Meaunko-reHeTnyeckoe
KOHcynbTupoBaHue (MIK)




Llenb MK — nporHo3npoBaHue poxaeHus pebeHka
C HacneacTBeHHOW MaTosIOrMEN U NOMOLLb CEMbE B
NPUHATUN PELLEHNS O AAJIbHEULLEM
NETOPOXAEHUN

Bpay-reHeTuK pelwaeT cneaylowme 3aaaduu:.

1. noMoraeT NoCcTaBuUTb TOYHbINA AMArHO3,
MCMNOoNb3ys crneumanbHble reHeETUYECKME METOADI

2. onpeaensieT NporHo3 310poBbs byayllero
NOTOMCTBA
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| IOKa3aHAMN and nposeaeHnsa Ml K
ABIAIOTCAH.

PoxxaeHue pebenka ¢ BIP
Cnyyaun HacneacTtBeHHoM 60e3HU B CEMbE

3azep>Xka pu3nyeckoro pasBuTtms nUnm
YMCTBEHHAs OTCTas10CTb

[TOBTOpPHbIE CMTOHTAHHbIE abopTHhI,
MEepTBOPOXAEHUS,

bnn3skopoacTBeHHble bpaku

Bo3agencreme U3BECTHbIX TEPATOreHOB B NepBble 3
Mec. bepeMeHHOCTU

Hebnaronony4Hoe npotekaHne 6epeMeHHOCTH



ST1anbl MK

1 5Tan. yctaHoOB/IeHNe TOYHOro AMarHo3a.

[1na 3TOro UCNonb3ylTCA reHeTUYEeCKne
(reHeanorn4yeckmn, UMTOreHeTUYECKUN,
MONEKYNAPHO-TEHETUYECKUN) N HE
reHeTn4yeckme Metonbl (bnoxmmmyeckue,
MMMYHOJIOrM4Yeckme n ap. Metoabl)

2 3Tan. OnpeaeneHne NporHosa ang
NOTOMCTBA

3 aTan. 3ak/yeHne unm coBseT



[IlpeHaTanbHasa anarHoctuka (Ma)

» [10pOoAOBast ANArHOCTUKA, C LieNbio
obHapyXeHust NaToNorMm Ha CTaanm
BHYTPUYTPOOHOro pa3BuTuUS.

» MeTtopabl IN1:
1.lNpoceunBatoLume
2. HemHBa3uBHbIE
3. NIHBa3nBHbIE



[IpocenBaroLIne MeToabl

» Anbda-dpetonporenH (APIN) BbipabaTbiBaeTCcs cHavana
B XK€/ITOYHOM MelLlKe, a 3aTeM, Ha4ynHaga Cc 5 Heaenu
BHYTPUYTPOOHOro pa3BuUTUS, B NEYEHN U XKENYA0YHO-
KULLIEYHOM TpakTe nnoaa. OTHOCUTCS K MMKOMPOTENHAM,
MosiekynsipHast Macca okono 70 0004a. MNepwuon
nosiypacnaza coCTaBISIET OKOM0 5 cyTok. HanbonbLuee
nsunonormuveckoe coaep)xaHme anbda-peTonpoTenHa B
CbIBOPOTKE HabnogaeTcs y nnoaa Ha 12 - 16 Heaensax
Da3BUTUS, B AaSIbHENLLEM YPOBEHb €r0 NOCTENEHHO
CHUXXQETCA K MOMEHTY POXAEHUSI, AOCTUras HOPMaslbHbIX
3HAYEHNW B3POC/IOro YENoBeKa (< 10 Mr/n) K nepsomy
roay *Xu3Hu. Anbda-PeTornpoTenH ABNSETCS
HecneumdpunyecknM MapkeEpoM COCTOSIHMS Mnioaa.
OTKNOHeHUs1 pa3BuTUS NNoaa (B YaCTHOCTM OTKPbITbIE
nedekTbl HepBHOW TPYOKM) 06ycnaBnMBatoT YBENNYEHHbIN
BbIXO/ M1a3Mbl M104a B aMHUOTUYECKYHO XXUAKOCTb C
MOBbILLEHNEM Ero CoAepXXaHns B MAaTEPUHCKOW KPOBM.

XPOMOCOMHbIe HapylUeHUs, Takme Kak cuHapoM [layHa,
CONPOBOXXAATCA CHUXEeHUEM ypoBHA ADIT.



» OnpeaeneHve yposHa A®I coBMECTHO
C XOPMOHUYECKUM FOHaAoTPONNHOM
(XF'Y) u ceoboaHbIM 3CTPUONOM BXOAUT
COCTaB TaK HasbiBaeMoro TPponHoro
TecTa, BbISIBASIOLLEro pUCK OTKIOHEHWIA
pa3BuTUs nnoga (NpoBoAnTCS Mexay
15 u 20 HegensmMn 6epeMeHHOCTH).



XOPUOHNYECKNN TOHAAOTPOMNMUH

» YpoBeHb beTa-XIY KpoBK yXxe Ha 6 - 8 aeHb nocne
3a4aTusl NO3BOJMISIET ANArHOCTUPOBaTb 6epeMeHHOCTb
(KOHUeHTpaums B-XIM'Y B Moye gocTuraer
ANArHOCTUYeCKOro YpoBHS Ha 1 - 2 AHS MO3Xe, YeM B
CbIBOPOTKE KPOBMW).

» B nepBom TpumecTpe 6epemeHHoCcTN XY obecneunBaeT
CUHTE3 MPOrecTepoHa 1 3CTPOreHoB, HEOOXOANMbIX TS
nopaep>xaHns 6epeMeHHOCTU, XKENTbIM TENIOM SUYHKMKA.
[TMK KOHUeHTpauun XI'Y npuxoantca Ha 10 - 11 Hegento
6epeMeHHOCTH, 3aTEM Ero KOHLIEHTPALNA HaUMHaAET
MeANEHHO CHMXaTbCs. [py MHoronnoaHou 6epeMeHHOCTH

coaepxaHue XI'Y yBennumeaeTca NponopLnoHanbHO Yncny
N1040B.

> [lOHMXKEHHbIE KOHLEHTpaumn XI'Y MoryT roBoputb 06
3KTONMYyeckon bepeMeHHOCTH nnKn yrpoxxatoLeMm abopre.



HeKOHbBbIOrMpOBaHHbIV 3CTPUON

» (OCHOBHOE KOMIMYyeCcTBO 3CTPMOsIa NpPoayLMpYyeTCS
NJ1aLeHToON U3 NpeaLecTBEHHUKOB, BblpabaTbIBaOLLIMXCS
NeyeHblo Nnoaa n, odeHb Hebonbllas YacTb, Npu
nepmndepnyeckon TpaHchopMaL MM 3CTPOHa B OPraHn3Me
XXEHLMHBbI.

» DCTPUON YBENMYMBAET KPOBOTOK MO COCYAaM MaTKMy,
CHMXas X COMPOTMBIIEHME, @ TaKXe CnocobCcTByeT
Pa3BUTUIO CUCTEMbI NMPOTOKOB MOJIOYHbIX XKENE3 BO BpeMs
6epeMeHHOCTN. YpOBEHb MOPMOHA aleKBaTHO OTpaXkaeT
(PYHKUNOHUPOBAHME eTo-MN1aLeHTapHoro Komrekca.
[1py HOpMasiIbHOM TeyeHun 6epeMeHHOCTU YPOBEHb
cBob60AHOro (HEKOHBLIOrMPOBAHHOIO) 3CTPMOSA
NporpeccuBHO PacTET, HAUMHAs C MOMeHTa (POPMMPOBaHUS
nnaueHTbl. B cyyae HapylueHust QyHKLUMOHMPOBAHMS
deTo-nnaueHTapHOro KoOMnseKkca, CHMXeHne ypoBHS
rOPMOHA onepeXXaeT KNMHUYeCKne rnposiBneHns. Yem
60siblle CHMXKEH YpOBEHb FOPMOHA, TEM BbiLLE
BEPOSATHOCTb Pa3BUTUS MATONIOrMYECKOro COCTOSHMS.
YrpoXalLnMM CHUTAETCH CHUXKEHUE YPOBHSA CBOOOAHOrO
acTpuona 6onee yeM Ha 40%.



PAPP-A

» PAPP-A - BbICOKOMOJSIEKYNSPHBIM rANKONpoTenH (M.B. OKONO
800 k[a). Npn 6epemMeHHOCTM BbipabaTbiBAaeTCH B
60nbLOM KonnyecTese Tpodob/1acToM 1 NOCTynaeT B
MaTEPUHCKYIO CUCTEMY LMPKYNALUMN, KOHLEHTPaUNS ero B
CbIBOPOTKE KPOBU MaTepu YBENTMUYMBAETCA C YBENIMYEHUEM
cpoka 6epeMeHHoCTH. [0 BMOXMMMYECKMM CBOUCTBAM
PAPP-A OTHOCAT K MeTannonpoTteasaM. Paa cepbe3HbIX
KNUHUYECKUX UCCNeA0BaHUN CBUAETENBCTBYET O
AMarHoOCTM4Yeckon 3Hauymmoctn PAPP-A B kayecTBe
CKPUHWHIOBOro Mapképa pucka XpOMOCOMHbIX aHOManK
NnnoAa Ha paHHUX Cpokax 6epemeHHOCTM (B nNepBoM
TPUMECTpe), UYTO ABMSETCA NPUHUNNNANIBHO Ba)XHbIM B
NMArHOCTUKE XpOMOCOMHbIX aHOManuun. YposeHb PAPP-A
3HAYUTENIbHO CHMXKEH NPU Hannuun y nnoda Tpucommn 21
(cnHapoM [ayHa) nnm tpucommnmn 18 (cMHapoM DaBapaca).
Kpome Toro, aToT TeCT MHPOPMaTUBEH TakKXKe MNpu OLeHKe
Yrpo3bl BblKMAbILWA U OCTAHOBKM 6epeMeHHOCTU Ha ManbIX
CPOKaXx.



HenHBa3nMBHAs AMArHOCTUKA

Y31 —no3Bonser
BbiiBUTb 80-90%
N1040B C
aHAaTOMNYECKUMU
nedeKkTamu.

KT -
3/1eKTpoKapAnorpapus







» [Ing pacyeTa pUCKOB rMaBHbIM
NCMOJIb3yEMbIM Pa3MepOM,
ABNSAETCA «BOPOTHMKOBOE
npocTpaHcTeo» (TBI) nnu
«lIenHasa cknagka». Kpome toro,
NpOBOAUTCS HH) THE FAIRBANKS CLINIC ce-avowuonks 104901 Fries Soem

» OnpepeneHve HOCOBOM R & f
KOCTW. B KOHUE nepBoro b
TPUMECTPa HOCOBas KOCTb He Dot
onpeaenseTca C noMoLLbo
Y31y 60-70% nnonos C
CMHAPOMOM [layHa U TOJIbKO Y
2% 340pOBbLIX NSI040B.

» OueHKa KpOBOTOKa B
apaHuueBOM (BEHO3HOM) R
npoToke. HapylleHnsa OpMbl  TRilsivoetor: s
BOJIHbl KDOBOTOKA B @apaHLIMEBOM + tam SIS
NpoTOKe 0bHapy>XMBaloTCs y
80% nnoaos C CMHAPOMOM
[ayHa n Tonbko y 5%

XPOMOCOMHO HOPMaJlbHbIX
Nnn1o40B.




Bo BpemMda Y3/ B KOHLe NepBOoro TpuMecTpa OLeHKa
KOHTYpa NioAa NOCTaBNAET BbiIBUTb TaKXe creayolme
aHOManuu nnoaa:

aH3aHUedanus

Knucto3Has rurpoMa (OTEYHOCTb Ha YPOBHE LLIEN U CMNHBI
nnoaa), bonee 4em B rNoONOBMHE Crlly4yaeB 0byc/10BNeHa
XPOMOCOMHbIMM aHOMaNUsAMun

Omdanouene (nynoyHas rpbihka) U raCTpoLmn3nc
(3HAUYNTENBHOE HECXOXAEHME MbILLL, NepeaHEN BpIoLLIHON
CTEHKU, MPU 3TOM KULLIEYHUK BbIXOAUT 3a npeaens
nepeaHen 6ploWHON CTeHKN) . [narHo3 oMmdanouene
MOXeT 6bITb NOCTaB/IeH TOMbKO nocne 12 Heaenb
6epeMeHHOCTH, MOCKOJbKY A0 3TOro CPoKa
bm3nonormyeckas NyrnovHasl rpbika, AOBOSIbHO YacTo
obHapy>XMBaeMasl, He UMeeT K/IMHUYECKOro 3Ha4YeHUs

EAvHCTBEHHas nynoyHasa aptepus (B 60/bLLIOM MPOLIEHTE
cnyqae)B COYETAETCHA C XPOMOCOMHbIMM @aHOMANNSAMK Y
nnoaa



Omdanouene
12 Hepfjenb




Bo BTOPOM TPUMECTPE YJibTPA3BYK o 200241470004 ARTMED  |FPS15 MI 0.9(2002-11-26
nOMOraeT OUeHWUTb pasBuTue nnoga, - " R
ero COOTBETCTBUE CPOKY
DepeEMEHHOCTU N N3YYUTb COCTOSIHNE

nnaueHTbl. [py BbiIBNeHUU |
OTK/IOHEHUMN, Bpay Ha3HAYaeT
HeobxoaMMoe neveHue. |
3 TpeTbeM TpuMecTpe 6epeMeHHOCTU
Lilenbtlo npoBeaeHus Y3U aBnaetca
oLleHKa deTonnaueHTapHoro
KOMM/EKCa W NoKa3aTenen pa3BuTus -
njoga. A Tak e onpeaenseTcs
pacrnosioXeHue naaueHTbl rno
OTHOLLEHMIO K MaTOYHOMY 3€BY.




» B HacToslee BpeMs, NTOMUMO CTaHAApPTHOro "aByxMepHoro"
nccnenoBaHus Npu 6epeMeHHOCTU, HaweMy BHUMaHMUIO
npeasiaratoTcad obbeMHble TpexMepHble y3n u 4D-Y3WU. Bnepsble
TpexMepHbin Y3M-annapat nossuncs B ABctpun, B 1989 ropy.
OpAHako OH Ok ganek oT coBeplleHCTBa. KauecTBo KapTUHKK -
OYeHb HM3Koe. YTobbl NoYy4YUTb OAHO CTAaTUYHOE TPEXMEPHOE
n3obpaxkeHne, Heob6xoaMMo BbISI0 NOTPATUTL NoNYaca.
bnaronaps NpopbiBY KOMMbIOTEPHbIX TEXHOIOMMW, B HACTOSILLEE
BpPEMS NOSIBUNICS CKAHEP C BO3MOXHOCTbIO TPEXMEPHOM
DEKOHCTPYKLUMK B peanbHOM BpeMeHn. Korga o6bemMHoe
n3obpaxkeHue TpexmepHoro Y31 (3d y3n) nepegaetcs Ha 3KpaH
B peXuMe peanbHOro BpeMeHu, ero Ha3blBaloT YeTbIpeEXMEPHbIM.
OTO 06BACHAETCS MNPOCTO: YETBEPTLIM U3MEPEHNEM, B IAHHOM
cnyyae, SIBNSIETCS BpeMS.

» [MpuHUMNUanbHoe oT/Inume PyHKLUMN TPEXMEepPHOro y3u
OoT 4D B TOM, YTO YeTbipexMepHoe uccnegqoBaHue
Nno3BOJISIET HE TO/IbKO yBuAeTb 06 beMHoe n3obpaxkeHue,
HO M NOHa6OAaTb 32 TEeM, YTO AeslaeT Manbill B AaHHbIN
MOMEHT



TpexmepHoe y3u




AHBaA3MBHbIE MeTOoabl

» buoncua xopmoHa

XOPUOH - U nnaueHTobuoncus
NCMOJb3YIOTCA ANSA MNOSTyYEHUS
HebOo/bLIOro KosimyecTsa BOPCUH
XOpWOHa UM KYCOYKOB M/aLEHTbI
B nepuop € 8-n no 16-10 Heaento
6epemeHHoCTU. MMpUHLUMNManbHOW
Pa3HULbI MeXAay NoKa3aHusiMM K
NPUMEHEHUIO 3TUX ABYX CNOcob0B
6uoncuun HeT. lNpoueaypa
OCYLLIECTB/ISIETCS
TpaHCabaOMUHANBHO UK
TpaHCLIEpBUKANbHO MOA KOHTPOJSIEM
Y3W. Obpa3subl XoproHa noanexar
nabopaTopHOM ANArHOCTUKE
(uMTOreHeTn4YecKkow,
BUOXMMNYECKOU, MONEKYNSIPHO-
reHEeTUYECKON).




AMHUOLUEHTE3

AMHMOUENTES

> AMHMOLEHTES (NPOKOJ NJIOAHOIO My3bIpsi) C
LIE/TbIO MOJTYYEHNS OKOJIOMNI0AHOM
XXUAKOCTU U HaxXoASLUXCA B HEW
CNYLLEHHBIX K/IETOK aMHMOHA 1 N/1oAa
UCNOMb3YETCA ASA NMpeHaTaIbHOW
OMArHOCTUKM € Hadana 70-x rogos.
[poueaypy BbINONHAOT Ha 16-20-1 Hepene
6epemMeHHOCTW. [poKoN NNoAHOro Ny3bIps
BbIMOJIHAIOT Yepe3 rnepeaHtoo 6pLoLLIHYO
CTEHKY (pexxe NpUMeHSETCS
Ype3BnaraimiHbIN AOCTYM) MOA KOHTPOJIEM
Y3W. I3 aMHMOTMYECKOM NONOCTH
nssnekatot 3-30 M xmnakoctn, Eé
KYNbTUBUPYIOT B TEYEHME 2--4 HEAESTb U, B
[JanbHEWLIEM, UCMONb3YIOT ANS
LIMTOrEHETUYECKUX U BMOXMMNYECKUX
NCccneaoBaHUN,




KopaoueHTes

» KoppoueHTes - B34TME KPOBU 13
NynoBuHbI NpoBoasT ¢ 20-1 Heaenu
6epemeHHoCTW. [poueaypy
OCYLLUECTBNAIOT Nog KoHTponeM Y3N.
Ob6pasLibl KPOBU SBASIOTCS 06EKTOM éﬁ M IJJ
ONS UMTOreHeTn4eCcKux {L {l 1)
(KyNnbTUBUPYIOTCH NUMAOLMNTHI), | YER
MOJ1IEKYIIPHO-TEHETUYECKNX U RN XPOMOCOMbI
6MOXMMMYECKMX METOAOB AMArHOCTUKU A AN
HacneacTBeHHbIX 6one3Hen. Mpu 3ToM
BO3MOXXHO BbISIBlIEHNE XPOMOCOMHbIX
6one3sHen, MMMyHOAEDULINTOB,
reMaTonngquKmx HacneaCTBEeHHbIX
6onesHen. MNpenmMyLLeCTBOM T
KOpAOLEHTEe3a SABNSIETCS TO, YTO KPOBb KpOBM NNOAA

onee yaobHbI 06beKT ,qnﬂ
Mccnenosanm 4yeM KNeTKu
aMHMOTMYECKOWN XXNAKOCTH.
JInMdounTbl KYNbTUBUPYIOTCA BbiCTpee
(2--3 OHS) U HaZdeXHee, YeM
aMHMOLMTbI. YacToTa OCNOXHEHUI NP
KopAaoueHTese He npesbiwaeT 2 %.




Buoncua TkaHeu

» buoncmna TkaHen nnoaa Kak AnarHocTunyeckasl npoueaypa
ocyluectensiercs Bo II Tpumectpe bepemMeHHOCTU noAa
KOHTponeM Y3W. Ans ANarHOCTUKM TSXKENbIX NOPaXKeHn
KOXW (MXTWUO3, aNUAepMonn3) AenatoT OGMONCcuo Koxu
naoAa c NpoBeAeHNEM, B AaNbHEULLIEM,
NnaToMopdosI0rM4eckoro nccnenoBaHus. buoncmio Mbill
nnoaa nNpousBoadaT ANs AMarHOCTUKKN AucTpodun [olweHa.
buonTaTt nccnenytoT MMMYHOM/IKOOPECLIEHTHBIM METO/OM.
Takue MeToabl, B YKa3aHHbIX U B paae Apyrux cnyyaes,
natoT 6bonee npaBusbHbIE pe3yfbTaTbhl, YTO MNO3BONSET
NOCTaBUTb TOYHbIA AMArHO3 UM YBEPEHHO OTBEPrHYTb Ero.



PeTOCKONUSA

» @eTockonus (BBeaeHMe 30H4a U OCMOTP Mnsioaa) npu
COBPEMEHHOMN MMOKON OMTUYECKON TEXHUKE HE
npeacraBngeT 6onbwnx TpyaHocten. OQHako MeToa
BM3yasibHOro obcnenoBaHms nioaa A5 BbisiB/IEHUS
BPOXXEHHbIX MOPOKOB Pa3BUTUA MPUMEHSAETCS TOJIbKO MO
0cobbiM nokasaHmsaM. OH npoBoanTca Ha 18--19-n Hepene
6epemMeHHOCTU. [ANsa deTockonmn TpebyeTtcs BBeAeHME
SHA0CKOMNa B aMHUOTUYECKYIO MOMOCTb, YTO MOXET
BbI3BaTb OC/IOXXHEHNS 6epeMeHHOCTUN. BbiknabiLLn
oTMeYatoTcs B /7--8 % cny4yaeB. B ToXe BpeMs, NoyTn Bce
BPOXXJEHHbIE NOPOKU Pa3BUTUS, KOTOPbIE MOXXHO YBUAETH

C MOMOLLbIO (PETOCKONUN, ANArHOCTUPYIOTCA U C MOMOLLbIO
Y3I.



Meanko-reHeTundeckoe 3akjruyeHue no
pe3y/bTaTaM

NpeHaTaibHON ANAIrHOCTUKH
[O/IHKHO coaepXaThb:
Pe3ynbTaTbl FrEHETUYECKUX aHANMN30B
HeobxoanMocTb goobcneaoBaHms nnoaa

HeobxoamMocTb noobcnenoBaHns poauTeneun m
POJCTBEHHNKOB

3aKJ1lo4eHme 0 NMporHo3e 340poBbs byayluero pebeHka
(boneH, 300p0OB, HOCUTESb

PekoMeHaaLmMm no BeAEHUIO HACToSLWEN 6epeMeHHOCTH

PekoMeHaaumMn no HabnoaeHuto n obcneaoBaHnto peberka
nocne poXxaeHus

PekoMeHAaLmMN N0 NIaHNPOBaHUIO AETOPOXKAEHUSA U MEPAX
npeHaTanbHOW ANAarHOCTUKN NPU CNeayoLLmx
6epeMeHHOCTSX




