TemaTnueckuii 6,10k Ne 12
JAuarnocTuka, npopuIaKTHKa U JieYeHUe HACJIeCTBeHHbIX 0oJie3Hell. Mcnosb3oBanue
METO/I0B KJIMHUYECKOr0, NAPAKJINHUYECKOr0 M CIIeNUATBLHOI0 FreHeTHYeCKOro
00cJieI0BaHMS VISl BbISIBJIEHUS] HACJIEACTBEHHOM MATOJIOTHH.
HEJIb 3AHATUA:
1. 3Hath uenu, 3a7aud U METOJbI JMATHOCTHUKU HACJEACTBEHHBIX OoJie3Hell. MIMeTh moHsTHE O
MEPUKOHLIECTIIIMOHHON TTPO(PUIIAKTHKHY.
NEPEYEHb 3HAHMM:
1. 3HaTh OCHOBHBIC IEH U 33Ja4d NMPEHATATLHON TUAarHOCTHKHU.
2. 3HaTh HEMHBA3HMBHBIC M HHBA3UBHBIC METO/IbI MPEHATATIHLHOM TUATHOCTHKH.
3. 3HaTh MOKa3aHUS W CYIIHOCTh MEPUKOHICTIIIHOHHON PO (DUIAKTUKH.
OCHOBHBIE BOITPOCBHI TEMBI:
1. Yto Takoe npeHaTanbHasg nuarHoctuka. [lepeuncnure nokazaHus K €€ NpoOBEICHUIO.
2. HemHBa3uBHBIE METO/IbI MPEHATATLHOMN TMATHOCTHKH.
3. VlHBa3uBHBIE METO/bI MMPEHATATBLHOM TUAarHOCTHUKH.
4. TlepukoHueNIMOHHAs MPOPUIAKTHKA U TOKA3aHUS K HEM.

Metoabl npeHatanabHoil Auarnoctuxku (I11).

Metoast IIJI pasmensitor Ha Henpsimvle (OOBEKTOM WCCIIEIOBAHMS SIBISETCS OepemMeHHas

KEHIMHA) U npsamvle (Acchenyercs cam tuion). Ilociaeanwe MOTYT OBITh MHBAa3HBHBIMH U

HEHMHBA3UBHBIMH.

OcHogHble MemoObl OUEHKU COCMOARUSA N100A 8 NPEHAMAIbHOU OUAZHOCHUKE 8DOHCOCHHBIX

Hace0cmeenHvlX 3a001e6aHull
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OMOJIOTHYECKHE)
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U 1p.)
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- TpaHCBaruHajJbHas
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v’ Ilnauenronentes (II-i TpumecTp GEpeMEHHOCTH)

v' Amunonenres (panauii — 1-ii pumectp. 12—14 Henenst GepeMEHHOCTH: OOLIEIPUHATHIN —

11-# Tpumectp. 18—20 Henens OEpeMEHHOCTH. )

Kopnonentesz — Il-it pumectp, 20—24 Henens 6epeMEeHHOCTH

derockonus

buornicuu TkaHei mnona (meyeHsb, ceae3eHka, Ko)Ka, MBIIIIBI U Ap.).
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21OCHOBBI npeHatanbHOM muarHoctuku / Ilon pen. FHOmumoit E.B., Measenera M.B. M.:
PABY3/III", Peanbnoe Bpems, 2002
1. Henpamvie memoowl.

JInisi OLIEHKH COCTOSIHUS TUTOJIa TIPUMEHSIIOT OMOXMMHYECKHE METOJbI (aHaan3 KPOBH M MOYHU
OepeMeHHOM), ynbTpasBykoBoe wuccieaoBanue (Y3U). OcoOyro poib urpaer akymepcko-
THHEKOJIOTHYecKrui aHamHe3. O0s3aTeTbHBIM ISl JKCHIIMH TPYIIBI PUCKA SIBISETCS MEIHKO -
TCHETUYECKOE KOHCYJIBTUPOBAaHUE, JOMOJHEHHOE TMpH HEOOXOJAWMOCTH  pe3yiabTaTaMu
0aKTEePHOIIOTMYECKOT0, HMMYHOJIOTHYECKOTO ¥ SHIIOKPUHOJIOTHYECKOTO 00CIIeIOBAHUSI.

OO0s3arenbHBIMM METOJAMHM JIOPOJIOBOM JMArHOCTUKU B IPOrpaMMe CKPUHMHIA SIBJISIOTCS:
OMOXMMHUYECKUE MCCIEJOBAHUS MAPKEPHBIX CHIBOPOTOYHBIX OEIKOB KpPOBM JKEHUIMHBI, Y3-
CKaHMpoBaHue. /laHHbIe uccie10BaHus MO3BOJISIOT ONPEAEIUTh HATMUKE Y IUI0Ja XPOMOCOMHBIX
0oJ1e3HEN U MOPOKOB Pa3BUTHSL.

buoxumMmnyecknii CKpUHMHT.

K MapkepHbIM CO€JMHEHUSIM B KPOBU MaTepu OTHOCATCS - petonpoTenH (ADII), xopruoHHueckuit
roHagotponuH (XI'), cBoOoaHBIN (HeKOHBIOTHpoBaHHBINA) 3cTpuon (HID), PAPP -A, npyrue.
[lokazaTenn OMOXMMHYECKOTO CKPUHUHIA, a TaKKe Jpyrue mnapameTpsl (Hampumep,
yIbTPa3BYKOBBIE MAapKepbl XpPOMOCOMHBIX 0OoOJjie3Hei), MOYKHO BBECTM B IpOrpammy
CTaTUCTMYECKOTO aHAJIN3a CTETIEHN PUCKa XPOMOCOMHBIX HapylleHui y mioja. [Tokazanuem amns
UCIOJb30BaHUs MHBAa3UBHOM 1/ ¢ 11esb10 KapUOTUIIMPOBAHMSI [UI0Aa CUUTAETCS PUCK BBILIE, YEM
1:250 (ot 1:190 o 1:400 B pa3HBIX cTpaHaxX) HA MOMEHT poxJeHHs peOeHka. bruoxumuueckuit
CKPUHUHT MO3BOJIIET OCYLIECTBUTH OTOOp OEpPEMEHHBIX B IPYIIIY PUCKA 110 POXKAECHUIO JeTel ¢
XPOMOCOMHBIMU aHOManusMU. TakuM OepeMeHHbIM HeoOxoauma uHBaszuBHas I1J] ¢ nensio
KapHOTUIMPOBAHUS TIOJIA.

CTOUT OTMETUTh, YTO MOJOXKHUTEIbHBIE PE3YJbTaThl CKPUHUHIAa — TOJBKO CUTHAJI K OoJjee
ri1y0OKOMy 00CII€/JOBAHHUIO JaHHON MAllMEHTKH, TaK KaK XpOMOCOMHasi MyTalus Oy/ieT BbIsSIBICHA
y 1:50 GepeMeHHBIX 3TOM TPYMIIBI.



[Tocnennue 5 ner uccaenoBaTeI MHOTHUX CTPaH 3aHATHI MIOMCKOM CBIBOPOTOYHBIX MapKepOB B
KpPOBH OepeMEeHHBIX, KOTOpBIE MO3BOJSUIM Obl (JOPMHUPOBATH TPYIITY PUCKA POXKACHUS JOETEH C
6one3npio JlayHa y)xe B mepBoM TpumecTpe OepeMeHHOCTH. BakHyI0 posib UTpaeT moxa3aTeib
cBOOOHON OeTa-CyObeIMHHIIBI XOPHOHUYECKOTO TOHAIOTPOIMHA W aCCOLMUPOBAHHBIN C
OoepemenHocThIO Oenmok A (pregnancy associated plasma protein A) - PAPP-A, kotopsrii
OIIECHMBAETCA B IEpBOM TpuMecTtpe OepemeHHOCTH. Mapkepom VY3U sBisiercss ToJMHA
BopoTHuKoBoro npocrpancrea (TBII) na cpoke 6epemennoctu 10—14 nenens. Eciu paccunrars
COBOKYIHBIA pUCK 1o u3Mmepenuto TBII m Onoxummueckum mapkepam, TO 3()(HEeKTHBHOCTH
BolsiBiieHus b/l y miiona moxer nocrurats 80—90%.

2. Ilpsaimvie memoovl npenamanbHoll OUAZHOCHUKU.

OCHOBHBIM TNPSIMBIM HEWHBA3WBHBIM METOJIOM SIBJSIETCSI METOJl Y 3-CKaHMPOBaHUSA. 3HAUEHUE
3TOr0 METOJa B CBSI3U C €r0 BBICOKON I(P(PEKTUBHOCTHIO BBISBICHUSI BPOXKIAECHHBIX MOPOKOB,
0€3BpeIHOCTHIO AJIS TUI0Ja U MAaTEPU TPYIHO NEPEOLECHUTD.

HeunBa3uBHbIE METO/bI.

¥Y3-ckanupoBanue miaoaa (Y3-1marHocTuka).

OpauM w3 raaBHBIX MeTosoB IIJ[ sBasieTcss McclemoBaHUE COCTOSHUS TIoAa C IOMOIIBIO
yIbTPa3BYKOBOTO ammapara. Y3 wHccienoBaHue mo3BoJigeT BbIsABUTH 80—98% miomoB ¢
AHATOMUYCCKHMMHU IMMOPOKAMH U B HACTOAIICEC BPEMS IIUPOKO HMCIIOJIB3YCTCA B Hamen CTpaHC IJid
CKpWHUHTA IMaToJI0Tuu OepeMeHHoCcTH. MeTo 1 ocobenHo nHpopmaTuBeH Ha cpoke 18—20 Hexensb
oepemenHoctr. B nepsrie 3 Mecsama Y3U mokassiBaeT, )KUBOW JIU TUIOJ, KAKOTO OH BO3pacTa u
CKOJIbKO pa3BHUBaeTcs 1ofoB. Haunmnas co Broporo tpumectpa 6epemenHocta Y3U mo3Bossier
BBISIBUTH I'pyOble BPOKJIEHHBIE TOPOKH CTPOCHHS Tella, ONPEeNIUTh MpUiieKaHue IJIalleHThl U
00beM aMHHUOTHYECKOHN KUIKOCTU. [los1 mioma 0ObIYHO MOXHO ompeaenuTh nocie 20 Hemenb
OCpEeMEHHOCTH.

Onnako, HEOOXOAMMO TIOMHHTH, YTO HU OJWH aHAJINU3 WM uccienoBanue He maetr 100%-yio
TOYHOCTh U TapaHTHIO. A 3HAYUT U HOPMaJbHbIM pe3ynbTaT Y3UM He rapaHTUpPYET pOKICHHE
310poBoro pedenka. Ha nmpaktuke He0OX0AMMO HUCITOIH30BATh KOMIUICKCHBIHA MTOIXO.
HNuBa3uBHBIE METO/bI MPEHATAJIbHON IMATHOCTHUKH.

HNuBazuBHbie MeTOAamu [1]] BKIIIOYatOT BHYTpUMAaTOYHbIE BMEIIATEIbCTBA TPU Y 3-MOHUTOPUHTE
B OTIEPAlIMOHHBIX YCIIOBHAX. [l0TydeHHbIN 10 THBIN MaTeprall 0ABEPraeTCs THCTOJIOTHIECKOMY,
OMOXUMHUYECKOMY, ITATOTCHETUYECKOMY HJIM MOJICKYJIIPHOMY aHAIIA3aM.

B HacTos1ee BpeMs UMeeTCsl BO3MOXKHOCTh IMarHOCTUKHU €I11€ B JOMMIUIAHTALMOHHBIN IIEPUOJ
paza MOHOIEHHBIX Oose3Hel (MyKOBHCLENO03, (EHMIKETOHYpHs, Mmuoauctpodus JlromeHa,
remo¢winn). i AMarHOCTUKM MOKET OBbITh MCIOJIB30BaH CIEAYIOIIMA MaTepuall: MOJSpHbIE
Tenblla WM OTJeNdbHble OJIACTOMEpPbl JOUMIUIAHTALMOHHOTO  3apojblilla, MOJy4YEeHHbIE
MUKpoxupyprudeckum nyreMm B ciydae OKO. Ilnpoko MCHOIB3YIOTCSI METOMBI UCCIIEIOBAHUS
WIM JUArHOCTUKM TEHETUYECKMX AHOMAIMHM Yy IUIOJA, ONIPEICIIEHUE COACPKAHUS MapKepoB
(Harmpumep, anbda-peronpoTerHa) B KpOBU OEpeMEHHON, aMHUOLIEHTE3, UCCIIEJOBAHUE BOPCUH
XOpHOHA U B35THE IIYIIOBUHHON KPOBHU YEPE3 KOXKY.

Coaepsxanue anbpa-peronporenna.

Omnpenenenue coaepkaHus aibda-peTonporenHa B KPOBH OEPEMEHHOM KEHILMHBI CIIYKUT
OCHOBHBIM METOJIOM IpEABAPUTEIbHON NpeHaTadbHONH JUArHOCTUKU (CKPUHUHI-TECTOM),
MIOCKOJIbKY €r0 BBICOKUH YPOBEHb YKa3bIBAeT Ha MOBBIIIEHHYIO BEPOATHOCTh POXKJICHHs peOeHKa
C paculenuHON MO3BOHOYHMKA, aHAHIedanuelt uam ApyruMu anomanusmu. [loBbimenue anbga-
(deronpoTenHa MOXET SIBIATHCS IMOKa3zaTeleM TOro, YTO BO BpeMs B3SITHS KPOBH Ha aHAJIM3



MPOJOJDKUTEIHLHOCTh OEPEeMEHHOCTH Obllla YCTAHOBJICHa HETOYHO, YTO Pa3BUBACTCS HECKOJIBKO
IJIOJIOB, YTO BEPOSITEH CAaMOIIPOU3BOJILHBIN a00PT (YrpOoKaIOIIHi a0OPT) UITU YTO III0] TIOTHO.

OroT aHanm3 He BIsBIsIeT OT 10 10 15% 1uton0B, nMeromux aedekTsl ciimHHOTO Mo3ra. Hanboiee
TOYHBIE PE3YIBTAThl MOTYT OBITH MOJIYYEHBI, KOT/IA UCCIIEA0BAHNE KPOBH MPOU3BOIUTCS MEXKIY
16-ii u 18-if HenmenssMu GepeMEeHHOCTH; HccienoBanue 10 14-i wm mocne 21-it Hexpenn He gaeT
TOYHBIX pe3yabTaTOB. MIHOTIa aHAIN3 IOBTOPSIOT Yepe3 7 THEeH Mocie MepBOro aHajan3a KPOBH.

VYIIbTpa3ByKOBOE MCCIICAOBAHUE TPOBOJUTCS C LENBI0 OOHAPYKEHHUS aHOMAIMK Pa3BUTHS, €CIIU
OTIpEJICIICHO BBICOKOE cojepxkanue anbda-deronporenna. [Ipudbmusurtenbao y 2% 006cmeayemMbIix
*eHIUH Y3U He BBISBISIET MIPHUUUHY BBICOKOTO YPOBHS aibda-deronporenna. B atux ciyuasx
OOBIYHO BBITIONHSIOT aMHHOIICHTE3, YTOOBI OMPEACTUTh KOHIICHTPALUIO alb(a-peTonpoTenHa B
AMHUOTHUYECKOM KHUIKOCTH, KOTOpasi OKpy»xaeT 1oa. Jlanublil criocod 6omnee rhdekTuBeH s
oOHapyxeHHUsT Jep(eKToB HEBpaJbHOM TpYyOKH, YeM H3MEpEeHHE CcoJiepKaHus aibda-
¢deronpoTernHa B KpPOBH J>KEHIMMHBL. OJHAKO BO BpeMsi aMHHOIICHTE3a B aMHHOTHYECKYIO
KHUJIKOCTh MOJKET TOMNaJaTh KPOBb IUIOJA, BBI3BIBAS JIO)KHOE IOBBIIICHWE YPOBHS anbda-
¢deromporenna. OOHapyxeHHEe (epMeHTa aleTHIXOJIUHICTEPa3bl B aMHUOTHYECKOM KUIKOCTH
MOMOTAeT MOATBEPANTh IUArHo3. BrICOKMil ypoBeHb anbda-deronporernHa oOHApYKUBACTCS O
Bcex cirydasx adHmedammu u B 90-95% cirydaeB paciieHbl MO3BOHOYHUKA, B AMHHOTUYECKON
KHUJIKOCTH TIPH ATOM MOKET OBITh OOHApYKEeHa alleTHIIXoIHHICTepasa. [IpubmusurtensHo B 5-10%
CIlydaeB pAaCHICINHY ITO3BOHOYHHMKA HE yIaeTcss OOHapYyKWUTh TP aMHHOIICHTE3e, TIOCKOJBKY
OTBEPCTHE B CTMHHOMO3TOBOM KaHaJIe 3aKPhITO KOXKEH, N3-3a 4ero anb(ha-PeTonpoTenH He MOKET
MOTIACTh B AMHUOTHYECKYIO KHUIKOCTb.

[loBbiieHne coaepkanus —anbda-PeTonpoTeuHa B aMHHOTHYECKOW IKHAKOCTH MOXKET
COMPOBOXKIATh MHOKECTBO aHOMAJIMid, B COYETAHUU C BBISIBICHHUEM alleTUIXOJIMHACTepasbl. B
YaCTHOCTH, 3TO CY)KCHHE BBIXOJHOTO OTJAeNa Kemylnka (MUIOPHYECKHH CTeHO3) M Je(eKThbl
OpIOIIHOM CTEHKHU, HaIpuMep SMOpHOHabHas TphbKa. X0oTs Y3 ¢ BBICOKMM pa3penieHneM 4acTo
MO3BOJISIET BBISBJIATH 3TH AHOMAJIMU, HO JJa’ke IPU HOPMAJIbHBIX ITOKA3aTeNsAX HET YBEPEHHOCTH B
OTCyTCTBMM 3abosieBaHMs. Yalle BO3HHMKAIOT OCIOXHEHHS BO BpeMsi OEpeMEHHOCTH, €ClH Y
MaTepu OOHApYKHBAETCS BBICOKOE COJIEp)KaHMeM alibda-(heTonpoTernHa B KPOBH, HAIpUMED
3aJiep>KKa pa3BUTHS, CMEPTH IJI0/1a WU MPEeXkIeBpEMEHHAs OTCIONKA MJIAlleHTHI.

Huskoe comepikaHue B KPOBH JKEHINHMHBI ajdb(a-(eTONpOTenHa, KaK IMPAaBHIIO, B COUYCTAHUH C
BBICOKHM COJICP)KaHUEM XOPHOHHYECKOI0 FOHAJIOTPOIIMHA M HU3KMM — 3CTPHOJIA YKa3bIBAIOT HA
BO3MOYHOCTB JIPYrOM TPYIIBI aHOMAJIHMM, B TOM Yucie cuHapoMa JlayHa. Bpad MoxkeT OleHUTh
BEPOSITHOCTh Pa3BUTHS cUHApoMma JlayHa y IUTOJA, YYUTBIBAsS COJACPIKAHHUE 3TUX TOPMOHOB
(MapkepoB) B KpPOBU TAIIMEHTKU. TaKkKe YYUTBHIBACTCS BO3PACT JKEHIIMHBL [latomormyeckoe
COJIepKaHNUE TAHHBIX MapKEPOB MOXKET TAKXKE YKa3bIBaTh Ha HEIIPABHIIBLHOE OINPENIEIICHUE CPOKa
OCpEeMEHHOCTH WUJIM THOEIb 101,

Eciun Y3M He mo3BOJsS€T YCTAaHOBUTH IIPUYMHY M3MEHEHUS COJEp)KaHUS MapKepa B KpPOBH,
TpeOyIOTCs Ipyrue METO1bl 0OHAPYKEHHsI XPOMOCOMHBIX 3a00JIeBaHUM, TaKHe KaK aMHUOLIEHTE3
U XpOMOCOMHBI aHAJIN3.

AMHHOLICHTE3.

PacnipocTpaHeHHBIM METOJIOM ~ paHHEH [IUArHOCTUKU BPOXKIEHHBIX AHOMAJIMHM  SIBJISAETCS
aMHUOYeHme3; ero Jydlle BCEro MpoBOIUTh MeXy 15-i u 17-i HepensiMu 6epeMEeHHOCTH.

Bo Bpems mpouenypbl COCTOSHHE ILIOAA KOHTPOJIUPYETCA C IOMOILBIO YyiIbTpa3Byka. Bpau
oOpamjaeT BHHUMaHME Ha COKpallleHUs Ccepala, BO3pacT IUJI0Ja, [OJIOKEHHE TIJIalleHTHl,
JIOKAU3aIl[Ml0 aMHUOTHUYECKOM MKHMJIKOCTH M OIpeNeNseT, He SBIeTcs Ju OepeMEHHOCTb
MHOTOIIJIOHOM. 3aTeM noJ Y3-KOHTpOJIeM BBOAMT WIJYy 4epe3 OpIOIIHYI0 CTEHKY B
aMHHMOTHYECKYIO KHUIKOCTbH (puc.18). JKuakocTs oTcackiBaeTcs Ul aHAN3a, U UIJIa yAaIseTcs.



Pe3ynbraThl 00bIYHO TOTOBBI uepe3 1-3 Henmenu. JKEHIIMHBI, UMEIOIIHNE PEe3yC-OTPUIIATEIILHYIO
KpOBb, mocie mpoueaypsl mnoiydaror Rh0-(D)-ummyHOrI00Yy/IMH, IS TPEAOTBpAICHHS
BBIPAOOTKU aHTUTEIL.

AMHHOIICHTE3 TOYTH HE OMACeH JUIs KCHIUMHBI M 1UI0Aa. KpaTkoBpeMEHHbBIC BBIICICHUS W3
BJIarajifiia WM NOJTCKAaHHS aMHUOTHYECKON JKUIKOCTH BCTPEYAKOTCS MPUOIM3UTENBHO Y 1-
2% KEHILUH u 0OBIYHO IIPEKPALIAIOTCS 0e3 JICYEHUS. BepostHocTh
CaMOIIPOM3BOJIEHOTO ab0opTa MoCiie aMHHUOIIEHTe3a cocTaBisier mpuommsurensbHo 0,5%, XoTs
HEKOTOpbIC HCCJICOBaHMs II0Ka3aJid, 4TO PHUCK ele Huwke. [loBpexaeHHs IUI0Ja HIJIOH
Ype3BBIYANHO pEIKUM. AMHHOIICHTE3 NPOBOJAUTCS TaKkKe M B Clydae MHOTOIUIOTHOM
OEpEMEHHOCTH.

MnayeHTa
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Puc.18. Amamonenres.t

AHaJIM3 BOPCHH XOPHOHA (XOPHOHOOMOIICHS).

Hccnenosanue BOPCHH XOPUOHA, IPUMEHAEMOE [T AMATHOCTUKHA HEKOTOPBIX aHOMAJIMH y 101,
00b19HO TpoBOAUTCS MeXay 10-i u 12-i HemenmsiMu GEpEeMEHHOCTH. DTO MCCIEAOBAaHUE MOKET
UCIOJb30BAThCA BMECTO aMHMOLICHTE3a, €CJIN Ul JUArHOCTUKU He TpeOyeTcss aMHUOTHYECKasl
KHUJIKOCTb, KakK, HalpuMmep, IpU ONIPEAETICHUU coJAepKaHus anbda-deTonpoTerHa B
aMHUOTHYECKOM kuakoctu. llepen mpouenypoil MpOBOOUTCS YJIbTPa3BYKOBOE MCCIEIOBAHUE
(Y3U), uroObl yOeauThbCs, YTO IUIOJA >KMB, HOATBEPAUTH BO3PACT IUIOJA U OINPENEIUTh
PacCIOJIOKEHUE TUIALIEHTBHI.

HccnenoBanue BOPCUHOK XOpPHOHA Pe3yIbTaTUBHO MpH O0siee paHHUX CPoKax OepeMeHHocTH. B
3TOM clly4yae MpepbIBaHUs OEPEMEHHOCTH MOXKET CTaTh CBOEBPEMEHHBIM U OoJsiee OE30I1aCHBIM.
Ecnu aHomanuu He oOHapy»KeHbI, TPEBOTY OYAYILIMX POIUTENCH MOMHO YMEHBLIMTH PAHBIIIE.
Pannss nuarHoctuka 3a0ojieBaHMs Takke HEOOXOIMMa JUIsl aJ€KBATHOTO JIEYEHHUs IUIOJA ellle
nepen poxzaeHueM. Hampumep, Ha3HaueHMe Tepanuu KOPTHKOCTEpoMJaMH OepeMeHHOH
YKEHILMHE MOKET NIPEAOTBPAaTUTh PA3BUTHE MYKCKHMX ITPU3HAKOB Y IUIOJA-1€BOYKHU C BPOKIEHHON
rUnepIia3ueil HaJlno4YeyHUKOB, MPU KOTOPOM HAJANOYEYHUKH YBEJIMYEHbl U BbIPAaOATHIBAIOT
Ype3MepHOE KOJIMYECTBO aHIPOTEHOB (MY)KCKHX IOJOBBIX TOPMOHOB).

B cnydae pesyc-koHGuiukTa, npu OOHApYyKEHMM B KPOBM MaTepu aHTUTENl K pe3yc-
IIOJIOKUTEIILHOW KPOBHU IUIOJA, MCCIENOBAaHUE BOPCHH XOPHUOHA HE JIENAETCs, IMOCKOJIBKY 3TO
MOXKET YXYALNTb cocTosiHue. BmecTo aToro nccnenoBanus Mexay 15-it u 17-i HenensiMu MOXKeET
OBbITH MPOBEJICH aMHHOILICHTE3.

JUis mOoJyd4eHHsT BOPCHUH XOpPUOHA (KPOIIEYHBIX OTPOCTKOB, KOTOpBIE COCTAaBIISAIOT 4YacTb
IUTALEHTHI) MaTepHuall HOJIy4aroT Yepe3 MOJIOBble KaHallbl WM OpIOIIHYIO CTeHKY MaTepu. [lox
yIBTPa3BYKOBBIM KOHTPOJIEM Bpau BBOJAUT KaTeTep (THOKyr0 TpyOKy) uepe3 Biaraiuiie U meuky
MaTKH{ B IaneHTy. HeGonblas 4acTh TKaHM IUIAIIEHTHI OTCAchIBA€TCS B KaTeTep C MOMOIIBIO

1 AKylepcTBO: HAlIMOHAIBLHOE PYKOBOACTBO / mox pen.D.K. Alinamassna, B.M.Kynakosa, B.E.Paa3unckoro,
I''M.CagenbeBoil. - M.: 'DOTAP-Menua, 2007.- 1200 c. - (Cepus "HanmonansHble pykoBoacTsa')



mmnpuna  (puc.19). TpaHCUEpBUKAaIbHBIA ~ METOJ  HE  MOXKET  HCIOJIb30BaThCH,
€CITU y JKEHIIIMHBI 0OHAPY)KEHbI THHEKOJIOTHYECKHE 3a00JIeBaHUs WM UH(EKIIUU TOJIOBBIX Opra
HOB (repnec, ToHopest). TpaHcaOmOMHHAIBHBIN METOJ MIPOBOAUTCS MOl MECTHON aHECTE3HEH;
Urjla BBOAMUTCA Yepe3 OpIOLIHYIO CTEHKY B IUIALIEHTY, M €€ TKaHb OTcachblBaeTcs mmmnpuiem. Hu
OJIMH U3 METOJIOB HE BBI3bIBaeT 00n. [lomydeHHYI0 TKaHb HCCIEAYIOT B JIAOOPATOPUH.

OnacHOCTh OCTIOXHEHHWH TMPH HCCICIOBAaHMM BOPCHH XOPHOHA COINOCTaBHMa C TAaKOBOH IPHU
AMHHOILICHTE3C; JIMIIb PHUCK TMOBPCKIACHUA KHCTEN PYK U CTOIl IJIOJA MOXKET OBITH HECKOJIEKO
Boie (1 u3 3000 cnyqaeB). Eciiu muartHo3 HesiceH, HEOOXO0IMMO MTPOBECTH TAKKE aMHHUOIICHTE3.

Orpanvsmrens

Bnaranvuje Wnpvy

Puc.19. Xopuono6uomncus.?

B3siTHe nynoBUHHO KPOBHU 4epe3 KoKy (kopaouentes) (puc.20).

Kopmouenres (B3siTue TMyNMOBHHHOW KpPOBH 4Yepe3 KOXKY) TMPOBOAUTCA M CPOYHOTO
XpPOMOCOMHOTO aHaJn3a, 0COOEHHO KOT/a K KOHIy OepeMeHHocTH Y3U mokaszano aHOMaiuio
y wioga. OOBIYHO pe3ynbTaThl MOJYYaloT B TeueHue 48 Jacos.

[Ipn mpoBeneHUM aMHHUOIIEHTE3a Bpad IOJ KOHTPOJEM YIbTpa3ByKa BBOJUT MWINIy 4Yepes
OpIOLIHYIO CTEHKY B aMHUOTHYECKYIO KUIKOCTh. OOpa3el >KuaKocTu 6epeTcst 11 UCCIIEA0BaHUS.
DTy npolenypy Jydiie BCEro MPOBOAUTE MeXAy 15-i u 17-i1 HenenssMu 6epeMEHHOCTH.

Ji1g uccrnenoBaHusl BOPCUH XOPHOHA OJTHUM M3 IByX METOJOB OEpYT Ul UCCIIETOBAHUS BOPCUHBI
XOPHOHA, SBJISIONIET0Cs YacThIO TUIalleHThl. OTINYaeTcs MPUHIIUI B3STUS MaTepuaa:

1. TpancuepBUKaIbHBINA METOJ — BBEJICHUE KaTeTepa uepe3 Biaraiuile U KaHall IMEeWKH MaTKHU.
2. TpaHcabnoMUHAIBHBIN METOJ] — BBEJICHUE UTJIbI B IUIALIEHTY Yepe3 OPIOLIHYIO CTEHKY.

CXO0/CTBO JIaHHBIX METOJIOB:

1. Y3-xoHTpOIIB,

2. B3ATHE MaTepHaia OCYIECTBIISCTCS MITPULIEM.

HccnenoBanue BOPCHH XOpPHOHA OOBIYHO Mpou3BoauTCS Mexay 10-d u 12-i HepensiMu
OCpEMEHHOCTH.

2 AKYIIEpPCTBO: HAIMOHAIIBHOE PYKOBOACTBO / 1ox1 peit.d. K. Aitnamassina, B.1.Kynakosa, B.E.Pajzusckoro,
I''M.CagenbeBoil. - M.: 'DOTAP-Menua, 2007.- 1200 c. - (Cepus "HanmonansHble pykoBoacTsa')
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Puc.20. Kopnotenres.
IlepcnekTUBHBIE HANIPABJICHUS MPEHATAJbLHOM TUATHOCTUKM.

B nacrosiiee BpeMst pa3pabaThIBaeTCsl U BHEAPSIETCS MPEUMIUIAHTAIIMOHHAS TMarHOCTHKA.
JIBa OCHOBHBIX ITOJX0JIa K MPEUMIIIAHTAIIMOHHON JUATrHOCTHKE:

1. TlepuKOHIENIIMOHHBIN T€HETUYECKUIA aHAIIN3, OCHOBAHHBIN Ha OUOTICUU TaMeT.

2. TlpeuMIUIaHTaIIMOHHAS TUArHOCTHKA, OCHOBaHHAs Ha OMOIICHU OJIACTOMEPOB.

JHK-aunarHocTuka HacjaeACTBEHHbIX 3a00/1eBaHM.

Ompenenenre TEHETUYECKOTO MapKepa, CBSI3aHHOTO C JIOKYCOM KOHKPETHOTO TeHa MOKHO
WCIO0JIb30BaTh JUIsl TPOTHO3UPOBAHMS HACIEAOBAaHUS IUIOJJIOM aHOMAJIbHOrO reHa. MeTobl
n3yuenust JIHK sBistitoTes enie oHUM aclieKTOM T€HETUKH, UCIob3yeMbIiM B [1/1.
CoBpeMeHHbIE METOJbl MOJIEKYJISIPHON T'€HETHKH IO3BOJISIIOT M3YydaTh MMPaKTHYECKH ITH000MH
¢parment JIHK udenoseka. Korma wm3BectHo, kakoe mnoBpexaenue JIHK mnpuBogur k
HacJeACTBEHHOMY 3a00JI€BaHHIO, UCTIOJIB3YETCsl MMEHHO ToBpexaeHHbINH (pparmeHT JIHK. Takue
Meto el JIHK-muarsoctuku Ha3siBatoTes mpsaMbiMu. CyIIECTBYET U 00J1e€ CIIOKHBIA TOIX0 /1, TIPH
kotopom npoBoaaT aHanu3 JJHK B okpecTHOCTH reHa, OTBETCTBEHHOTO 3a 3a00JICBaHUE, TaK JKE U
ceMelHbIi aHanm3. B moboM citydae HeoOXxoauMbIM yeiioBreM npoBeneHus JIHK-nuarnoctuku
SBJIIETCS KapTUPOBaHHE T'€HOB — omucaHue pacnojioxeHus uzydeHHoix JIHK-mapkepos. B
Hacrosiee Bpems kaptupoBaHo cBbiie 3500 anonumubIX (pparmentoB JIHK m mourm 2500
MapKepoB IreHoB, 0k0J10 400 U3 ATHX T€HOB OINPEAEIAIOT HacleACTBEHHbIE 3a00IeBaHUSI.

Tabnuya 4. Memoouv npenamanvroti OUazHOCMUKU U CEA3AHHbIE C HUMU PUCKU. "

3 [IpeHaTanpHas OWAarHOCTHKA HACIEICTBEHHBIX W BPOXKACHHBIX Oone3Heit / Ilom penm. akam. PAMH, mpod.
3 K. Aiinamass Ha, wi. kopp. PAMH, npod. B.C.baparosa. — 2 e m3a. — M. : MElnpecc uadopm, 2007. —416 c.

* Bapanos B.C., Kysuenosa T.B., bapanos A.H., IlIsen H.1O. [IpenaTanbHast MarHOCTHKA XPOMOCOMHBIX OOJE3HEN
y mioga / Meromudeckue pekomeHnnanuu,- CI16.: M3 MIT PO, 1995.



Cpox GepemennocTa CuTaMaasnoe BpeMa Puct suERaMOTE JocTynmocTs

Fipagunmaanransoamssi mepEon
Broncua subprona 6—10-K1éTOTHRR CTATMSA He onpemends, MeTO CIHTAIGT OTpaHHYcHHAR
BeaonBcHRM

1 rpumiecyp (0—13 senem)

BHONCHA BOPCHH XODHOHE: Creunninanposannoe obopy-
TPAHCOEPEHKANBHAR 9=12 HEgeAn 0.5-1.0% JoBaHHE
TpancalinoMHHANEHER 9—13 Repens 0,5-2,0%

MaTepHECKHE KPOBOTOX C 6-H menenn BelonaceH CnenHATHNPOBEHHOE 0Bopy-

JoBRHHE
LI rpmnecrp (14—26 Renens)
TparcafnoMAHANEHAR SHOICHA 14—40 HeAcs 0,5-2,0% CotnnaTHIHpOBAHHOE OHOpY-
ARANEHTR AOBAHHE
Y3H 15—18 peasnep BeaonsccH LIRpoxo TPHMEHNIOT
AMHHOUEHTES 16—18 Hegenk 0,5% HInpoxo TpHMEHAKT
Kopaoucsutea 18—40 nemens 1% CleuHaTHIRPOBSHHDE OfionY-
JA0OBAHHE

Serockonna 18=20 Hegens % K poxo NPHMEHAIOT

Broncas TxaHel nicaa 18=20 Hensns k) 3 ¥ixo cncusasnuposainoe obo-
PYACBEMHE

1. llepuxkoHUeNUMOHHAS NMPOPUIAKTHKA.

3a 3-4 Mecsma 10 3a4aTUsl CYNPYTH JOJDKHBI YOSIUTHCS B COCTOSHHM CBOETO I'€HETHYECKOTO,
COMATHUYECKOTO M PEMPOIYKTUBHOTO 3/I0POBbsSI, MPOUTH HEOOXOIMMOE OOCIIeIOBaHHE C IIEIIBIO
BBISIBJICHUSI M CAHAITUM OYaroB COMATHYECKOW, TMHEKOJOTUYECKOM, YPOJIOTHISCKON MaTOJIOTHH,
MOJIOBBIX MH(MEKINI, HOPMaIU3allud MEHCTPYAJIbHOTO IIMKJIa U TOPMOHAIBHOTO (oHAa.

3a 2-3 Mecsra JI0 IIAHUPYEMOTO 3a4aThs CYNPYTH MPOXOJAAT MPO(HIAKTHISCKOE JICYCHHE C
MPUMEHEHHEM KOMIUIEKCA BHUTAMHWHOB W MHUKPOIJIEMEHTOB (C 00s3aTENBHBIM COJCPKAHUEM
(honMeBOM KUCTIOTHI, 10 3 MI' B CYTKH), YTO aKTUBHPYET U HOPMAIHU3YeT KIIETOYHBIN METaOO0IH3M.
[Tpu HacTymieHnn GEPEeMEHHOCTH CyIpyra MpoJI0JDKaeT MPUEM BUTAMHUHOB B TEUEHHUE TIEPBOTO
TpuMecTpa, HabmomaeTcss B KeHCKoW KoHcymbranmmu win MI'K m  mpoxomut oOciemoBaHue
M0 NMPOTpaMMe MPEHATAIBHON AUAarHOCTUKH.

[Tokazanus 151 IEPUKOHIIETITUOHHON MPO(UITAKTHKH:

* HaJIM4YMe pucka B ceMmbe 1o BITP

* UMEIOIIUECA PAHEE BBIKHUBIIIN, MEPTBOPOKICHUS, AHOMAJINH TJ10/1a

* SHJIOKPUHOIIATHHI

* XpOHHUYECKasi COMaTUYECKas MaToJIOTUs Y OJTHOTO U3 CYPYroB

* paboTa Ha MPOU3BOJICTBE C IMOBHIIICHHBIM YPOBHEM BPEIHOCTH.

2. llpeMMIUIAHTAIMOHHAS TUATHOCTHKA.

[II"'JI — MeTo AMarHOCTUKH M30JUPOBAHHBIX TEHHBIX U XPOMOCOMHBIX JIe(DEKTOB y OOLIMTOB U
AMOPHOHOB, a TaK)Ke OIPEIeIICHUE 10JIa YMOPHOHA IS MMPEAYIPEKICHHS CLIEIICHHBIX C TI0JIOM
HACJIEICTBEHHBIX 3a0oyieBaHui. [IpeMMIUIaHTaIlMOHHAs JUArHOCTHKa Oa3upyeTcss Ha MeETOjIe
sKCTpakopropaigbHoro ormiogoreopenus (3KO), nenb KOTOporo — mnojaydeHue SMOPHOHOB Ha
PaHHUX CTAAUSX MPEUMILIAHTAIMOHHOTO pa3BUTHs (puc.21).



Puc. 21. 3a60p 61acTOMEPOB HA CTa UK MOPYJIHL.

[IpumeHeHrEe METOOB MPEHMIUIAHTAIIMOHHON JTHArHOCTUKU IIeNIeco00pa3sHo IUisl  JIIOJIEH,
OTHOCSIIIUXCSL K TPYIIE pUCKa MO POXKJICHUIO JETeH ¢ HACIEICTBEHHBIMH 3a00JICBAaHUSMHU.
I'naBHOE npenmMymeCTBO HpeHMHHaHTaHHOHHOﬁ AUATrHOCTUKU — OTKAa3 OT WHBA3UBHBIX
BMCIIATCJIbCTB HA IJIOJHOM HﬁHC H IIPEPLIBAHUC 6epeMCHHOCTI/I B CJIy4da€ BbIABJICHUA IMATOJIOTUH.
MarepuanaoMm AJisi UCCIIEAOBAHUS CITYKaT MOJIIPHBIE TEJIbIIA OOLUTOB ((KEHCKAsI TATOIOTHSI) U/WITH
OmactoMepsl 3MOpuoHa (maTosorus 3apoipimia). Mcmoms3yroTes MeTonbl  (IF0OPECIICHTHON
rudpunmzaruu (OUII/FISH) nnu nonmumepasnoi niennoit peaxkiuu (ITLIP/PCR).

HacnencrBennbie 3a00sieBaHus U BPOXKJICHHBIE TIOPOKU PA3BUTHS 3aHUMAIOT 2—3-€ MECTO CpeIn

BCEX MPUYMH TMEPUHATAIBHOM CMEpPTHOCTH. XPOMOCOMHAsi MAaTOJOTUSl — OJHA U3 CaMBbIX
paclpoCTpaHEHHBIX Cpelud TeHeTHYeckuX HapymeHud. OHa crnocoOHa NPUBOAUTH K
MHO>KE€CTBEHHBIM MopoKam pa3BuTus, JIETAIbHOMY UCXOy B

1 rom KM3HM, WIM K 33J€pKKE €ero Icuxo(u3M4eckoro M YMCTBEHHOTO pa3BUTHS,
3HAYUTENIbHBIM HApYIICHUSIM B SHIOKPUHHONW MU UMMYHHOU cuctemax. Ha ceroaHsimHuii 1eHb
aKTyalpHOM mpoOiemMoil 00IecTBa M COBPEMEHHOW MEIUIIMHBI SIBJSIETCS CBOEBPEMEHHAas
JMArHOCTHKA U MPO(UIaKTUKA BPOXKJICHHBIX U HACJIEICTBEHHBIX 3a00JICBAHUSIM.

"1 mpoBoaMTCS B TIEPHO paHHEro 3MOprorenesa invitro. OcHoBubie stamst [T

1. B3arue marepuana - Ouoncus 6J1acTOMEpOB.

2. JlaboparopHoe IpoBeaeHre rudpuan3anuu insitu.

3. Unentudukaius XxpoMoCOM B OTAETBHBIX siipax (MUKPOCKOIIUPOBAHUE)

[I']] momoraet n3bexaTh XpOMOCOMHBIX 3a00JIEBaHUH, CLIETITICHHBIX C MOJIOM T1JI0/1a
(remodunuu A u B, muonaruu [romenna, cunapoma Maptuna — benna u ap.), pucomuu o 21-
it xpomocome (cunapom [layna), 13-it xpomocome (cunapom Ilaray), 18-it xpomocome (CHHAPOM
OnBapica), mMonocomuu (cupapom IlepemeBckoro — Tepuepa) u ap. C KaXIbIM TOAOM
yBEJIIMYMBACTCS TepevyeHb 3a0o0yieBaHMN, KOTOpble MOXKHO ompenenuts metogom [IIJ]. C
nomoiusto N1, ucronesiys Texuuky 1P, auarHocuupyrorcst 3a00JieBaHUs C JOMUHAHTHBIM U
PELeCCUBHBIM THIIOM HACJIEJOBAHUS MYTaHTHOTO T'€Ha.

Ecmu y poaurteneit B kapuoTuiie MMEETCS XPOMOCOMHAsl TPAHCIOKAlWs, 3Ta JAUAarHOCTHKA
MO3BOJISIET MCKJIIOYHUTh HAlM4YMe MATOJOTHU, HO HE HCKIIOYaeT HalWyue JaHHOW MYyTaluu

> MenuimHcKas 1abopaTopHas JUATHOCTHKA, TIPOrpaMMBbI i anroputMbl. ITox pex. npod. Kapmimenko A.1., CTI6,
HuTepmenuxa, 2001



(cOamaHCHMpOBaHHOW  TpaHCIOKauuMW)  yd3MOpuona.  OTBeTMUTh  Ha  HETO  MOXET
TOJIBKO MOCIIEAYIONIAs TpeHaTaIbHas JUarHOCTHKA.

[lepenoc >MOpHOHOB €O COATAHCUPOBAHHBIM KAPHOTHUIIOM B TPOTPAMME SKCTPAKOPIIOPATBHOTO
OTLIOIOTBOPEHHUSL:

1. uckiro4aeT poxkJIeHUE JIeTel ¢ XpOMOCOMHOM aHOMAaJIHEH,

2. ompeIeIIieT HOpMaIbHOE TEYCHUE OEPEMEHHOCTH,

3. CIOCOOCTBYET CBOEBPEMEHHBIM POJIaM

Muorue uentpsl OKO Bo Bcem wmupe wucnonsdytor III'JI ¢ nomompro FISH-merona
C LIETIbI0 CKPUHUHTA SMOPHUOHOB JIJIS BBISIBJICHUS QaHEYTIIOHTUH.
[peumymecta FISH-meTona:
e JUIsl TEHETUYECKOT0 HCCIIEOBaHUS ATUM METOJOM He TpeOyercs MOoJydeHHe OOJIBIIOro
KOJIMYECTBa OMOJIOTMUECKOTo MaTepuana, a Takke Beienenue JIHK u3 kierok,
® BO3MO’KHOCTb aHaJIM3a XPOMOCOM Ha BCEX CTaAUSIX KIETOYHOIrO LKKJIA (a HE TOJBKO B M€
tadaze), B TOM 4uciie B uHTepdase,
® OIEPaTUBHOCTH METOJA (IIO3BOJISIET OBICTPO MOJYIUTh PE3YNIbTATHI),
® KOpPOTKOE BpeMs IOJIyY€HUS pPE3ylIbTaTOB B TEX CIIydasiX, KOIJla KIETKU Pa3IMYHOTO
OMOJIOTMYECKOTO MaTepHaa II0X0 KYJIbTHBUPYIOTCS INVILro in6o, Koraa ux mMajo.
Uccnenys 6mactomepst sMOpuonoB, E. Scottetal (1998) orMmernnu, 4ro ecnm Bo3pacT maTepu
MpeBBIIAET 35 JIeT, pUCK MOSBICHHUSI XPOMOCOMHBIX MATOJIOTUH TUI0a 3HAYUTEILHO BO3pACTAaET.
YacroTa aHeymionui o xpomocomaMm X, Y, 13, 18, 21 ropasio BeIIIe y mpenMIDIaHTAIIHOHHBIX
SMOpPHOHOB, 4eM B a0OpPTHOM MaTepuaje, WIM y IUIOJOB NpPH NPOBEICHUM MpeHaTaIbHOU
JUArHOCTHKHU. [Ipn 9KO u 115 IIEPEHOC SMOpPUOHOB 6e3 JTAHHBIX
aHOMaJIMH JKEHIIMHAM cTapiie 35 JIeT, yBeIMIUBAET BEPOSTHOCTh OEPEMEHHOCTH.




