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Pestome. B nekuymn paccmMoTpeHbl BONPOChI NpeHaTanbHon (40poA0BOM) ANArHOCTUKKN HacneacTBeH-
HOW 1 BPOXAEHHOW NaToorMn YenoBeka, KOTopas Ha COBPEMEHHOM 3Tane ABAAeTca caMbiM adpdex-
TUBHBIM METOAOM MPOMUNAKTUKK POXOEHUS AeTeil C BpOXAEHHOW natonornei. Metoabl npeHatanb-
HOW AMarHocTukK no3BonaT noytn co 100% TOYHOCTBIO NOCTaBUTb AWMArHO3 HacneACTBEHHOro 3a-
HoneBaHusA nnoAa Ha paHHUX cpokax 6epeMeHHOCTH, YTO No3BonNAeT npepeaTb 6epeMeHHOCTb.

[TpcHarajabHas JMarHOCTHKAa — COBPEMEHHOE Ha-
npaBJieHUE MEIHLMHCKON FeHETHKH, KOTOPOE 3aKJo-
YaCTCsl B MCCJICAOBAHWHM 3apOAbILIA YEJOBEKa C Le-
JIblO BbISIBJIEHHS BPOXICHHON M HacjleACTBEHHOM Na-
TOJIOTHH.

MeTonbl, npuMeHsieMble B PEHATaJIbHON AMArHO-
CTHKE, I0APa3AEAOT HA HENPSMBbIE, KOIaa 00bEKTOM
HCCIICAOBAHMS ABJIACTCS OCPEeMEHHAs KCHIUMHA, H
npsAMble, KOIAa HccileayeTcs caM maon. [Ipsimble Me-
TOAbl MOFYT ObITb HEMHBA3UBHBIMM M WHBa3WBHBIMH
(oncpatuBHbIMM). HemnpsiMble MeTOAbl NO3BOJISIOT
MPOBOAUTL OTOOP KCHL{MH IPYNI BbICOKOrO pUCKa
LTSl faibHelero yriay6aeHHoro Habo1eHusl,

OCHOBHBIMH NOKa3aHWSAMM Ul HanpasiieHus Oe-
PCMCHHOIl Ha 1IpCHATaNbHYK AMArHOCTHKY SBJISIIOT-
cs:

1) Bo3pacT skeHw bl cTapwe 35 jet (B Poccuu no
upukasy Munsapasa 1993 r. — crapuic 39 jer);

2) HaJINYUC HC MCHCC JABYX CaMONPOH3BOJIbHBIX Bbl-
KuubIWCi (aBopTOB) HA paHHHX CpPOKax GepeMeH-
HOCTH;

3) Hanuuue B ceMbe peGeHKa WM MIOAa OT Npenbl-
ayuieii 6epeMeHHOCTH ¢ Gonesnbto [dayHa, apy-
FMMH XPOMOCOMHBIMH OONE3HSIMH, C MHOXECT-
BEHHBIMHM BPOXIEHHBIMH [OPOKAMH, CeMeHHOC
HOCHTEJILCTBO XPOMOCOMHbBIX EPECTPOCK;

4) MHOTHE MOHOT'CHHBIE 3a00JICBAHHSA, paHCE AMArHO-
CTHPOBAHHbIC B CEMbe MM y ONIMKAHIINX POIACT-
BEHHHKOB;

5) np¥MeHeHHe Nepea W Ha PAHHWX CpoKax OCpeMeH-
HOCTH psiia hapMaKoJIOTHUYECKHX MpenapaTos;

6) nepeHeceHHble BHUpYCHble HH(EKUHH (renaTur,
KpacHyxa, TOKCOIIa3Mo3 U Ap.);

7) o6nyuenue Koro-Hudy/b U3 Cynpyros 10 3a4aTHs.
Mertoanyeckue TpeGoBaHUs K MPEHATaJbHONH M-

ArHOCTHKH BKJ/IIOHAIOT BBICOKYIO TOYHOCTb METOAA,

HaHMEHbIIYI ONACHOCTb OCJIOKHEHHH, MAKCUMAJIbHO

MaJiblit cpoK €<peMEHHOCTH.

M3 HenpsAMbIX METOLOB HauOOJbllee MPOrHOCTH-
YEeCKOE 3Ha4YeHHE MMEEeT HMCCJCN0BaHME MapKCPHbIX
9MOpHHaNbHBIX OENIKOB B ChIBOPOTKE KPOBH MaTEpH,
Takux, kak ansda-gperonporenn (APII), xopHaabHbIA
roHagotpount (XTI, cBoGogublit actpanuon (HI) u
HEKOTOpbIC Apyrue. OTH OCIKH CHHTC3MPYHOTCH
KJIETKaMH CaMOoro IJIo4a WK MUIAUEHThl H MOCTYNaloT
B KPOBOTOK MaTepH, MPHUYEM MX KOHUEHTPALMS B Chl-
BOPOTKE KPOBH OEpEMEHHBIX MEHSCTCS B 3aBHCHMO-
CTH OT CpoKa OepeMEeHHOCTH M COCTOSHMs MJoAa.
M3meHeHHe HOpMasbHOH OWHAMMKH 3THX MokazaTe-
Jed KOppenupyeT C OpPraHW4eCKHMH [OPAKEHUAMH
mioaa (cuHapom JlayHa, OTKpbITble Ae()eKThl HEpB-
HOW TpyOku: dk3eHuedans, MO3roBble IPbIXH, He3a-




pallLCHHC NIepeiHeii OpIOLWHOIT CTCHKH, AHOMaJIUH 110~

4cK).

MaccoBblii CKpPUHHHT 6CPCMCHHBIX XKCHUIHUH B 15-
16-HC/ICIBHBIC CPOKH € MCIIOJB3OBAHUCM TPCX TCCT-
cierem (ADIL, XI' u H3) no3sossicT BbISIBHTL 10
80% 1110108 ¢ AepekTaMHU PA3BUTHSI BHYTPCHHUX Op-
raHoB 11 10 65% — ¢ XpOMOCOMHbBIMH GOJIC3HAMH (Ha-
upiHmep, ¢ 00iicsHbio JlayHa, 1HOUYyIsiHOHHAS 4aCcTO-
Ta KoTOpoii coctaBaset 1 Ha 700-750 HoBOpOXICH-
HbIX).

Hanbouice pacnpoctpaHcHHbIM 1 cambiM dd¢ek-
THBHBIM 1IPAMbIM HCHHBa3HBHBIM MCTOJIOM HCCJIC]O-
BaHIA 1JI0AA SIBJISICTCS YJIbTPAa3BYKOBOC IHcCC/icA0Ba-
Hic (ckannposanue). [lpakTHueckn Bce MeanKO-
I'CHCTHYCCKHC LCHTPBI POCCHH YKOMINICKTOBAHBI HM-
nHopTHbLIMH Y 3-annapaTtaMit BLICOKOI pa3spewatouuci
ClI0COOHOCTH H, 110DTOMY, AaHHbIH MCTOJ CCroAHA
SABJISICTCS CaMbIM [1POCTbIM H d(PEKTHBHBIM CIOCO-
00M JUMArHOCTHKH aHATOMHYCCKHUX MopokoB. Y3U-
JAHardoctHka abcontoTHO OC3BpciaHa s MaTtcpu M
111012, HO MaJI0 MH)OPMATHBHA 1IPH XPOMOCOMHBIX H
0COOCHHO MOHOICHHBIX 3a00JICBAHHAX, MU AHArHO-
CTHKH KOTOPbIX HCOOXOUHMMO HCIIONB30BATh KICTKH
CAMOI'O 1111012 HIIIT CI'O HIPOBH30PHBIX OPraHoB.

JloctaTouHo 110JiHAasi MHOpMALHKA O KapHOTHIIC
3apojbllia, OHOXUMHYECKHX I FCHOTHIIHYCCKHUX OCO-
OCHHOCTSIX CI'O KICTOK MOMKCT ObIThb 110J1y4CHA TOJIBKO
Ha OCHOBAHHH COOTBCTCTBYIOLIHX MCCICHAOBAHHI HC-
1I0CPCJICTBCHHO TKaHeil caMoro 1uioja Wid ero npo-
BH3OPHBIX OopraHos (1J1aUCHThI, XxopuoHa). Bo mHo-
I'HX MCAHKO-ICHCTHYCCKHX LCHTPaX CTpaHbl LUMPOKO
IIPHMCHSIIOTCS  HHBA31IBHBIC ~ MCTOAbI  110JIyHCHHUSI
IUIO/HOI'O MaTepiala, KaKk B [ICPBOM, TaK U BO BTO-
pomM TpHMecTpe OCpEMCHHOCTH, 4YeMy cliocobcTByeT
nossiacune Y3M-annaparos ¢ BbiCOKOI paspcuiato-
uicii clocoGHOCTHIO.

OuHuM 13 3(¢pcKTHBHBIX MCTOJLOB PO IIAKTH-
KH XPOMOCOMHBIX HAPYLICHIIT sIBASICTCS 1IpCHATAllb-
Has JAHarHoctuka kapuortnua iiopa. [IpeHatanbHas
JIHArHoCTIKa CcTalla BO3MOXKHOIT Ollaroaaps coBMecCT-
HBIM YCHJIHMSIM aKYLICPOB, FHHCKOJIOIOB I ICHCTHKOB.
JUist L roreHeTHYCCKOI 1IpCHATalbHON JAHArHOCTHKH
p.’.l'j]')ll()()'l‘illlbl AKYWICPCKHC HHBA3HBHBIC MCTO/lbl, 110-
3BOJIAKOLLHC [10JIy4aTh KICTKH IJIOJa 1A UX KapHo-
THIIHPOBAHHUSA Ha JIlOOOM cpoke GepeMeHHocTH. [Toka-
3aHHAMH JUISl LHTOICHCTHYCCKOI lIpcHaTalbHON JH-
AarHOCTHUKI SIBJISIOTCS:

1) BO3pacT KeHUWHBI cTapuice 35 JieT;

2) HaJlMuHe B CCMbC IIpeAblAyLicro peOeHKa ¢ XpoMo-
COMHOI1 aHOMallUCli;

3) cbanaHcHpoBaHHasi XPOMOCOMHas IMcpecTpoiika y
OUMHOI'0 H3 poANnTClICH;

4) (akTopbl plcka, BbISBICHHBIC IPU 1IPCHATAJILHOM
CKpIHItHIE Ocpesenioil — GHOXHMHYCCKHE Map-
KCPbl XpPOMOCOMHbIX Gosiesneii mioaa (OTKIOHE-
HIC OT HOPMabHbIX llOKa3aTclicii a-(heronporei-
na (A®DIl) U XOPUOHHYECKOrO TOHAAOTPOIMHA
(XT) B ceiBOpoTKC KpoBH OepcMCHHOIT MartepH),
YJIbTPa3BYKOBbIC MapKCpbl XPOMOCOMHbIX 0osie3-
Hel 1104a.

s npcHarajJbHOro KapHOTHIIHPOBAHHSA IUIOAA B
HACTOSILCC BPCMST HCIIOJNIB3YIOT, B OCHOBHOM, YCThIpe

aKyLICPCKHX MCTOJA: aMHHLCHTE3, OHOINCHA XOpHO-
Ha, OHOICHS IUIALCHTBl M KopuouceHTe3. Bee unBa-
3UBHbIC MCTO/Jbl [POBOAATCA MMOA KOHTpojcM Y3-
nccacnoBanusa. Kaxablii M3 MCTOLOB HMMECT CBOM
[IpeHMyLIeCTBA H HCAOCTATKH.

AMHHOLCHTC3 NPOBOAUTCS Ha cpoke 16-20 Hen.
6CpCMCHHOCTH. DTHM MCTOAOM IosydatoT 15-20 mu
AMHHOTHYCCKOIT XHMJAKOCTH IIPH NYHKUHH IIepeaHCii
optowiHoii cTteHku. JlJis LHMTOrCHCTHYCCKOrO HCCIC-
JOBAHHUA HCIIOJIL3YIOT KJICTKH AMHHOTHYECKOH KHI-
koctu (KAX). B nociieqHuc roabl HCKOTOpbIC HCClIC-
[l0BaTelIM MPOBOAAT aMHHOUCHTe3 B I TpumecTpe Oc-
PCMCHHOCTH, 110J1y4as 1IpH 3TOM HCOOJIbLIOC KOJIHYC-
CTBO aMHHOTHYCCKOH JKHAKOCTH, COIep)Kallce 3Ha-
4YUTCJILHO MeHbLUE KieTok. [Ipenmyutectsa oToro mMe-
TO/Ja — HH3KHIT PUCK OCJIOKHCHHIT TCucHHs B6CpeMCH-
HOCTH, XOpOLICC OKPalWMBAHHC XPOMOCOMHBIX lIpc-
1apaTtoB AU epeHUNANBHBIMI KPACHTC/ISIMU, HE3HA-
YHTCIbHBI PUCK KOHTAMHHAUMH KYJIbTYD KICTKaMI
MaTEePUHCKOI'O 1POMCXOXKACHHA; HCUOCTATKIT — 1IPO-
BCJ/ICHHC POLICAYPbI HA 1103AHUX CPOKaX OEPCMCHHO-
CTH, NJIOXafA XHU3HECNOCOOHOCTb KJICTKOK aMHHOTIH-
UCCKOH KHJIKOCTH, KOTOpbIC HCOOXOAIMO KYJIbTHBI-
pOBaTh, OIIACHOCTH MHKPOOHOIO 3apascHHS KYJbTY-
pbl, 110TPEOHOCTL B AOPOroCTOALUMX pearcHTax i ai-
naparype.

XopuoH6HOMCHS TIPOBOANTCA B CPOKH 7-9 Heil. ¢
[IOMOLBI0 TPaHUCPBHKAJILHOrO, HO 4allc TpaHcal-
JIOMHHAJILHOTO 1104X0/10B. BOo BpeMs npoucaype! 110-
Jy4yaioT 5-15 M TKaHH XOpHOHA, B KICTKAaX KOTOPOI'O
HCCIICAYIOT KapHOTHII noda. OCHOBHBIC NpCHMYLLC-
CTBa JTOrO MCTOAA — PAHHIC CPOKH B3ATHA MaTcpla-
jda, xopouwece AudQepcHUHAIbLHOE OKpallHBaHic
XPOMOCOM;  HCHOCTaTKaMil  TPaHCUCPBHKAJIbHOIO
[104X0/1a SBJIACTCA BbICOKHIH PHCK Ilpouc1ypbl, BO3-
MOXHOCTb MH)UUHPOBAHNA 1101a, ONIACHOCTb KOH-
TaMHHAUHH KJICTKaMi MaTCpH.

[TnaucHTOGHOIICHA NPOBOAHTCA B :10ObIC CPOKH
6epemennocti (II u IIT tpumectpsl). C 1OMOLLBIO
TpaHcabMOMIIHAIILHOIO 11POKO:1a nepeaHeii OpowHoii
CTCHKH [10JIy4al0T BOPCHHBI IIJIALCHTBI, B CC KJICTKAX
onpejensor kapuotuil. [IpenMyLccTBa i HCAOCTAT-
KH TAKHC *KC, KaK PH GHOMNCHH XOpHOHA.

KopaoueHTes — no:1y4cHHC KpOBH M3 11yIIOBHHbI
mioga. DTy npoueaypy NpHBOIAT B CpOKH 23-25 Heu.
6ecpeMCHHOCTH. DTO camas HalcKHas npouciypa Juis
30 (CKTHBHOrO KapHOTHIIHPOBAHHA, OJHAKO, OHa
uMceT HaubosbWHIl PUCK OCJIOXHCHHH GCPCMCHHO-
CTH, TpeOyeT BBICOKOH KBajH(HKALMM OT akyuicpa,
CC BO3MOXHO OCYLUCCTBHTb JIMLIb BO 2 TPHMCCTpC
O6CpCeMCHHOCTH.

LluTtorcHeTHucckas IpcHaTalibHAas JHAarHOCTHKA
IIPOBOJMTCS Pa3jIMUHBIMH MCTOAAMH B 3aBHCHMOCTH
OT TOr'0, KaKasi HHBa3HBHAA lpoUcAypa IPHMCHSIIACH
M KaKMM MAaTCpHAJIOM pPacliojliaracT Bpau-UHTOrCHC-
THK JUIs olpedciicHs kapuoTina tona. Econ npo-
BOJMTCA AMHHMOUCHTC3, TO Ul KapHOTHIIMPOBAHNA
MCIIOJIb3YIOT HCNPAMOIT MCTOA — KYJbTYpPY KICTOK
amHuoruuceckoi xkuakoctw (KKAX). 3Ortor Meron
TpeOyeT MIMTC/IBHOIO KYJIbTHBHPOBAHHS KJCTOK, H
pe3yJIbTaT MOXHO I10JIy4HTb TOJbKO dcpe3 2—3 Hel.
1ocuie B3sTHA mMatcpuana. [pn nposeucHun 61oncH




XOPHOHA M 11J1AUCHTbI HCNIOJIL3YIOT IJIaBHBIM 00pa3omM
HPAMO MCTOU 1OJYHYCHHS XPOMOCOMHBIX lpcnapa-
TOB JUIsi KapHoTHIIHpoBaHus (“npsimbic” npenapathl).
Huorua rtakxe HMCIIOJIbL3YIOT KYyJIbTHBHPOBAHHC Kile-
TOK XOPHOHA M ILIaueHTbl. OCHOBHBIM NPCHMYLICCT-
BOM MeToJa “npsMbiX” npenapatoB siBAsEeTCs ObICT-
poTa moslyucHHsi pe3ylibTata uHcciepoBavus. Ilpu
HPOBEACHHH KOPAOUCHTE3a HCIIOJb3YIOT METO/ KYJlb-
Typbl JUMPOUUTOB, KOTOPBIi SBJISETCS ONTHMAalb-
HBIM UIsl ONPCCIICHHS KAapHOTHIA 117102,

Yucno MoHOreHHbix Oosie3Hel, JOCTYHbIX MoOJie-
KyJIspHOI AnarHoctike, yxe upessitwtact 1000 u
npoaosnkaet ObicTpo yBenuuuBathes. Co3ganbl U no-
CTOSIHHO COBCPILUCHCTBYIOTCS BCC HOBbIC 3(dekTHB-
Hble M JOCTAaTOYHO YyHHBepcaiabHble meroasl JIHK-
JAMAarHOCTHKH, TaKHe, KaKk METOJ NoJIMMepa3Hoit uen-
noii peaxuuun (ITL[P), aBTop KOTOpOiIi — amepHKaH-
ckuii yucHslii Kappn Mysuine ormeuen Hob6elicBekoii
npemueii 1994 ropa, merox O6aoT-rubGpuaM3audu,
yBeKOBCUMBLIHI MMs cro cosxartenst Ja. CaysepHa,
1975, u mctousl JIHK-cckBennpoBanus (aHasin3 nep-
BHYHOI 110CJICAOBATCIBHOCTH HYKJICOTHIOB B UCMOY-
ke JJHK), paspa6oranusic 1. CoHikepom.

JHK-MCTOABI NO3BOJISIIOT HE TOJbLKO JAHAarHOCTH-
poBarh reHHble 00JE3HHM, HO W BbISBIATL GeccuMm-
IITOMHBIX I'CTCPO3UIOTHBIX HOCHTCIICH MyTauui H,

TakuM 06pa3oM, BCCTH 3(PPCKTHBHYIO 11PODHIIAKTHKY
00JIC3HCH B CCMbsIX BLICOKOI'O pHUCKA.

Hanbueiwnii nporpecc JAHK-anarsoctuku 3a-
K/II0YaeTCss B YBCJAMUYCHHM 4HMCJIA JHATHOCTHPYEMbIX
6onesHeil U MCCAELOBaHHMI, HANPABJICHHBIX HAa Mac-
COBBI CKPHHHHI' HOBOPOK/ICHHBIX Ha npeapacioJo-
KEHHOCTb K MYJbTH(AKTOPHAJILHBIM (IIOJMICHHBIM)
3a00JieBaHHsIM, TaKHM, KaK aTepoCKJICPO3, HLIEMHS
cepaua, AHabCT, HEKOTOpble OlYXOJH H HCPBHO-
licuxuueckuc 3abosieBaHms.

brHoxHMHUECKHE METO/bl TAKXKC AOCTATOYHO LIH-
POKO LIPHMEHSIIOTCS 1IPH NPCHATAJILHOH AHATHOCTHKH
BPOXICHHBIX Ae(eKTOB HCPBHOM cHCTCMBbI (HCCiiCO-
sanne A®DIT 1 aueTHIXOJIMH-3cTepas3bl B aMHHOTHYC-
CKOH XHJAKOCTH), NIPH HEKOTOpbIX popmax OonesHeit
obMeHa MyKOIOJHCaXapHuoB H JIH30COMallbHbIX Oen-
KOB M JlaXe NpH NpeHaTajlbHOH AMarHOCTHKE MYKO-
BUCLM/I032 — €CAMOI'0 PacnpoOCTPAHCHHOIO MOHOICH-
Horo 3abosicBaHusi. XOTs NPEANOUTECHHE B OCJICAHHE
roasl Bce ke oraaercs npsimoit JHK-umarnoctuke
MYT@HTHOI'O I'CHa.

Takum o6pa3oM, Ha cero/Hsi pa3peliaioulas clo-
cOOHOCTb METO/0B  [IPCHATAJIbLHOH  JAHArHOCTHKH
oucHb Bbicoka: npu Y3U — 90%, npu kapHOTHIIHPO-
BaHuu moxaa u JAHK-anarnoctuku gocturact 100%.

THE MEDICAL GENETICS: PRENATAL DIAGNOSIS
(Lecture 5)

[.J. Seminsky

(Irkutsk State Medical University)

In this article we can read about prenatal diagnosis — new methods of medical genetics. There are tasks,
methods of this branch, significance for practical medicine and fundamental genetics.
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