MeTnKO-reHETUUYECKOE
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 MEAUKO-TEHETHYECKOE
KOHCYJIbTUPOBaHUE?

«... 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.






CocTaBiieHUE T€eHETUYECKOTO
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 pUCKa

CywecTByOT ABa cnocoba pacyeTta reHeTU4eCKOro
pUCKa: TeopeTnyeckue pacyeTbl, OCHOBaHHbIe Ha
reHeTU4YeCKUX 3aKOHOMEPHOCTAX, U IMNUPUYECKUe
AaHHbIe.

Ona meHaenupyrowmnx 3aboneBaHMnN TeopeTnveckue
OCHOBbI OLIEHKU pUCKa cBOAATCA K uaeHTU(pmnkauum
N BEPOSITHOCTHOM OLleHKe onpeneneHHoro
OUCKPETHOro reHoTuna, riexaliero B OCHOBe
3aboneBaHuA.

Mpu cnoxHo Hacneaylowmuxca 3aboneBaHUAX HeT

cneuncmnyecKkoro AMCKpPEeTHOro reHoTuna,
OTBETCTBEHHOrO 3a pa3BuUTne 60ne3Hu, N0O3IToMy
KOHCYNbTUPOBaHUE YAaCTO OCHOBbLIBAETCH Ha YNCTOM
aIMNMpu3mMe, Ha MeToAe «4epPHOro AL MuKa»



2 3man. OueHKa TAKEeCTH METUIMHCKUAX U COUAJIbHBIX
MOCJIEeACTBUI npeanoaaraemMoin anomaauu. CreneHb

reHETUYECKOI0 PMCKA AJIeK0 He BCerjaa COOTBETCTBYET
CTeINEeHHU TIKECTH OkMaaeMon nmarojaoruu. Hampumep,
MOJUAAKTUIUSA (AYTOCOMHO-IOMUHAHTHBIN THII
HACJIeIOBAHM S, BHICOKAS CTENeHb FTeHETUYECKOr0 pUCKa -
He MeHee 50%) MoxkeT ObITh JIETKO YCTPAaHEHA
COOTBETCTBYKOIIEH KOPPUTHpYIOLell onepanue, u
YeJI0BEK MOKET BeCTH HOPMAJIbHBIM 00pa3 KM3HM, B TO
BpeMs Kak (PEHUIKETOHYPHUS, PUCK BO3SHUKHOBECHUA
KOTOPOH Y JeTell reTepo3uroTHbIX poauTeseu

cocraBjsieT 25%, - 3TO TsKe0€e 3200/ 1€ BaHNE, IJI0X0
nojaarueecd JeyeHurw. Bo BTopom ciiyuyae creneHb
CTPAJaHUA ¢ MEAULUUHCKON TOYKHU 3PEHUA U COUAIBHBIX
MOCJIEACTBUM AJI 00JIHLHOIO0 M €r0 CeMbH PACIIEeHUBACTCS
KaK THAXKeJasl.



3 3Tan - Bpa4Y-reHeTHK JA0JI’KeH OLEHUTh
MEePCNEKTUBHI MPUMEHEHUA U IPPEKTUBHOCTH

METOI0B IIPEHATAJIHLHON INAT HOCTUKM.
JlocTHskeHHUsI B 3TOM 00J1aCTH NMO3BOJISIIOT
IVIAHUPOBATH ICTOPOKIACHNE B CEMbSIX C
BBICOKMM PHUCKOM HACJICTOBAHUS THKEJIOU
narosoruu (0oje3nn JlayHa,
MYKOIOJIMCAXapHua03, FreMO(pHIns,
MYKOBHUCIIH/03 M JIP.), TAK KaK 3TH 3200/1eBaHUA
MOI'YT ObITh BbISIBJE€HbI METOAAMH
IPEeHATAJbHOU JUATHOCTHKHU.



[paBunbLHOE cocTtaBrneHne mMeauKko-
reHeTU4YeCKoro rnporHo3a 3aBUCUT OT
cnepnywowmx hakTopoB:

TOYHOCTU AMarHo3a,

afleKBaTHOCTU MPUMEHEeHNA MeToA 0B
pacyeTa reHeTU4YeCKOro p1cka,

3HaKOMCTBa C HOBeMLIUMM AaHHbIMMU
nuTepartypsl,



Iloka3anus JJIsI HAITPABJICHUS CCMBH B

MEIUKO-Ie€HETUUYECCKYI0 KOHCYJIbTAIUIO:

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;

NeEPBUYHAA aMEeHOPpPes (oTCyTCTBME MEeHCTpyauumu),
0CO0EHHO C HeIOPA3BUTHEM BTOPUYHBIX MOJOBBIX
MPU3HAKOB;

KPOBHOE POACTBO MEXKIY CYIPpyraMu.



[’ pynmel HaceneHus, OOpaIArOIIUECs B MEIMKO-
TCHECTUYECKYH KOHCYJIBTAIIMIO

rPyMMbl LEJIb NMPOLIEHT CEMEM
HACEJIEHUA OBPALLEHUA
3[0POBbIE CYMNPYIH, MPOrHO3 MOTOMCTBA 65
WMEIOLLME BOfbHOIO
PEBEHKA
NIULA C YTOYHEHWE AVATHO3A 30
HACNEACTBEHHOM
MATONOMMEWN
3M10POBbIE JULIA, MPOrHO3 30POBbA U 5

MMEIOLUUE BOJIbHbIX
POACTBEHHUKOB

NMOTOMCTBA




CrpykTypa oOpalieHul B MEJIMKO-T€HETHYECKY IO

KOHCYJIbTAIIHUIO
TUN HACNEAOBAHUA U TPYMMb | NPOLIEHT CEMEW
MATONOIrMun
AYTOCOMHO-[IOMUHAHTHbIW 9
AYTOCOMHO-PELIECCUBHbIN 16,5
X-CLEENNEHHbIN 2
XPOMOCOMHBIE BOJIE3HU 20
MYNLTUGAKTOPUATIBHBIE 3ABONEBAHUSA 40
C HEYCTAHOBMNEHHbLIM TUMOM HACNEQOBAHUSA 12,5




OCHOBHBIC I'PYIIIBI IIATOJIOTI'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




CxeMa MEIUKO-TEHETHUYECKOM CIIYKOBI M €€ CBSI3EH C
MIPAKTUYECKON MEIUIIMHON

JHK guarHocTuxa

Monuropuur BIIP
HeonaraneHEH
CKPHHHHD

Mengmco-regHeTUd ecKad
: KOHCYILTalHA ,
Ileguatpuyeckan
cnyxba

Axyinepcras
cnyxba

IlpenarancHasa
OHAarHOCT HKa
Knunurxu IlpexonuenTUuEHaA
npod WIaKTHEa




YPOBHU MEAUKO-T'€HETUYECKON ITOMOILHN
HACEJICHUIO

YACNEHHOCTb YUYPEXOEHUA
HACEJEHUA

PenepanbHble LLEHTPbI: HOBbIe MeToAbl ANarHOCTUKM (GUoxummyeckue,
LMTOreHeTMYECKMEe, MOSNIEKYNAPHO-TeHeTU4YeCKne), KOHCYNbLTUPOBaHUSA,
150 mnH. npeHaTanbHOW AMarHoCTUKK, NeYeHust U peabunuTauum

ME)errVIOHaHbeIe MeOUKO-reHeTU4eCkKkne KOHCynbrauun:
KOHCYNLTUPOBaHUe, LUTOreHeTM4eckasa u Guoxmmmyeckas guarHocTmka,

6 — 8 MnH. npeHatanbHASA anarHoctuka (Y3WU, cbiBOpOTOUYHbIE MapKepbl, UHBa3MBHas),
CKpuHUHr\Ha ®KY 1 runotupeos

Me.quo-reHeTqucxue KOHCYJIbTalUWU. KOHCYNbTUpPOBaHue,
1 2 LMTOreHeTMYeckasi U GUoxmmMmyeckas AUArHOCTUKa, NpeHaTanbHas
55 — £ MJTH. pnarHroctuka (Y3U, cbiBOpoTOUYHbIE MapKepbl)

Bpau-reHeTuk LIPB: ot60p cemein c HacneacTBeHHON naTonoruen un
HanpaBrneHue nx B MK

50 - 60 TbIC.




MopanbHO-3THYECKHUE IIPOOIEMBEI

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 IIPABUIBHOTO PEIICHUS

Bpa‘-l-FEHeTVIK AOJTXKEeH NMOMOYb KOHCYINbTUPYHOLWNMCAH NMOHATDb
MeaAUUuNHCKHNne CbaKTbI, TN HacJriegoBaHuA 3a6oneBaHm|,
reHeTU4YeCKumu PUCK ero noetTopeHunsa B CeMbe, Jiy4dile
aganTnpoBaTtbCA K HeCHaCTbO U NMPUHATDb NMpaBuUsibHoe
peweHne OTHOCUTeIrnbHO AanbHeuwero AeTOpPOXAEeHUA.

AdppekTuBHOCTL MIK HanpsaMyro 3aBMCUT OT rPAaMOTHOIO
BbIMNOMTHEHUA 3TON KOMMYHUKaTUBHOM (hyHKL MM Bpada-
KOHCYIbTaHTa.



TpeOoBanus Kk 00pa3y KOMMyHHKATopa (Bpada-
IFCHETHUKA):

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 (mpeHaraJibHas1) IMArHOCTHUKA
HACJEACTBEHHLIX 32001€BaAaHUN

- IPeAYCMATPUBAET UX CBOEBPEMEHHOE
BbisiBJIeHHe. TakuM 00pa3zoM, npeHaTaJbHas
JIUATHOCTHKA CBA3aHA C pellleHUueM psijaa
OMOJIOrHYeCKHUX U ITUHYECKUX NMPOodJIeM 10
POXIeHHA pedeHKa, TAK KaK MPU 3TOM peyb
uaeT He 00 n3JieueHnHu 00J1e3HH, a 0
IpeaynpexKIeHuu poKIeHUsE pedeHKa ¢
naroJioruey, He NOAAAIOIIEHCH JJeUYEeHUIO0.
IIpeHarajibHasi AMATHOCTHKA MMO3BOJIAET

[eperTH OT BEPOATHOCTHOIO K OJTHO3HAYHOMY
IPOTrHO3UPOBAHUIO MCX0Aa OePEMEHHOCTH.






OO01ue MOKa3aHUA K IPOBEICHUIO
NPEeHATAJIbHON JUATHOCTUKH

MoBbIWEHHbIU FeHETUYECKUN PUCK POXAEHUSA
pebeHKa ¢ HacneACTBEHHbIM UJSTU BPOXAEHHbIM
3aboneBaHueM.

TsKenbIin Xxapaktep 3adboneBaHus,
onpasabiBalOWnM npepbiBaHne 6epeMeHHOCTH

OTcyTcTBME YAOBNETBOPUTENBLHOIO crnocoba
rie4yeHus npegnonaraemMoro 3aboneBaHus

Hanu4yne ToO4YHOro AUMarHOCTUYECKOro Tecra

Cornacue cembM Ha npoBeAeHUe nNpeHaTaribHOU
AWarHoOCTUKN U npepbiBaHue 6epeMeHHOCTU No
NoKa3aHUAM



MeToan4yecKHue MOaxXoabl K
NPEHATAJBHON TUATHOCTHKE

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



MeTo bl 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.



Herpsmebie 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.



Herpsmebie 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.



Herpsmebie 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.



Tabauya 34

YpoBeHb XI npu OepeMeHHOCTH

Cpok GepeMeHHOCTH

Hopma XTI (MmEa/ma)

1—-2 Henenwu 25—-300
2—3 Heneaw 1500-5000
3—4 venenu 10 000-30 000

4_5 yenesb

20 000- 100 000

b—6 HeneJb

20 000-200 000

6—7 "Heneab

50 000-200 000

7—8 "HeneJ b

20 000-200 000

8—9 »enenb

20 000- 100 000

9—-10 nenennb 20 000-95 000
11-12 uenens 20 000-90 000
13—14 venens 15 000-60 000
15—25 "Hepenb 10 000-35 000
26—37 "Henenb 10 000-60 000




[ 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.



deTockonusa

deTockonua (BBeAeHME 30H4a U OCMOTP Mrioga) npu CoOBpeEMEHHON
rMOKOWN ONTUYECKOW TEXHUKE HE MpeacTaBnaeT DonbLUMX
TpygHocTen. OgHako MeTop, BU3yaribHOro oocnenoBaHus nroga
[.15 BbIABEHNSA BPOX/EHHbBIX MOPOKOB Pa3BUTUSA MPUMEHSAETCH
TOMbKO NO 0coObIM NokaszaHnamM. OH npoBoauTca Ha 18--19-1

Hepene DepeMeHHOCTMW.

kids.ucoz.ua




Yaerpaconorpadus (3xorpadus)

-3TO MCNOJIb30BaHMeE YJIbTPa3ByKa JJIsl
MOJIYYeHHMS U300paKeHu s IJI04A U ero
000J109€eK, cocTosiHUA TUIaneHThl. Haunnas
¢ 5-1 Hexesiu OePeMEeHHOCTH MOKHO
MOJYYUTh U300pakeHre 000/1049eK
IMOPHUOHA, A ¢ 7-i HeJeJIN - U er0 CaMoro.
Ha 12-20-i1 Hexesie 0epeMEHHOCTH YyiKe
BO3MOKHA JIOKAJIU3ANUS IJIAEHTHI,
AMATHOCTHKA OJIM3HEI0BOM OepEeMEHHOCTH,
aHsHuedaun (BHYTPUYTPOOHBIM IMTOPOK
pa3BUTHS MJ1I0AABHYTPUYTPOOHBIN ITOPOK
Pa3BUTHS 10/, KOTOPBIA (OPMUPYETCS HA
paHHUX CpoKax DEPEMEHHOCTU U CBI3aH
OOBIYHO C BO3/ICMCTBHMEM BPEAHBIX (PAKTOPOB
OKPY’KaIOIIEN CPelibl, TOKCUYECKHUX BEIIECTB
WA UHQPEKINEN ), 1e(eKTOB KOCTHOMI
CUCTEMBbI M 3AKPBbITHA HEBPAJIbHOU TPYOKH,
ATPe3UH KeJYI0YHO-KMIIEYHOr0 TPAKTA.

nﬁ* |
:




Yaerpaconorpadus (3xorpadus)

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.
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AMHHOIIEHTE?

- MOJIyYeHHe AMHUOTHYECKOU KUJAKOCTH U
KJIETOK IJIOA, IPOBOIUMOE T10/1
KoHTpoJieM Y3U, njs mociaenywmero
anasm3a. [lonyyenue ucciaenyemoro
MaTepuaJia (KJIeTKH U )KUAKOCTh)
BO3MOKHO Ha 16-i1 Hexesie OepeMEeHHOCTH.
AMHHOTHYECKAS )KUAKOCTh UCIOJIb3YeTCs
IS OMOXHUMHYECKHUX MCCJIeI0BAHUM
(BBIAABJISIIOTCS FTeHHbIE MYTAIMH), & KJIETKH
- 111 anaau3a JIHK (BbISABIAIOTCSH FeHHbIe
MYTAIlUH), HUTOT€HETHYECKOI0 AHAJIN3A.

Bo3mo:knblie ociaoxkHeHns (1%-1,5%):
TpaBMa ILUI0Aa, IVIAIEHThI, KPYIHbIX
cocy10B; MHGUIUPOBAHME MMOJOCTH MATKH;
KPOBOTEeYEHHE; BHIKMIABIIIN.

{#l amniotic

{8l fiuid and cells
T4l separated by
Il centrifugation

Hag:ﬁ

genetic |

counseling } \

fetal cells
are cultured

tg’",.‘~

chromosome analysis;
biochemical tests;
enzyme measurements

(u3 R.Lewis, 1994)
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XOPUOHOHOIICHS, TNIALICHTOOMUOIICHUS

- B3SITHE JMIUTEJIUS BOPCUHOK XOPHUOHA
WM IJIAUEHTHI U151 UCCJICIOBAHUS -
nposoaurcs mexay 8- u 10-u HexeasasmMu
OepemenHocTH. [lo1yyeHHAst TKAHD
HCIOJIB3YeTCS ISl UMTOreHETUYEeCKUX 1
OMOXUMHUYECKHUX UCCICTOBAHUN U
anaju3a JIHK. C nomoiub10 3T10ro Meroaa
MO’KHO BbISIBJIAATH BCE BUAbI MYTaIlU.
IIpeumyiecCTBOM MeTOAA SABJIAETCH TO,
YTO OH MOKET ObITh MCII0JIb30BAH YiKE HA
PAHHMX ITANAX PA3BUTHSA IJIOA.

Bo3mo:kHblIe oci10:)kHeHus (0k07101%): Te
’Ke, UTO U PH AMHHMOLEHTe3e.

(u3 R.Lewis, 1994)



{ SABOP /

OBPA3LA

i TKAHW
XOPUOHA

OATHUK
Y3U

MATKA
MINALEHTA

rnJjioa



-y o — N

Sey

b
-
- "~

bBpowHan creHka

- -
———
—
-

-

- BopcuHku
| XOpMOHa

Orparmvumrens
ge Brarannm
] I

":-




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.



O6pazey NynoBMHHON
KpoBu nnoaa






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.






