MeanuKO-reHETUYECKOE
KOHCYJIbTUPOBAHUE




- OTPACJIBb NPOPUIAKTHYCCKOU MEAUIIMHBI,
IJIABHOM IIEJIBI0 KOTOPOU SABJISAETCSH

CHM KEHHE KOJINYEeCTBA reHeTHYeCKH
00yCJIOBJICHHBIX 00JI€3HEH M BPOKIACHHBIX
IIOPOKOB Pa3BUTHA.

IleJib reHeTHYEeCKOM KOHCYJIbTAIUM -
YCTAHOBJICHUE CTEIEHU NeHETHYECKOI0
pucCKa B 00cjieyeMoi ceMbe U Pa3bsiCHCHUE
CynmpyraM B JOCTYIIHOU (popMe MeTUKO-
FeHETUYECKOI0 3aKJII0YCHUH.



Y10 TaK0e MEANKO-T€HETHYECKOE
KOHCYJIbTHPOBaHUE?

«... KOMMYHUKaTUBHbIU npouecc, CBA3aHHbIN C pelleHneMm
npooGsieMm OTHOCUTESIbHO NOSABNEHUSA UNN PUCKa NOSIBNEHUA
reHeTU4YeCckux oonesHen B cembe. ATOT npouecc
3aKno4yaeTcs B NOoNbITKe O4HOro unu bonee
KBanmMpunumpoBaHHbIX CneyuanmcTtoB NOMO4Yb NaLUeHTy
WNun ero ceMmbe B crneaywoLmMx Bonpocax:

NOHATbL MeAULMUHCKMe hakTbl, BKNO4YaroLwme UarHos,
BO3MOXHOE Te4YeHMe 60fie3HU U JOCTYNHOoe NieYeHne

OLEeHUTb NYyTU HacnepoBaHMUA OONE3HU U PUCK ee
NOBTOPEHUS

onpeanesintb BOSMOXHOCTb NPUHATUA pelleHnsa ncxoansd m3
BeJINYNHbLI NOBTOPHOIO pUCKa

BblIOpaTb pan AeUCTBMUA B COOTBETCTBUM C 3TUM PELUeHUEM,
NPUHMMas BO BHUMaHUE PUCK U CEMEeNHbIe Lenu

NOMOYb KOHCYNbLTUPYIOWMMCS Fyulle aganTUpoBaThbCa K
Gone3Hn U PUCKY NOBTOPEHUS 3TON OONe3Hn B ceMbe ...»



3aI[a‘II/I MCIANKO-ITCHCTHUYCCKOI'O KOHCYJIIbTUPOBAHUA.

PeTPo- U NMPOCIEKTUBHOE KOHCYJIbTUPOBAHUE CeMell M 00JIbHBIX
C HACJIEACTBCHHON WM BPOXK/ICHHOU MATOJIOTHEH

NpeHaTAJbHAas JMATHOCTHUKA BPOKAEHHBIX U HACJIEACTBEHHBIX
3a00/1IeBAHUH;

MOMOIIb Bpa4yaM Pa3JIHYHbIX CIIENUAJTBLHOCTENA B MOCTAHOBKE
AMArH03a 3a00J1eBaHMs1, €CJIU I1JIf ITOr0 TPeOYyIOTCsA
crenmuaJbHbIe TeHETHYEeCKHE MeTOIbI HCCJIeTOBAHUS ;

JA0BeCHUE NAIMEHTY U ero ceMbe B 10CTYIMHOU dopme
HHoOpMALMH O CTENIEHH PUCKA UMETh 00JIbHBIX JeTeHd H
OKA3aHUE UM MOMOIIH B IPUHATHM PCIICHUS;

Be/IeHHE TEPPUTOPHAIBLHOIO perucrpa ceMe M 00JIbHBIX C
HACJICACTBCHHOU M BPOKICHHOU NATOJOIUE U UX JUCIIAHCEPHOE
Ha0JII0IeHHE;

npomaraHia MECAUKO-rCHETHYCCKHUX 3HAHUH Cpe€an HACCJICHUS.



NHaye roBops, 3a1auyen reHeTHYECKON
KOHCYJILTAIMU SABJIHACTCH COCTABJICHUE
FeHETHYECKOr0 MPOrHo3a B CEMbe
UHIMBHAYYMA ¢ aHOMAaJIuen (PU3UIeCKOoro,
MCUXMYECKOro JUOO0 MOJI0OBOI0 PA3BUTHUS U
BbIOOP NPOPUIAKTHYECKUX MEPONIPUATHI
[0 MpeaYNpPexRIACHUI0 POXKIACHUSA 00JIBHOI0
peOdeHKa.



CocTaBiieHUEe TeHETUYECKOTO
IIPOTHO3a BKJIKOYACT TPHU dTama

1 3man. OnpenejeHue CTENMEHU e HETUYECKOT0 PUCKA.
Ilox reHeTHYEeCKUM PUCKOM MMOHUMAETCS BEPOSITHOCTh
(o1 0 10 100%) BO3HMKHOBEHMSA OIPeEIEICHHOH
AHOMAJIMHM Yy CaMOI'0 nmanueHTa (mpodaHaa) UM ero
POACTBEHHUKOB. OO0 PUCK NPOSIBJICHUSA
reHeTU4YeCKH 00yCJIOBJIEHHOM AHOMAJIMH JIJIsI
MOMyJISIlMH eBpornenneB cocrasisiet 3-5%
(reHeTHYEeCKUH I'Py3), MOITOMY PMCK, KOTOPbHIH He
npesbimaetr 5%, pacueHNBaeTCsA KaK HU3KHH.
I'enernuyeckuii puck 10 10% nHaszbiBaercs
NMOBLIIIEHHBIM B JIETKOH cTeneHu, 10 20% -
MOBBIIICHHBIM B Cpe/iHel cTeneHd U cBbiiue 20% -
BBICOKHM.



PacyeTbl reHeTHYECKOI0 pHCKa

CywecTBYyIOT ABa cnocoba pacuyeTta
reHeTU4YEeCKOro pucka: TeopeTn4yeckue pacuyeThbl,
OCHOBAaHHbIe Ha reHeTUYEeCKNX 3aKOHOMEPHOCTSAX,
N 3IMNUpnYecKkue AaHHble.

Onsa meHaenupylowmux 3aboneBaHnM
TeopeTnyeckne OCHOBbI OLLeHKM PUCKA CBOOATCH
K naeHTucuKaumm n BeposiTHOCTHOM oLleHKe
onpeaeneHHOro AUCKPeTHOro reHoTuna,

rnexaliero B OCHoBe 3aboneBaHuA.

Mpu cnoxHo HacneayOLWMXCA 3aboneBaHUsSIX HET
cneuncu4ecKkoro ANCKpPeTHOro reHoTunNa,
OTBETCTBEHHOro 3a pa3BuTne 60nesHn, NO3ToMy
KOHCYNbTUPOBaHME YacTO OCHOBbLIBAeTCH Ha
YMCTOM 3IMNUPU3MeE, Ha MeToAe «YEepPHOro siluKa»



2 3man. OUeHKA TAXKECTH MEAUIMHCKUX U COUUATbHBIX
MOCJICACTBUN NpeanogaraeMou anomajauu. CreneHb
reHeTHYeCKOr0 PUCKA IAJIEK0 He BCeraa COOTBETCTBYET
CTEINEHHU TAKECTH OKuaaemMoil naroaoruu. Hampumep,
MOJIMAAKTHIUSA (AYTOCOMHO-TOMUHAHTHBIA THII
HACJIe[IOBAHM S, BLICOKAS CTENEeHb FeHETUYECKOI0 PUCKA - He
MeHee S0%) MoxkeT ObITh JIErKo YCTPAHEHA COOTBETCTBYHLIEH
KOPpPUrHpYyeil onepanuei, 1 4YeJJ0BeK MOKET BECTH
HOPMAJILHBIA 00pPa3 *KU3HU, B TO BPpeMsl KaK
(peHMIKEeTOHYPH S, PUCK BOSHUKHOBEHUS KOTOPOH Y AeTel
reTepo3uIroOTHHIX poauTesien cocraBiasieT 25%, - ITO TAKe10e
3a00J1eBaHue, IJI0X0 MOAAAK0IIeecs JeueHu10. Bo BTopom
cJiyyae CTelneHb CTPAAAHUS ¢ MEAMIIMHCKON TOUKHU 3PCHUS U
COUAJIbHBIX MOCJIEACTBUM 1JIs1 00JILHOTO U €0 CeMbH
PACHEHMBAECTCHA KaK THAKeJas.



3 3Tan - BpaY-reHeTHK JA0JI2KeH OLEHUTh
MePCHneKTUBBI IPUMEHEHUSA U

3} PeKTUBHOCTH METOA0B IIPEHATAJIbHOU
NIMATHOCTUKH. /locTHKEHHUS B 3TOH 00/1aCTH
MO3BOJIAIOT IJIAHUPOBATH A€TOPOKIACHHUE B
CeMbSX C BBICOKUM PUCKOM HACJIe10BAHMA
TSKeJI0M naToaoruu (0oJs1e3unb /layna,
MYKOIOJIMCAXapHI03, FeMO (U,
MYKOBHCIIUI03 U JP.), TAK KaK 3TH
3200/1IeBAHUA MOT'YT ObITHh BbISIBJICHBI
METOdAaMM NMPEHATAJIbHOU JTHATHOCTUKH.



[paBunbLHOE cocTtaBrneHne mMeauKko-
reHeTU4YeCcKoro rnporHo3sa 3aBUCUT OT
crnepnywowmx hakTopoB:

TOYHOCTU AMarHo3a,

afleKBaTHOCTU MPUMEHEeHUA MeToA0B
pacyeTa reHeTU4YeCKOro p1ucka,

3HaKOMCTBa C HOBeMLUUMM AaHHbIMMU
nuTepartypsl,



I1oka3anus JJIsI HAITPABJICHUS CCMBH B

MCAUKO-TCHCTHYCCKYIO KOHCYJIbTAIIHUIO.

HAJIMYHE CXOAHBIX 3200/IEBAHUM Y HECKOJIBbKHUX YJIEHOB
CeMbM;

NepBUYHOE OecIioaue Cynpyros;
NMPUBbIYHOE HEBHIHAINIMBAHUE OePEMEHHOCTH;

OTCTaBaHHE pe0eHKAa B YMCTBEHHOM M (PU3UYECKOM
pPa3BUTHH;

poKIaeHHe pedeHKA ¢ BPO:KIEHHBIMH NMOPOKAMM
pa3BUTHA;

IepBUYHASA aMeHOpesi, 0COOEHHO C HeIOPAa3BUTHEM
BTOPHYHLIX MOJOBBIX IPU3HAKOB;

KPOBHOE POACTBO MEKIY CYIPpyraMu.



[’ pynmel HaceneHus, 0OpalArOIIUECs B MEIMKO-
TCHECTUYECKYH KOHCYJIBTALMIO

rPYNNbl LIEJIb NMPOLIEHT CEMEW

HACEJIEHUA OBPALLUEHUA
3[0POBbIE CYMNPYIH, MPOrHO3 MOTOMCTBA 65
VMEIOLLME BOMbHOIO
PEBEHKA
NINLA C YTOYHEHWE AVATHO3A 30
HACNEACTBEHHOM
MATONOMMEWN
3M10POBbIE JULIA, MPOrHO3 30POBbA U 5
WMEIOLLME BOSbHbIX MOTOMCTBA
POCTBEHHWUKOB




CrpykTypa oOpalieHUul B MEJIMKO-T€HETHYECKY O

KOHCYJIBTALIMIO
TUN HACNEQOBAHWUSA U rPYNMbI MPOLEHT CEMEM
MATONOMMM

AYTOCOMHO-0OMUHAHTHbIU 9
AYTOCOMHO-PELIECCUBHbIA 16,5
X-CLENNEHHbIN 2
XPOMOCOMHBLIE BOJIE3HU 20
MYNbTUOAKTOPUATIbHBIE 3ABOJIEBAHUA 40

C HEYCTAHOBIJIEHHbIM TUNOM HACJIEQOBAHUA

12,5



OCHOBHBIE I'PYIIIBI IIATOJIOT'HH B MGI[I/IKO-FCHGTI/I‘IeCKOﬁ

KOHCYJIbTallNU
rPYNNbl NATONOIHU | NMPOLIEHT CEMEN
BPOXOEHHLIE MOPOKWN PA3BUTUSA 30,6
HEPBHO-NCUXUYECKUE EONIE3HU U CUHOPOMbI 27,8
HEBbIHALLUMBAHUE EEPEMEHHOCTU U BECMNNOOUE 18,2
NPOYME 15,4
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YpPOBHU MEAUKO-T'€HETUYECKON ITOMOILHN

HACCJICHHUIO

YUCITIEHHOCTb YYPEXOEHUA

HACEJIEHUA
PenepanbHble LLEHTPbI: HOBbIe MeToAbl ANarHOCTUKM (GUoxummyeckue,
LUTOreHeTUYECKNE, MOJeKYNAPHO-TeHEeTUYECKUE), KOHCYNLTUPOBaHUSA,

150 mnH. npeHaTarbHOM AMAarHOCTUKYU, NevYeHus U peabunurtaumm
ME)errVIOHaHbeIe MeAUKO-reHeTU4eCkKkne KOHCynbrauun:
KOHCYNLTUPOBaHUe, LUTOoreHeTu4eckasa U Guoxmmmyeckas guarHocTmka,

6 — 8 MnH. npeHatanbHASA anarHoctuka (Y3U, cbiBOpOoTOUYHbIE MapKepbl, UHBa3MBHas),
CKpuHUHr\Ha ®KY 1 runotupeos
Me.qMKo-reHeTqucxwe KOHCYIbTAalUWU. KOHCYNbTUpPOBaHue,

1 2 LMTOreHeTMYeCKas U Guoxmmmyeckas guarHocTuka, npeHaranbHas

55 — £ MJH. pnarHroctuka (Y3U, cbiBOpOTOUYHbIE MapKepbl)

50 - 60 TbIC.

Bpau-reHeTuk LIPB: ot60p cemein c HacneacTBeHHON naTonorven un
HanpaBneHue nx B MK




MopanbHO-3THYECKHUE TIPOOIEMEI

HpH MECAUKO-TCHETUYICCKOM KOHCYJIBbTHPOBAHUM CYIIECTBYET PH/
prIlHOCTeﬁ MOPAJBHO-OTHYCCKOI'0 XapaKrTepa:

BMEIIATEJIbCTBO B CEMEMHYI0 TallHYy (BO3SHHKAET NPHU cOope
JTAHHBIX VISl IOCTPOEHUSI POAOCJTOBHBIX, IPH BbISIBJECHUH
HOCHTeEJIeH MATOJIOrHYECKOr0 IreHa, NPy HECOBMAIEHU A
MACMOPTHOIO U OMOJIOTMYECKOr0 OTIOBCTBA U JAP.; MpodJjemMa
pa3pelnaeTcs KOPPEKTHLIM OTHOIIEHMEM BPava K NMAIMEHTY);

OTBETCTBEHHOCTh BPa4a-reHeTHKA B CJIy4ae COBETAa
KOHCYJbTHPYHIIUMCS HA OCHOBAHUH BEPOSITHOCTHOI'O MPOTrHO3a
(Heo0XxoaMMO, YTOOBI MAIMEHT MPABUJILHO MOHSI MEINKO-
reHeTHYEeCKYH MHPOpMAIIMI0, KOHCYJILTAHT HE I0JI’KeH 1aBaTh
KATErOPUYECKUX COBETOB (OKOHYATEJbHOE pelieHUe NIPUHUMAKOT
CaMM KOHCYJIbTUPYIOIIHECH).



3agaua MI'K ¢ conmanbHOM TOYKH 3PEHUS — IOMOIIb
CEMbE B IPUHATHUM IPABUIBHOTO PEIICHUS

Bpa4-reHeTUK AOMKEH NOMOYb
KOHCYJbLTUPYIOLWUMCSH NMOHATbL MegULUHCKNe
cdakTbl, TUN HacrnegoBaHusa 3adboneBaHus,
reHeTU4eCKUN PUCK ero NoBTOPEHUA B CEMbe,
nydwe aganTMpoBaTbCA K HeCHaCTbIo U NPUHATDL
npaBuUNbHOE pelueHne OTHOCUTENbHO
AanbHeNwWwero AeTopoXaeHus.

AdbhdhekTtuBHocTb MK Hanpsimyro 3aBUCUT OT
rPamMoOTHOro BbIMNOJIHEHUS 3TOMU
KOMMYHUKaTUBHOU (pyHKLUM Bpava-
KOHCYNbTaHTAa.



TpeOoBanus kK 00pa3zy KOMMYHHKATOpa
(Bpa4ya-reHETHKA):

KBanucpunumpoBaHHbIN Bpay c
ONbITOM CUHAPOMOJIOrMYECKOro
noaxoaa K AuarHocTuke

FeHeTuUK, 3HaOWmUn hopmarbHble
OCHOBbI U COBpPEMEHHbIe
AOCTUXEHUSA FreHEeTUKN

Cneuunanuct, Bnagerowmm
OCHOBaMu BapuvaLUOHHON
CTaTUCTUKMU

lNMcuxonor, KOTOpPbIX MOXeT

OLeHUTb CTPYKTYpPY FINYHOCTM,

NMCUXOJSIOrMYEeCKUN cTaTyc v
nauMeHToOB U Ha 3TOU OCHOBe

nocTpouTtb beceny

MNMeparor, ymewowmn B 4OCTYNHON

¢opme 06 BLACHUTL CMbICH
reHeTU4YeCKOro 3akn4eHus



JloponoBasi (mpeHaTraJibHAsA) IMATrHOCTUKA
HACJEACTBEHHLIX 32001€eBaHUN

- MpeAyCMAaTPUBAET UX CBOEBPEMEHHOE
BbisiBJIeHUe. TakuM 00pa3zoM, npeHaTaJbHas
JMATHOCTHUKA CBSI3aHA C pellleHueM psijia
OHMOJIOrHYEeCKHUX U I THYECKHUX MMPO00JIeM 10
POXIeHUA pedeHKa, TAK KaK MPU 3TOM peyb
HIeT He 00 u3J1e4eHNuH 00JIe3HH, a 0
NpeaynpeKaIeHuu poxKIeHUs pedeHKa ¢
naroJioruey, He NOAJAIOIIEHCH JJeUYEeHUIO.
IIpeHarajibHasi AMArHOCTHKA MO3BOJIAET

NnepedTH OT BEPOSITHOCTHOIO K OJJTHO3HAYHOMY
MPOrHO3UPOBAHMIO HCX01A ODepeMEHHOCTH.



OO01ue MOKa3aHUA K IPOBEICHUIO
NPEeHATAJIbHON JUATHOCTUKH

lNMoBbIWEHHbIN reHETUYECKUN PUCK POXAOEHUA pebeHKa ¢
HacneACcTBEHHbIM UNU BPOXAEeHHbLIM 3aboneBaHnemMm.

TsKkenbIn xapaktep 3aboneBaHus, onpasabiBaloOLWUN
npepbiBaHue 6epemMeHHOCTHU

OTcyTCcTBUE YAOBNETBOPUTENLHOrO cnocoba neyeHus
npeanonaraemoro 3aboneBaHus
Hanuyune TO4YHOro AMarHOCTNYECKOro TecTa

Cornacue ceMbU Ha nNpoBeAeHUe NpeHaTanbLHoMn
ANarHOCTUKU U npepbiBaHMe 6epeMeHHOCTH No
nokKasaHuaMm



MeToan4ueCcKHue MOIxXoabl K
NMPEHATAJBHON JUATHOCTHKE

TpeboBaHUA K meTOAaM:
BbicoKass TOYHOCTb MeToAa
HeOonblwaa onacHOCTb OCIOXXHEHUN
ManeHbLKNnN Cpok 6epeMeHHOCTH
MuyuHUManbHbLIU CPOK NONy4YeHUs pes3ynbraTta



MeToj1bl IpeHaTaJIbHON JUArHOCTUKH

B HacTosilee BpEMA NPUMCHHAIOTCH HCIIPAMbBIC U
IPAMBIC METOAbI npeHaTaanOﬁ ATUATHOCTHUKMU.

IIpu HenmpAMBIX MeTOAAaX 00CJIeAYIOT OepeMEeHHYI0
(AKyIepCKO-TMHEKOJOTHYeCKre MeTOAbI, CbIBOPOTKA
KPOBM Ha ajib(a-(peTonporevH 1 ap.); NP NPAMBIX -
IO/,

K npsiMbIM HEMHBA3UBHbIM (0€3 XUPYPru4eCKOro
BMeEIIATEJIbCTBA) METOAAM OTHOCHUTCH
yJAbTPAacOHOrpadusa; K NpAMbIM MHBA3UBHBIM (C
HApPYIIEHHEM HEeJOCTHOCTH TKaHel) — peTocKkonmus,
XOPHOHOMOIICHS, IJIALIEHTOOMOIICHSA, AMHHMOILIEHTE3,
KOP/OLIEHTE3.



HerpsimMbie METOIBI

Hau0oJ1ee mmpokoe pacnpocrpaHeHue mojayyusia
TPUAAA METOA0B: UCCJICIOBAHUE YPOBHA aJib(pa-
(peronporenna (ADII), coaepkaHust XOPUOHUYECKOTO
roHagorponuHa (XI') 1 cBOOOAHOIO 3CTPHOJIA B KPOBH
KEHIIUH BO 2-M TpUMecCTpe 0epeMeHHOCTH.
Conep:xanue ajabda-peronporenHa onpeaeasaercs
TaK’Keé B aAMHHOTHYECKOM KMJIKOCTH, 4 CBOOOIHbIHN
3CTPHUOJI - B MO4Ye OepeMeHHbIX. OTKJIOHEeHU
masMarundeckoro yposusa AD®II, XTI, cBo0oaHOTO
ICTPHUOJIA Y OEPEMEHHOM CJIYKAT HHAUKATOPaAMHA
BbICOKOI'0 PUCKA JIJIA IJIOAA.



HerpsimMbie METOIBI

B yacTHOCTH, copepxkaHue ajabda-PperonporenHa B
OMOJIOTUYECKMX KUAKOCTHAX MOBbLINICHO MPHU
MHOKECTBEHHBIX IOPOKAX PA3BUTHUHA, CHUHHOMO3I0BOM
rpoixke, ruapouedaiuu, aHdHmedaanu, mopoKax
PA3BUTHSA KEJTYI0YHO-KUIICYHOI'0 TPAKTA U JAP.
nedexrax. B ciyyasx XxpoMoCOMHBIX 00J1e3HEH Y IJ104a
(HanpuMep, 00J1e3Hb JlayHAa) MJIM HAJTMYMA Y
OepeMeHHOM caxapHoro auaodera I Tuna, HanpoTus,
KOHICHTpAUA ajb(a-PperonporevHa B KPOBH
O0epeMeHHBIX CHMKEHA.



HerpsimMbie METOIBI

XOpPHOHMYECKUI TOHAXOTPONINH, CHHTE3UPYEeMBbIH
TPo(001aCTOM IJIALEHTHI, ONpeae/asieTcs yke Ha 8-9-1
JTHM nocJie 3adarud. [lpu uccienoBanuu KpoBu
KEHIIIMHBI BO 2-M TpUMeCTpe 0epeMeHHOCTH
noBbilieHue YPoBHA XI' ¥ ero ¢cBo0OIHBIX OeTa-
CyObeIMHMII CBUAETEJIbCTBYET O 3a/JepPiKKe
BHYTPUYTPOOHOI0 PAa3BUTHS ILJI0A, BLICOKOM PHCKeE
ero AaHTEHATAJIbLHOM rudeJIu.

Coaep:xxanue cBOOOIHOIO0 3CTPHOJIA B OMOJIOTHYECKHUX
KUAKOCTAX OepeMeHHOM KeHIUHBI 0TPaKaeT
(peTOMIALEHTAPHYIO AKTUBHOCTH M CHUKAETCS NPH
MATOJIOTMH TJI0AA M HAPYIIEeHUH (PYHKIUH IIAIEHTHI.



[ IpsimbIe MeTOIBI

DeToCKONMUs - OCMOTP IJI0AA
(puOpoONTHYECKUM IHTOCKOIIOM, BBEI€HHbIM B
AMHHMOTHYECKYIO ITOJIOCTD Yepe3 NMepeaHIor
CTEHKY MaTKi. MeToa mMo3BoJIsieT 0CMOTPETh
IJ10/1, MYIIOBUHY, IVIALIEHTY U MPOU3BECTH
ouoncuro. PeToCKONUs CONMPOBOK/AACTCH
BbICOKHM PMCKOM IpepbIBAHUSA 0epeMeHHOCTH
(10 20%) ¥ TeXHHMYECKH CJI0KHA, IOITOMY
HMeeT OrpaHMYeHHO€E MPUMEHEHHE.



Yaerpaconorpadus (a3xorpadus)

- 3T0 UCIOJIL30BAHNE
yJAbTPa3BYKa JIsl MOJyYeHUs u
]

N300paKeHH 110 U €ro ‘
000J109€eK, COCTOSTHHUS %‘
njaaneuTsl. Haunnasa ¢ 5-u ’
HemeJ I 0epeMEeHHOCTH MOYKHO

MOJYYUTh U300paKeHune |
000J104eK IMOpPUOHA, a ¢ 7-1
HeaeJ - M ero camoro. Ha
12-20-i1 Hemes1e OepeMeHHOCTH
y2Ke BO3MOXKHA JIOKAJIU3ALUSA
IJIAIEHTHI, JUATHOCTHKA
0JIM3HE0BOM OepPeMEeHHOCTH,
aHdHuedaIuu, 1eeKToB
KOCTHOM CHCTEMbI M 3AKPBITHUS
HEBPAJIbHON TPYOKHU, aTPe3uM
KeJTYT0YHO-KUILIEYHOT 0
TPaKTa.




Yaerpaconorpadus (a3xorpadus)

YabTpa3sByKoBOE HCCIIe0BAHUE MO3BOIACT MOJYYUTH
JAaHHbIC 0 pa3Mepax mjioaa (IJIMHa TyJ0BUIIA, Oeapa,
jie4ya, 1MaMeTp roJioBbl), 0 (PpyHKIUU MHOKapAa, 00
00beMe aAMHHOTHYECKOM KUJAKOCTH M pazMepax
I1aneHTol. Y3U no3BoJisier 00HAPYKUTDH Yy IJI0A P
aHOMAJIMI Pa3BUTHA - aHAHIEed a0, ruApouedaIUIo,
MOJIMKHMCTO3 WM AT€HE3UI0 MOYEeK, ANCILIA3UI0
KOHEYHOCTEeN, TUIIOIIA3HMIO JIETKHX, MHOKE€CTBEHHbIE
BPOKICHHbIC IOPOKHU, IOPOKH CEPaALa, BOAAHKY (0TEK)
1042 M IJIAIEHTHI.

BroisiBisieTcst 0k0J10 70% Bcex cocTOsIHUM I1J1074,
CONPOBOXK/IAIOMIMXCH BPOKIEHHBIMH MMOPOKAMH
pPa3BUTHS, KAK U30JIJHPOBAHHBIX, TAK U B COCTaBE
XPOMOCOMHBIX M HACJIEICTBEHHBIX CUHAPOMOB.



AMHHOIIEHTE?

- MOJIyYeHHe AaMHUOTHYECKOU
JKUAKOCTH M KJIETOK ILI0AA,
MPOBOAUMOE O] KOHTpoJieM Y3U,
JJISE OCJICAYIOIIEro AaHAJIM3A.
IHosyuyeHune uccjieayeMoro MarepuaJaa
(KJIETKM M )KHAKOCTH) BO3MOKHO HA
16-i1 Hegesie OepeMEeHHOCTH.
AMHHOTHYECKASA KUIKOCTh
HCIO0JIb3YyeTCH 1JIs1 OMOXUMUYECKHX
HUCCJIeA0OBAHUU (BBIABJISIIOTCS I'eHHbIE
MYTAIlMH), 2 KJIETKH - JJISl aHAJIM3a
JHK (BbISIBJSAAKOTCH T'eHHbIE
MYTAllUN), HUTOTeHETHYECKOT0
aHaJIM3a.

Bo3Mo:xHBIE 0CI0KHEHUSA
(1%-1,5%): TpaBma iona,
IUIALEHThI, KPYMHBIX COCY/10B;
HHPUUNPOBAHUE MOJOCTH MATKH;
KPOBOTeUeHHE; BbIKU/IbIIIH.

| amniotic

|'§| fluid and cells
74 separated by
{ll centrifugation

fetal cells .
are cultured
g:' . a{f

cells provide material for:
chromosome analysis;
biochemical tests;
enzyme measurements

Hagen —

genetic
counseling

(u3 R.Lewis, 1994)



XOpUOHOMOICHS,

ILJIAIEHTOOMOIICHSA

- B3SITHE JMUTEJIUS BOPCUHOK
XOPHMOHA WJIM TUIAEHTHI JJIA
HCCJIe0OBAHMS - IPOBOAMTCA
Meskay 8-i u 10-i HemeasiMu
oepemennocTu. [loayuennas
TKaHb HCNOJIb3YeTCH JIJIst
HUTOTeHETHYECKUX U
OMOXMMHYECKHUX UCCIACTOBAHNN U
anaju3a JIHK. C nomomsbio
ITOr0 MeTOAa MOKHO BBISIBJIAATH
BC€ BU/IbI MYTAIlMl.
IIpeumyuecTBOM MeTOAA
SIBJISIETCH TO, UYTO OH MOKET ObITh
HCIOJIb30BAH y)Ke HA PAHHHUX
Tanax pa3sBUTHUA IJIOAA.

Bo3MoKXHBIE O0CJIOKHEHUSA
(0x0s101%): Te Ke, YTO U NIPH
AMHHOIICHTE3E.

chorionic villi uterus

placenta

amniotic
membrane

(u3 R.Lewis, 1994)



Kopnonenres

OnTumansHble cpokn: 16 — 20 Hegenb
bepeMeHHOCTH

AKyLLIepCKVIe noaxodbl. MyHKUUA MYNOBUHGBIL.

Bo3MOXHble OCMTOXHEHNA MUHUMarbHbIE
(MHpUUMpOBaHME, BbIKUAbILLN).

[InanasoH AnarHoCTU4YeCKnX BO3MOXHOCTEMN:
TaKoW e, Kak 1 Npu aMHUOLIEHTES3E.



CoBpeMeHHbIe TEXHOJOIUU, IOMUMO
MepeYncJeHHbIX BbIIIe METO/I0B, MO3BOJISIIOT
OCYHIECTBJIATH OMONICHUIO KOKM, MBI, ITeYeH!
IJI04A AJIs1 JUATHOCTHKHA MHOTHUX HACJEACTBEHHBIX
3a00/1eBaHui. PUCK npepbiBaHus 0epeMEeHHOCTH
IPY NPUMEHEHUH MHBA3HBHBIX METO/10B
IPEeHATAJbHON JUATHOCTHKH cocTaBJsieT 1-2%.

JlajibHelillee pa3BUTHE U PACTIPOCTPAHEHHE
METOJ0B NMPeHATAJbLHOM THATHOCTHKH
HaCJIeICTBEHHBIX 3200/1eBAHUI MO3BOJIAT
3HAYHMTEJbHO CHU3UTDH YaCTOTY HACJIeICTBEHHOM
MaTOJIOTHH HOBOPOKIEHHbIX.






