XOpPUOH - 1 NraueHTooOUnoncmMa UCcnonb3yrTcd € KoHLa 80-X rogoB. OTuU
MeToAbl NPUMEHAKT ONgd nonyyeHunda HeOOoNbLLUOro Koim4yectBa BOPCUH
XOpUOHa UM KYCOYKOB MnaueHTbl B nepuod ¢ 8- No 16-r0 Hegernw
OepeMeHHOCTU. NpuHUMnNmManbHOM pa3HULbl MeXay nokKkasaHuamm K
NPUMEHEHUIO 3TUX OABYX cnocoboB OUOMNCUM HET.

KopOooueHTes

KopooLueHTes — B3dTUe KPpOBU M3 NYNOBUHbI NMpoBoaAT C€ 20- Hegenu
OepemeHHOCTU. [pouenypy OCyLLEecTBNAKT nog KoHTponem Y3U. O0pa3subi
KpOBU ABNAOTCA OO BbEeKTOM ON4A LTOoreHeTUu4eCcCKnx (KynbTUBUPYHOTCH
NMMM@POLNTBI), MOJNIEKYNAPHO-TrEHETUYECKUX N DUOXUMUNYECKNX MEeTOO0B
ONarHoCTUKM HacnegcTtBeHHbIX done3sHen. [lpn 3TOM BO3MOXKHO. ..

BuoncuAa TkaHew nnoga

buoncua TkaHen nnoga Kak gmnarHoctmyeckad npouenypa ocyllecTtsrngaeTcd
BO || ToumecTpe BepemeHHOCTU Nog KoHTponem Y3W. [1na OuarHoCTukun
TAXKEeNbIX Nopa*KeHU KOXU (UXTUO3, anmnaepmMoring) genarT ODUONCUo KoXun
nroga c npoBegeHunemM, B ganbHenwem, natomMmopdonorm4ecKkoro
nccnegoBaHuda. buoncumo MbillL Noga NpousBoOAaT ONA ONarHOCTUKN.




deTOoCKONMUSA

deTockonuga (BBegeHme 3oH4a n ocMoTp nnoga) npu coBpeMeHHoOn
rTMOKONM ONTUYECKON TEXHUKE HE npeacrtaBngdeT O0onbLUInNX
TpyaHocTen. OgHako meTod Bu3yaribHoro obcnegoBaHuna nnoaa
A4 BblaBI1EHNEA BPOXOEHHbLIX MOPOKOB pa3BUTUA NMpuUuMmeHgaeTcd
TOJTbKO MO 0CcOObLIM NokasaHnam. OH npoBogunTca Ha 18--19-n
Hegene depeMeHHOCTM.

kids.ucoz.ua




AMHUoOLIEeHTe3

-- 3TO UccriegoBaHue, KoTopoe NpoBOAUTCA NyTEM MNPOKOoNa TOHKOW Urnowu

OPIOLLHOM CTEHKN, MAaTKU U Ny3blpa AN9 B3aTUA NPpoObl OKONONIOAHbIX
BOA,.

[ eHeTn4YeCcKnMm aMHUOLIEeHTE3 — UCccriegoBaHme XpoMoCOMHOro Hatopa
nroaa, oH oObIYHO NpoBoaUTca MmexXay 15-n mn 20-n Hegenamun.

AMHMWOTHIEC AR
PO CTH

MATH




Dpobtnenne (1-7-11 nersL GepemeHHocTH)
Enactynaunsa (7-20-11 neHb GepemeHHoCcT)

OpranoreHes (20-60-i1 gens DepemMeHHoOCT)
Hauano nnoaHoro nepumoaa (nepewiil TpuMecTp
GepemMeHHOCTH)

Mnoauwiin nepuon (BTopoit TpuMecTp SepemeHHoCcT)

Craamu BHYTPUYTPOOHOIO paszBnTua Yenoee -
K2 U OCHOBHLIE MEeTOoAbL! MNONMYHYeHus TJI0OHON O mate-
pHana: 8 — A0OMMNAaHTAUMOHHBI Nepnof, NomyyeHme
OTAENBHBLIX ODNACTOMEPOE METOAOM MUKPOXH YN MK
Apobauweiica anuekneTkn: O — Nepeuiil TpumecTp He-
PEMEHHOCTH, NONYYHEHNE BOPCHMHOK XOPHMOHa nyTem
Suoncun eopcH4YaTol obonoykn, zabop marepnana
KOHTpOMUMpYeTCcA Npu noMmouwm ¥Y2-annapara; 8 — BTO-
PO TpHMECTD DepPeMeHHOCTH, NOJTYYeHHEe BOPCHUMHOK
NAUueHTH (NnadeHToueHTes), obGpaziuoB aMHHOTH-
HYeckon KuAakocTn  (amHMoueHTtes), numdounToR
nnoga U3 NYNoBMHLL (KopaoueHres)

57 MyShared



PEKOMeHAyeMbIe MeToOdbl U TeCTbl BO BpeMA

cepeMeHHOCTHU

Cpok
oepeMeHHOCTM
(Hen)

MeToabl n TecTbl

MNepBblt BU3UT

(N0 BO3MOXKHOCTU B
camble paHHue
CPOKW)

OnpeneneHne cooepXaHnga reMornodmHam remaTo-KpuTta KpoBu.
Odwmnm aHanns Mo4Yu, CKPUHUHI Ha MHEeKUNM MOYEBbIX NyTeun
OnpegeneHuve rpynnbl KpoBu U Rh-theHoTuna, Tutp aHTtu- HBs
aHTUTEnN y pe3yc-oTpuuaTernbHbIX 3 KEHLWWH. TUTP aHTUKPaACHYLWHbIX
aHTUuTen Peakuna BaccepmaHa LlutTonorna maska WerkKn MaTKy
OnpegeneHne HBs-aHTUreHa B KpoBM

yanpa:sByKosoe ncceriegopaHve nioda v riiaueHTbl AMHVIOLI‘eHTe:B

8- 18-a
NN SMoncua XoproHa no rnokasaHmnam

16- 18- YpoBeHb u-dpeTonpoTenHa, a TakkKe XOpUOoH-roHaao-TponuHa 1
cBOOOOHOro acTpuona B KpoBu
CKpUHUHI Ha caxapHbi gnadeT, NoBTOpHOE onpeaeneHne

26- 28-7 reMornodtunHa 1 reMaToKpuTa KpoBUu, aHanms Moy Ha Senok, caxap,
HEeCTpeCCOBbIA TECT
MNoBToOpHOE UccrnegoBaHne TuTpa adTu-RH-anTuTen y pesyc-

28-7 oTpuuaTenbHbIX BepeMeHHbIX, NpodrnakTnyeckoe BBegeHe aHTu-

RH(O)-nmmyHornobynuHa 557 MvShared

20 2A_a

Y3W nnopa, onpegeneHvne remMornodSuHa, remMaTtokpuTa KpoBu,




MopailsHO-3THYEeCKUuEe NPOOIEMBI

I'Ipu MEANKO-T€HETUYECCKOM KOHCYJABTHPOBAHUU CYIICCTBYET Psia
TPYAHOCTEHU MOPAJIbBHO-OTUYECKOTO Xapakrepa:

BMEIIATEC/IHCTBO B CCMEHHY IO TailHY (BO3HHUKACT IPU COOPE JaHHBIX AJIS
IIOCTPOCHUSI POJOCIIOBHBIX, IIPU BBISIBICHUU HOCHTEJICH IMATOJIOTHYUECKOTO
IC€HAa, IIPU HCCOBMNAJACHUU MACIIOPTHOIO U OHOJIOTHYECKOTO OTLIOBCTBA U AP.:
pooieMa pa3peuiacTCsi KOPPEKTHBIM OTHOIICHHUEM Bpava K MMalHCHTY ):

OTBETCTBECHHOCTH Bpaga-reHETHKA B CiIIy4yac COBETA KOHCYJIBTUPYIOIMMCS Ha
OCHOBAHUU BEPOSITHO CTHOTO MPOTHO3a (HCOOXOANMO, YTOOBI MALIMCHT

MPABU/IBHO MOHI MEAUKO-TE€HETHYICCKYIO HH(POPMALIHNIO, KOHCYJIBTAHT HE
TITOOTISEALCH TAAORY TR IO 0N iaucc iy coer1T™My e (nn'nr-ru::rno TTEHOAA DDeartTtireelagiaiasa



