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3aKAIOHYEHHNe

Cnuncok AuTepaTypbl



BeeaeHUe

® [lpoduraakTMKa M paHHAA aAeKBaTHas AMArHOCTMKA NMOPOKOB
Pa3BUTUA NMAOAA MO3BOASIOT MPEAOTBPAaTUTb AMOO NpeAynpeAuTb
POXXAEHME AETEN C Pa3AMYHbIMU BPOXKAEHHBIMU MOPOKAMMU
Pa3BUTUA U HACAEACTBEHHbIMU 3ab0AeBaHUAMU. BeayLLyto poab B
npoduaakTuke BINP 1 HacaeACTBEHHBIX 32a60AEBaHUM UrpaeT
MEeAUKO—TEHETUYECKOE KOHCYAbTUPOBAaHWE N OTBETCTBEHHOCTb
obowux cynpyros.



3aAa‘—I U MEAUNKO—TEHETUYECKOE
KOHCYAbTUPOBAHUA.

LleAb KOHCYAbTaLMKM Bpaya—TeHeTUKA — YCTAHOBAEHUE PUCKA POXKAEHMUS
pebeHKa ¢ BpOXXAEHHOM UAM HACAEACTBEHHOWM MaTOAOIMEN U OKa3aHMe
MOMOLLM CEMbE B NMPUHATUN PELLEHUA O ACTOPOXKAEHUM.

324244 MEAUKO—TEHETUYECKOE KOHCYAbTUPOBAHMUS:
— KOHCYAbTUPOBaHWE CYNpYroB AO MAAHMPOBAHMUSA 3a4aTuUS;
— KOHCYAbTUPOBaHUE BOAbHbIX HACAEACTBEHHbIMM BoAaesHamK u BIP;

— AMArHOCTUKa BPOXKAEHHbBIX U HAaCAEACTBEHHbIX BOAE3HEN NAOAA B MEPUOA
BHYTPUYTPOOHOro passuTuS;

— nponaraHAa CpeAM HaceAeHUS MEAUKO—TUTMEHUYECKUX 3HaHUMH,
HarnpaBAEHHbIX Ha MPOPUAAKTUKY BPOXKAEHHBIX U HACAEACTBEHHbIX BOAE3HEN.



MeAUKO- reHeTUYECKaS
KOHCYAbTaLMS

® PasAanyaloT ABa BUAQ MEAUKO—TEHETUYECKOTO KOHCYAbTUPOBAHUS:
npocnekTuBHoe (NMpeABapUTEAbHOE) U PETPOCMEKTUBHOE
(TeKyLee).

® [lpocneKkTuBHOE MEAUKO-TEHETUYECKOE KOHCYAbTUPOBaHUE
NMPOBOAMTCS AO MAAHMPOBAHMS 3a4aTUS UAU B PaHHUE CPOKM
H6epeMeHHOCTM NPU HAaAMYUM PUCKA POXKAEHUS BOAbHOro pebeHka
(Bo3pacT byayuLer maTepu cTapie 35 AeT, KPOBHOPOACTBEHHbIM
6pak 1 Ap.) B ceMbsiX, FA€ paHee He BbIAO BOAbHbIX AETEN.

PeTpocnekTMBHOE MEAUKO-reHeTUYECKOe KOHCYAbTUPOBaHUE
MPOBOAMUTCS B CEMbSX, FAE Y>KE POAUACA BDOAbHOM pebeHOK, AAS
YCTaHOBAEHMUA CTENEeHU pPUCKa HACAEACTBEHHOM MAaTOAOTUMU Y
MOCAEAYIOLMNX AETEN.



MeaAUKo-reHeTU4eCKoe
KOHCYAbTUPOBaHME 0b65A3aTEAbHO:

— MpU POXKAEHUU B ceMbe pebeHKa ¢ HaCAEACTBEHHbIM
3aboAeBaHMEM MAU BPOXKAEHHBIM MOPOKOM PasBUTUS;

— MPU HAAUYUU BPOXKAEHHOM MAU HACAEACTBEHHOM MaTOAOTUN Y
OAHOIO U3 CYNpPYroB UAU Y BAMNKANLLIMX POACTBEHHUKOB;

— MpU KPOBHOPOACTBEHHbIX BpaKax;

— MPU NAAHUPOBAHUU NepBOM BEpeMEHHOCTU Y XEHLUUHbI CTapLue
35 AeT;

— NP NOBTOPHbLIX CAMOTNMPOU3BOAbHbIX BbIKUADILLAX;

— MpU BO3AENCTBUN B paHHME CPOKM BepemeHHOCTH

MOHU3UPYIOLLUX U3AYYEHUN (MPOPECCUOHAAbHBIE BPEAHOCTH,
PEHTrEHOAOINMYECKOE UCCAEAOBaHME).



BbiaeAsiioT 3 ypoBHS MPOPUAAKTUKM BPOXKAEHHbBIX MAaTOAOTMI U
HaCAEACTBEHHbIX 3a60AEBaHUI MAOAQ:

[lepBuunas npodunakTUKa BPOKICHHBIX U HACIEACTBEHHBIX O0Ie3HEH
BKJIFOUAET MEPOTPHSTHS, HAITPABICHHBIC HA MPEAYTPEKICHNE 3a4aTsi O0OJIBLHOTO
pebenka. OHa peanusyeTcs TpeMs MyTIAMU:

1 IInanupoBaHUE JETOPOKICHUA,

HHaHI/IpOBaHI/Ie ACTOPOKACHUS BKIIIOYACT TPHU OCHOBHBIC HAIIPABJICHHA !

* YYET ONTUMAIIBHOTO PEMPOTYKTUBHOTO BO3pACTa CyNpPYroB: JJIs )KEHIIIUHbBI B
uHTEpBaje 19 — 35 nerT, 11 My»XUYUHBI — HE cTapuie 35 JieT;

* OTKa3 OT JICTOPOXKJICHUS IIPHU BHICOKOM PHUCKE HEM3JICUMMbBIX HACJICICTBEHHBIX
3a00JIeBaHUM, KOTOPBIE HE MOTYT OBITh BBISIBJICHBI HAJICKHBIMU METOIaMU
JIOPOIOBOM TUATHOCTHUKU;

* OTKa3 OT JIETOPOXKICHHUS IIPU KPOBHOPOJICTBEHHBIX Opakax v Opakax MEXIy
JIBYMsI T€TEPO3UTOTHBIMHA HOCUTEISAMU MYTAaHTHOIO I'€Ha.



2 3awuTa cpeabl 06MTaHUA YeAOBEKA OT MyTareHoB U
TepaToreHoB

® B coBpeMeHHbIX 3KOAOTMYECKUX YCAOBUSIX pPasBUTHE
HaCAEACTBEHHOM NMaTOAOIMU CBA3AHO MPEUMYLLECTBEHHC
C UHAYLMPOBaHHbIMU MyTaLMAMU. AKTYaAbHOCTb
npobAeMbl 06ycAOBAEHA TEM, YTO UX 3PPeKTbl
NPOSBASAIOTCS He B MOMYASILLUK, MOABEPTLLENCS
BO3AEMNCTBUIO, 2 Y MOTOMCTBA B HECKOABKUX MOKOAEHUSX
C TOYKM 3peHUss NPOPUAAKTUKM HACAEACTBEHHbBIX
H6oAe3HeN MHAYLIMPOBAHHbBIN MyTareHe3 AOAXKEH ObiTb
MCKAIOYEH. DTO NMpeAnoAaraeT pa3paboTKy U KeCTKUI
KOHTPOAb BbINOAHEHWS FTOCYAQPCTBEHHbIX MEPOMPUATUI
MO OXPaHe OKPY>KaloLLLEN CpeAbl, MPEAOTBpaLLLEHME
3arpA3HeHMs BO3AYXa, BOAbI, MOYBbI, MPOAYKTOB MUTaHUS
OpPraHU4YeCKMMU U HEOPraHNYECKUMU XUMUYECKUMMU
COEAUHEHUAMM, ABASIOLLUMUCA MOLLHBIMU MyTareHamu,
KOHTPOAb YPOBHSI MHAYLIUPOBAHHbIX MOHU3UPYHOLLUX
U3AYYEHUN.




K 3awmte cpeabl 0OUTaHUSA YeAOBEKA OTHOCUTCS
TaKXXe UCKAIOYEHME 13 Hee PaKTOPOB NepeaAaym
MHPEKLLMM, cNocobHbIX MHAYUMpoBaTb BI1P npu
BHYTPUMYTPOOHOM 3apaXkeHuU nAoAa. Tak, AAs
MPOPUAAKTUKM 3aparKeHUsI TOKCOMAA3MO30M
b6epeMeHHbIM peKOMEHAYETCS CTPOro cobAloAaTb
rMrMeHn4eckne TpeboBaHUsA NpU NPUroTOBAEHUU
nuwm (He NpoboBaTb cbipol ¢apLu, MOABEPraTb MsCO
TepMuyeckol obpaboTke, COOTBETCTBYIOLLEN
TEXHOAOT MU, TLLATEABHO MbITb OBOLLMU, PPYKTbI U
AroAbl, 3arpsisHeHHble no4soi). Heobxoanmo
MCKAIOYMUTb KOHTAKT C KOLKaMnU — BUOAOTUYECKMMMU
X0351eBaMM1 TOKCOMAa3Mbl. DAEMEHTapHble Mepbl
AMMHOM U CAaHUTApPHOM FMIMeHbl MO3BOASIOT M36exaTb
MHPULMpoBaHMS BepeMeHHON BUpPYcamMu, bakTepusimu,
NPOCTENLUMMM U UHBA3BUWN FTEABMUHTAMM.

TR




3 BMTaMMHM3aLI.MFI HaCEAEHUA

BoiaeAsitoT 4 ocHOBHble HanpaBAeHUS NPOPUAAKTUKU AedUuumTa
He3aMeHMMbIX aMUHOKMUCAOT, BUTAMMHOB U MUKPOIAEMEHTOB:

* yBEAUYEHUE NOTPEOAEHUS HaCEAEHUEM MPOAYKTOB MUTaHMUS, boraTbix
NMPUPOAHBIMU BUTAMUHAMU U MUHEPAAbHBIMU SAEMEHTaMMU;

* oboraieHMe BUTaMMHAMU U MUKPO3AEMEHTaAMM MPOAYKTOB MUTaHUS
MaccoBoro notpebAeHUs (xAe60—byAoUHble, MaKapOHHbIE U
KOHAUTEPCKUE U3AEAUS, MOAOYHbIE NMPOAYKTbI, GPYKTOBbIE U OBOLLHbIE
COKM);

* ynoTpebaeHMe cneumaAuaMpoBaHHbIX MPOAYKTOB NMUTAHUS AAS
H6epeMeHHbIX, 0borauLeHHbIX BUTAMWUHAMU U MUHEPAAbHBIMU

IAEMEHTaAMMU,

* npuem NoOAUNBUTAMUHHDBIX MNMPENapaToB AAA 6ePeMeHHbIX.



BropuyHas npoduAakTUKa

® BropuyHaa npodurAaKTUKA BPOXKAEHHbBIX MU HACAEACTBEHHbIX
H6oAe3HeN BKAIOYAET MepONpUSATUSA, HaNpPaBAEHHbIE Ha
npeAynpeXxaeHue poxxaeHusa 6oabHoro pebeHka. OHa
OCYLLLECTBASIETCA C MOMOLLbIO METOAOB AOPOAOBON AMArHOCTUKM.
Ee ocHOBHas LLleAb — B MaKCMMaAbHO paHHWE CPOKM BbISIBUTDb Y
NMAOAQ HAaCAEACTBEHHble BOAE3HU U MOPOKU Pa3BUTUS, HE
NMOAAQIOLLUECA A€YEHUIO, U NPepBaTb BepeMeHHOCTb (C coraacus
YKEHLLMHBI).



MeToAbl AOPOAOBOM AUATHOCTUKM

AOPOAOB&H ANArHOCTUKA BPOXKAEHHDBIX U HACAEACTBEHHDbIX 6oAe3HeNn
CKAQADbIBAE€ETCA U3 TPEX METOAOB.

® yAbTpa3sByKoBoro nccaepaoBaHus (Y3M) naoaa,

® 1CCAeAOBaHUS KpOBU BepeMeHHOM (BMOXMMUYECKUIA CKPUHUHT)

® rpynnbl NHBAa3NMBHbIX METOAOB.

AOPOAOB&H ANArHOCTUKA OCYLLLECTBAAETCA B |




[Mepebitt 3Tan — Y3U naoaa n buoxmmmyeckoe
MCCAEAOBaHUE KpOBU BepeMeHHOMN.

® YAbTpa3sBYKOBOE UCCAEAOBaHUE NAoAA. MeToa NO3BOASIET BbIABUTL AO
80 7% BpO>KAEHHbBIX MOPOKOB Pa3BUTMS NMAOAA. | OYHOCTb AMAFHOCTUKM
MOPOKOB Pa3BUTUS 3aBUCUT BO MHOFOM OT HaAMYMUSA anmnapaTypbl C
BbICOKOW paspeLuatoLen cnocobHoCTbio, KBaAMbUKaLMKU U ONbiTa
MccAeAOBaTeAs, Cpoka bepemeHHOCTU. AAsi cBoeBpeMeHHOM
ANArHOCTUKMN MOPOKOB pa3BuTUsa Naoaa Y3M npoBoasT He MeHee Tpex
pa3 B TeyeHne bepeMeHHOCTM.




® [lpy noao3peHnn Ha NOPOK pasBUTUSA YAbTPa3BYKOBOE
MCCAEAOBaHME BbIMOAHAETCS KaXkable 3 — 4 HeAeAu AO
yYCTaHOBAEHMSI OKOHYaTeAbHOro AmarHosa. HekoTtopsbie BI'TP moykHo
AMarHocTupoBaTb ¢ nomouwbio Y3 yxke K KoHuy |2—1 HeaeAm
bepeMeHHOCTHM (cpocLuasicsi ABOMHSA, OTCYTCTBME FOAOBHOIO MO3ra).
Yem 6oAbLLe cpoK BepeMeHHOCTH, TEM Bbille TOYHOCTb Y3-
AMArHOCTUKM NopokKa. Bo BTopoi noaosuHe 6epemeHHocTn Y3
NO3BOASIET OOHAPYKUTb KPYMHblE MOPOKU CEPALLA, MOPOKM MOYEK,
pacLLLEeAMHbI BeEpXHeEN rybbl U Heba. BaxkHO YCTaHOBUTb TOYHbIN
AMarHo3 Ao 22 HeaeAb bepemeHHocTU. [To3Ke aTOro cpoka
3HAaYUTEABHO BO3PaCTaeT PUCK AAS YKU3HU U 3AOPOBbS XEHLLMHBI,
CBAI3aHHbIM C NpepbiBaHWEM BepeMeHHOCTM!.



® CheayeT, 0AHaKO, 3aMeTUTb, YTO Y3M He siBAIeTCA AOCTOBEPHbIM
METOAOM AMArHOCTMKMU TAKOM YaCTOM MAaTOAOIMM MAOAR, KaK CUHAPOM
AayHa. Aake npy HaAMYMM COBPEMEHHOM amnmnapaTypbl KaXAbii 3 — 4—
M cAyvam cuHapoma AayHa npu Y3M B nepuos 6epeMeHHOCTU He
AmnarHoctupyetcs. [lopo3speHne Ha cuHapom AayHa y nAoaa npu
YAbTPa3BYKOBOM UCCAEAOBAHUN HE MOXKET CAYXXUTb OCHOBAHMEM AAS
npepbiBaHUA bepeMeHHOCTH, a TpebyeT BbINOAHEHUSA aMHUOLLEHTE3a
MAU KOPAOLLEHTE3a AASl MOAYYEHUSI KAETOK MAOAQ M aHAAMU32
KapuoTuna.

_ITeitHas CKﬁanKa\._-__\
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® WccaepoBaHue KpoBu bepeMeHHOM (BMOXUMMUYECKUIM CKPUHUHT).
LleAb — onpeaeAeHMe BUOXMMUYECKUX MAPKEPOB BPOXKAEHHOM U
HaCA€ACTBEHHOM MaTOAOIUM NAOAQ. B KavyecTBe MapkepoB
MCMOAb3YyIOTCS BeAoK aabda—peTonpoTenH, CUHTE3IUPYEMBIN
MAOAOM, U TOPMOHbI — XOPUOHUYECKMN FTOHAAOTPOMMH, 3CTPUOA U
Ap. X ypoBeHb MOXET M3MEHATbCA MPU HEKOTOPbIX
HacAeACTBeHHbIX 6oAe3Hax u BIMP naoaa. CuuTaloT, yto
ONMTUMaAbHbIM CPOKOM AAS MPOBEAEHUA BUOXUMUYECKMX
nccaeAoBaHMM sBastoTCS |6 — 20—a HeaeAn BepeMeHHOCTM.
Bruoxummueckmt CKpUHUHI 0bsi3aTeAeH AASl BceX BepeMeHHbIX.



® Bbicokune ypoBHU aAbda-peTonpoTenHa B KpoBU BepeMeHHOM
PErMCTPUPYIOTCA NPU TAXKEAbIX MOPOKaX pa3BUTUS HEPBHOM
CUCTEMbI NAOAR (OTCYTCTBME FOAOBHOIO MO3ra, CIMHHOMO3rOBble
rpbixkn). Aaa cuHapoma AayHa xapaKTepHbl HU3KME YPOBHU aAbda-
beTonpoTemHa B KpoBM MaTepu. BeposaTHOCTb BbisSIBAEHMS
cuHApoMa AayHa y nAoAa Npu BUMOXMMUYECKOM UCCAEAOBAHUM
KpoBu 6epeMeHHoM He npeBbiwaeT 60 — 70 %. AyarHos yTouHsAIOT
C NMOMOLLLbIO aMHMOLLEHTE3a U KOPAOLLEHTE3a.




HBa3nBHbIe METOABI AOPOAOBOM
AVNArHOCTUKM

AMHMOLEHTE3 — MYHKLUUA NAOAHOIO My3bips. [IpOKOA ocylecTBAsieTCS
Yyepes NnepeAHIO BPIOLWLHYIO CTEHKY GepeMeHHOM cneLyaAbHOM UIAOM
noa KoHTpoAeM Y3M. Lleab uccaepoBaHms — 3abop HeboAbLLOrO
KOAMYECTBa OKOAOMAOAHDBIX BOA U B3BELUEHHbIX B HUX KAETOK MAOAQ
AASl TEHETUYECKUX UCCAEAOBAHUM. BbinoAHAETCSA TOABKO € corAacus
6epemeHHON. MeToA MO3BOASET BbISSBUTb BCE BUABI MYTaLLUN.

MotelicalPlahét.s
Wieelical Plaheét.su
;* eduyuHE Ons 81

=3 /\ - Placenta

~ lJitrasound scanner
Tox

& B L Amniotic fluid
— Fetus

— Uterus




® KopaoueHTes — NyHKLMA COCYAOB
NynoBuHbI NoA KOHTpoAeM Y3W. Lleab
MCCAeAOBaHMS — 3a60p HeboAbLLOTO
KOAMYECTBA KPOBU NMAOAA AASl TEHETUYECKUX
MCCAeAOBaHUN. BbinoAHAETCA TOABKO C
coraacus bepemeHHon. MeToa nosBoAseT
NOCTaBUTb AMArHO3 reMOPUAUU, MHOTUX
HaCAEACTBEHHbIX boAe3Hel obMeHa BellecTB
(beHMAKETOHYPUSA), PAA2 XPOMOCOMHbIX
3aboAeBaHUIM AO poXkaeHUS pebeHkKa.

Buoncusa Koxu NMAOCAQ — NMNOAYyYEHUE
HEOOAbLLOIroO KOAMYECTBA KOXKU AAA
MUKPOCKOMNMNYECKOIO NMCCAEAOBAHUA. ["'GTOAI
NMpUMeEHAETCA AAA AUATHOCTUKUN HEKOTOPDbIX
TAXEADbIX HACACACTBEHHDbIX GOAE3HEN KOXKM.




TpeTuyHaa npodpmAaaKkTUKa

® TpeTuyHas NpodUAAKTUKA BPOXKAEHHBIX U HACAEACTBEHHbIX
H6oAe3HEN BKAIOYAET MEpPONpUATUS, HaNPaBAEHHbIE Ha
npeAyrnpeXAeHWe nNporpeccMpoBaHms GOAE3HU U pasBUTUE
ocAoXKHeHUN. OHa KacaeTcs NpenMyLLEeCTBEHHO HACAEACTBEHHbIX
6oAesHel obMeHa BelecTB. K MOMeHTY porkaeHUst pebeHKa y Hero
MMeeTCs reHHas MyTauus, HO OTCYTCTBYIOT KAMHUYECKUE
nposiBAeHUs 6oAe3HU. Ha 3Tol cTaAMM BaXKHO BbISIBUTD
3a60AeBaHUE U HaYaTb paHHee AeYeHUe, YTOObI NpeAynpeAnTb
TAYKEAble NMOBPEXKAEHUSA FTOAOBHOIO MO3ra U pa3BUTMUE YMCTBEHHOM
OTCTAAOCTM.



® /\eyeHMe 3aKAIOYAETCSH, KaK MPABUAO, B UCKAIOYEHMM U3 PaLlUOHA MUTAHUS
pebeHKa onpeaAeAeHHbIX MPOAYKTOB. TpeTuyHas nNpodurAaKTUKa
OCYLLECTBASIETCA B ABa dTana:

a) BbISIBAEHWE HACAEACTBEHHOM MATOAOTMU AO Pa3BUTUS KAMHUYECKUX
CMMNTOMOB (MacCOBbIM CKPUHUHI HOBOPOXKAEHHbIX);

6) KoppeKUUA BbIBAEHHbIX HapyLleHUH (Hanpumep, HazHaYeHue
CneuMaAbHOM AMEeTbl NPU GEHUAKETOHYPUM).



3aKAlOUYEeHUEe

® B naeare Kaxkpaa cynpy)keckas napa AOAXKHa
NMPOKOHCYAbTUPOBATbLCS Y Bpaya—TeHEeTMKa AO
NAAHMPOBAHUA AETOPOXKAEHUSA. CTUMYAOM AAS
NPUHATUA CAMOCTOSTEABHOIO peLUEHUS O
HeObBXOAMMOCTU MEAUKO—TEHETUYECKOIO
KOHCYAbTUPOBaHMS AOAXHbI CTaTb YYBCTBO
OTBETCTBEHHOCTU 3a 3A0pOBbe byayLLero pebeHka u
3HaHMe coOBCTBEHHOM POAOCAOBHOM.
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