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METO/bI BHYTPUYTPOBHON TMATHOCTUKHU TEHETUUYECKUX
3ABOJIEBAHUM ILTOJIA

AHHOmMmauua: 0anHas cmamvs NOCBAUEHA HYMPUYMPOOHOU OUACHOCTUKE
eenemuyeckux 3abonesanuil naoda. llokaszanvl pazHo8UOHOCMU 2eHEeMUYECKUX
3abonesanuii. Ilpusedenvl memoowvl OUACHOCMUKU C ONUCAHUEM.
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ouazsHoCmMuKa, CKpUHUHeU, Xopunoouoncus, kopooyenmes, Y3U.

METHODS OF INTRAUTERINE DIAGNOSIS OF GENETIC
DISEASES OF THE FETUS

Abstract: this article is devoted to the intrauterine diagnosis of genetic
diseases of the fetus. The varieties of genetic diseases are shown. Diagnostic
methods with a description are given.

Key words: genetic diseases, prenatal diagnosis, screening, morinomiya,

cordocentesis, ultrasound.
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BBenenue

B HacTosimiee Bpemst Bce 0OJIbIle )KEHIIMH OECIIOKOSITCS O CBOEM 310POBBE U
3I0pPOBBE CBOUX OYyIyIINX JETeH, eiie Obl, Belb B UHTEPHETE CTOIBKO HH(OpMALIUN
O TeHeTHuYecKuX 3abojeBaHusax. Ha paHHHX cpokax OEpeMEeHHOCTH BCeM
Ha3zHayaeTcsd (QoaueBas KHUCIOTa, JIA MPEAOTBPAILICHUS PAa3BUTHS Pa3IHMUHBIX
natonoruii. CoBpeMEeHHas HayKa IarHyja JajieKo BIepea, cedyac HapyIIeHHUs B
reHaX MOXKHO VYBUJAETh Ha OJTalne BHYTPUYTPOOHOTO pa3BUTHUS, IS STOTO
CYLIECTBYIOT pa3IM4YHble CKPUHUHTH M TecThl. KOHEUHO, Naneko He MOCIeIHUM
(dakTOpOM TPENOTBpALICHUS JaHHBIX 3a00JICBAaHUN SIBISETCS «HMCKOPEHEHHUE)»
(akTOpOB pUCKA, TAKMX KaK KypEeHUE, aJIKOTOJIbHBIE NI HAPKOTUYECKUE BEILIECTBA,
MHOTHE €Ile BO BpeMs IUTAHUPOBAHHUS OEPEMEHHOCTH [elaroT 00cCleI0BaHus,
4YTOOBI IOHATH, HE SIBJISIOTCS JIU OHU HOCUTEISIMHU KaKO-InOO0 NaTOJI0THH, KOTOpast

3aTeM MepeaacTcs uX peoeHKY.

Bunanl renernuyeckux 3a001eBaHui

Tak kak TPUYUHBI TATOJIOTHHA Y TUI0Ja MOTYT OBITH 00YCIIOBIICHBI TEHETUKOM
WIM BHEIIHUMH (aKTOpaMH, pa3IMyaloTCs BPOXKIEHHbIE W TMPUOOPETEHHBIE
OTKJIOHEHHUs. [lepBble MPUCYTCTBYIOT € C€aMOro MOMEHTa 3adaTus H
JTUArHOCTUPYIOTCS dYallle BCETO Ha paHHUX CpPOKaxX, Torga Kak BTOPHIE MOTYT
MOSIBUTBCS Yy peOEHKa W ObITh BBIABICHBI BpayamMu Ha JIFOOOM JTare
oepemenHocTu[2].

1. Bpoxnénneie

Bpoxnénnple, reHeTHYeCKUe MaTOJOTUM TUIOJa B MEIUIIMHE Ha3bIBAIOTCS
TPUCOMHAMU. DTO OTKJIOHEHHE OT HOPMBI XPOMOCOM PeOEHKA, KOTOPOE MOSBIISCTCS
Ha CaMbIX PaHHUX dTalax ero BHyTpUyTpoOHOTO (hOPMHUPOBAHUS.

[Tatomoruu, 00yCIOBICHHBIC HEMTPABUIILHBIM YHCIIOM XPOMOCOM:

. cunapom JlayHa — mpoOsiembl ¢ 21-if XpoMOCOMOM; MpPU3HAKK —

cmaboymue, crienupuaecKkasi BHEITHOCTb, 3aJepKKa pOCTa;
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. cunapom Ilatay — Hapyumenus ¢ 13-l XxpOMOCOMOM; MPOSIBJIICHUS —
MHO>KECTBEHHBIE TIOPOKUA Ppa3BUTHUS, HUIUOTHSI, MHOTONAIOCTh, MPOOJIEMBI C
MOJIOBBIMHU OpraHaMH, IIyX0Ta; O0JIbHBIE IETH PEJIKO JI0KHUBAIOT 10 1 rona;

. CUHIPOM JJBapjca — MaTOJOTHH 18-i1 XpOMOCOMBI; CUMIITOMBI —
MaJICHbKHWE HWXKHSS YENIIOCTh M POT, Y3KHME W KOPOTKHE TIJIa3Hble IIIEJIH,
nedhopMUpPOBaHHBIE YITHBIC PaKOBUHBI, 60% 1eTeil He MOXKHUBAIOT J0 3 MECSIEB,
toabko 10% nmorsrusarot no 1 roxa.

Bosne3nu, npoIMKTOBaHHbBIE HEMPABUIBHBIM YUCJIOM MOJOBBIX XPOMOCOM:

. cugapoMm lllepemeBckoro-T€épHepa — OTCYTCTBHE y JE€BOYKU X-
XPOMOCOMBI; TIPU3HAKKM — HU3KOPOCIOCTh, OECIUIOUE, MOJOBOM MH(PAHTHINU3M,
COMATUYECKUE HAPYILICHHUS;

. MOJUCOMHUSI TI0O  X-XPOMOCOME TMPOSIBISIETCS  HE3HAYUTEIbHBIM

CHIKEHHEM MHTEJUICKTa, ICUX03aMH U N30 pEeHUEH;

. MOJMCOMUSL MO Y -XPOMOCOME, CHUMITOMBI CXOXH C MPEAbIIyLIeH
MaTOJIOTUEH;
. cunapom Knaltndenbrepa nopaxkaer Malb4MKOB, IPU3HAKK — Ha TEJIC

oCJIa0JIEHHBI POCT BOJIOC, OECIUIONUE, MOJIOBOM MH(GAHTHIN3M;, B OOJBIITHHCTBE
CJIy4aeB — yMCTBEHHAs OTCTAJIOCTb.
[Tatomoruu, mpudruHa KOTOPHIX — TMOJHIUIOUANS (OJIMHAKOBOE KOJIMYECTBO

XPOMOCOM B SI7IPE):

. TPUILIOWINH;

. TETPAILUIOUINY;

. MIPUYMHA — F'€HHbIC MyTaIlUH IUI0/1a;
. JIETAJIBHBI 10 POKICHUS.

Ecnu npuumHbl matonoruu 1miojia mpu 0EpeMEHHOCTH HOCST TeHETUYECKHMA
XapakTep, UX YK€ HelIb3sl HCOpPaBUTh, Takue OOJE3HU HEU3JeYUMbl. PeOEHKyY
MPUIETCS KUTh C HUMHU BCIO CBOIO JKU3Hb, U POJIUTENSAM MPUIETCS MTOKEPTBOBATH
MHOTHM, 4TOOBI BbIpacTUTh ero. Koneuno, u cpeau 00inpHBIX cuHApOMOM JlayHa,

HanpuMcEp, BCTPCHAIOTCA TAJIAHTIIMBBIC, OAXKEC O,Z[apéHHBIC JIOJU, IIPOCIaBUBIINCCA
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Ha BECh MUP, HO HY’KHO [TIOHUMATh, YTO TO €AUHHULIbI, CYACTIUBbIE UCKIIIOUEHUS U3
IPaBUIL

2. [TpunoOpeTéHHbIe

beiBaer u Tak, 4TOo SMOPHMOH MOXET OBITh a0COJIIOTHO 3J0POBBIM
TeHeTUYECKH, HO NPHOOpeTaeT OTKJIOHEHHS B TMPOIECCE CBOETO YTPOOHOTO
pa3BUTHUS MO/ BIMSHUEM CaMbIX Pa3IUYHBIX HEOJAromoiaydyHbIX (PakTopoB. DTO
MOryT OBITh 3a00J€BaHMs MaTepH, KOTOpbIE OHA IEpeHeciIa BO BpeMs
OepeMEHHOCTH, IJI0Xasi SKOJOrHYecKass 00CTaHOBKA, HEMPABHIIbHBIN 00pa3 >KU3HH
UT. 1.

[IproOperénnas maronorus miojga npu OEpeMEHHOCTH MOXKET 3aTPOHYTh
camble pa3nIW4yHble Opranbl u cuctembl. Cpenu Hambosee pacmpocTpaHEHHBIX
MOKHO OTMETHUTb CIIEIYIOLIHE:

. neopManusi WM OTCYTCTBUE (IOJHOE, YacCTUYHOE) BHYTPEHHHX

OpraHoB (Yallle BCEro CTpajiaeT rOJOBHON MO3T) WM YacTei Tena (KOHEYHOCTEH,

HaIpuMmep);
. aHATOMHYECKHUE N€(PEKTHI JIULEBOIO CKEJIETA;
. MIOPOKH CepALa;
. He3apalleHue CIMHHOMO3TOBOTO KaHAJa;
. MO3roBasi TMIOBO30YJIUMOCTh (MepUHATadbHasl) MPOSBISIETCS MOCIE

POXKIACHUA MaAJIbIllla B BHJAC HH3KOI'O TOHYCa MBI, BsAJIOCTH, COHJIMBOCTH,

HCXKCJIaHUA COCaThb I'pydb, OTCYTCTBUA IlJIadd, HO TaKasd I1aTOJIOTHUSA HOI[)IaéTCH

JICYCHHUIO;
. MO3roBasi THUMEPBO30OYIUMOCTh (I€pUHATATIbHASI) TOXE YCHEIIHO
JICUHMTCS, CUMOTOMATHKAa — CHJIBHAs HamNpsOKEHHOCTh, OpOXKaHWE MOAOO0POIKa,

JIOJITU TJ1a4, KPUK;
. TUIIEPTEH3UOHHO-TUIpoIIehaTbHBIN CHHJIPOM  XapaKTepu3yeTcs
YBEJIIMUYEHHBIM OO0BEMOM TOJIOBBI, BBIMUPAHUEM POJHUYKA, JUCIPONOPLUUSIMU

MEX1Y JINLIIEBOW U MO3TOBOU JIOJISIMU YEPENA, 3aJE€PKKU B PA3BUTHH.
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B ocoOyio rpynmy MOXHO BBIACIUTHh TAaKK€ OTKIOHEHUS OT HOPMAJIbHOIO
BHYTPUYTPOOHOTO Pa3BUTHUS, IPUUUHBI KOTOPHIX OMpPEACIUTh OY€Hb CIOXKHO. Tak
pacrnopsiauiachk MpUpo/ia, U HUYETo C 3TUM He nojenaeiib. K HuM oTHocATCS:

. BBISIBIIIEMAasi HA Pa3HbIX ATanax 0epeMEeHHOCTH MAaTOJIOTHS MYTIOBUHbI
IJI0/1a: OHA MOXKET ObITh CIUIIKOM JIJTMHHOW WJIM OYEHb KOPOTKOM, BhINAJEHUE €
NeTeNb, Y3Jibl, aHOMAJIbHOE MPUKPEIUICHHE, TPOMOO3 U KUCTHI — BCE 3TO MOXKET

MPUBECTU K TUTIOKCUU U THOETN peOEHKa;

° MHOI'OIINIOAHOCTB (B TOM 4YHUCJIC U CHAMCKHC 6J'II/I3HGI_IBI);
. MHOI'O- 1 MaJIOBOAHC,
. IMIaTOJIOTHH IUIAOCHTBI: THIICPILIA3HsA (CC CIIMIIIKOM OOJIBIIOM BGC) )51

runoriasus (eciu e€ macca coctaniisier Menee 400 rp), nHDAPKT, XOPHUOAHTHOMA,
TpodobaacTruieckast 60Je3Hb, IJIANEHTAPHAS HETOCTATOYHOCTH;

. HETMPaBWIbHOE MPEJICKAHUE IIT0a HEKOTOPBIE Bpaur TOKE HA3bIBAIOT
MaTOJIOTHUEH.

Kaxmoe U3 3Tux OTKIOHEHHWH TpebyeT OT Bpauel M poaurteseit ocodoro
OTHOILICHHS K BBIHAIIIMBAEMOMY PEOEHKY, MpPENeIbHOM BHUMATEIBHOCTH, & CaMOe

I'NIaBHOC — COXPAaHCHUA CIOKOMCTBHUS.

Y3H u anaau3bl KPOBH

[IpeHaranbHasi  CKPUHUHIOBas  JWArHOCTHMKAa  HA3HAYAETCS  BpPadyoOM-
TMHEKOJIOTOM KAl TPUMECTP U BKIIFO4aeT Y 3U mioa u aHanmsel KpOBU:

1. Ha 11-14 nenene 6epeMEHHOCTH MPOBOAUTCS TPOIHOM TecT. B Hero
BxoauT Y3U mnopa, ompenesnieHHEe B BEHO3HOW KpoBU KOHUEHTpauuun PAPP-A
(TUTa3MEeHHOT0 abOyYMHHA, aCCOIMUPOBAHHOTO C OEpEeMEHHOCTBIO) U CBOOOIHOM
octa-equauibl  XI'U. TpoitHOM TecT TO3BOJSET 3al0J03PHTh BO3MOXKHBIC
XpPOMOCOMHBIE OTKJIOHEHUs y 1uioga (cuHapoma Jlayna, DaBapaca, Ilaray), a
TeHEeTUYECKUE HCCIEAOBAHMS MOMOTYT TOYHO ONpPENeNTuTh 3TU maroioruu. [lpu

TOM TOYHOCTb PE3yJIbTATOB Oy/I€T OUEHb BHICOKOIA.
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2. Ha 20-22 Henene OepeMEHHOCTH KEHIIMHAM Takxke naenarT Y3U
II0Jla W aHaJu3bl KPOBHU JJIS BBIYMCICHUS BEPOSITHOCTH CHUHApPOMOB JlayHa u
DnBappca, a Takke AedekTa HepBHOW TpyOku y mmoma. Ecom va 11-14 menmene
OTKJIOHEHUHA B YPOBHSAX OHOXMMHYECKHX IIOKa3aTelieil He OOHapy»KeHO, TO
TCHETUYECKHE MCCIIEIOBAaHNS MOTYT HE Ha3HadaThcs. Eciam aHamm3bl B MEpBOM
TPUMECTpPE HE CAABAIMCH WIH PE3yIbTaThl OBLIN MOTPAHUYHBIMU, PEKOMEHIYETCS
clenaTh TPOMHOM TecT cHoBa[3].

3. Ha 32-34 wnenene OepemeHHoCcTH HasHadaeTcs Y3W mmoma st
JIMAarHOCTHUKH MOPOKOB Pa3BUTHS, KOTOPbIE HEBO3MOYKHO BBISIBUTH PaHBIIIE, a TAKKE
JUTSL OLIEHKH OOIIIETr0 COCTOSIHUSA I1J10/1a.

ITo mokazaHusIM IPOBOASATCS TOMOJHUTEIHHBIC TCHETHUCCKIE NCCIICI0BAHMS,
KOTOpbIE OBIBAIOT HEMHBA3MBHBIMU M MHBAa3UBHBIMHU. B TepByI0 TIpyIiy BXOJIUT
noBTopHoe ¥Y3U mnona, normieporpadus 1 IBETOBOE JOIIEPOBCKOE KapTUPOBAHUE,

KapJIUOTOKOrpa(usi ¢ aHATOMHUYECKUM aHAJIM30M PE3YJIbTaTOB.

Kopaouenres

KopmoneHnres - 3T0 KapUOTUNHMPOBAHWE, WJIM XPOMOCOMHBIM aHaIMU3
MJIOJHOTO MaTepuana(lmynoBUHHON KPOBH), KOTOPOE TIO3BOJISET HCKIIOUUTH
Ka4e€CTBEHHbBIC U KOJIMYECTBEHHbBIC MEPECTPONKH B XPOMOCOMHOM Ha0Ope y TUI0ja.
BrimonnsieTcss uccienqoBanue B cpoke cBeimie 20 Hemenb OepeMeHHOCTH. B
HACTOSAIEe BpEeMs OCHOBHBIM METOJIOM TIOJIYYEHHS KPOBU IUIOJA SIBJISIETCS
TpaHCAaO/IOMUHANBHBIN  IMYHKIIMOHHBIA  KOPJAOILIEHTE3 TMOJ]  YJIbTPa3BYKOBBIM
KOHTpoJsieM. MIcronb3yeTcst HE TOJIBKO C 1ENbI0 JUarHOCTUKHU NATOJIOTUH 1J10/1a, HO

Hu 111 €10 JICUCHUA.

buoncus BopcuH XOpHoHa
buoncus BopcuH XOopHOHa — 3TO 3a00p MaTepuana HENOCPEACTBEHHO U3
IJTALEHTHI U1 JAJIbHENIIET0 €ro UCCIEN0BAHUS C LENbIO ONPEAEICHU KapUOTHIIA

mwioaa[1].
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[Ipu npoBeaeHUY NpoIeAYphl JOKTOP 3a0MpaeT MaTepHall JJis UCCIIeI0BAHUS
Ha Kapuotun. CIOXXHOCTb MaHUIYJISIHUU ONPaBIbIBAETCS BBICOKON TOYHOCTBIO
PE3YyJbTATOB aHAJIN3a, KOTOPHIE MO3BOJISIOT ONPEASTUTh HATUYUE WU OTCYTCTBUE
6onee 3 800 reHeTHUeckux 3a00JIeBaHUA, B TOM 4Hciie cuHapoma Jlayna. Jlyis toro
yTOOBI TPOBECTU MOJHOIEHHOE HCCIEAOBaHUE, BOPCHMHA XOPHUOHA B JUAMETPE
noJDKHA ObITh HEe MeHee 1 cM. Takoro pasmepa oHa JOCTHTACT YXKe K 7 Wiin 8 Heperne
o6epemenHocTu. OHAKO HA ATOM CPOKE MPOLEIYpPY MPOBOIUTH JOBOJBHO OMACHO
JUIS TIJI0/1a, TIOTOMY YTO BBICOK PHUCK HAPYIIUTh Pa3BUTHE KOHEYHOCTEH MaJblllia.

OnTuManbHBIMUA ~ JUIi ~ MaHUINYJSIUMM ~ cuuTtarotes  11-12 Hemens
o6epemenHocTu. [1o3xke He pekoMeHIyeTcs, TOTOMY 4TO yke Ha 13 Henmene XOpuoH
o0pasyeT JIeTCKOE MECTO.

Omuu Hioanc: npu BbBX Bo3MoOXkeH maneHTapHblid  Mo3aunui3Mm. OH
BCTpeyaeTcss Bcero B 1% ciydaeB. [pyrumMu cioBamu, OJHU KIJIETKH IUJIALEHTHI

OyIyT UMETh HOPMaJIbHBIA XpPOMOCOMHBIA Ha0Op, a APYTHUe — C IBHOM NMATOJIOTHEH.

Ilinanenrouenres

[lmanenrouenTe3 — 3TO OAMH M3 METONOB NPEAPOJOBOM WHBA3WBHOU
JWAarHOCTUKH, MPEANOJIAralolii B3STHE U1 aHAJIN3a KIIETOK IUIALIEHTHI C LENbIO
ONPENIEIICHNS] UX TEHETUYECKON U XPOMOCOMHOM CTPYKTYpbl. C MOMOIIBIO TAHHOTO
METOJla MOKHO JIMarHOCTUPOBATh TsDKEJNEHIINEe TeHeTUYecKue 3a00JieBaHus,
KOTOPBIE COINPOBOXKAAIOTCSI YMCTBEHHBIMH M IICUXMYECKMMH OTKJIOHEHMSIMU,
MHO’KECTBOM (PU3NYECKUX MATOJIOTUH.

Hecmotps Ha TO, 4TO METOX 1aeT TOCTOBEPHBIE PE3YJIbTATHI, €r0 HA3HAYAIOT
TOJNBKO IIPU HAJWYUM TOKA3aHWW, YYUTHIBAs CIOKHOCTh M PA3BUTHE PHCKA
BO3HUKHOBEHHUs psAxa OCIOKHEHuM. lmMeeT 3HadyeHHMe CpOK NPOBEACHUS
uccienoBanus npu OepeMeHHocTH. OnTumanbHbii Bapuant — 12-18 Henmens
recTaly, yY4YuThiBas TOT (aKT, 4yTO NpUMEpHO K 16 Henene 3akaHUMBAETCS
OKOHYaTeNbHOe (POpMUPOBaHME IIALEHTHI. bojee mo3aHne CPOKU HeXenaTeabHbl,

IIOCKOJIBKY B Clly4ae OOHapy>KEHHs MATOJIOIMM IUIOAA M PELIEHUs POIUTENEH 00
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aboprte, npepBaTh OEPEMEHHOCTh Ha Cpoke CBbIle 20 Heaenb 6€3 OCI0KHEHUN U
HETaTUBHEBIX ITOCJICACTBHHA OUYEHB CJIOJKHO.

CornacHo MEIUIIMHCKUM JaHHBIM, TOYHOCTL MCCJIEIOBaHUsS cocTaBisieT 60
%, OCIIOKHEHHS MOTYT BO3HUKHYTh B He OoJjiee, yeM 2 % ciydaeB. Puck Toro, 4to
pEe3yJbTAaThl OKAXYTCA JIO)KHBIMM 3HAYUTEIIbHO HWKE, €CIIM JUarHOCTUKA

OCYILECTBIISIETCS B MEAULMHCKOM YUPEXICHUN C XOPOLIEH PEMyTallueH.

AMHHOLIEHTE3

AMHUOILIEHTE3 — 3TO MHBa3MBHas NpPOLEAYypa, MPOBOAUMAs BO BpeMs
OEpeMEHHOCTH /JIsi BBISBICHHUSI XPOMOCOMHOM IaTOJIOTUH, yAJCHUS] HU3JIUILKOB
OKOJIOIUIOJHBIX BOJ, BBEIEHUS MeaukamMeHToB. Kak cmoco® nuarHocTHkw,
AMHHOLIEHTE3 JlaeT HaumOOJbIIMKA 00beM HHGOpMalUU MpU MOJO3PEHUM Ha
T€HETUYECKUE MYTAIMH, OJTHAKO OH CONPSDKEH C HEKOTOPBIMM PUCKAMM Kak JJis
MaTepH, TaK U JJIs1 Pa3BUBAIOLLIErOCS MAJIBIIIA, TOATOMY HIMPOKOE €ro MPUMEHEHUE
OTPaHHYCHO PSIJIOM CTPOTHX MMOKa3aHui[4].

CyTh aMHHOLIEHTE3a 3aKJIIYaeTcsi B 3a00pe OKOJIOIUIOAHOW >KHIKOCTH,
COJIEpIKaIllel CIIyIIEHHbIE KJIETKU KOXHU Pa3BUBAIOILErOcs peOeHKa U paziMyHbIe
MEeTa0OJIUThI, KOTOPbIE MOTYT OBITh HCIOJb30BAaHbl C JMATHOCTUYECKOW LENBIO.
Knetku mnona moanexaT HUTOI€HETHUYECKOMY HMCCIIEIOBAHMIO, B XO/I€ KOTOPOIO
YCTaHaBIIMBAETCS XPOMOCOMHBIN HA0Op U J1t0ObIE T€HETUUECKUE OTKIOHEHUSI.

CTOUT OTMETUTh, YTO Ha CETOAHSIIHMA J€Hb AaMHHMOLEHTE3 MPU3HAH
0e30MacHbIM, TaK KaKk METOAMKA €ro IMPOBEJCHHS JaBHO OTpaboTaHa, a KOHTPOJIb
BCEH Ipoueaypbl IPOU3BOAUTCS C MMOMOLIBIO yIIbTpPa3ByKa, OJHAKO JIydlle OyaeT,
€CJIM MAaHUTTYJIALIMIO TPOBEAET OMBITHBINA CHEIUANKCT, IO3TOMY O MECTE IPOLELYPhI
¥ KOHKPETHOM Bpaue JIy4llle 103a00TUTHCS 3apaHee, BHIACHUB PEITyTallUI0 KIIMHUKA

N KOHKPCTHOI'O Bpaya.
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