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MPEANCNOBUE

B 1866 roay AsHrAOH AayH BIEpBbIE OMMCAA XapaKTEpHbIe 0COOeH-
HOCTY BHEIIHOCTY NaLyeHTa Ipy Tpucomuu 21, K KOTOpPbIM OH OTHEC
HEAOCTAaTOYHYIO 9AACTUYHOCTb KOXKHBIX ITOKPOBOB, KOTOpPasl CO3AAeT
BII€YaTAEHME «M30BITOYHOTO KOAMYECTBA KOXU AASL TEAA», ITAOCKOE
LIMPOKOE AULIO, He0OABIIOI HOC. B Hauaae 90-X roAOB OBIAO IIOKa3aHO,
4TO 3Ta M30BITOYHOCTH KOXXHBIX IIOKPOBOB TIpU CMHApPOMe AayHa Mo-
)KeT OBbITb BU3yaAM3MPOBaHa IIPU YABTPa3BYKOBOM MICCAEAOBAHUY IIAO-
AQ B BUAE YBEAVYEHNS TOAIIVMHBI BOPOTHMKOBOI'O IIPOCTPAHCTBA YKe B
KOHIIe TPeThero Mecsilia ero BHyTpuyTpoOHoit xusHu. CKpUHMHT TPU-
comuu 21, OCHOBAHHBIN Ha ONPEAEAEHUU TOAIIVMHBI BOPOTHUKOBOTO
IIPOCTPAHCTBA IIAOAQ B Tiepuop ¢ 10-11 o 13-10 HepeAro GepeMeHHOCTI
1 BO3pacTa MaTepy, AaeT BO3MOXXHOCTD BBISIBUTH 75% MAOAOB C XpPOMO-
COMHOJ TTAaTOAOTHMEN IIPU YaCTOTE AO>KHO-IIOAOKUTEABHBIX pe3yAbTa-
TOB TecTa 5%. ECAU B IPOTOKOA CKPUHMHIA OYAET BBEAEHO OIIpeAeAe-
Hue KoHueHTpaluii PAPP-A (cBsisaHHOTO ¢ 6epeMeHHOCThIO IPOTENHA
maasmsl KpoBu A) u cBoOoAHOM P-cyobeanuuiipt XI'Y B chIBOpoTKe
KpoBU OepeMeHHOI KeHIuHbI B 10—13 HepeAb OepemeHHOCTH, 3 dek-
TUBHOCTb TaKOTO MeTOAA CKpUHMHIa AocTurHeT 85—90%. B 2001 roay
OBbIAO [TOKA3aHO, YTO B mepuoA ¢ 10-i1 mo 13-10 HepeAlo OepeMeHHOCTH
y 60-70% naoao0B nipu TpucoMuu 21 HOCOBble KOCTY He BU3YyaAU3UPY-
10TCs1. BKAIOUEHMe AQHHOTO MapKepa B IPOrpaMMy KOMOMHMPOBAHHO-
IO CKPMHMHIA B TIEPBOM TPUMECTPE MPUBEAET K YBEAMYEHUIO YACTOTbI
BbIsIBA€HUS Tpucomuu 21 A0 95% u 6oaee.

Kp0Me TOr'0, 4YTO OIIPpEAECAEHVIE€ TOAILLIMMIHBI BOPOTHUKOBOI'O IIPOCTPAHC-
TBa UTPA€T BA’XKHYIO POAb B CKPMHMHI€ TPMICOMUU 21, YBEANYEHNE 3TO-
T'O [TOKa3aTeA I10 CPABHEHNIO C HOpPMAaTUBHbIMMU 3HAYE€HMSAMU ITO3BOAA-
€T BbISIBASTD 3HAUYMTEADHYIO YaCTb IIAOAOB, Y KOTOPbIX ITOBBIIIEH PUCK
APYIIX XpPOMOCOMHBIX HapymeHI/uZ, aHOMaAUM pPa3BUTHUA CEPALIA N €TO
OCHOBHBbIX apTepl/n?[, a TaK>Xe HIMPOKOIo CII€EKTpa r€HHbIX CMUHAPOMOB.

K Apyrum mpeumyiecTBaM, KOTOPbIMY 00AAAAET BBIIIOAHEHME YABTPA-
3BYKOBOI'O MCCAeAOBaHMs B 11-13° HepeAb OepeMeHHOCTH, OTHOCSTCS
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BbICOKAasA TOYHOCTb B OIIPpEACAE€HNM CPpOKa 6€p8MeHHOCTI/I, BO3MOX-
HOCTb paHHET O BbISIBACHUA aHOMaAUI Pa3BUTHUA ITIAOAA U AVIATHOCTUKU
MHOI‘OI'[AOAHO]?I 6epeMeHHOCTI/I, IIp1 3TOM TOYHO€ YCTaHOBAEHME XOP1-
AAPHOCTU IIpU MHOTOIIAOAVMM BO MHOI'OM OIIDEAEAAET BO3MOXXHOCTb
OLIEHUTDb PUCK NP AAHHOM OCAO>XHEHUU 6ep8MeHHOCTI/I.

Kax npu BHeApeHuu A100011 APYroil HOBOM MEAULIMHCKON TEXHOAOTUU
B PYTUHHYIO KAMHUYECKYIO IIPAKTUKY, 00sI3aTEABHBIM YCAOBUEM SIBASI-
€TCs1 TO, YTO T€, KTO OYAYT IIPOBOAUTD YABTPA3BYKOBOI CKPMHMHI XPO-
MOCOMHOJ MATOAOTUM TIA0AQ B 11-13"¢ HepeAb OepeMeHHOCTH, AOAXK-
HBI TIPOTM COOTBETCTBYIOLIYIO IOATOTOBKY U PE3YABTAThI UX PabOThI
OyAYT IMOABeprarbes mocTostHHOMY ayauty. Fetal Medicine Foundation
paspaboTaA METOAOAOTHIO 00yueHMsT U cepTUDUKALIM AASI TOTO, UTO-
Obl IIOMOYb YCTAHOBUTb CTAHAAPTBHI YABTPA3BYKOBOI'O MCCAEAOBaHMS
Ha MeXKAyHapoAHOM ypoBHe. CeptudukaT CrieliaAuCTa 10 YABTPA3BY-
KOBOMY MCCAeAOBaHMIO B B 11-13° HepeAb OepeMeHHOCTH IPUCYKAQ-
eTcs TeM BpauaM, KOTOpble IT0Ka3aAl KaK CBOIO BBICOKYIO TeopeTuyec-
KYI0, TaK ¥ IPaKTUUECKYI0 TIOATOTOBKY B TIOAYY€HUM YABTPa3BYKOBBIX
1300paXKeHMIT, U B KAUHUYECKO MX MHTEePIpEeTaL[UN.

MPEAMCNOBYE K PYCCKOMY M3JAHMIO

IIpo1A0 pOBHO AECATb AT CO BpEMEHM BBIXOAA PYCCKOTO M3AAHUA
KHUTY, HAMMCAHHOW KOAAEKTUBOM, BO3TAABASIEMBIM IPOdeCccopom
Kunpocom Huxoaanpecom®. CeropHst Mbl nmpepsaraeMm Baiiemy BHU-
MaHMIO PYCCKOe M3paHMue Apyron kHuru koarekTuBa K. Huxoaanpeca,
NpUypOYeHHOI! K poBeaeHMIo B Poccun nepBoro TeopeTuyeckoro ce-
MmuHapa, opraHuszoBanHoro Fetal Medicine Foundation, MmeautimuHckum
¢dakyabreTom CaskT-Iletepbyprckoro TocyaapcTBeHHOro YHuBepCH-
teta 1 CaHKT-I1eTepOyprcKoil MEXXAYHAPOAHOI LIKOAOI MepUHATAAD-
HOW MEAULIVIHBI.

* P. Axx. Craiipepc u K. X. Huxoaanaec. YabTpasByKoBble MapKepbl XpPOMO-
coMHBIX pAedexToB mmaopa / IlepeBop ¢ aHramiickoro Measeaesa M. B., Muxaii-
AoBa A.B. — Bupap—Mocksa, 1997.
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Fetal Medicine Foundation (FMF), pykoBopuTeAeM KOTOPOIO SIBASI-
etcs mpodeccop Kunpoc Hukoaanaec, 3aHuMaeTcsi MCCAEAOBAHUSIMMU
B 00AaCTM MEAMLIMHBI TIAOAQ, AMaTHOCTMKM aHOMAAMI €ro pasBUTHS,
AVIATHOCTUKY U A€4YeHMs DPa3AMYHBIX OCAOXXHEHUII OepeMeHHOCTH.
Fetal Medicine Foundation mpoBoauT 00y4eHue 1 cepTUdUKALIMIO CITe-
LIMAAMCTOB IO IIPOBEAEHUIO BCEX BUAOB YABTPA3BYKOBBIX MCCAEAOBA-
HUJ B aKYLIEPCTBE, a TAKXKe aKKPEAUTALMIO [IepUHATAABHBIX LIeHTPOB
10 BBITOAHEHMIO CKPUHMHIOBBIX YABTPA3BYKOBBIX MICCAEAOBAHUI IIPU
6epemenHocTi. CepTUPULIMPOBAHHBIE CIIELVAAUCTDI U LIEHTPBI TOAY-
yalT paspaboraHHoe FMF nporpammHoe obecreueHue AAsl pacyera
pyCKa XpPOMOCOMHOJI ITATOAOT MM ITAOAR ITO AQHHBIM YABTPa3BYKOBOTO 1
OMOXMMIYECKOTO CKPUHMHTA. AASI IOAYY€eHUs cepTudMKaTa 110 IIpOoBe-
AEHIIO YABTPa3BYKOBOIO MCCAeAOBaHUs B 11-13° Hepeab HeOOXOAU-
MO TIPOMITU TeOpeTUYECKoe 0bydyeHMe Ha Kypce, mopasepxaHHoM FMF;
MPOMTY HPaKTUYECKUIT TPEHMHI B akKpeauToBaHHoM FMF neHtpe;
npeaoctaButh B FMF yAbTpasBykoBbsie dpoTorpadun, AEMOHCTPUPYIO-
e usMmepenre TBIT maoaa, BUsyaAM3aLmio KOCTe HOCA, AOTIIAEPO-
METPUIO KPOBOTOKA B BEHO3HOM IIPOTOKE U TPUKYCIMAAABHOM KAama-
He coraacHo paspaboranHeiMm FMF kputepusim.

Kunpoc Hukoaanaec cpeaan A€AOM M LIEABIO CBOEN KM3HM Pas3BUTHE
Y BHEAPEHVE CKPMHIHIA XPOMOCOMHOJ ITATOAOTMY IIAOAQ B KAVHMYE-
CKYI0 MpakTuKy. B mocaepnue 5 aer FMF BbinmaaTyaa rpaHTbl Ha IpoO-
BeAEHME VICCAEAOBAHUI U 00yYeHMe CIIELMAaAMCTOB Ha CyMMy Ooaee 3
MUAAVIOHOB (PYHTOB CTEPAMHIOB.

OnucaHue BHEIIHOCTU TaljeHTa npu Tpucomuu 21 BrepBbie OBIAO
npeACTaBA€HO ASHIAOHOM AayHoM B 1866 roay, 1 AUIIb B TOCAEAHEE
aecsaturetre XX BeKa MPEACTABAEHHOE UM OMUCaHUe ObIAO IpUMe-
HEHO K MAOAY B IIMPOKONM KAMHMYECKOM MpakTuke. B Havaae 1990-x
TOAOB B HEOOABLINX CEPUSIX MICCAEAOBAHUI COOOIAAOCD O CYLIECTBO-
BaHUY B3aMMOCBSI3Y ME>KAY BbISIBA€HVEM IIPU YABTPa3BYKOBOM MCCAE-
AOBaHUU B mepuoA ¢ 10-11 mo 13-10 HepeAro OepeMEeHHOCTH TUIT09XO-
TeHHOJ CTPYKTYPbl B BOPOTHMKOBOJI 30HE IIAOAQ M HAAUYMEM Y HETO
XxpomocoMHoIt naroaoruu. OnucaHHoe 0OpasoBaHye B PyCCKOSI3bIU-
HOJl AUTepaType IIOAYYMAO Ha3BaHME «BOPOTHMKOBOE IPOCTPAHC-
TBO». B mocaeayiolmeM AaHHble MHOTOUMCAEHHBIX MCCAEAOBAHUIL,
MPOBEAEHHBIX HE3aBMCHMBIMU VICCAEAOBATEASIMU B Pa3HBIX CTpPaHaX
MUPA, TOATBEPAUAM, YTO CKPUHUHT XPOMOCOMHBIX OOA€3HEN, OCHO-
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BaHHbIl Ha naMepernun TBIT nmaopa B 10-13 HepeAb GepeMeHHOCTH,
B COYETaHMUM C BO3PACTOM MaTepu AaeT BO3MOXKHOCTb BBISIBUTH 75%
IIAOAOB, MEIOLIX XPOMOCOMHYIO ITaTOAOTMIO, IIPU 4aCTOTE AOKHO-
MOAOXKUTEABHBIX Pe3yAbTaTOB TecTa 5%.

B cepeanne 1990-x rop0B OBIAO YCTAHOBAEHO, YTO IPU CHUKEHUU
KoHueHTpauuy PAPP-A (cBsisaHHOTrO ¢ 6epeMeHHOCTbIO MIPOTENHA
MAa3Mbl KPOBM A) M MOBBIIIEHUM MAYM CHVDKEHUM KOHLIEHTpaLuu
cBo6O0AHOI B-cyObeamuubl XI'Y B cbIBOpOTKE KPOBU OepeMeHHOI
)eHIMHbI B 10—13 HepeAb O€pEMEHHOCTM BEPOSTHOCTb HAAUYUS
XPOMOCOMHOJI TAaTOAOTUY Y TIAOAQ CYIIeCTBEHHO Bo3pacTaeT. briao
MokasaHo, 4YTo KoHueHTpauusi PAPP-A u B-XI'U B xpoBu Marepu
Y TOAIMHA BOPOTHMKOBOI'O IIPOCTPAHCTBA ITAOAQ SIBASIOTCS He3a-
BUCUMBIMY NMPU3HAKAMU U MOTYT OBITb MCIIOAB30BAHBI COBMECTHO
AASL OTIpEAEAEHMS PUCKA HAAMYYSI XPOMOCOMHOII ITATOAOTMH Y MAO-
Ad. DPdeKTUBHOCTb TAKOIO METOAA CKpUHMHTA AocTuraet 85-90%.
B 2001 ropy 65140 IOKa3aHO CYlLeCTBOBAHME B3aMMOCBSI3U MEXAY
OTCYTCTBMEM BU3YaAM3aLMM HOCOBBIX KOCTEN Y TAOAQ B KOHIE ITep-
BOT'O TpUMeCTpa OepeMeHHOCTY M HaAu4MeM Y Hero 6oae3Hu AayHa.
BxaloueHMe AQHHOTO MapKepa B IIPOrpaMMy KOMOMHMPOBaHHOIO
CKPVHVHTIA B IEpPBOM TPMMECTPe NPUBEAET K YBEAUUEHUIO YaCTOTBI
Tpucomuu 21 oo 95% u 6oaee.

B HacToslee BpeMsI YABTPa3BYKOBOJ CKPUHMHI XPOMOCOMHOI Ia-
TOAOTUM TAOAQ B 11-13 Hepeab OepeMEHHOCTHU SIBASIETCS «30AOTBIM
CTAHAQPTOM» U MPOBOAUTCS B OOABIIMHCTBE Pa3BUTHIX CTPAH MMPA.
OpHako pobaema 00ydeHNs CrIelMaAuCTOB ocHOBaM uaMepenus TBIT
He [OTepsiAa CBOEN aKTyaAbHOCTH. TijaTeAbHOE 00y4YeHue CIIeLMaAnC-
TOB U COOAIOAEHME CTAHAAPTOB TexHoAOruu usmepenust TBIT aBasioT-
Cs1 005I3aTEABHBIMM YCAOBUSIMU AASL OCYLIECTBAEHUSI «KAMHUYECKON
NIPaKTUKU COOTBETCTBYIOILETO YPOBH:». boAee TOro, ycrex CKpMHUH-
rOBOJ IIPOrpaMMbl HANPSAMYIO 3aBUCUT OT IIPOBEAEHMS IIOCTOSTHHOIO
AyAUTa ¥ KOHTPOAS KayeCTBa IIOAYYaeMbIX 1300paskeHUIL.

B Bammx pykax HaXOAUTCs PYCCKOe M3AaHMe KHUTY TI0A peAaKiyen
Kunpoca Huxoaanpeca «YabTpasBykoBoe mccaepoaHue B 11-13
HeAeAb OEepeMEHHOCTU», B KOTOPOil HPEACTABAE€H COBPEMEHHBIN
B3TASIA Ha BOIIPOCHI, IOCBSI€EHHblEe AMAarHOCTMKE XPOMOCOMHON
[aTOAOTMM IIAOAQ. MBI HapeeMcCs, YTO 3Ta KHUra OyAeT MOAe3Ha
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[PaKTUYECKUM BpauyaM, IPOBOASIINM YABTPA3BYKOBbBIE ICCAEAOBA-
HUSI TIAOAQ B TIEPBOM TPUMECTpPe OepeMEeHHOCTH, a TAK)KEe TOMOXKET
0oAee LWIMPOKOMY KPYr'y Bpaveil MOAYYUTb 000OIeHHbIE U CUCTEe-
MaTU3UPOBAHHbIE 3HAHUSA O COBPEMEHHOM COCTOSIHUU AQHHOI TIPO-
OAEMBI.

Anmon Muxaiiros
Examepuna Hekpacosa
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OCHOBHbIE MOHATWUA CKPUHWUHTA U TPUHLIAN b
CTATUCTUYECKOW OBPABOTKM AAHHDbIX
NPWU NPOBELEHWUI CKPUHUHTOBBIX MCCITELOBAHUM

MOHATUE CKPUHWUHTA

CKPI/IHI/IHI‘ — 9TO COBOKYITHOCTb HeO6XOAI/IMbIX MepOHpMHTI/I]Z n MEeAU-
IMHCKUX I/ICCAeAOBaHI/Iﬂ, TECTOB N APYIUX IIPOLIEAYDP, HalIpaBA€HHDIX
Ha NIpeABAapUTEAbHYIO I/IAEHTI/Iq)I/IKa]_H/IIO ANL, CpEAV KOTOPDIX BEPOAT-
HOCTb HaA4YMA ONIPEACAEHHOT O 3ab0AeBaHUS BbIIIIE, UEM Y OCTAaABHOM
qyacTun O6CAeAYEMOI7[ TIOITYASLINN. CKPI/IHI/IHI‘ ABASAETCA AMIIb HAaYaAb-
HbIM, IIPEABAPUTEABHBIM 3TallOM O6CA€AOBaHI/IH TIomyAsnny, a Amia c
TIOAOXXUTEADHBIMU PE3yAbTaTaMI CKPMHIMHIA HY>)KAQIOTCA B ITIOCAEAYIO-
meM AMarHoCTU4YeCKOM O6CA€AOBaHI/II/I AAST YCTAHOBAEHUMA NAU VICKATO-
YeHUA (baKTa HaA4Ms IIAaTOAOTMYECKOIo IIpolLecca. HeBo3mokHOCTB
OCYIIECTBAECHMS AMATHOCTUYECKMX TECTOB, IIO3BOAAIOLINX YCTAHOBUTD
VAU UCKAKOYUTD q)aKT HaAN4MA MMATOAOTMYECKOT O ITpouecca IMpu rnoAo-
JKUTEAPHOM DPE3YAbTATE€ CKPMHMHIA, AC€AAET 6eCCMbICAEHHBIM IIpoBe-
A€HME CaMOIO CKpMHMHTIA. HaanMep, IIpOBEAEHIUE OMOXUMUYECKOTO
CKPpMHMHI'A XPOMOCOMHBIX 3a00AeBaHUI IIAOAQ HE O6OCHOBaHO, €CA B
AQHHOM p€rMmoH€ HEBO3MOJKHO OCYIECTBAEHME IIOCAEAYIOLIETO IPpEHa-
TAaAbHOI'O KapMOTUIIMPOBAaHNA.

CKPI/IHI/IHI' SIBASIETCSI KOMITAEKCHOM CUCTEMO, BKAIO‘-IaIOIJ.[efI B ce0s He
TOABKO ITPOBEAEHNE OIIPEACAECHHDBIX TECTOB U O6CA6AOBaHI/II7I, HO 1 npe-
AOCTAaBA€HME MNMALVEHTY aAeKBaTHOI;I I/IH(i)OpMaLlI/II/I o 336OAeBaHI/II/I, Ha
IIOMICK KOTOPOTO HaIlpaBA€H AaHHbII;[ CKpI/IH]/IHI'OBbI]Z TE€CT, a IIpU BbI-
SBAEHUM 3a00AE€BaHUS — €0 A€YEHHUE, HPI/I NIAQHVIpPOBaHMM CKPMHMHIA
AOAKHA pa3pa6aTbIBaTbC${ METOAMKA ITPEATECTOBOIO U ITIOCAETECTOBO-
TO KOHCYAPTVMPOBAaHMA.

Yactb 1« OCHOBHIE MOHATUA CKPYHUHTA M MIPUHUMMbI CTATUCTUYECKO OBPABOTKY [IAHHbIX 1"



ITpoBeaeHMe AIOOOI CKPUHMHIOBOI IIPOrPAMMbI AOAXKHO COIIPOBOX-
AQTbCSl YETKUM IIAQHMPOBAHMEM M OLIEHKOJ KauecTBa IPOBEAEHUS
CKPMHUHIA, TaK KaK A00OOI CKPUHMHIOBBII TECT, IPOBOAMMSBII B 00-
1€Vl MOIYASILIVIM, MOXKET IIPMHECTY OOABILE BPEAQ, YEM IOAB3BL AASI 00-
cAepyeMbIX AUL. TTOHATME «CKPMHMHIA» VIMeeT IPUHLUIMAAbHbBIE TU-
YecKye OTAMYMS OT MOHSTUS «AMaTHOCTMKA», TaK KaK CKPMHIHIOBbIE
TECTBI [IPOBOASITCSI CPEAV TIOTEHLIMAABHO 3AOPOBBIX AIOAEN, TO3TOMY
OY€eHb BXHO, YTOOBI y HUX CAOXMUANCH PEAANCTHYECKUE [IPEACTAaB-
A€HMs O TOVl MHpOpMALuM, KOTOPYIO MPEAOCTABASIET AQHHAs CKpU-
HMHroBasl nporpamma. Hamnpumep, Ipu npoBeAeHUM YABTPa3BYKOBO-
rO CKPMHUHIA XPOMOCOMHOJ MAaTOAOIMYU MAOAQ B IIEPBOM TPUMECTDE
0epeMEeHHOCTH Y >KEHIIMH He AOAXKHO CKAAABIBATBCS IIPEACTABAEHMS,
4TO BBISIBAEHUE YBEAMYEHNS TOALMHBI BOPOTHMKOBOI'O IPOCTPAHCTBA
(TBIT) y maopa 00s13aT€ABHO CBUAETEABCTBYET O HaAUYMU Y HETo 0o-
Ae3Hu AayHa 1 TpebyeT ImpepbiBaHms GepeMeHHOCTH.

HpOBeAeHI/Ie CKpMHIMHIa AOAKHO ITO3BOAATb AMATHOCTUPOBATDH MCKO-
Moe 3aboAeBaHME Ha paHHeIZ CTaAMN €r0 pa3BUTUA U IIPOBECTU €TI0
CBOEBPEMEHHOE A€YEHME, YTO B IMMOCACAYIOIIEM AOAKHO ITOAOKUTEAD-
HO CKa3aTbCA Ha Ka4eCTBe XXM3HM ITallMeHTa. OAHaKO AI000IT CKPUMHUHTI
VIMEET OIIPpEACAE€HHDbIE OIrpaHMY€HMA, B YACTHOCTHU, OTp]/IL[aTEAbeIIZ
pe3yAbTaT CKPMHMHIOBOI'O TE€CTA HE ABASIETCA rapaHTmeIZ OTCYTCTBUA
3360A8B3HI/I${, TOYHO TaK >kKe, KaK ITOAOKUTEABHBIN pe3yAbTaT TECTA HE
CBUAETEABCTBYET O €r0 HAAMYINN.

CMCTEMATHYECKMIA ¥ BbIBOPOYHDIN CKPUHWHT

IMpu mpoBepAeHUM CUCTEMATUYECKOTO (0e3BBIOOPOYHOr0) CKPUHUHIA
OIIpeAEAEHHDIN CKPMHMHIOBBII TECT IPEAAAraeTCst BCEM AMLIAM OIIPeAe-
AEHHOV IonyAsiLyy. [IprMepoM TaKoro CKpUHMHIA SIABSIAETCS] YABTPA3BY-
KOBOJI CKPVHMHI XPOMOCOMHOJ ITATOAOTMM TTAOAR B IIEPBOM TPUMECTpe
OepeMeHHOCTH, KOTOPBII ITPEAAATaeTCs BCceM 0e3 MCKAIOUEHNS YKEeHIIMHAM.
Cyl1leCTBYIOT CKPUHMHIOBBIE [IPOrPaMMBbl, IPOBEAEHNE KOTOPBIX MPEAAa-
raeTcsi OPeAEAEHHOI IPYIIITE AKL], HA KOTOPBIX MOI'YT OKa3bIBaTh BO3AETIC-
TBIE OIIpeAeAeHHbIe PaKTOPbI PUCKA, IPUBOASILME K PAa3BUTHIO ICKOMOTO
3aboaeBanys. [IpuMepOM TAaKOTrO CKpMHMHIA SIBASIETCSI CKPUHIHI BUpYCa
rematuta B 1 C, BUY u cudmanca y MEAMIIMHCKIX paOOTHUKOB, KOTOpbIE
KOHTAKTUPYIOT C OMOAOTMYECKUMM XUAKOCTSIMU U IIOTOMY MMEIOT 00-
Aee BBICOKMI PUCK 3apaKeHVsI STUMU 3200A€BaHVSIMIA.
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AAH VIHTEpIIpeTaly pe3yAbTaTOB CKPMHMHIOBBIX TECTOB HeO6XOAI/IMO
3HAKOMCTBO C COOTBeTCTByIO]J.Ie];I TepMI/IHOAOI‘I/Ie];I.

YyBCTBUTENBHOCTb M CNELMOUYHOCTD CKPUHUHTOBOTO TECTA

YUyBCTBUTEABHOCTD (sensitivity) CKpMHMHIOBOrO TeCcTa — 3TO CIIOCOO-
HOCTb TeCTa IMPaBUABHO UAEHTUGULMPOBATb AULI, MMEIOMVX CKPUHU-
pyeMoe coCTOsiHME MAK 3a00AeBaHue. B MPOTUBOIOAOXKHOCTb 3TOMY,
cnennduIHOCTD (specificity) CKpMHMHIOBOrO TecTa — 3TO CIIOCOO-
HOCTb TeCTa NPAaBUABHO MAEHTU(ULMPOBATD AUL, KOTOPbIE HE IMEIOT
CKPMHMPYEMOTO COCTOSIHUS AV 3a00A€BaHMA.

B3aMOOTHOLIEHVSI MEXKAY PE3YAbTATAMM TECTA M HAAUYMEM MAU OT-
CYTCTBMEM CKPUHUPYEMOIO COCTOSHISI TIOKA3aHbI Ha 1€ THIPEXIIOABHOII
TabAMLIe:

Taﬁnuua 1. B3aumooTHoOLWEHNA MeX [y pe3ynbratamii Tecta u Hannyuem
Wn oTCcyTCTBUEM 3aboneBaHna

3ABOJIEBAHUE
Ectb Het
n ;
PE3YNLTAT ONOXUTENbHbIN a b
TECTA o
OTpuuaTenbHbIii C d

I'Ae pe3yAbTaTbl: @ — MCTMHHO-TIOAO>XXUTEAbHBDIN
b — AOXXHO-TTOAOXXUTEABHBIN
C — AOKHO-OTPULIATEAbHBIN
d — MICTMHHO-OTPHULIATEABHBIN

l’IYBCTBI/IT@AI)HOCTI) Te€CTAa — 3TO AOAS AULL C IIOAOKUTEADPHBIM PE3YAb-
TaTOM TecCTa OT 06u_[er0 YUCAQ AL, MIMEIOLINX 3aboAeBaHMe:

(a/(a+c)) x 100%
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Cl'IeLU/Iq)I/I‘—IHOCTb TeCTa — 3TO AOAS AUl C OTPULIATEAPHBIM PpE3yAbTa-
TOM TeCTa CPpEeAU 3A0POBbBIX:

(d/ (b+d) )x100%

TecT ¢ BBICOKOII YYBCTBUTEABHOCTBIO PEAKO IPOITYCKAET IALVIEHTOB,
y KOTOpbIX UMeeTcsl 60Ae3Hb. CrielinUYHBINA TECT C BBICOKON BEPOSIT-
HOCTbIO He OTHOCUT 3AOPOBBIX K KaT€ropuu OOABHbIX.

J10XHO-NONOMXMTENBHBIE 1 IOXHO-OTPULIATENbHBIE PE3Y/ILTATHI
CKPUHUHIOBOIO TECTA

ITpu oTCyTCTBMM COYeTaHMsI MEXAY pe3yAbTaTaMy TeCTa M HaAudMeM Y
MalyeHTa 3a00AeBaHUsI OYAYT PErvCTPMpPOBATLCS AOXKHO-TIOAOXKUTEAD-
Hble VAU AOXXHO-OTPMLIATEAbHble pPe3yAbTaThl TecTa. Ilpu IpoBepeHMM
AI0DOTO CKPVHVHIOBOTO TeCTa HAOAIOAAETCS OINPEAEAEHHOE COOTHOLIe-
HM€ YyBCTBUTEABHOCTY U CHELMPUIHOCTM TecTa. [Ipy MOMbITKe AOCTUYD
MaKCHMAaABHOJ JyBCTBUTEABHOCTH TECTA B LIEASIX TIPEAOTBPAILIEHMS CAY-
JaeB MPOITycKa 3a00AeBaHMA (TO €CTb CHYDKEHUST YaCTOThI AOXKHO-OTPU-
LIATEABHBIX PE3YABTATOB) CIELM(UYHOCTb TeCTa OYAET HU3KOIL TIPU BbI-
COKOJ1 YaCTOTE AOXKHO-TIOAOXKUTEABHbIX pe3yAbTaToB. [Ip1 aTOM O0ABIIOE
KOAMYECTBO AWL] C AOYKHO-TIOAO>KUTEABHBIMM PE3yABTaTaMU TeCcTa OyAeT
TIOABEPraTbCsA AAABHENIIVM AMArHOCTMYECKMM IIpOLieAypaM, YTO IpH-
BeAeT K HeOOOCHOBAaHHBIM MaTepUaAbHBIM pacxopaM. OcobeHHO BaXkKHO
AOOMBATbCSI CHVDKEHMSI YaCTOTbI AOXKHO-TIOAO)KUTEABHBIX PE3YAbTATOB
TecTa IpY MPOBEAEHUM CKPMHMHIA XPOMOCOMHOII TTATOAOTMM IIAOAQ, TaK
KaK BCeM IallieHTKaM, IOMAaBILIVM B IPYIITy BbICOKOTO PMCKa 10 pe3yAbTa-
TaM CKPVHIHTA, OYAET IPEAAO>KEHO BbITOAHEHNE MHBA3MBHO IIPOLIEAYPBI
(XOpMOHOMOTICHM VAV aMHHMOLIEHTe3a), KOTopast y 1% >KeHILMH TpYBEAET
K IpepbiBaHMIo OepeMeHHOCTH. B HacTostee Bpemst HatmonaabHblit Ko-
murer no Cxpununry (UK National Screening Committee) pekomeHayeT
YCTaHaBAMBAaTb 3HaYeHVe JaCTOTBI AOYKHO-TIOAO’KUTEABHBIX Pe3YAbTaTOB
CKPMHVHTa Ha YpOBHe 5% U HIDKe.

HaHpOTI/IB, TpyIne AnL € AO’KHO-OTPULIATEAPHbIMM PE3YAbTATaAMM T€C-
Ta 3ab0AeBaHUe 6YA€T AVArHOCTUPOBAHO Ha 6oaee ITIO3AHUX CTaAUAX,
YTO NPUBEAET K CHVMPKEHUIO Bq)(i)EKT]/IBHOCTI/I A€YEHMA M pOCTY MaTe€pU-
AAbBHBIX PACXOAOB HAa A€YE€HME ITaljM€HTa.
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[TPOrHOCTUYECKAS 3HAYMMOCTD PE3YNILTATOB TECTA

BeposiTHOCTD HaAMuMs 3a00A€BaHNS IPU YCAOBUY M3BECTHOTO PE3YADb-
TaTa TeCTa Ha3bIBAeTCs ero IPOrHOCTUYECKON 3HaYMMOCTbI0 (predic-
tive value). IIporHocTuyeckast 3HaYMMOCTb TOAOKUTEABHOTO PE3YAb-
tata (positive predictive value) — 3T0 BepOSATHOCTb 3a00A€BaHUS [IPU
[TOAOXKUTEABHOM pe3yabraTe TecTa: a/(a+b). [IporHocTuyeckas sHaun-
MOCTb OTPMLIATEABHOTrO pe3yabraTa (negative predictive value) — aro
BEPOSITHOCTb OTCYTCTBUS 3a00A€BaHMS IIPYU OTPULIATEABHOM PE3YAb-
Tare Tecra: d/(c+d).

ITporHocTMYeckas 3HAUMMOCTb TeCTa 3aBMCUT OT IIOPaKeHHOCTU IIO-
IYASILIMM AQHHBIM BUAOM TaToAOrMM. Tak, ecAu 3aboAeBaHMe PeAKOE,
MIPOrHOCTUYECKAs] 3HAUMMOCTb IOAOKUTEABHOIO pe3yAbTaTa TecTa B
9TOV MOMYASILIMM OYAET HU3KOM, AdKe TIPU YCAOBUY BBICOKOI YYBCTBU-
TEABHOCTU U CIIeLMPUYHOCTH TeCTa.

TTopa>keHHOCTb MOMYASILIMM MAM PACIPOCTPAHEHHOCTb 3ab0A€BaHMS
(prevalence) paccumMTbIBA€TCS KaK OTHOLIEHME YMCAQ AUL], MMEIOIINX
MCKOMOe 3aboAeBaHMe NIPU AIDOOM pesyAbTaTe TecTa (a+b), K 001emy
4MCAY 00CAEAOBAHHBIX (a+b+c+d) 38 KOHKPETHBII [IEPMOA BPEMEHM:

nopaeHHocTb =(a+b)/ (a+b+c+d)

Yem YYBCTBUTEAbBHEE TECT, TEM BbILI€ IPOrHOCTUYECKAsSA 3Ha4M-
MOCTDb €TI0 OTPUMLJATEABHOTO pe3yAbTaTa 1 BblllI€ BEPOATHOCTb TOTO,
4YTO OTPpULIATEAbHbIE PE3YAbPTATbl TECTA OTBEPIralOT HaAANYNE 3a00-
AeBaHus. C ApyI‘O]?I CTOPOHBI, YEM Cneumbl/mﬂee TeCT, TéM BbIlIe
NIPOTHOCTUYECKAA 3HAYMMOCTDb €ro IOAOXUTEAbPHOI'O pe3yAbTara,
U MOXXHO C OOABIIIEN BEPOATHOCTDbIO CUUTATDb, YTO ITIOAOKUTEADbHbBIE
PE3YADPTATBI TECTA IIOATBEPIKAAIOT HpeAHOAaFathI]?[ AVNATHO3. OAHa—
KO, €CAN ITIOAOXXUTEADPHDBIE PE3YADTATbI BbICOKOCl’Ie].U/ICb]/I‘IHOI‘O TecTa
TIOAY4Y€HbI B IIOMMYASALIUN C HU3KON BEPOATHOCTbBIO Sa6OAeBaHI/IH, TO
OHM OKXXYTCA NPEVMYIIECTBEHHO AOKHO-TIOAOXXNTEADHBIMMU. AHa-
AOTMYHO, OTpHLaTE€AbHbI€ PE3YAbBTATbl BbICOKOYYBCTBUTEADHOIO
TE€CTa, IIOAYYE€HHbIE€ B INONMYAALINN C BBICOKOII IIOpa’>X€HHOCTbIO, BE-
POATHO, 6YAYT AOXHO-OTpULIATEAbBHBIMU.
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OTHOLWEHWE NPABAONOAOBUSA

D¢ PeKTUBHOCTD CKPUHMHIOBOIO VAU AMAarHOCTUYECKOTO TECTA MOXX-
HO XapakTepusoBaTb yepe3 oTHolueHue mnpaBpomnopobus (likelihood
ratio), koropoe 06001aeT Ty >xe MHPOPMALMIO, YTO U IOKa3aTeAU
YYBCTBUTEABHOCTY, CHELMPUIHOCTY U MPOTHOCTUYECKON 3HAYMMOC-
TU MOAOKUTEABHOTO U OTPULIATEAPHOTO PE3yAbTaTa TECTa, HO MOXeT
JICTIOAB30BATbCSI AASI BBIYMCAEHMS PUCKA HAAMYMS VAU OTCYTCTBHS
3a00A€BaHMsI Ha OCHOBAHMM MOAOXXUTEABHOTO MAM OTPULIATEABHOTO
pesyAbTara TecTa. HekoTopble CKpMHUHIOBbBIE TECTbI UMEIOT CPEAHME
3Ha4YeHUsI YYBCTBUTEAbHOCTU U creumduanoctu (60-70%), KoTOpbIe
HeE AQIOT BO3MOXXHOCTY ITOHSITh, HACKOABKO 3P PeKTUBEH AQHHBIN CKPU-
HUHTOBBI TECT AASL BBISIBAEHUSI MCKOMOIO 3aboaeBaHus. Pacuer ot-
HOLIEHMI MPABAOIIOAOOMS AASL TIOAOXKUTEABHOTO U OTPULIATEABHOTO
PEe3yAbTaTOB TeCTa IOMOTAeT OTBETUTD Ha ST BOIIPOCHL

OTHoLIEHVEM TIPAaBAOIIOAOOMS AASI KOHKPETHOTO PE3yAbTaTa AMArHOCTY-
YeCKOT0 TeCTa HAa3bIBAETCsI OTHOLIEHNE BEPOSTHOCTY AQHHOTO Pe3yAbTaTa
y AWML} IPY HAAMYMY 3200A€BaHMSI K BEPOSITHOCTM 3TOTO K€ PE3YAbTaTa y
AL TIPY OTCYTCTBUM MCKOMOTO 3a00AeBaHysi. OTHOLIEHME TIPaBAOIIOAO-
6us moAoxuTeAbHOro pesyasrara (positive likelihood ratio, +LR) moka-
3bIBaeT, BO CKOABKO pas BbIllle PUCK HAAMYMS 3a00A€BAHVSI IIPU TIOAOXKM-
TEABHOM pe3yAbTaTe CKPMHMHIOBOro TecTa. OTHOLIEHME ITPABAOIIOAOOS
oTpuLiaTeAbHOro pesyabrara Tecta (negative likelihood ratio, —LR) moka-
3bIBaeT, BO CKOABKO Pa3 Bbllile BEPOSTHOCTb OTCYTCTBUS 3200A€BaHVS TIPU
OTpPULIATEABHOM Pe3yAbTaTe CKPUHIHIOBOTO TECTA.

OTHolIeHMe TPABAOIIOA00MSI IOAOKUTEADHOTO pe3yAbTATa TECTA pac-
CUMTBIBAETCS TP MOMOIIM caeaymoieit Gopmyabl: (a/(a+c)) / (b/(b+d)),
UAU B O0Aee YIIPOILIEHHOM BJMAE: YyBCTBUTENbHOCTb/(100%-cneunduy-
HOCTb).

CriequdpnIHOCTb TECTA OMPEAEASET KOAUYECTBO 0OCAEAOBAHHbBIX Ma-
LIMEHTOB, Y KOTOPBIX IPU OTPULIATEABHOM pe3yAbTaTe TeCTa MCKOMOe
3a00AeBaHMe OTCYTCTBYeT. [Ipy BbIUMTAHMM 3HaYeHMs crielnduaHoc-
TU U3 00LEero KOAMYECTBa 00CAEAOBAHHBIX (100%-cneunduUHOCTb) T10-
Ay4YEHHOE YVICAO OYAET MPEACTABASATb COO0I KOAMYECTBO MALIEHTOB, Y
KOT'O IIPUYMHOI IIOAOKUTEABHOTO PE3YAbTaTa TeCTa OYAYT ApYyrue co-
CTOSIHMUS, 2 HEe ICKOMOe 3a00A€eBaHue.
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OTHolIeHMe TPaBAOIIOAOOMSI OTPULIATEABHOTO Pe3yAbTaTA TECTA:
(c/(a+c)) / (d/(b+d)),

1AM B 6OAee YIIPOLIEHHOM BUAE:

(100%-4yBCTBMTENBHOCTD) / CNELMPUUYHOCTD.

YUyBCTBUTEABHOCTb TECTa OIPEAEAsIET KOAMYECTBO 0OOCAEAOBAaHHBIX
NaLEHTOB, Y KOTOPBIX IIPUYMHOI TIOAOXKUTEABHOIO PE3YAbTATa TeCTa
OyaeT nckomoe 3aboaeBanue. [Ipy BbIUMTAHMYM 3HAUEHVSI YYBCTBUTEAD-
HOCTM U3 001ero KoamdectBa o6caepaoBaHHBIX (100%-4yBCTBUTEAD-
HOCTb) IIOAYYEHHOE 4MCAO OYAET NMPEACTABASITb COOOM KOAMYECTBO
MalMEHTOB, UMELINX UCKOMOe 3a00AeBaHIe TIPU OTPULIATEABHOM pe-
3YABTaTe TeCTa.

Tabnuua 2. [pumep BbluMCIEHNA OTHOLLEHNA I'IpaBﬂOI'IOJ.l06VIﬂ NONOXNTENbHOTO
N OTpULATENbHOro pe3ybrata TecTa:

Tpucomua 21 HopmanbHbiit

Kapuotun
YBenuyeHve ToNWyHbI _
LWENHOW CKNaaKm e 39 a+b=166
HopmanbHble 3HaueHuns _
TOSLLMHBI LLENHOW CKNAafKN 212 9272 ¢ +d=9484
a+c=319 b +d=9331

YyBcTBUTEABHOCTD = (a/(a+c)) x 100% =33,5%
Criequdnunocts = (d/(b+d)) x 100% = 99,4%

OrHoleHne MpaBAoMoA0Ous (+) Tecta =

= 4yBCTBUTEABHOCTD /(100%-crennduaHocTp) =

33,5%/(100% — 99,4%) = 55,8

OrHouteHue mpaBaonoAo6us (—) Tecta = (100%-4yBCTBUTEABHOCTD) /
cneunduyunocts = (100% — 33,5%)/99,4% = 0,67

TakuM 06pasoM, BbISIBA€HME YBEAMYEHNS TOALLVHBI LIETHOM CKAAA-
KV Y ITAOAQ IOBBICUT 3HAYEHME PUCKA HAANYMS Y HETO XPOMOCOM-
HOJ maTtoAormu Ha KoapouumeHt 55,8, Torpa Kak mpu OTCyTCTBUU
AQHHOTO MapKepa 3HaueHue pUCKa CHUBUTCS Ha KoabduumeHT
0,67. Hannpumep, BO3pacTHOM PUCK HAAMYMSA Y ITAOAQ XPOMOCOM-
HOJ TIATOAOTUU Y ABAALQTUIISITMAETHEN >KEHIIVHBI, IIPOXOAIIIeN
YABTPa3BYKOBOE€ HCCAeAOBaHUe, cocTaBasser 1 Ha 1000 (0,1%).
IIpy BBIABAE€HMM YBEAMYEHMS TOAIIMHBI HIEVTHOM CKAAAKM Y MAOAQ
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PUCK HAaAMYMS y HETO XPOMOCOMHOJ IMaTOAOTUM COCTaBUT 5,58%
(0,1% x 55,8), a y TOi1 >Ke >KEHIUVHBI IPY HOPMAAbHBIX 3HAYEHUSX
TOAIIMHBI IIETHOM CKAQAKM Y ITIAOAQ PUCK HAAMYMS Yy HETO XPOMO-
comHon maroaoruu coctaBut 0,067% (0,1% x 0,67) uanu 1 Ha 1493.
[Toppo6Hee 0 BBIYMCAEHUM PUCKA XPOMOCOMHOI MATOAOTUU MTAOAQ
NIpY HAAWYUU Y OTCYTCTBUM Pa3AUMYHBIX MapKepOB XPOMOCOMHON
IMaTOAOTUY ITIAOAQ PACCKa3aHO B raase 4.

HPI/I BBIUMCAEHUM 3Ha4YeHUN YYBCTBUTEAPHOCTU U Cl'IeL[I/ICI})]/I‘{HOCTI/I
TECT MOJXET BbITAAAETDH BbICOKOI/IH(bOpMaTI/IBHbIM, OAHAaKO pac4yeT OT-
HOLIIEeHUNA HpaBAOHOAO6I/IH TIO3BOASIET OIIPEAEAVITD PEAAPHYIO HEHHOCTD
I/IH(i)OpMaLU/II/I, IIOAY‘JCHHOI;I IIpU BBIMTOAHEHNM AQHHOTO CKPMHMHTOBOT' O
TecTa. EcAV 3HaueHMe OTHOIIEHUS HpaBAOHOAO6I/IH KOAEOAETCS OKOAO
€AVHULIbI, 3HAYUT, IIpUN AIOOOM pe3yabTaTe TECTa PUICK HAANYMA NCKO-
MO MTaTOAOTUU HE UBMEHUACS, TO €CTb NNpUMEHEHNE TECTA HE criocobc-
TBOBAAO YCTAaHOBA€HUIO AU VICKAOYEHNIO AaHHO];I ITIATOAOI'IM.

[onOXUTENbHBIE 11 OTPULIATENbHBIE NOCNEACTBUA NPY NPOBEAEHIM CKPUHUHTA

ITpoBeaeHMEe CKPMHMHIOBOM MPOrPaMMbl MOXKET YAYYIIUTD IIPOTHO3 B
OTHOLIEHNY 3a00A€BaeMOCTY U CMepTHOCTHU. B mpoBeaenHoM Beemup-
Hoit Opranusauyeit 3ApaBoOXpaHEHNs NUCCAEAOBAHMY OBIAO IIOKa3aHO,
YTO Y >KEHILVH, Y4aCTBYIOLIMX B CKPMHMHIOBBIX IIPOrpaMMax, CMepT-
HOCTb B pe3yAbTaTe BbISIBAEHHBIX 3a00AeBaHMil ObiAa Ha 35% HIDKe 11O
CPaBHEHMIO C >KEHIMHAMU, He Y4aCTBYIOLIMMU B CKPMHMHIOBBIX IIPO-
rpaMMax.

OAHMM 13 OCHOBHBIX AOCTOMHCTB CKPMHMHIA SIBASIETCSI BO3MOXKHOCTD
PaHHETO BBISIBAEHMsI 3a00A€BaHUS, YTO TIO3BOASIET IIPOBECTU €TO Ae-
yeHue Ha OOAee PAHHUX CTAAMSIX M TEM CAMBIM NPEAOTBPATUTb €ro
AaAbHeitiiee pasButue. Hanpumep, CKpMHUHT HOBOPOXKAEHHBIX Ha de-
HUAKETOHYPMIO II03BOASIET BBIIBUTD 3a00A€BaHME B TIEPBbIE AHU JKI3-
HU pebeHKa, HA3HAYUTb AMETY C HU3KUM CopepKaHueM (eHMAAAAHU-
Ha, YTO MO3BOAUT IIPEAOTBPATUTD PAa3BUTHE TSDKEAOTO IIOBPEXXAEHMS
TOAOBHOTO MO3Tra, KOTOpO€ Pa3BUBAETCS IOA BO3AEVICTBMEM BBICOKMX
KOHIIeHTpauuit peHnaaraHMHa.

Hp]/[ paHHeﬁ AVIArHOCTUKE A€YeHle 3a00A€BaHUS 6YACT 6oAee ycnem-
HbIM, Y€M Ha 6oAee IIO3AHUX CTaAUAX 3a00A€BaHMA. HPI/I IIOMAAQHUU
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B I'PYyIITy BbPICOKOI'O pHMCKa II0 pa3BUTUIO 3a00A€BaHMSA YEAOBEK MOXKET
CBOE€BPEMEHHO UIBMEHUTDb 06p33 JKU3HU, YTO 6YA€T CII0COOCTBOBATH CHU-
JKEHUIO CTEII€HU PUICKA pa3BUTUA 60A€3HI. HaanMep, IIpU IPOBEAEHUU
CKPMHIMHIAa Ha CEPAEIHO-COCYANCTDIE 3a00AeBaHUSA AMLaM, IOIaBIIVIM B
TPYyMHITy BbICOKOI'O PMCKa pa3BUTUS 9TUX 336OAeBaHMﬁ[, PEKOMEHAYETCA
AVl€Ta C HU3KUM COAEP)XKaHMEM XOAECTEPMHA, KOPPpEKLMA Beca ]_U/I(i)p
ApTEPMAABHOTIO AABAEHNA. HposeAeHme CKPMHMHI'OBBIX IIpOrpaMM Ae€-
AQET YeAOBeKa boAee OCBEAOMAEHHDBIM O COCTOAHNMU €TI0 3A0POBbA.

3aTpaTbl Ha INPOBEAEHVE CKPUMHUHIOBBIX IIPOrPAaMM OTHOCUTEABHO
HEBBICOK! IO CPAaBHEHMIO C 3aTpaTaMM Ha AedyeHMe XPOHUYECKUX 3a-
6oaeBaHuit. CKpMHUHIOBasi IporpaMma AOAXKHA ObITb paspaboraHa
TaKuUM 00pasoM, 4TOObI MaTepraAbHbIe 3aTPAThl HA €€ MPOBEAEHIIE He
MpeBbIIIAAY 3aTPAT HA NPOMUAAKTUKY, AMATHOCTUKY U AedeHMe 3a00-
A€BaHUAL

HPI/I IIPpOBEAEHNM CKPVHMHI'Aa BO3MO>KE€H KOHTPOADb paCIIpOCTPpaHEHHOC-
U 3a00A€BaHMS Ha TIOMYyASIMOHHOM YPOBHE. CKPI/IHI/IHI' Ha BbIIBAEHIE
HOCUTEABCTBA PELIECCYBHOI'O I'€Ha IpY I'€HHbIX OOAE3HSX C peueccuB-
HBIM TUIIOM HAaCA€AOBAHMA IMO3BOAAET ceMelnHol nape IOAy4YMUTb MH-
cbopMaumo, KOTOpas IIO3BOAUT VM IIPUHATb 0060CHOBaHHOE peuieHne B
OTHOWIEHNY ITAQHMPOBAHMS CEMbBU U AE€TOPOXXAECHMA.

OaHaKo NpoBeAeHNEe CKPUHMHTA MOXET COTIPOBOXKAQTHCS M OTpULIA-
TEABHBIMU II0CAEACTBUSIMIY, YTO AOAPKHO YYUTBIBATbCS IIPU paspabor-
Ke CKpMHMHIOBOM IporpaMMbl. He06X0AMMO TOMHUTb, YTO CKPVMHUHT
3aKAIOYAETCSI HE TOABKO B IPOBEAEHUY TECTa, U AOAXKHBI OBITD y4Te-
HbI OTpULATEAbHBIE ITOCAEACTBMS BCEIl MPOTPAaMMBbl B LJeAOM. Bbiire
ObIAM TIPUBEAEHDI HEraTVBHbIE IOCAEACTBMSI, BO3HUKAIOLME IPU T10-
MaAQHUM 0OCAEAYEMBIX B IPYIIITY AVL] C AOSKHO-TIOAOXXUTEADBHBIMU UAU
AO>KHO-OTPULIATEABHBIMY pe3yAbTaTaMl TecTa. HeKoTopble CKpUHUH-
roBble TECTHI MOTYT OBITh MHBA3UBHBIMU, 4YTO OYAET COIIPOBOXAATHCS
OTIpeAEAEHHBIM PMICKOM OCAOXKHEHUI IPY UX NPOBEAEHUN Y AULI, He
MMEIOIX UCKOMOro 3aboAeBaHus. Hanpumep, mpu KOAOHOCKOINY B
LIeASsIX CKpPMHMHIA paKa TOACTOM KUIIKK CYLIECTBYET pUCK nepdopa-
LMY KUIIEeYHMKA.

HpI/I BBISIBAGHUM OECCUMIITOMHOIO TedeHUsI OOAe3HM HasHayaeTcs
ee HeoOOCHOBaHHOE A€4Y€HME, YTO TAKXK€ HAHOCUT BPE€A INALUMEHTY.
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Hamnpumep, py MOAOXKUTEABHBIX Pe3yAbTaTaX CKPMHMHIA HA HaAMYMe
paKa IpeACTAaTEABHO JKeAe3bl OYAeT HasHaueHO AaAbHelllee 00CAeAO-
BaHNE U A€YeHVe, BHE 3aBUCYMOCTHU OT TOTO, SIBASIIOTCSI AU PE3YABTAThI
JICTUHHO- VAU AOKHO-TIOAOXXUTEAbHbIMM. CKPMHMHI Ha HaAMYMe pakKa
MOAOYHOJ KeAe3bl 1 paka IIEeVKY MAaTKM TaloKe COIPOBOXKAAETCS T'M-
MEPAMATHOCTUKON — BOT 3TO CAOBO, KOTOPO€ IIOTOM MAET B TabAuie
M BbI3bIBAeT Ballly BOIPOCHI (CM. HIKE), U POCTOM 00ECIIOKOEHHOCTU
00CA€AOBaHHBIX, MMOMABIIMX B IPYIIIy BBICOKOTO PUCKA IO Pa3BUTUIO
aTUX 60Ae3Hel. [TOAOKUTEABHBIN Pe3yABTaT CKPMHMHIOBOIO TECTa Ha
HaAMYye paka LIENKY MaTKU MAM MOAOYHON >KeAe3bl He 00s513aTeAbHO
COIIPOBOXXAQETCSI pasBUTHEM 3TUX 3a00AeBaHmit. Hanpumep, mpu mpo-
BeAeHMM B bpricToae CKpMHMHIA Ha HaAM4Me paKa IIeiiKy MaTKu us 225
974 )KeHIIMH B IpyIIe pucka okaszaauchb 15 000 >KeHIMH, 13 KOTOPbIX
IIPU NMPOBEAEHUY AAABHENIIVX AMAarHOCTUYECKUX TeCTOB B IPYIIY BbI-
cokoro pucka nomnaau 5500 >xeHiyH. OAHAKO IIPpY aHAAM3€ CMEPTHOCTU
B pe3yAbTaTe paka IIEKY MaTKU B 3TOM PEryoHe OBIAO MTOKA3aHO, YTO
AO TIPOBEAEHUSI CKPUHMHIOBOJ IIPOrpaMMBbl OT 3TOTO 3a00A€BaHMS U3
o011ero urcAa 06CAEAOBAHHBIX MOTAO ObI yMepeThb Bcero 220 >KeHIMH.
DT AQHHBIE AEMOHCTPUPYIOT, YTO OOABIIIOE KOAMYECTBO YKEHIVH He-
000CHOBaHHO MTOABEPTAAOCH AVIATHOCTMYECKMM TECTAM, HAIIPAaBAE€HHBIM
Ha BbIsSIBAE€HUE 3200A€BaHNsI, KOTOPOE Y HIX HUKOTAA ObI HE BO3HUKAO.

[ToAyyeHVe TIOAOKUTEABHBIX PE3yABTATOB CKPUHUHIOBOI'O TECTa MO-
KeT IPUYMHUTD IICUXOAOTMYECKUI Bpep OOCAEAOBAHHOMY, BHE 3a-
BUCHMOCTHU OT TOTO, SIBASIIOTCSI AM PE€3YABTATbl MUCTUHHO- MAM AOX-
HO-TIOAOXKUTEAbHBIMU. CKPMHMHI MOXeT CII0COOCTBOBATb POCTY
00€eCIIOKOEHHOCTH ¥ 00CAEAYEMBIX TIPU MOAYYEHUM TTOAOXKUTEABHBIX
PEe3yAbTaTOB, @ HEKOTOPBIX MOXXeT BOAHOBATb A@Ke caM (akKT IMpoBe-
A€HMsS TecTa. MHOTIMe AIOAM CUMTAIOT Ce0sl 3AOPOBBIMU U YHACTBYIOT
B IPOBEAEHMM CKPVHUHIOBOV IPOTPaMMBbl, He B3BEIIMBasI €€ BO3MOX-
HBIX NMOCAEACTBUI. TloAydyeHMe TOAOXUTEABHBIX PEe3yAbTATOB TeCTa
OKa3bIBAETCSI AASI HUIX HEOKMAAHHBIM, UTO IPUBOAMT K POCTY HeyBe-
PEHHOCTU U 00ECIIOKOEHHOCTU OTHOCUTEABHO COCTOSIHUSI UX 3A0PO-
Bbsl. B CBsI3U C 9TUM OY€Hb BaXKHBIM SIBASIETCS TIPEAOCTaBAEHME 0OCAe-
AYEMBIM AOCTOBEPHON MHpOpMaLMM O HEOOXOAMMOCTHU TPOBEAEHNS
CKPVHVHIA, €70 BO3MOXKHBIX PE€3YAbTAaTaX I METOAAX A€YEHUs CKPUHU-
pyemoro 3aboaeBanus. VInpopmalus o IpOBOAMMOM CKPUHMHIE U €T0
pe3yAbTaTax AOAKHA OBITh IIPEAOCTABAEHA IALIMEHTY B AOCTYITHOM AAS
€ro MOHMMaHUs Buae. [Ipu MpoBeaeHNM CKPUHMHIA HA HOCUTEABCTBO
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TeHHBIX OOAe3HEN C peneCcCMBHbIM TUIIOM HAaCA€AOBAHNA HeO6XOAI/IMO
Y4YUTBIBAaTb BO3MOJKHbIE 3TUYECKNE U IICUXOAOTUYIECKME TTOCACACTBIU
CKpMHMHIA AAA AL, KOTOPbIE ABASIOTCS HOCUTEASAMU PELECCMBHOIO
T'€Ha, 1 YA€HOB X CeMbl.

Ta6nuua 3. TlonoxuTensHble u 0TpuLaTeibHble NOCNeACTBIA NPU NPOBEAEHIN CKPUHWHTA

MonoXxntenbHble NocneacTBmA

« Tpw BbiABNEHNN 3aboneBaHKA Ha 6osiee paHHel CTapumn ero neyeHre
6ynet 6onee ycnewHbIM.

< lpwv nomagaHun B rpynmny BbICOKOTO PUICKa BO3MOXHO MPVIMEHEHNE
NpPodUNaKTNYECKNX Mep, KOTOPble MO3BOJIAT NPEAOTBPATUTbL Pa3BUTUE
60ne3HN.

« KoHTponb pacnpocTpaHeHHOCTU 3aboneBaHUA Ha MOMyNALYOHHOM
YpOBHe.

o CKPVIHWHT Ha BbIABNEHWE HOCUTENbCTBA PELIECCVBHOMO reHa Mpwi reH-
HbIX 6ONIE3HAX C PELIeCCMBHBIM TUMOM HAacleAoBaHKA MO3BONAET ce-
MelHOV Nape NoslyunTb MHPOPMALIO, KOTOPasA MO3BOMT UM MPUHATH
060CHOBaHHOE PeLLeHME B OTHOLWEHWN NIaHVPOBaHUA CEMbY U AeTO-
poXaeHus.

OTpVI LaTesibHble nNocnencTsnA

o Hanuune noXxHo-nonoXutenbHbIX © JIOXKHO-OTpUUaTebHbIX pe3ynbTa-
TOB TecCTa.

. CKpI/IHVIHFOBbIM TECT MOXET OblTb MHBA3MBHbIM, UTO 6y}J,ET CoONpoBOX-
[aTbCA onpegesieHHbIM PUCKOM OCNOXXHEHUN npwn ero nposeaeHUN.

- BbiABneHve He camoro 3abofieBaHMs, a TONIbKO ero MapKepoB MOXeT
npmneecTn K HEO6OCHOBaHHOMy Ha3Ha4yeHuto nevyeHunA.

. CKpI/IHVIHF MOKET CNOCOOCTBOBATb pocTty 06eCnoKOeHHOCTH y OGCJ’IE,D,y-
eMbIX Mpn NoNny4YeHn NONOXNTENIbHbIX Pe3yNbTaToOB TeCTa.

. I'Ipm nposefeHNn CKpPUHUHra reHHbIX 3aboneBaHui y O6CJ'Ie4E|)/EMbIX
pacTeTt 06eCNOKOEHHOCTb OTHOCUTENBHO KOHd)I/IJJ,EHLWIaJ'IbHOCTI/I pe-
3yNbTaToOB TeCTa.

KPUTEPUI CKPUHUHIA, MPEANOXEHHBIE HAumoHANbHbIM KoMuTETOM
no ckPuHuHry (UK NaTioNAL ScReENING COMMITTEE)

ITpy paspaboTKe CKPMHMHIOBOI IPOTrPaMMbI AOAKHBI COOAKOAATHCS
CA€AYIOIIVIE YCAOBYSI:
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CKPUHUPYEMOE COCTOSHUE / 3ABONIEBAHUE

CKpUHMpYeMoe 3a00AeBaHMe/COCTOsIHME OKasblBaeT Cepbe3Hoe
BAMSHYE Ha COCTOSIHME 3AODOBbsI MAlLIMEeHTa;

STMOAOTMS U TIaTOTeHe3 3a00A€BaHMS AOAXKHBI OBITH TIIATEABHO
M3Yy4eHbI, AOAXKHBI OBITb U3BECTHBI (PAKTOPHI PMCKa PasBUTHA 3a00-
A€BaHM U MPU3HAKU 3a00A€BaHMsA, KOTOPbIe MOT'YT OBITh BBISIBAE-
HbI B AQTEHTHO MAM PaHHell CTaAUY €T0 Pa3BUTUSA;

AOAKHBI OBITb IIpMMeHEeHbI Bce 3¢ eKTUBHbIE MEPONPUATUS, Ha-
IpaBA€HHBIE Ha IPEAYTIPEKAEHVE Pa3BUTHS 3a00AeBaHNS;
Heo6Xx0AMMO y4MTBIBATD BO3SMO>KHBIE STUYECKME U IICUXOAOTMYe-
CKMe TIOCAEACTBMS CKPUMHMHTA AASL AU, KOTOpBIE SBASIIOTCS HO-
CUTEASIMU T€HHOI MyTalMM, IIPU NPOBEAEHNU CKPVHVMHIA T'€HHBIX
©0Ae3Hell C perleCCYBHBIM TUITOM HaCAEAOBaHMSL.

CKPUHUHIOBBII TECT

AOAXKEH OBbITh MPOCTHIM B UCIIOAHEHIHU, O€30MACHBIM AAST 3AOPOBbsI
MalieHTa, TOYHbIM U AOCTOBEPHBIM;

AOA>KHO OBITh 3BECTHO HOPMAABHOE PACIIPEAEAEHIE TOAYYEHHBIX
B pe3yAbTaTe IIPOBEAEHNUS TECTA 3HAYEHNUIT B 00CAEAYEMOII TTOTYAS-
LY, M AOAXKEH OBITb YCTAaHOBAEH IPUEMAEMBIN IIOPOTOBBIN ypO-
BeHb 3HAYEHUI! TeCTa, MPU KOTOPOM Pe3yAbTaT CKPUHMHIA OyAeT
CUUTATHCS TTOAOXKUTEABHBIM;

TECT AOAXKEH OBITb IIPUEMAEMBIM AASI 00CAEAYEMOI TOTIYASILINY;
CKPUHMHT TeHHBIX 00AE3HEN AOAYKEH IIPOBOAUTHCSI TOABKO HA Te 3a-
60A€eBaHNs, AAS KOTOPBIX MOXKHO ITPOBECTY AMarHOCTUKY BCEX BO3-
MO>KHBIX MYTaL|Mii T€HOB, BbI3bIBAIOILIIX AQHHOe 3a0oAeBaHMe. [1pu
HEBO3MOXXHOCTU AMArHOCTMKM BCeX T€HHBIX MYTalMil CKPUHVHT
AQHHOJI T€HHOIT 00A€3HU POBOAUTHCSI HE AOAYKEH.

JIEyEHuE

ITpy AmMarHocTyKe 3a00A€BaHMS HA paHHEN CTaAUM AOAXKHO Cylilec-
TBOBATb €ro 3¢ (HEeKTUBHOE A€UEHNeE.

9¢dPeKTUBHOCTD B OTHOLIEHUM MICXOAOB 3200A€BaHNS IIPU €I0 paH-
Hell AVaTHOCTHMKE VM A€4EeHUY AOAXKHA OBITh AOKa3aHa IIpU MPOBeAe-
HUV KAVIHUYECKUX MICCAEAOBAHUN

A0 BHeApeHNS CKPMHUHIOBOI MPOrpaMMbl B KAMHMYECKYIO IPaK-
TUKY HEOOXOAMMA YeTKash OpraHM3alus AeMCTBUIL BCeX yUpexAe-

22

YbTPA3BYKOBOE MCCTEOBAHYE B 11—13 HEAENb BEPEMEHHOCTH



HUI1 3APABOOXPAHEHNsI, YIACTBYIOLIUX B IIPOBEACHUM CKPUHUHIA U
A€YEHIM AAHHOTO 3200A€BaHMs.

CKPUHUHIOBAA MPOTPAMMA

Db beKTUBHOCTb CKPYHUHIOBOII TPOTPaMMbI B OTHOILEHUY CHIDKe-
HUs1 3a00A€BaeMOCTH M CMEPTHOCTY B PE3YAbTaTe AQHHOTO 3aboAe-
BaHMSI AOAXKHA OBITh AOKa3aHa IpY IPOBEAEHUY PAHAOMU3MPOBAH-
HBIX KOHTPOAMPYEMBIX MICCACAOBAHMIL

IIpy poBeAeHMM CKPMHMHIA B LIEASIX IIPEAOCTABAEHMS MALVeHTy
MHQOPMALMHY, TI03BOASIOLIEN eMY MPUHSITb OCO3HAHHOE pelleHle B
OTHOIIIEHNY €TO AAABHENIINX AEICTBUI (HalpyMep, IpY CKPUHUH-
re XpOMOCOMHOJI ITATOAOTUM TTAOAQ MAM CKPMHMHI€ Ha HOCUTEADbC-
TBO T€HHBIX 0OAe3Heil), AOAXKHO OBITb AOCTOBEPHOE AOKa3aTeAbC-
TBO TOYHOCTY CKPMHMHIOBOI'O T€CTa B OTHOLIEHNY OL€HKY CTeIlleHN
pMCKa HAaAMYUsI AQHHOTO COCTOsIHUS y maiuueHTa. VHdopmaumus o
MIPOBOAVIMOM CKPVHMHIE U €r0 Pe3yAbTaTaX AOAXKHA OBITH IpeAo-
CTaBA€HA NALMEHTY B AOCTYIIHOM AASI €T0 IIOHMMAaHNs BUAE.
BeInmoAHeHVe CKPUMHMHIOBON TNpPOrpaMMbl (TeCTa, TOCAEAYIOLIMX
AMArHOCTUYECKUX IPOLIEAYD, A€UEHNSI) AOAXKHO OBITh IIPYIEMAEMbBIM
C TOYKM 3peHNA KAMHUYIECKOJ MPAKTUKY U 3TUKU.

IpenmyiiecTBa OT NMPOBEAEHMS CKPMHMHIOBOV ITPOTPAMMBbI AOAYKHBI
THpeBbIATh GUBMYECKIIT U MICYXOAOTMYECKIIA YIIlepO, MPMHOCUMBII Ma-
LIYeHTY MPY IPOBEACHNY TeCTa, AVarHOCTMYECKIX IIPOLIEAYP U ACUEeHMS.
MartepuaAbHble 3aTpaThl Ha TIPOBEAEHME CKPYHVHIOBON MPOrpaM-
MBI (TeCT, AMarHOCTUYeCKMe MPOLIEAYPDI, A€UeHVe 3a00AeBaHNs Ha
paHHel cTapuu, o0ydyeHue MepCcoHaAd, AQAMUHUCTPATUBHbBIE U Op-
TaHM3aLIOHHBIE PACXOABI) HE AOAKHBI ITPEBBIIIATb 3aTPaT Ha Aua-
THOCTUKY AeyeHVe 3a00A€eBaHMs Ha OoAee IIO3AHNX CTAAMAX.
Heo6X0AMM ITOCTOSHHBIN KOHTPOAD KauecTBa paboOThl CKPMHUHIO-
BOJI TPOTPaMMBbl.

Ao BHeApeHNs CKPMHUHIOBOI MPOrpaMMbl B KAMHMYECKYIO IPaK-
THKY HEOOXOAUMO 00eCHeunTb AOCTATOUYHOE KOAMYECTBO CIIELV-
AANCTOB U OOOPYAOBAHUS, HEOOXOAMMOIO AASI OCYILECTBAEHMS
CKPMHMHTOBOJM NPOTPAMMBbI, AAAbHEMIINX AMArHOCTUYECKUX IPO-
LIEAYP ¥ AedeHNs 3a00AeBaHNA.

Heobxopnmo obecriedynTs 06CAEAYEMBIX AUL] AOCTOBEPHOIT UHDOP-
Malyer 0 HeOOXOAMMOCTH IPOBEAEHNSI CKPUHMHIA, €0 BO3MOXKHBIX
pe3yAbTaTax M METOAAX AeYeHUsI CKPUHUPYEMOro 3a00AeBaHNsL.
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+  CKpUHMHT Ha BBISIBA€HME T€HHBIX OOAE3HEI C PeLjeCCUBHBIM TUIIOM
HACAEAOBAHMSI AOAXKEH OBITh IIPUEMAEMBIM AASL HOCUTEAENT peLiec-
CUBHOTI'O T€HA U eTr'0 POACTBEHHIIKOB.

3ABONEBAHMA U (OCTOAHUA, ANA KOTOPBIX HauvoHanbHbIM KomuTETOM
BENUKOBPUTAHNI NPOBEAEHWE CKPUHUHTA HE PEKOMEH}.'[OBAHO*

HaLU/IOHaAbeI]Z Komurer nmo CKPMHMHI'Y HE PEKOMEHAYET IIPOBEAEHNE
CKpPMHMHTA NP OTCYTCTBUM KAMHNYECKUX I/ICCAeAOBaHI/II;I, AOKa3bIBa-
10211070.¢ 3(1)(1)6KT]/IBHOCTI) €T0 IPMMEHEHMN, AU TIPU IOAYYE€HNM AQHHBIX
O TOM, 4YTO €ro IpoB€A€HNE IPUHOCUT (INSii(S Bp€Aa, Y€M IIOAb3bL.
Hike IIPEACTABAEH CIIMCOK 3a00A€BaHUM /COCTOSIHUN B aKylmepcTBe
HEOHATOAOI'MM, AAS BbBIIBAE€HMA KOTOPBIX ITPOBEACHNE€ CKPMHUHT OBBIX
I/ICCAeAOBaHI/II;I He€ PEKOMEHAOBAHO.

Ta6nuua 4.3a60neBaHuA /cOCTOAHMA B AKyLIepCTBE N HEOHATONOMNN, ANA BbIABNEHNA KOTOPbIX NPOBEAEHIE
CKPUHUHIOBbIX NCCNeS0BaHMIA He PeKoMeH[10BaHO HauuoHanbHbiM KomuteTom no CKPUHUHTY BEI’IMKOﬁpI/ITaHMVI

AHTEeHaTaNIbHbIN CKPUHUHT 6aKTepuranbHOro BarmHo3a, XJlaM1anosa,
MYKOBWCLMA03a, LMUTOMeranosumpyca, pvabeta,
HacunmA B cembe, CMHAPOMa TIOMKOW X-XpPOMOCO-
Mbl, FeHUTaNbHOro repreca, renatuta C, NocTHa-
TanbHOW Aenpeccui, HOCUTENbCTBA CTPEMTOKOK-
Ka rpynnbl B, Tpom6oumToneHun, Tpombodunu,
TOKCOMIasmosa.

CKPWHWHI HOBOPOXAEHHOTO HapyleHnin MeTabonmsma ammMHOKUCNOT, brunu-
apHoi atpesuu, geduuynTta 6noTUAMHA3LI, 60-
nesHn KaHHaBaHa, afjpeHO-reHnTanbHoro CuH-
[POMa, rafiakTo3eMun, HapyLeHNn oKcMaaLmnm
XKUPHbIX KUCNOT, 6one3Hn lowe, MblleYHOW
anctpodun, HempobnacTombl, TpomboLmTOone-
HUK, HapylleHnA MeTabonm3ma opraHnyecKmx
coequHEeHnN.

* — 3Tn peKoMeHAaumMmn AencTBYIOT TONIbKO Ha TeppuToprmn O6beanHeHHoro Kopornesc-
TBa BennkobputaHum n He MOTyT 6€3 KpUTUUECKON OLIeHKM NePEHOCUTBLCA Ha JOCTOBep-
HOCTb pe3ynbTaToB.

ﬂOCTOBEPHOCTb PE3YJIbTATOB CKPUHWUHIOBOIO TECTA.
CTAHOAPTbI IOKASATENBHO MEQULIMHDI

AOKaSaTeAbHaH MeEAULIMHA — 3TO MEAMIIMHA, OCHOBAaHHAsA Ha IIpUMe-
HEHUU TOYHDbIX, AOCTOBEPHBIX I COBPEMEHHDBIX AOKA3aTEAbBCTB a(b(beK—
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TUBHOCTU TOT'O MAUM MHOTO METOAQ AMATHOCTUKU M A€YeHMs NaljVieH-
ta. IIpy aHaAM3e AQHHBIX Pa3AMYHBIX CKPUMHMHIOBBIX MICCAEAOBAHMI
M AASL OLieHKM 3P QPEeKTUBHOCTM CKPUHMHIOBOIO TeCTa HEOOXOAMMO
BBISICHUTD, HACKOABKO AOCTOBEPHBIMU SIBASIIOTCSI AOKa3aTEAbCTBA €0
a¢ddexTuBHOCTU. AASL 3TOrO HEOOXOAMMO HANTK OTBET Ha BOIPOCHI,
[peACTaBAEHHbIE B TabAulLle 5.

Tabnuua 5.

ABnAatoTCA N foKasaTenbcTBa SPPEKTUBHOCTY CKPMHUHFOBOTO TeCTa
[OCTOBEPHbIMA?

« [lpoBoaunocb N1 B UCCIefOBaHNM HE3ABUCIMOE CPaBHEHME Pe3yiib-
TaTOB, MOYYEHHbIX C MOMOLLbIO CKPYHMHIOBOIO TECTA, U PEe3Yy/bTaToB,
MOJTyYEHHbIX MPY MOATBEPKAEHMM AMArHO3a C MOMOLLbIO METOAOB,
ABNALNXCA «30/10TbIM CTAHAAPTOM» [/ AMArHOCTUKM [JaHHOTO 3a-
6oneBaHus?

«  COOTBETCTBYET JIN XapaKTepUCTUKa 0OC/IeA0BaHHbIX MaLMEHTOB Xa-
paKkTepucTnKe TOM NONyIALNN, B KOTOPON PEKOMEHAOBAHO AasibHeN-
Lee NPUMeHeHME JaHHOTO CKPMHUHIOBOTO TecTa?

« bBbina nu npoBepeHa oLeHKa 3$PeKTMBHOCT AAHHOTO CKPUHWHIOBO-
ro Tecta B Apyrov (He3aBMCMMOW OT AaHHbIX UcciefoBaTenen) nomny-
nauun?

[PoBOANNOCH /1Y B UCCIIEAOBAHUN HE3ABUCUMOE CPABHEHUE PE3Y/IbTATOB, MOJIYYEHHBIX
C [MOMOLYbKO CKPUHUHIOBOIO TECTA, Y PE3YJIbTATOB, MMOJIYYEHHbIX TP MOATBEPXKAEHUN
AVNATHO3A C INOMOLYbIO METOAO0B, ABJIAIOLYNXCA «30J10TbIM CTAHAAPTOM» 4714
AWNATHOCTUKYN JAHHOTO 3ABOJIEBAHUA?

ITpu onienke 5P PeKTUBHOCTY CKPUHUHTA HEOOXOAUMO 00paIaTh BHU-
MaHMe HA CAEAYIOLIMe KPUTEPUM: PE3YABTAThI, IOAYYEHHBIE IIPU TIPO-
BEAEHMM CKPUHMHIOBOIO TECTa, AOAXKHbBI OBITh ITOATBEP)KAEHBI IIPU
MMOMOII[ METOAOB, SIBASIIOIIUXCSI «30AOTBIM CTAaHAADPTOM» AASL AMA-
THOCTUKM AQHHOro 3aboAeBaHus. Hampumep, mpu CKpUMHUHIE XPO-
MOCOMHOJI [TATOAOTMU MAOAQ NPU OEPEMEHHOCTU AMATHO3 TOTO MAU
MHOT'O XPOMOCOMHOIO 3200A€BaHMsI AOAYKEH OBITh IIOATBEPKAEH IIPU
LIUTOr€HETUYECKOM MCCAEAOBAHMY KAETOK IAALIEHTbI AU TIAOAA. T1pu
YCTAHOBAEHUU AMArHO3a TPUCOMMM 21 MAU APYTOJ XPOMOCOMHOII ITa-
TOAOTMU Y HOBOPOXXAEHHOI'O TAK)KE AOAXKHO BBIITOAHSITBCSI €r0 Kapu-
otunupoBaHue. IIpy 5TOM CKPUHUHIOBBII U AMATHOCTUYECKUIL TECTH
«30A0TOTO CTAHAAPTa» AOAXKHBI BBIITOAHSTBCSI HE3ABUCUMbBIMI UCCAE-
AOBATEASIMI, I PE3YABTATbl OAHOTO TECTA HE AOAXKHBI OBbITh MI3BECTHBI
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IIpM IIPOBEAEHNN APYTOro TecCTa. HaanMep, IIpu N3BECTHOM IIaTOAO-
TUYE€CKOM KapMOTUIIE ITAOAQ VICCAEAOBATEAD C OOABIIUM YCeEpAVIEM 6y—
A€T MICKaTb y HETO 7pU3HaKu, HAIIPYIMEDP, YABTPa3BYKOBbI€ IIPM3HAKN
TOI'O AN APYTroro XxpoMOCOMHOTO 3360A€B3HI/I${, TOrAa Kak IIpu HOp-
MAaAbHOM KapMOTUIIE ITAOAQ VICCAEAOBATEADb MOXXET HE O6paT]/ITb BHU-
MaHMe Ha TOT VAU MHOM IIpu3HaK. HaAuune He3aBucuMoro CpaBHEHUA
TIO3BOASAET MVMHMMM3VIPOBATDb IIEPEOLIEHKY VIAM HEAOOLIEHKY pE3yAbTa-
TOB CKPMHMHI'OBOTO TeCTa.

COOTBETCTBYET /I XAPAKTEPUCTUKA OBCJIEfOBAHHbIX MAUNEHTOB XAPAKTEPUCTUKE
TOW nonynAaynn, B KOTOPON PEKOMEHAOBAHO JAJIbHELLEE MPUMEHEHUE JAHHOIO
CKPUHUHIOBOIO TECTA?

ITpu utenuym nybAMKaLMil, MOCBSIIEHHBIX OLieHKe 3} PeKTUBHOC-
TY Pa3AMYHBIX CKPVMHUHIOBBIX TECTOB, CAEAYET YTOUHUTD, K KaKOM
IPYINle MalLVEeHTOB IPUMEHSIACS AAHHBI CKPUHMHIOBBIN TECT U
COOTBETCTBYIOT AY KAMH/YECKVE XapaKTePUCTUKU AQAHHOI IPYIIIbI
TOJ NONYASILIUY, B KOTOPOJ MAQHUPYETCS AAQAbHellee IPYMeHeHYe
AQHHOTO CKpMHMHIa. Hanpumep, npy npoBeAeHUM CKPUHMHTA XPO-
MOCOMHOJ ITaTOAOTUM ITAOAQ HEOOXOAMMO 3HATh CPEAHMIT BO3pacT
06CAeAOBaHHBIX MAaLMEHTOB, TaK KaK 4aCTOTa XPOMOCOMHOI 11aTo-
AOTUM TIAOAQ OyA€T MEHSIThCS B 3aBMCUMOCTM OT Bo3pacTta Oepe-
MEHHOJ >KEeHIMHBI. B CBSA3M C 3TUM HeAb3SI 0XXMAATb, YTO PE3YAb-
TaTbhl CKPMHMHIA XPOMOCOMHOM IAaTOAOTMM TAOAQ, TIOAYYEHHbIE B
rpyIIe XXeHIMH cTaplie 35 AeT, OYAYT COBIAAATh C Pe3yAbTaTaMU
TOrO )K€ CKPMHMHIA, IPOBEAEHHOTO B 0011eil monyasinuu bepeMeH-
HBIX >KeHLMH. Takke HEOOXOAMMO YUYMUTBIBaTh, B KaKMUX LieHTpax
IIPOBOAMAOCH MICCAEAOBaHMe. HanpuMep, pe3yAbTaThl, TOAYYEHHbIE
IIpY IPOBEAEHU CKPMHUHIA B AMAaTHOCTUYECKUX LIEHTPaX TPeThero
YPOBHSI, BCeraa OYAYT OTAMYATBCS OT PE3YABTATOB, IIOAYYEHHBIX B
AVIaTHOCTUYECKMX LIeHTPaxX I1epBOI0 YPOBHS, B CBSA3U C pPa3AMUMSIMU
B KBaAMdUKALMM CHELMAANCTOB U YPOBHE TEXHUYECKOTO OCHallle-
HUS LeHTpa. TakKke B AMarHOCTUYECKMX L[eHTpaX TPeTbero ypOBHs
KOHUEHTPUPYIOTCS MAlLMEHTHl NIPY PA3AMYHBIX ITOPOKAX Pa3BUTUS
MIAOAQ, KOTOpble HANPAaBASIOTCS U3 LIEHTPOB IEPBOIO U BTOPOTO
YPOBHS, 4TO TaKXe OyAeT BAUATH Ha 3QPEKTUBHOCTb CKPMHUHIA,
IIPOBOAVMIMOIO B AQHHOM LI€HTDe.
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BbinIA 1M NPOBEREHA OLIEHKA 3O®EKTUBHOCTU JAHHOIO CKPUHUHIOBOIO TECTA
B APYrov (HE3ABUCUMOW OT AHHbIX UCCNIEQOBATENEN) nonynayum?

D¢ HeKTUBHBIN CKPUHUHIOBBIN TECT AOAXKEH OBITh BOCIIPOU3BOAVMBIM
B PA3AMYHBIX LIEHTPaX U B Pa3AUYHbIX 00CAEAYEMBIX ONyAsILsIX. Ecan
BbICOKast 9P (PEeKTUBHOCTD TECTA OTMEYAETCSI TOABKO B OAHOM MICCAEAO-
BaTeAbCKOM LIEHTPE, HO He IIOATBEP)KAAETCSI paboTaMu APYTUX UCCAE-
AOBATEA€l, TO AQHHBII TECT He AOAXKEH BHEAPSITbCSI B KAUHUYECKYIO
[IPAKTUKY AO IOAYYEHMsI PEAABHBIX 1 HE3ABUCHMBIX AOKA3aTEABCTB €ro
s pexTuBHOCTM.
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OWATHOCTUKA XPOMOCOMHOW MATONOMAU MJTOAA
B MEPBOM TPUMECTPE BEPEMEHHOCTH

B 1866 roay AsHrpooH AayH BIiepBble IPEACTABMA OIMCAHVE BHELIHOC-
TU MalMEHTOB mpu Tpucomuu 21 XxpoMocombl, 3a00A€BaHIM, KOTOPOE
BIIOCAEACTBMM CTAaAO HOCUTD ero uMs. OH oTMeYaA, UTO XapaKTepHON
0COOEHHOCThIO ITUX MALMEHTOB SIBASIETCS U30BITOK KOXXHBIX IMOKPO-
BOB, TAOCKOE€ IIMPOKOE AULIO U HEOOABILIOI HOC.

B mocaepHee pecsATHAeTVIE BO3MOXKHOCTY YABTPa3BYKOBOM BU3YaAU-
3aLMM O3BOAVIAUL OIIPEAEASITb T XapaKTePHble AAS AQHHOTO 3a00-
A€BaHMs MPUBHAKY YK€ B IIepBOM TpumecTpe OepemeHHOCTH. Tak, y
75% TIAOAOB Ipy TpUcOMUM 21 ¥IMeeT MeCTO yBeAUU€eHe TOAIVMHbI BO-
porHukoBoro npoctpanctsa (TBIT) u y 60—70% 13 HUX Ha 9TOM aTaIe
OepeMeHHOCTH He BU3YaAU3UPYIOTCS KOCTU HOCA.

AWATHOCTUKA XPOMOCOMHOW NATONOM AW NNOAA
HEVHBA3MBHBIE METO/IbI IMATHOCTUKY

B nocaeanne 30 AeT IPOBOAUTCS MHTEHCUBHAsI Pa3pabOTKa METOAOB
HeVMHBa3VBHOJN IIPEHATaAbHOM AMAarHOCTMKM, OCHOBAHHBIX Ha BbIAEAe-
HUM KAETOK IIAOAQ M3 KPOBM MaTepy UM MX IOCAEAYIOIeM HelloCPeAC-
TBEHHOM MCCAeAOBaHUM. B KpoBM MaTepy Ha Kaxkpble 10°—107 siAepHBIX
KAETOK IPUXOAUTCS 1 KAeTKa TAOAOBOTO IPOUCXOXKAEHMSL. DTO COOTHO-
IIeHMe KAETOK MAOAA K KAeTKaM MaTepyu B 0Opaslie MaTepPMHCKOM KPO-
BU MOXeT ObITb yBeAndeHo A0 1 Ha 10—100 MaTepMHCKUX KAETOK. DTO
AOCTUTAeTCsI HaHEeCEeHMEM SIAePHO-MarHUTHBIX METOK AU METOK (PAI0O-
PeCLMPYIOLIMX aHTUTEA K OTIPEAEA€HHBIM y4acTKaM MeMOpPaHbI KA€TOK
ITAOAQ 1 VX BbIIBA€HMEM IPY TIOMOILY TEXHOAOT M SIA€PHO-MarHUTHOT'O
(MACS) uau dawopecrientHoro (FACS) Bbipeaenns kaeTok. [Toaydae-
MBI TIPY UCITIOAb30BAHUN TEXHOAOTUIT 00beM KAETOK HETIPUTOAEH AAS

Yactb 2« JIMATHOCTVKA XPOMOCOMHOT! MATONOTYM MIOAA B MEPBOM TPUMECTPE BEPEMEHHOCT 29



PucyHok 1. CKonneHue XUAKOCTI N0z Koxeli B 0671acTi 3a/AHeil noBepXHOCTY Lwen nnoa. U3obpaxeHue
npegoctasneHo goktopom Eva Pajkrt (Amcteppam)

PucyHok 2. 3xorpamma nnoga npu Tpucomin 21 8 12 Hefienb bepemeHHoCTH. MMeeT MecTo yBenuyerue
TONLLMHbI BOPOTHUKOBOTO NPOCTPAHCTBA 1 OTCYTCTBIE BU3yaN3aLiuit HOCOBbIX KOCTeil

TPaAULVIOHHOTIO LIUTOT€HETUIECKOTO UCCAEAOBAHMSI, TAK KaK B HEM Ha-
PSIAY C OTHOCUTEABHO HEOOABIIVM YMCAOM KAETOK ITAOAQ COAEPIKUTCS
AOCTaTOYHO OOABILIOE YMCAO KAeTOK MaTepyu. OAHAKO NpYU HaHECEHUU
AHK-crienupmaHbIX AAST K&XKAOI XPOMOCOMbI METOK U IIOAYYE€HUN TPEX
crietpUYECKMX CUTHAAOB OT OAHOI KAETKU B MICCAEAYEMOM 0Opaslie
nipu dAropecLieHTHOI Tnbpuausauuy in situ (FISH) MosxHO ¢ BbicOKOI
BEPOSITHOCTDIO IIPEATIOAAraTh HAAUYME TPUCOMMM B KAETKAX TIAOAQ.

YunutbiBas OrpaHMY€HMsA AOCTYIIHBIX Ha CEI'OAHHIJ.IH]/II;[ A€Hb TEXHO-
AOTUM, MICCAEAOBAHMA KAETOK ITAOAQ B KPOBU MaTe€pu MOTYT ceiyac
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paccMarpuBaTbCs KaK 5KCIIEPUMMEHTAAbHble METOAMKU OLIEHKM pUC-
Ka, HeXXeAM KaK MeTOA IIPEHAaTAaAbHOM AMArHOCTMKM XPOMOCOMHBIX
3a00AeBaHMiT. B HaCTOSLIMIT MOMEHT YYBCTBUTEABHOCTb ITOAOOHBIX
MICCAEAOBAHMII COTIOCTABMMA C YyBCTBUTEABHOCTHIO OMOXMMUIECKOTO
ckpuHuHra. [Ipy aTOM GMOXMMMYECKOe TECTUPOBAHME OTHOCUTEABHO
AErKO MOXXeT OBITb BHEAPEHO B KaueCTBE MOIMYASLIMOHHOTO CKPMHUH-
Ira, TOrAQ KaK BbIAEAE€HME KAETOK ITAOAA B KDOBOTOKE MaTepPU SIBASIETCS
3HAYUTEABHO OOA€e TPYAOEMKHUM IIPOLIECCOM U TpeOyeT HaAUuMs CIie-
LIMAAMCTOB BbIcovaiiiiei kBaandukaiymu. OcTaeTcsi HaAeATbCs, YTO B
0003puMOM OyAyIlleM pa3BUTHE TEXHOAOTMY BBIAEAEHMS KAETOK ITAOAA
13 KPOBY MaTepy MO3BOAUT AOOUTBCS CYLIECTBEHHOIO YBEAUYEHMS MX
41CcAa B ICCAEAYEMOM 00paslie, TEXHOAOTYSI CTAHET IIOAHOCTBIO aBTO-
MaTU3MPOBAHHO, YTO ITO3BOAUT IMPOU3BOAUTH 0OPabOTKY OOABIIOTO
4ucaa Ipob MaTepUHCKOM KPOBIL.

B nocaepHee BpeMsi 3HAUUTEABHOE YVCAO VICCAEAOBaHUIT OBIAO HaIlpaB-
AeHO Ha BbipeAeHMe cBobopHoit AHK maopa u3 xpoBu mMatepu npu Ge-
PEMEHHOCTM IIAOAOM MY)KCKOTO ITOAQ M IIOBBIIIEHVE KOHLIEHTPALU
obpasua AHK maopa ¢ nomosio koandectBenHoit [TLP. CymjectBytor
MIPOTUBOpEYNBbIE AAQHHblE B OTHOIIEHMU KOHLIEHTpaLuM CBOOOAHOIN
AHK naopa nmpu Tpucomun 21. PesyAbTaTbl psiA2 UICCA@AOBAHUII BbISBU-
AM ITOBBILIIeHVe KOHLIeHTpauuu cBoboaHoi AHK mpu aTom 3aboaeBaHum
y MAOAR, B APYTUX >Ke nccaepoBaHysx KoHueHTpauyusa AHK He otanya-
AaCh OT TAaKOBOJI IIpY HOPMaAbHOM KapMOTHUIIE TIAOAOB. Takum ob6pasom,
¥ B OTHOLIIEHV} STOV HOBOJ TEXHOAOT MM HEOOXOAMMO HabpaThCs TepIie-
HUSA U AO>KAQTBCS, IOKA OHA CTAHET PEAAbBHBIM HEVHBA3VMBHBIM METOAOM
CKPMHMHIA TpucomMuu 21 y maoAa.

HenHBa3nBHblE METOAbI ANATHOCTUKM XpOMOCOMHOI;I
naTonorunm ninoja

® lccnepoBaHue KNeToK nyiofa B obpasiax nepudepmryeckoin KpoBm ma-
Tepu 6onee BEPOATHO HAaNZET NMPUMEHEHNE KaK METOZ, OLEHKN PUCKa,
HeXenn Kak MeTof, HeMHBa3VBHOW AUArHOCTVKN XPOMOCOMHbIX 3a60-
JIeBaHM nnopa.

¢ VImeloT MecTo NPOTUBOPEUMBbIE JaHHbIE B OTHOLLEHWY KOHLEHTPaLun
cBobogHon IHK nnopa B KpoBM Matepu npv Tprcomum 21.

Yactb 2 o ﬂ,MAI’HO(TMKA XPOMOCOMHO NATOAOTMY NNI0JIA B NEPBOM TPUMECTPE BEPEMEHHOCTI 31



VHBA3MBHDBIE METO/IbI AMATHOCTHKM

AMHNOYENHTE3

CylecTByeT TOABKO OAHO PAaHAOMM3MPOBAHHOE JICCAEAOBaHUe, IO-
CBSAIIEHHOE OL[eHKEe pUCKa aMHUouLeHTe3a. 4606 cOMATUYECKU 3A0-
POBBIX JKEHIMH B Bo3pacTe 25—34 AeT npy HEOCAOKHEHHOM TeYEeHUU
6epemeHHOCTU B 14—20 HepaeAb ObIAM PAHAOMUSUPOBAHBI AASI CDABHE-
HUSI UCXOAOB YABTPa3BYKOBOI'O MCCAEAOBAHMSI M IIOCAEAYIOLIETO0 aM-
HUOLIEHTE3a, [0 CPABHEHMIO C IPOBEAEHMEM TOABKO YABTPa3BYKOBOI'O
uccaepoBauus (Tabor et al., 1986). Hactora o01KX TOTEPh TAOAOB B
IpYIIe >KEHIUH, KOTOPbIM IIPOBOAMACS aMHMUOLIeHTe3, Obiaa Ha 1%
BBILIIE [I0 CPABHEHMIO C KOHTPOABHON IpymIioil. VccaepoBaHue Takke
BBISIBMAO B3aMMOCBSI3b MEKAY IIPOBEACHUEM aMHUOLIEHTE3a U YBEAU-
YeHMEM pUCKa PECIMPATOPHOIO AUCTPECC-CUHAPOMA U ITHEBMOHUU Y
HOBOPO>KAEHHbIX.

BrinoAHeHNe aMHMOLIEHTe3a BO3MOXHO Y>Ke Ipy cpokax 10—14 Hepeab,
OAHAKO AQHHblEe PaHAOMM3VMPOBAHHBIX MCCAEAOBAHMII ITOKA3aAM, YTO
IIpY paHHEM aMHMOLIEHTEe3€e 4acTOTa IOTEPh IIAOAOB UM YaCTOTA SKBU-
HOBapycHo! Aedpopmanyu CToI Bbllite Ha 2 1 1,6% COOTBETCTBEHHO, IO
CpaBHEHMIO C TAKOBBIMY [PV XOPMOHOMOIICKY B [IEPBOM TpUMeCTpe Oe-
PEMEHHOCTH VA AMHUOLIEHTE3€ BO BTOPOM TPUMeCTpe OepeMeHHOCTM.

Xopwousnoncua

Pe3yAbTaTbl paHAOMM3MPOBAHHBIX MICCAEAOBAHMIT ITOKA3aAl, YTO YaCcTOTA
[IOTePb IIAOAOB ITOCAE TPAHCAOAOMMHAABHON XOPMOHOMOIICUM HE OTAMYA-
€TCSl OT TAaKOBOJI [TOCAE aMHMOLIEHTE3a BO BTOPOM TPUMeCTpe OepeMeH-
HocTH. CBEAEHNMS O TIOBBILIEHNY YACTOTBI 10MepDb NA000B IIOCAE TPAHCLIEP-
BUKAABHOJ XOPMOHOKOIICHY IMEIOT TPOTVBOPEUMBbIIL XapaKTep.

HO—BI/IAI/IMOMY, B LIEHTpaX, UMEIINX AOCTaTO‘IHbII;I OIIBIT ITPOBEAEHUA
VIHBA3MBHBIX BMEIIATEAbCTB ITIOA YABTPA3BYKOBBIM KOHTPOAEM IIPU Oe-
PEMEHHOCTH, PUCK IIpEPbIBAHUA 6epeM8HHOCTI/I IIOCA€ aMHMOLIEHTEe3a
u XOp]/IOH6I/IO]'ICI/I]/I ABASAETCA OAVMHAKOBBIM He€3aBUCUMO OT criocoba
BBIITOAHEHMA BMEUIATEABCTB.

CYI.L[EBCTBYCT B3alIMOCBA3b MEXAY BbIIIOAHEHMEM XOp]/IOH6I/IOl'IC]/H/I AO 10
HEAEAD 6epeMeHHOCTI/I U IIOBBIIIEHMEM YaCTOT ITOIIEPEYHbIX pe,A,YKLU/IIZ
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KOHEYHOCTE, MMKPOTHAaTUM N MUKPOTAOCCUM Y TIAOAQ. B aT0i1 CBsA3U
IIpOBEAEHIE XOpI/IOH6VIOHCI/II/I PEKOMEHAOBAHO TOABKO ITOCAE 11 HEAEADb
6ep6MeHHOCTI/I " TOABKO OII€paTOpoOM, MMEIINM AOCTaTO‘{HbI]Z OIIBIT.

VIHBa3uBHble MeToAbl ANAarHOCTUKN

® [lmarHoCTKa XpOMOCOMHOW MaToNorny Miaofa TPebyeT BbIMONHEHUS
VIHBA3NBHOrO BMELLIATENbCTBA B LieNAX NONyYeHna maTeprana niopo-
BOTO NPOVCXOXAEHMA.

® YactoTta npepbiBaHMs 6epemMeHHOCTU Mocsie XOproHbroncum B nep-
BOM TPMMECTPE He OTJINYAETCA OT TaKOBOW MOC/e aMHMOLEHTE3a BO
BTOPOM TPUMECTpe 6epemMeHHOCTU.
AMHMOLIEHTE3 He JOJIXKEH BbIMOJIHATLCA 0 15 Heaenb 6epemMeHHOCTU.
XopuroH6MoNcKA He JOMKHA BbINONMHATLCA A0 11 Hefenb 6epemMeHHOCTI.
MHBa3MBHble BMeLIATENbCTBA AOXKHbI BbINMOHATLCA CreumanmucTtaMmu,
NpOoLWeAWyMN CreLmanbHoe 00ydYeHre Y VMELWVMA JOCTAaTOYHbIA
OnblIT.

CKPUHWHT XPOMOCOMHOM MATONOT MU NNOJA

ITpu mpoBepeHUY NPEHATAABHOTO CKPUMHMHIA TPUCOMUM 21 TEepMMHBI
«4aCTOTA CKPUHMHI-TIOAOKUTEABHBIX PE3YABTAaTOB», «4aCTOTA MHBA-
3MBHBIX BMEIIATEABCTB» U «4aCTOTA AOYKHOIIOAOXKUTEABHBIX PE3YAbTA-
TOB» MMEIOT OAMBKME 3HAYEHNs, TaK KaK [IPY IOAYYEHUY TIOAOXKUTEAD-
HBIX PE3yABTATOB CKPMHMHIA OOABIIVHCTBO JXEHIIVH COTAQLIAIOTCS Ha
[IPOBEAEHME MHBA3MBHON AMAarHOCTMKY, HO IIPM 3TOM OOABIIMHCTBO
ITAOAOB B 3TOJ I'PyIIIe He OYAYT MMETb XpPOMOCOMHOTO 3a00A€BaHus.

ITepBbIi1 MeTOA CKpMHMHra TpucomMuu 21 y IAOAQ, IIPEAAOIKEHHBIN B
1970 roay, 6b1A OCHOBAH Ha MOBBIIIEHNI BEPOSITHOCTY 3TON TATOAOTUU
IIpY YBEAUYEHMM BO3pacTa OepeMeHHO >KeHIMHBL Tak Kak IpoBeAe-
HYe aMHMOLIEHTe3a COIIPOBOXXAAETCS] YBEANUEHVEM YACTOTHI IIPEPhIBA-
HUsl OepeMEeHHOCTY U CBSI3aHO C CYI[ECTBEHHBIMU MaTepUAAbHBIMU 3a-
TpaTaMy, 3TOT METOA AMArHOCTVKY XPOMOCOMHOJ ITaTOAOTMM TIAOAQ HE
MO>KeT OBbITb IPEAAOXKEH BCeM OepeMeHHBbIM >KeHIIMHAM. BBuAy aToro
M3HAYAaAPHO AMHMOLIEHTE3 IIPEAAAraACsl TOAbKO >KEHIIMHaM, AOCTMUI-
MM Bo3pacTa 40 AeT. B AaAbHerl1IeM aMHMOLIEHTE3 TIOAYYMA O0A€e 1I1-
POKOe pacIpoCTpaHeHMe, OH CTaA PACCMATPUBAThCS KaK OTHOCUTEABHO
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0e30MacHOe BMELIATEABCTBO, YTO Y IPUBEAO K IIEPECMOTPY KPUTEPUEB
«BBICOKOTO PMCKa XPOMOCOMHO MATOAOTMM TIAOA@» U BKAIOUEHMIO B
STy IPYIITy )XeHIIVH 35 AeT U CTapllle, YTO COCTABASIAO 5% OT oblero
4ycAa OepeMeHHbIX SKEHIVH B MOMYASILIVIL

B mocaepaHne 30 AerT mpomcxoauT 60pbba ABYX AOrMAaTUYECKUX
CTpaTeruil OpraHu3aluy CKPMHUHIA XPOMOCOMHONM NaTOAOTUHU
naoaa. IlepBas cTparerus, Koropas 60Aee MIMPOKO MIPEACTABAEHA
B CTpaHaX C YaCTHOV MEAMLMHCKOI CUCTeMOIl 3APaBOOXPaHeHus,
CAeAyeT AOrMe «35 AeT» UAM «PaBHO3HAYHOTO pucKa». Vicrmoapsys
3Ty AOTMY Ha (OHe MOBBILIEHNS BO3pacTa OepeMeHHbIX JKEHIIVH B
OOABLIVMHCTBE PA3BUTBIX CTPAH, IOAOXXUTEAbHBIE PE3YABTATDI CKPU-
HMHTOBOTO TecTa OyAYT HOAy4YeHbl y 15% OepeMeHHBIX >KeHIIVH.
Bropas crparerus, pacmpocTpaHeHHas B CTpaHaX C OOIjeCcTBEH-
HOJ CUCTEMOM 3APaBOOXPAHEHNSI, CAEAYET AOTME O HEOOXOAMMOC-
TU NIPEAAAraThb MHBA3MBHOE ICCAEAOBaHIME TOABKO 5% OepeMeHHbIX
JKEHILVH B TIOMYASILIY, UMEIOLMM HaOOABIINIT PICK XPOMOCOMHO
NMaTOAOTUM MAOAQ. B aTux crpaHax 3a mocaepHue 20 AeT moporo-
BBI/l YPOBEHD NOMAAAHMS B IPYIITY «BBICOKOI'O PUCKA» YBEAUUMACS
¢ 35 po 38 aert. Ilpy cKpuHMHTe, OCHOBAHHOM Ha BO3pacTe MaTepu
npu nopore pucka 38 AeT, 5% >KeHIIVH MOoMaAeT B IPYIY «BbICOKO-
ro pMcka», 0OAHaKo aTa rpymnmna OyaeT BKAIOYaTh B cebst ToAbKO 30%
MMAOAOB C Tpucomuelt 21 u3 Bceit MOMYASILIUN.

B konie 1980-x ropOB ObIAU MTPEAAOSKEHBI HOBbIE METOABI CKPUHMHIA,
KOTOpBI€ YUUTBIBAAU HE TOABKO BO3PACT, HO M PE3YABTAThl MICCAEAOBA-
HYSI KOHLIEHTPpALMM Pa3AYHBIX OMOXMMUYECKUX TIPOAYKTOB ITIAOAOBOTO
U MAALEHTAPHOTO TPOUCXOXXAEHUS B KPOBU OepeMeHHOIT KEeHIIMHbL. B
16 HepeAb OGepeMeHHOCTU CpepHUe KOHLeHTpauuu aAbda-deromnpore-
nHa (A®II), HeKOHbIOTMPOBaHHOTO 3cTpuoAa (UE3), XOopuoHUYECKOro
ronapoTpornuHa (XI'Y) u unrnbuxa A npu Tpucommun 21 CyleCTBEHHO
OTAUYAIOTCS OT TAaKOBBIX IIPY HOPMAaABHOM KapUOTUIIE TIAOAQ. DTO I103-
BOASIET VICTIOAB30BaTh M3MepPeHMEe KOHLIEHTPaLMiT HECKOABKUX VAV BCEX
STUX BELECTB AASI BBIAEAEHVS TPYIII «BBICOKOTO PUCKa». DTOT METOA
CKPUHIUHTA SIBASIETCST O0Aee 3d(dEKTUBHBIM, YeM CKPUHUHI TOABKO IO
BO3pacTy OepeMeHHO >KEHIIMHBI, ¥ IIPU TOM )K€ YaCTOTEe IPOBEAEHNS
MHBA3MBHBIX BMEIIATEABCTB (OKOAO 5%) 1mo3BoAsieT BbsiBUTH 50—70%
ITAOAOB, IMEIOLINX TPUCOMMUIO 21.
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CKPUHUHT:
* YnbTpa3sByKoBoiA

» Broxmmnyeckuin

XopuroHBsmoncua KoHCYnbTMPOBAHME

PucyHok 3. OueHKa pucka XpoMOCOMHOI NaToNOr M N0Aa Ha OCHOBAHUM BO3PACTa bepemMeHHOI XeHLLMHbI,
BennumHbl TBIT v BU3yanu3awmm HoCoBbIX KOCTeit nnopaa, KoHueHTpauuu PAPP-A u B-XTY

B (bIBOPOTKE KPOBY GepemMeHHON xeHWyHbI B 11—13*¢ Hegenb. Mocne npoBeaeHIna KOHCYNbTUPOBAHNA

10 pe3ynbTaTam CKPUHUHTA 6epemMeHHan KeHLLMHA MOXET PeLUMTb NPOBECTY MHBA3WBHYH NPEHaTaNbHYI0
JZINAarHOCTUKY B LieNAX KapuoTUNNPOBaHMA NN0Aa, KOTOPAs MOXET ObITb BbINONHEHA B TOT Xe JieHb

B 1990-x ropax ObIA MPEAAO’KEH METOA CKPMHUHIA, OCHOBAHHBIN Ha
Bo3pacrte marepu u Beanure TBIT maoaa B 11-13*° Hepeab OepemeH-
HOCTU. DTOT METOA CKPMHMHIA ITO3BOASIET BBIIBUTDb AO 75% IAOAOB C
XPOMOCOMHOJ IIaTOAOTMEN IPU YACTOTE CKPVHUHI-IIOAO>KUTEABHBIX
pe3yAbTaToB B 5%.

B mocaepyroiemM MeTOA CKPMHMHIA, OCHOBAHHBI HA BO3pacTe MaTepy U
BeanurHe TBITmaopa B 11-13°Hepeab OepeMeHHOCTH, OBIA AOTTOAHEH
OnpeAeAeHNeM KOHLIEHTpaLil OMOXMMMUYECKMX MapKepoB (CBOOOA-
Hot ppakuuu B-XI'Y u PAPP-A) B cbIBOPOTKe KPOBM MaTepy B IIEPBOM
TpUMeCTpe 0epeMEHHOCTH, YTO ITO3BOAMAO BBISIBUTH 85—90% MAOAOB,
nMeroux Tpucomuio 21. boaee Toro, pasBuTiie HOBBIX METOAOB O110-
XMMMUYECKOTO TeCTUPOBaHUs B TeyeHre 30 MUHYT OT MOMeEHTa 3abopa
KPOBM MO3BOAMAO CO3AAThb MOAEAb KAVMHMKU OAHOTIO IOCEIIEHUS AASI
OLIEHKM pMCKa XPOMOCOMHOM matoaorun maoaa (One-Stop Clinic for
Assessment of Risk — OSCAR) (pucyHox 3).

B 2001 ropy 6b1A0 0OHapY>KEHO, YTO NPYU YABTPA3BYKOBOM MCCAEAO-
BaHuu B 11-13 Hepeab y 60—70% NAOAOB IpU HaAM4IuM Tpucomunu 21
HOCOBBI€ KOCTU He BU3YaAU3MPYIOTCA. PesyAbTaThbl MpeABapUTEAbHBIX
MICCAEAOBAHMI TIO3BOASIIOT CUMTATh, YTO BKAIOUEHNE AAHHOTO MapKepa
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B METOA CKPMHMHIA, OCHOBAHHOI'O Ha YABTPa3BYKOBOM MCCAEAOBaHUM
U OTIPEAEAEHUY OMOXUMUIECKUX MaPKEPOB B IEPBOM TPUMeCTpe bepe-
MEHHOCTH, MOXXET IIPUBECTY K YBEAUYEHUIO YaCTOTHI BHISIBACHWSI TPU-
comuu 21 A0 95% (Tabauua 1).

Taﬁnuua 1. (paBHeume YacToTbl BbIABNEHUA TPUCOMUN 21 NpU UCNoNIb30BaHNI PasinYHbIX CKPUHUHIOBbIX TECTOB
NpW 4acToTe NNOXHOMONOXUTENbHbIX 3HaueHuit — 5%. ”pl/l npoBeAeH NpeHaTanbHOro CKpUHNHTA TpUcoMnn 21
TEPMUHbI «4aCTOTa CKPUHWUHT-MONOXNTENbHbIX PE3Y/IbTAaTOBY», «4aCTOTa NHBA3UBHbIX BMELLATEIbCTB» U «4acToTa
JIOXXHOMONOXUTENbHbIX pe3ynbTaToB» UMEKT 6nu3Kue 3HaueHNA, TaK Kak npu noyYeHn NoNOXUTENbHbBIX
[Pe3ynbraToB CKpUHWUHTA 60bLIMHCTBO PKEHLLUWH CornallakTCa Ha npoBejeHune 'HBA3MBHOI ANArHOCTUKM, HO npu
3T0M GONbLUMHCTBO TN0A0B B 3TOM rpynne He 6yﬂyT NMETb XpOMOCOMHOro 3aboneaHua

YacTtota BbIABAEHUA
Tpucomun 21

MeTop cKpyHUHra

Bo3pacT 6epeMeHHO KeHLNHbI 30%

Bo3pacT eHLWUHbI 11 GBUOXMMUYECKNI CKPUHUHT B 15-18 He-
nenb 6epemMeHHOCTN

Bo3pacT »KeHLWuHbI 1 TONLMHA BOPOTHUKOBOFO MPOCTPAHC- ®
v 70-80%
TBa nnoga B 11-13*° Hepenb 6epemMeHHOCTU

Bo3pacT XeHLMHbI, TONLMHa BOPOTHUKOBOIO MPOCTPAHCTBA

50-70%

nnopa, KoHueHTpauusa PAPP-A n 3-XTY B 11-13*° Hegenb Ge- 85-90%
PEMEHHOCTI

Bo3pact xeHwuHbl, TBI 1 BM3yanm3auma HOCOBbIX KOCTen 90%
(BHK) nnopa B 11-13*¢ Hefenb 6epeMeHHOCTN °
BospacT xeHwwHbl, TBIM, BHK nnopa, KoHueHTpauua PAPP-A 95%

1 B-XI'4 8 11-13* Hepilenb 6epemeHHOCTN

PACYET UHAUBUAYANBHOTO PUCKA XPOMOCOMHOM
MATONOrK NJIOAA

Y KaXAOW >KEHIIVHBI CYyILIeCTBYET ONpPEAEAEHHBINI PUCK TOTO, YTO €€
IIAOA VAV HOBOPOXXAEHHBII MOKET MIMETb XPOMOCOMHYIO ITATOAOTUIO.
AAsL TOTO, YTOOBI PAaCCYUTATD STOT MHAMBUAYAABHBII PUCK, HEOOXOAUMO
3HaTb 0A30BBIIT MAM VICXOAHBIII PUCK, KOTOPBIII ONpeAEAsieTCsT BO3pac-
TOM OepeMeHHOI >KEHIIMHBI I CPOKOM OepeMEHHOCTH, YMHOXXUTD AQH-
HOe€ 3HayeHye Ha BEAUYMHY OTHOLIEHWIT TPaBAOIIOAOONISI CKDHUHIOBBIX
TECTOB, KOTOPble OBIAM ITPOBEAEHBI B LIEASIX YCTAHOBAEHMSI PUCKA XPO-
MOCOMHOJ ITATOAOT MM Y TIAOAQ/HOBOPO>KAEHHOTO Y 3TOM YKEHIIMHBL

BeAauunHa oTHOIIEHUS HpaBAOHOAO6I/IH AASI KOHKPETHOTO YAbTpa-
3BYKOBOTO AN OMOXMMUYECKOTO MapkKe€pa paBHa OTHOILIE€HUIO BbI-
pa)l(eHHOI;l B IIPOLEHTAX YaCTOThI BCTPEIAEMOCTU AQHHOI'O MapKepa
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Y MAOAOB IIpN XpOMOCOMHOIZ MaTOAOTUM K TaKOBOM IIpM HOpMaAb-
HOM KapHuOTHUIIE ITAOAAQ.

KaskAblil pa3 mpu mpoBEeAEHUU HOBOTO CKPUHMHIOBOTO TeCTa Be-
AVYMHA 6a30BOTO pMCKA KOHKPETHON MalMeHTKM YMHOXKaeTcs Ha
BEAMYMHY OTHOILIEHMUS MPAaBAOIOAOOMS 3TOrO TeCTa, B pe3yAbTaTe
Yero yCTaHaBAMBAeTCS VMHAMBUAYAABHBIM PUCK XPOMOCOMHOJ Ia-
TOAOTUU IAOAQ, KOTOPBINL OyA€T SIBASITbCSI 0Q30BBIM IIPHU IIPOBeEAe-
HIM TIOCAEAYIOLEro CKpMHMHIOBOTO TecTa (Snijders and Nicolaides,
1996). TlopoOHasT METOAOAOTUSI TOCAEAOBATEABHOIO CKPUMHUHTIA
BO3MOXK€HA TOABKO IIPY TOM YCAOBUY, YTO PE3YABTAThI MCIIOAb3Ye-
MBIX CKPMHMHIOBBIX TECTOB HE UMEIOT 3aBUCMMOCTU APYT OT ApYra.
Ecau pe3yAbTaThl TECTOB He SBASIOTCS HE3aBUCUMBIMU, TO AASI BBI-
YUCAEHUSI KOMOMHUPOBAHHOTO OTHOLIEHMUSI TPABAOIIOAOOMS AOAX-
HbI UCIIOAB30BAThCSI OOA€E CAOKHbBIE CTAaTUCTUYECKue MeToAbl. C
BHEADEHMEM MPUHIMUIOB KAMHUKU opHoro moceifenuss (OSCAR)
MMOCAEAOBATEABHBIN CKPUHUHI AASI ONPEAEAECHUS CTENeHU PUCKA
XPOMOCOMHOJ TATOAOT UM TIAOAQ MOXET OBITh OCYIIECTBAEH B Tede-
HIE OAHOTO BU3UTA )XEHIIVHBI IPU CPOKe DepeMeHHOCTH 12 HepaeAb
(pucyHox 3).

[MocnegoBaTenbHbIV CKPUHWHI XpOMOCOMHOI;I rnaTtonorunm ninoga

® Y KaXZOW MeHLMHbI CyLecTByeT onpenesieHHbI PUCK TOro, YTo ee
NNOA/HOBOPOXKAEHHDBIN MOXET MMETb XPOMOCOMHYIO MaTOJOrUIO.

® Ba3oBblil UM NCXOAHDBIV PUCK 3aBUCUT OT BO3pacTa 6epeMeHHON eH-
LMHBI 1 CPOKa 6epeMeHHOCTN.

® BenuuumHa MHAUBKAYaNbHOIO PUCKa KOHKPETHON MauMeHTKM paccuu-
TbIBaeTCA NyTeM YMHOXKEHWA BENIMYMHbI ICXOAHOIO PUCKa Ha 3HayeHne
OTHOLLEHVIN NPaBAONO#0OVA CKPUHMHIOBbLIX TECTOB, MPOBEAEHHbIX
npwy JaHHOV 6epeMeHHOCTH.

e KaxAbln pa3 nocsie NpoBefeHna CKPUHUHIOBOrO TecTa BeIMUnHa 1c-
XO[HOTO p1CKa YMHOXaeTcA Ha 3HauYeHne OTHOLLIEHNA NpaBfonofo6omaA
3TOro TecTa, YTO AAeT HOBYIO BENMYMHY, KOTOPaA ABAETCA UCXOAHBIM
pUCKOM nepep NPoBefeHNEM ClIeAytoLLEero TecTa.
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B03PACT XEHILMHDBI M CPOK BEPEMEHHOCTI

Pyick MHOTMX XpOMOCOMHBIX 3a00A€BaHUIL Y TAOAQ BO3PACTaeT C yBe-
AMYeHMeM Bo3pacTta Matepu (pucyHok 4). IIpu aToM, Tak Kak Ipu Xpo-
MOCOMHBIX 3a00A€BaHMSIX 4YaCTOTa BHYTPUYTPOOHON TrubeAn maopa
YBEAMYMBAETCSI, PUCK HAAMYMSI XPOMOCOMHOTO 3a00A€BaHMsl Y TIAOAQ
CHIYKAETCSI C YBEAMUEHEM CpoKa OepeMeHHOCTI (PUCYHOK 5).

Risk %
10
_ Trisomy 21
11 e
- XXX/XXY/XYY
= Trisomy 18
0.1 Trisomy 13
45X0
0.01
0.001
0.0001 : : : : : Triploidy
20 25 30 35 40 44
Maternal Age (yrs)

PucyHok 4. Yactota XxpoMoCoMHOI natonorun nnoga B 3aBUCMOCTI OT BO3pacTa Matepu
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Trisomy 13
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PVICyHOK 5.Yactora XpOMOCOMHOI7I naTonorun nnofa B 3aBUCMMOCTI OT CPOKa 6Ep€MeHHO(TM. Jlnnnn
npeacTaBnanT 060t OTHOCUTENbHBI PUCK NO CPaBHEHNIO C pUCKOM XpOMO(OMHOVI nartonoruu nnoaa

B 10 Hezienb GepemeHHOCTH
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[Tokasareau 4acTOThl TpUCOMUM 21 Y HOBOPOXXAEHHBIX B 3aBUCH-
MOCTU OT BO3pacTa MaTe€Pu OCHOBAHbI Ha AQHHBIX MCCAEAOBAHMUS,
[IPOBEAEHHOTO AO BHEADEHIsSI B IPAKTUKY [IPEHATAABHOM AMArHOC-
tuku (Hecht and Hook, 1994). B nocaepHue 15 AeT c BHeApEHUEM
YABTPa3BYKOBOI'O U OMOXMMUYECKOTO CKPMHUHIA B pa3AUYHBIE CPO-
K1 6epeMeHHOCTM CTaA0 HeOOXOAMMBIM YCTaHOBUTb IOKa3aTeAU
YaCTOT XPOMOCOMHOI TATOAOTUU MTAOAQ B 3aBUCUMOCTU OT BO3pac-
Ta MaTepu u cpoka bepemenHoctu (Suijders et al., 1995, 1999). dtu
[I0Ka3aTeAM OBIAM IIOAYYEHBI IIyTEM CPABHEHUsI Y MaTepeil OAHOIO
BO3PACTa YACTOTHI BCTPEYAEMOCTU TPUCOMUU 21 Yy AOHOLIEHHBIX
HOBOPOXXAEHHBIX, Y IAOAOB BO BTOPOM TPUMECTPE Ha MOMEHT IIPO-
BEAEHMSI aMHUOIIEHTEe3a U B TIEPBOM TpUMeCTpe 6epeMeHHOCTU Ha
MOMEHT XOPUOHOUOTICUM.

YacTora rinbeau nmaopa npu Tpucomun 21 B nepuoa ot 12 HepeAb (Ha
momeHT TBIT ckpunmura) Ao 40 HepeAb OEpEMEHHOCTU COCTABASIET
0K0A0 30%, a B epuoa OT 16 HepAeAb (CPOK MPOBeAEHMsT OMOXUMMYe-
CKOT'O CKPMHMHIA BO BTOPOM TpUMeCTpe OepeMeHHOCTM) A0 40 He-
AeAb — OKOAO 20%.

[Top0OHBIM 00pa3oM ObIAM IPOBEAEHBI PACUEThl PUCKOB AASL APYTHMX
XPOMOCOMHBIX 3ab0AeBaHuil. PUcK HaAMuus y maopa Tprucomun 18
n 13 yBeAMUMBaeTCS C BO3PACTOM >KEHIVHBI M CHUXKAETCS C YBEAU-
yeHMeM cpoka OepeMeHHocTM. YacToTa CIOHTAHHBIX aOOPTOB MAU
CaMOIIPOM3BOABHOI I'M0eAM MAOAOB B mepuop ¢ 12 Ao 40 HepeAb
b6epemeHHoCTM npu Tpucomuu 18 u 13 cocraBasieT okoao 80% (Tad-
auta 2). ITpu cunapome TepHepa, Kak IpaBUAO, IPOUCXOAUT yTpaTa
OTLIOBCKOJM X-XPOMOCOMBI, II0O9TOMY 4aCTOTa BCTPEYAEMOCTMU STOIO
CUHAPOMA He 3aBUCUT OT BO3pacTa MaTepy, B IIPOTUBOIIOAOKHOCTD
TOMY, UTO MMeeT MeCTO IpU TPUCOMMUSIX. PaclipoCcTpaHEHHOCTb CUH-
Apoma TepHepa cocTaBasieT 0koao 1 cayyas Ha 1500 6epemeHHOCTEN
B 12 HepeAb, 1 Ha 3000 — B 20 Hepeab 1 1 Ha 4000 — B 40 HepeAb.
YacToTa BCTPEYaeMOCTU APYIMX aHOMAAMIl YMCAA MTOAOBBIX XPOMO-
com (47,XXX, 47,XXY, 47,XYY) He 3aBUCUT OT BO3PaCTa >KEHIIU-
HBI, ¥, TaK KaK 4aCcTOTA TMOEAU MIAOAOB IIPU STUX 3a00AE€BAHMSIX He
OTAMYAETCS OT YaCTOThI ITMOEAM TAOAQ ITPY HOPMAABHOM KapMUOTHIIE,
4acTOTa BCTpeyaeMoCTH (B cpepAHeM 0K0AO 1 cayyast Ha 500 bGepemeH-
HOCTel) TOAOOHBIX aHOMAaAUI He 3aBUCUT OT CpoKa OepeMeHHOCTH.
IToaunaouaus uMeeT MecTo B 2% 3aperMCTPUPOBAHHBIX Ha paHHUX
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CpoKax 6epeMeHHOCTeN, HO IIOCKOABKY 3Ta NMAaTOAOTMSI COIPOBOXAA-
€TCsl BBICOKOJ A€TAABHOCTBIO ITIAOAOB, YaCTOTa €€ BCTPeuyaeMOCTH Y
HOBOPOXXAEHHBIX KpaiiHe Hu3Ka. JacToTa BCTpe4aeMOCT!U ITOAMIIAO-
upvu B 12 u B 20 Hepeab cocTaBasieT 1 cayydan Ha 2000 1 1 cayyait Ha
250 000 6epeMeHHOCTEN COOTBETCTBEHHO.

YacTtoTa XpOMOCOMHOW NaToNornm niaoga B 3aBUCUMOCTH
OT BO3pacTa 1 CpoKa bepeMeHHOCTH

®  PucK TpMCOMMIA 3aBUCUT OT BO3pacTa MaTepu.

® Puck cnHgpoma TepHepa v TPUNIOUMANN He 3aBUCUT OT BO3pacTa Ma-
Tepu.

® Yem meHbLUe cpok HepemMeHHOCTU, TEM Bbille PUCK XPOMOCOMHOW Ma-
ToNIOrMM y Mnoga.

® YactoTta rmbenn nnopoB npu tpucommmn 21 B nepuog oT 12 Hepenb
(Cpok npoBeaeHNa CKPUHMHIa ¢ n3mepeHrem TBIM nnoga) go 40 He-
[enb 6epeMeHHOCTI cocTaBnseT okono 30%, a B nepuog ot 16 Hepenb
(CpOoK MpoBeAeHNA BUOXMMNYECKOTO CKPUHWHIA BO BTOPOM TPUMECTpe
6epemeHHocTN) Ao 40 Hepenb — okoso 20%.

® YacrtoTa rnbenun nnoga npu tpucomun 18 1 13 n npu cuHgpome Tep-
Hepa B nepuog ot 12 fo 40 Hepenb 6epeMeHHOCTY COCTaBASET OKOJO
80%.

XPOMOCOMHAA NATONOrA NNOAA NPY NPE/bIYLIER
BEPEMEHHOCTU

PUCK TPUCOMMIT TOBBIIIAETCS 10 CPABHEHUIO C PUCKOM, PACCYUTAHHBIM
TOABKO Ha OCHOBAHMM BO3PACTa IALVEHTKY, €CAU Y Hee B aHAMHe3e
MMEAO MECTO POXKAEHME MAopa/pebeHka ¢ mopobHoIt maroaorueit. Tak,
npu Tpucomuuu 21 pUCK MOBTOPEHMS STOM MATOAOTUM MOBBIILIAETCS
Ha 0,75% MO CpaBHEHUIO C TAKOBBIM, PACCUMTAHHBIM HA OCHOBAHUU
BO3pacTa MalMEHTKU U CPOKA HEPEMEHHOCTY Ha MOMEHT TPOBEAEHNs
ckpuHuHra. Takum o6pasoM, Ipu Haamumu Tpucomuu 21 y maopa/pe-
OeHKa B aHAMHe3€ Y >KEHIIMHbI B Bo3pacTe 35 AeT NpU IIOCAEAYIOLIEN
OepemeHHOCTH B 12 HepeAb puCK Tpucomuu 21 y maopa Beipacrer ¢ 1
Ha 249 (0,4%) Ao 1 Ha 87 (1,15%), a y )KeHIMHBI B BO3pacTe 25 AeT aTOT
puck BeipacTeT ¢ 1 Ha 946 (0,106%) po 1 Ha 117 (0,856%).
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B0o3MOXHBIM MeXaHM3MOM, OOBSICHSIOIUM MTOAOOHOE yBEeAMYEHME
PUCKa, SIBASIETCS TO, YTO Y HEOOABIIOTO KOAMYECTBA CYIPYXKECKUX
nap (meHee 5%), UMEBLINX TPUCOMUIO 21 Yy IAOAQ TIPU TIPEABIAYIIIET
OepeMeHHOCTH, BBISIBASIOTCS MO3aMLIM3M MAM TeHeTUYeCcKue Ae-
(beKThl, ¢ KOTOPBIMM MOXET OBITh CBsI3aHO HapylleHMe Ipoliecca
PaCXOXKAEHUSI XPOMOCOM B Meilo3e. Y OOABIIMHCTBA K€ CeMeTHbIX
map (95%) puck moBTopeHus: Tpucomuu 21 mpu mocaeayoiei Oe-
peMEeHHOCT! peaAbHO He Bo3pacTaeT. VIMelouiuecs B HacTosllee
BpeMsl AQHHblE CBMAETEABCTBYIOT, YTO MMOAOOHOE MOBTOpPEHME SIB-
AsieTCsl creluUYHBIM AASL KOHKPETHOJ XPOMOCOMHOJ IaTOAOTUM
1 MO3TOMY HaAM4Me MO3auliM3Ma y POAUTEAell sIBASIeTCSl ero Ha-
nboaee BepOSITHON IMPUIMHOIA.

[loBTOpEHMEe XPOMOCOMHOW NaToNorMm

® Ecany naymeHTKM B aHaMHe3e eCTb yKa3aHUA Ha Hanuumne TpucoMmmm y
nnofa unu pebeHka, pUcK MOBTOPEHUA 3TON NaTONOrUM NP nocneay-
toLen 6epemeHHOCT Ha 0,75% Bbllle NO CPaBHEHMIO C €€ UCXOAHbIM
pucKom.

® [loBbilweHNe prcKa ABNAETCA cneundUYHbIM A1 KOHKPETHOWN XpoMOo-
COMHOW MaTonormu.

TonwmHA BOPOTHUKOBOrO NPOCTPAHCTBA NNOAA

ToAmMHa BOPOTHMKOBOTO NMPOCTPAHCTBA B HOPME YBEANYMBAETCS BO
BpeMsi OepeMEeHHOCTM C yBeAMYeHMEM KOMYMKO-TEMEHHOIO pasMepa
MAOAQ. AASI K&KAOTO 3HaueHMsI KOITYMKO-TEMEHHOIO pa3Mepa MAOAQ
BeanurHa TBIT npeacTaBAsieT 3HaYeHME OTHOLIEHUSI TIPABAOTIOAOOMS,
Ha KOTOpOe HEOOXOAVMO YMHOXXUTb MCXOAHBIN PUCK, OTIPEAEAEHHDIN
Ha OCHOBaHMM BO3pacTa MaTepyu U CpoKa OEepeMEeHHOCTH, AAS YCTa-
HOBAEHMSI HOBOT'O MHAMBMAYAABHOTO pucka. Yem Ooablile 3HaueHMe
TOAIIMHBI BOPOTHUKOBOT'O MPOCTPAHCTBA, TeM OOAbIIIE BEAUYMHA OT-
HOILIEHUS PABAOTIOAOOUS 1, COOTBETCTBEHHO, BbIllle HOBBIN MHAUBU-
AyaAbHbIT puck. Hanporus, yem MeHbuie 3HadeHue TBIT maopa, Tem
MeHbIIle BEAUYMHA OTHOIIEHUS TPAaBAOTIOAOOUS U HVDKe HOBBIIT MHAW-
BMAYaABHBIIT PUCK (PUCYHOK 6).

4) YbTPA3BYKOBOE MCCTEOBAHYE B 11—13% HEAENb BEPEMEHHOCTH
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PucyHok 6. Puck Tpucomun 21y nnopa B 12 Hefienb 6epeMeHHOCTU B 3aBUCMOCTIA OT BO3PACTa NaLMeHTKM 1
paznuuHbIx BennumH TBI

KocTvt HOCA 1 IPYTVE YNbTPA3BYKOBBIE MAPKEPbI
B MEPBOM TPUMECTPE BEPEMEHHOCTH

ITpy yapTpasByKOoBOM uccaepoBaHuu B 11-13*¢ HepeAb KOCTM HoOca
MAOAQ He BU3yaAusupyroTcs: y 60—70% rnaoaos npu Tpyucomun 21 ny 2%
ITAOAOB IIPY HOPMaAbHOM Kapuoturte. [Taroaornueckas ¢popma KpUBBIX
CKOPOCTell KpOBOTOKa B BEHO3HOM IIPOTOKe HabAtopaaercst y 80% mao-
AOB 1ipu TpucoMun 21 u'y 5% NMAOAOB IPY HOPMAABHOM KapMOTHUIIE.

[Top00HBIM >XKe 00pa3soM, YaCTOTa BCTPEYAEMOCTU APYIMX MapKepoB
XPOMOCOMHOJI TTaTOAOTMM INAOAR, TaKUX, KaK oM¢aAolieae, Meraumuc-
THC, €AMHCTBEHHAsl apTepusi IYIOBUHBI, IIPU OIPEAEAEHHBIX XpO-
MOCOMHBIX 3200A€BaHMSX Bblllle, YeM IIPY HOPMAABHOM KapUOTHUIIE
naopa. Kaskaplil 13 aTMX MapKepoB MIMeeT ONpeAE€A€HHOe OTHOIIEHNE
IIPaBAOIIOA00MsT, KOTOPOE AOASKHO OBITH YMHO)XEHO Ha MICXOAHBII PUCK
AASL OIIPEAEAEHVST HOBOT'O MHAVMBMAYAABHOTO PUCKA.

BUOXMMUYECKWI CKPUHUHT B NEPBOM TPUMECTPE BEPEMEHHOCTH

B HopMme xoHueHTpauus cBobopHoro B-XI'Y B CbIBOPOTKE KpOBU
JKEHIUVMHBI CHYDKAETCsl TPU yBeAMYeHuu cpoxa bepemeHHoctu. Ilpu
HAaAMYUM ¥ TAOAQ TpucoMuu 21 KoHueHTpauus cBobopHoro B-XI'Y
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nosbiiaercs. Konuentpayus PAPP-A B cbIBOpOTKE KpOBU B HOpME
MOBBIIIAETCS IIPU YBEAMYEHUM CPOKa OepeMeHHOCTH, TOrAa KakK Mmpu
HaAuuMM y maopa Tpucomun 21 xoHueHntpauus PAPP-A noHmkeHa.
Aast kKaKAOI HepeAn OepemeHnHoCTU BeAanuuHa PAPP-A u cBoboa-
Horo B-XI'Y umeeT ompepeAe€HHOe OTHOILIEHME MPABAOIOAOOMS, KO-
TOpPOE AOAXKHO OBITb TIEPEMHOXXEHO Ha MCXOAHBIN PUCK AASI OTIPEAE-
A€HMSI HOBOTO MHAVBMAYAABHOIO pucKa. YeM Bblllle KOHLIEHTpALMs
cBobopHOrO B-XI'Y 1 Hwke KoHleHTpauus PAPP-A, TeMm Bbllile prcK
Tpucomuu 21 (pUCYHOK 7).
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PucyHoK 7. UcxopHblit puck Tpucomun 21 8 12 Hepienb 6epemMeHHOCTI B 3aBUCUMOCTIA OT BO3pacTa MaTtepy 1
BNUAHME Ha €ro BENNYIHY pe3ybTaToB ONpeeneHna KoHUeHTpaumn cBoboaHoro B-XIY u PAPP-A
B CbIBOPOTKE €e KpOBU

TOJILLUHA BOPOTHIUKOBOIO MPOCTPAHCTBA MNOJA
KncTo3HAA rUrPOMA, OTEK LLEW 1 BOPOTHUKOBOE NPOCTPAHCTBO

Bo BTOpOM MAM B TpeTbeM TpUMeECTpe OepeMeHHOCTM M30BITOYHOE
CKOIIAEHME XMAKOCTY B 3AAHMX OTAEAAX LIeN MTAOAA KaacCcuduLmpyer-
€A KaK KMCTO3Hasi TUTPOMa AU OTeK 1ien. Y 75% MAOAOB NpU KUCTO3-
HOJL TUTPOMe MMeeT MeCTO XPOMOCOMHas MAaTOAOT s, U B 95% caydaeB
9Ta MaToAOrMsi — cMHAPoM TepHepa. OTex 11eu MAOAQ IMeeT pasAny-
HYIO 3TMOAOTMIO; XPOMOCOMHAsI IATOAOTVISI BBISIBASIETCS Y OAHOM TPETU
IIAOAOB, IIpU 3TOM B 75% cayuaeB aTo Tpucomuu 21 uan 18. Orexk co-
yeTaeTCsl TAKOKE C AaHOMAAVSIMU CEPAEUHO-COCYAVCTON U ABIXaTEABHON
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CUCTEM, CO CKEAETHBIMU AUCIAAZUAMU, BPOXXAECHHBIMU ]/IHCI)CKLU/IHM]/I,
HapylmeHnsIMN MeTaboAM3Ma U 3a00AEBAHUSAMU KpoOBMU. HOSTOMY npun
OTEKE IIEN AAKe IpU OTCYTCTBUM Yy ITAOAQ XpOMOCOMHOIZ IMIaTOAOT UM
IIPOrHO3 OCTAE€TCA He6AaI‘OHpV[HTHbIM.

B nepBoMm TpumecTpe GepeMeHHOCTH UCIIOAB3YETCS TEPMUH «IIPOCTPAHC-
TBO», BHE 3aBUCYMOCTH OT TOTO, IMEET AU 3TO IIPOCTPAHCTBO IIEPETOPOA-
KV VAU HET, SIBASIETCSI Al 9TO IIPOCTPAHCTBO AOKAAM30BAHHBIM B 00AACTU
LIIeV VAV PacIIpOCTPAHSIETCsI Ha BCe TEAO IAOAA. Bo Bropom TpumecTpe
6epeMeHHOCTH 3TO IIPOCTPAHCTBO OOBIYHO MCYE3aET MAY, B PEAKIX CAYYa-
sIX, TPAHCHOPMUPYETCSI B OTEK I1LIeN AV KMCTO3HYIO TUTPOMY B COYETaHUM
C reHepaAM30BaHHBIM OTEKOM ITAOAA MAM Oe3 TakoBoro. Hu BeposTHOCTD
XPOMOCOMHOJ ITATOAOT' MM, HY IPOTHO3 B OTHOLLEHVM ITAOAQ HE 3aBUCST OT
YABTPa3BYKOBBIX XapaKTE€PUCTUK AQHHOTO TIPOSIBAEHMSI.

YBeanuenue TBITy maoaa coueraercs ¢ MOBbIILIEHMEM priCKa TPUCOMUU
21, cunppoma TepHepa U APYTMX XPOMOCOMHBIX 3a00A€BaHMIA, @ TAKXKe
C HaAMYMEM MHOTMX IIOPOKOB Pa3BUTUS U T€HETUYECKUX CUHAPOMOB.
YacToTa BCTpeuaeMOCTU 3TUX AaHOMAAUI 3aBUCUT OT BeanunHbl TBII,
a He OT ero YAbTPa3BYKOBBIX XapaKTepucTuk. Kpome toro, craHAapTu-
3aLUMM M ayAUTY MOAAQIOTCS TOABKO M3MepeHus, a He CyObeKTUBHbIE
XapaKTepPUCTUKY YABTPAa3BYKOBBIX IIPOSIBAEHUIL.

BopoTHMKOBOE MPOCTPAHCTBO — onpeaeneHne

® BoOpOTHMKOBOE MPOCTPAHCTBO ABMAETCA Y/IbTPA3ByKOBbIM MPOSABEHN-
€M CKOMMIEHNA XNAKOCTMN 100 Koycell B ThIfIbHON 06/1acTy Wew nioga B
nepBOM TpUMecTpe 6epeMeHHOCTH.

e TepMUH «MPOCTPAHCTBO» WCMOJb3YeTCA BHE 3aBMCMMOCTM OT TOrO,
MMEET /N 3TO MPOCTPAHCTBO MEPETrOPOAKN UK HET, ABAAETCA SN 3TO
MPOCTPAHCTBO SIOKA/IM30BaHHbIM B 0651aCTV LWEW AN PachpoCTpaHs-
€TCA Ha BCe Teno nnoaa.

® YacToTa BCTPEUAEMOCTY XPOMOCOMHbIX 3a60/1eBaHuiA 11 MOPOKOB Pas-
BUTVA Y MJI0LA 3aBUCUT OT BefMumHbI TBI, @ He OT ero yfbTpa3ByKOBbIX
XapaKTePUCTUK.

® Bo BTOpOM TpumecTpe 6epeMeHHOCTV BOPOTHNKOBOE MPOCTPAHCTBO
06bIYHO MCUE3AEeT WK, B PEAKUX CIyYasXx, TpaHCchOpMMpyeTca ninm B
OTEK LUe, UM B KNCTO3HYIO FMIPOMY B COYETaHUW C reHepasnv3oBaH-
HbIM OTEKOM MI0ga U 6e3 TakoBoro.
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VI3MEPEHME TONIMHBI BOPOTHUKOBOrO NPOCTPAHCTBA NNOA

CriocoOHOCTb IPOBOAUTDL AOCTOBepHOe n3Mepenne TBIT ocHoBaHa Ha
00y4YeHUM CHEeLMAAMCTOB COOAIOAEHUIO CTAHAAPTM30BAaHHBIX NPABUA
JICCAEAOBAHMSI, UTO MO3BOASIET PA3AMYHBIM CIIELIMAAMCTAM IIOAyYaTh
€AMHOOOpa3Hble Pe3yAbTaTHL.

CPoK BEPEMEHHOCTY W BENIMYMHA KOMYNKO-TEMEHHOTO PASMEPA N/10A

OnTrMaAbHBIM CPOKOM AASl M3MEPEHMS TOAIIMHBI BOPOTHUKOBOTO
MIPOCTPAHCTBA SIBASIETCSI CPOK OepemeHHocTM 11-13*° Hepeab, mpu
5TOM MMHMMAaAbHasl BeAMUYMHA KOITYMKO-TEMEHHOIO pasMepa IAOAQ
coctaBasieT 45 MM, a MaKCMMaAbHasl He TIpeBblaeT 84 MM.

Cyl1ecTBYIOT ABe IIPUYMHBL, ONIPeAeAsiolyie BbIOOp 11 Hepeab OepeMeH-
HOCTM KaK MMHMMAaAbHOTO cpoKa aAs uamepenus TBIT naopa. Bo-nep-
BBIX, AQHHBIII CKPMHMHT BAedeT 3a c000il obecreyeHre BO3MOKHOCTU
BBITOAHUTD APYIVE€ AMAarHOCTUYECKUE TECTbl ¥ XOPMOHOMOIICUIO, KO-
TOpasl AO 3TOTO CPOKAa MOXXET COYeTaTbCS C BOSHMKHOBEHMEM Y NAOAQ
MOINepeYHbIX PEeAYKLIMIT KOHeYHOCTell. Bo-BTOpbIX, 11 HepeAb sIBAsETCS
TeM MUHUMAAbHBIM CPOKOM O€peMEeHHOCTH, NPY KOTOPOM CTAaHOBUT-
€51 BO3MOXXHBIM AMAarHOCTMPOBaTb MHOTMe KPYTIHble MTOPOKM pa3BUTHUA
naoaa. Hanpumep, AarHoCcTmKa aKpaHUM U, CAEAOBATEABHO, aHaHLIeda-
AV HEBO3MOXKHa AO 11 HepAeAb OepeMeHHOCTH, TaK KaK A0 3TOTO Cpo-
Ka OepeMeHHOCTU YABTPa3BYKOBasi OLieHKa HapyIIeHM occuduKaLym
KOCTell yeperna HeAOCTOBepHa. IloAydyeHue 4eTbIpeXKaMepHOTO cpesa
cepalla TIAOAA UM BU3YyaAM3alysl KPYIHBIX COCYAOB TaK)Ke BO3MOJKHBI
TOABKO 1ocAe 10 Hepaeab bepemerHocTu. B 8—10 Hepeab GepeMeHHOCTU
y OOABLIMHCTBA TAOAOB MMeeTCsI GUBNOAOTMYECKOE IPhIKEBOE BBIILTUM-
BaHMe TOHKOTO KMIIIeYHMKA, IIPM YABTPa3BYKOBOM MCCAEAOBAHUY TIPEA-
cTaBAsitoliee 000 IUIepaXOreHHoe 00pa3oBaHyie B MECTE BXOXKAEHMUS
ITYTIOBMHBI, YTO AEAQeT AMArHOCTMKY HaAMYMSI MAM OTCYTCTBUS oMba-
AOLieA€ B 3T CPOKM OepeMEHHOCT HEAOCTOBEPHOIL. Mo4eBo1 Iy3bIpb
B 10 HepeAb OepeMeHHOCTY BU3YaAU3UPYETCS TOABKO Y 50% 1A0A0B, B 11
HepeAb bepeMeHHOCTU — yXKe y 80%, a B 12 HepAeAb AOAYKEH BU3YaAU3U-
pOBaTbCA B HOPME Y BCeX MTAOAOB.

ITpuunHOM TOro, 4YTO AMArHOCTMYECKOoe OKHO AAsl uaMmepeHus: TBII
OTPaHUYEHO CPOKOM OepeMeHHOCTU B 13 HepeAb U 6 AHEI, SIBASIETCS,
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BO-TIEPBBIX, TO, YTO NP BbISIBAEHMM TATOAOTUM Y TIAOAQ IIPEPbIBaHNME
O6epeMeHHOCTU SIBASIETCSI DOA€e ONTUMAABHBIM B IEPBOM, I10 CpaBHe-
HIIO CO BTOPBIM TPUMECTPOM. BO-BTOPBIX, P11 XPOMOCOMHBIX Hapy-
LIEHMSIX MAKCUMAaAbHOE CKOIAEHUE >KUAKOCTU B THIABHBIX OTAEAAX
reu MAoAa B 14—18 HepeAb 6€pEMEHHOCTY MeHEee BBIPaXKEHO, YeM AO
14 nepean. B-tperbux, ycnemnocTb usamepenus TBIT maopa B 11-13
HepeAb OepemeHHOCTU cocTaBasieT 98—-100% u cHukaetcs A0 90%
rnocAe 14 HepeAb, KOTAQ IIAOA Yallle 3aHMMAaeT BEPTUKAAbHOE ITOAOXKe-
HUE, 4YTO YCAOXKHSIET TIOAyY€EHNE CTAHAAPTHOTO M300paskeHNs.

Monyyenne n306PAXeRNS u u3mererne TBIT

Aast ouenku TBIT HeoOXOAMMBI yABTPAa3ByKOBbIe NMPUOOPBI, obecre-
YYBAIOLYie BBICOKOE paspelleHle, MMeIIle PeXUM BUAEO-TIETAU U
BO3MO’KHOCTb MI3BMEPEHMS AECSTBIX AOAEN MUAAMMeETPa. ToAmmMHA BO-
POTHUKOBOTO IIPOCTPAHCTBA IAOAQ MOXKET OBITh M3MepeHa IIPU MPOBe-
AEHMU TPaHCAOAOMUHAABHOTO YABTPa3BYKOBOIO MCCAeAOBaHMsS B 95%
CAY4YaeB, B OCTAAbHBIX CAy4yasiX HEOOXOAMMO BBIIIOAHEHME TpaHCBa-
I'MHAABHOTO MCCA€AOBaHMs. IIpy 5TOM pe3yAbTaThl, TIOAYYEHHbIE IIPYU
IIPOBEAEHUY TPaHCAOAOMMHAABHOTO VAU TPAHCBAarXMHAABHOTO MCCAE-
AOBaHMsI, HE Pa3ANYAIOTCA.

ITpu nmposepenun usmepenusi TBIT Ha skpaHe AOAXKHBI HAXOAUTD-
CS1 TOABKO TOAOBA U BEPXHSISI YaCTh IPYAHOI KAETKM TMAOAQ (PUCYHOK
8A). M300paxkeHne AOAKEH OBITb YBEAMYEHO TaKUM 00pas3oM, YTOObI
MMHVMaAbHO€E CMellleHVe Kypcopa AaBaAo M3MeHeHue pasMepa Ha 0,1
MM. YBeAM4MBasi U300pakeHNe KaK C ITOMOILIbIO, TaK U 0e3 GyHKLuM
aBTOMAaTUYECKOT'O YBEAUYEHMs], OU€HDb Ba)KHO YMEHBIIUTD CTENEHD YCU-
A€HUSI YABTPa3BYKOBOTO CHUTHaAa. DTO I03BOAsIET 1M30eXaTb HeKOp-
PEKTHOIO PacIiOAOXKeHMsI KYPCOPOB BCAEACTBIE€ HEYETKOT'O CUTHAAA OT
AVIHEVIHBIX CTPYKTYP U IIpeAOTBpaliaeT HepoouieHky TBIT.

AOAXKHO OBIT TIOAYYEHO CTPOT'O CATUTTAABHOE CEUEHE TAOAR, KAK AAS
M3MepeHMsI KOIMYMKO-TEMEHHOr0 pa3Mmepa, u usmepenre TBIT Ao0AKHO
NPOBOAUTBCSI TOABKO IIPY HENTPAABHOM IOAOXKEHUM T'OAOBBI MAOAQ.
ITpu pasrubanny roaoBsl maopa Beanunsa TBIT MoxkeT yBeAnunBaTbcs
Ha 0,6 MM, TOTAQ KaK MMPU CrUOAHUM TOAOBBI [TAOAQ UBMEPEHIE MOXKET
6b1Th Ha 0,4 MM MeHbIIIe peaAbHOTO ero 3HaYeHMUsL.

Yactb 2 o ﬂ,MAI’HO(TMKA XPOMOCOMHO NATOAOTMY NNI0JIA B NEPBOM TPUMECTPE BEPEMEHHOCTI 47



HeobxoauMO 4eTKO AU depeHIMpOBaTh SXOCUTHAABI OT KOXI MAOAA
M AMHUOTUYECKOI 000AOYKM, KOTOPbIe HA STOM CPOKe OepeMeHHOCTH
VMIMEIOT BMA TOHKMX MeMOpaH, CXOAHBIX MeXAY co00il (pucyHOK 8a).
ITO MOKHO AOCTUYb MPU OKUAAHUM CITOHTAHHOTO IIEBEAEHMUSI TIAOAQ,
NP KOTOPOM TOCAEAHMIT OTOABUHETCSI OT aMHUOTUIECKOI 000AOUKHY,
AU60 TIPU IEPUOANYECKOM HAAABAUBAHUM HA KUBOT OEPEMEHHO JKeH-
IIMHBI AV TIPU €€ TIOKAIIAMBAHUN.

ToAmMHa BOPOTHMKOBOI'O IIPOCTPAHCTBA AOAXKHA M3BMEPSTbCS B CBOEM
CaMOM LIVPOKOM MECTe, IIPU 3TOM KYPCOPBI AOAXHBI OBITh YCTAHOB-
A€HbI Ha BHYTPEHHME I'PaHMLIbl 9XOMO3UTHUBHBIX AVHUI, IIPEACTABASIO-
X co00I1 KOXY U MSTKME TKaHU [TAOAQ, OKPYIKaoIIj/ie T03BOHOYHMK
(pucynox 8e). Ilpu mpoBeaeHMM YABTPA3BYKOBOTO MCCAEAOBAHMs He-
00xoauMo n3meputhb TBIT HECKOABKO pa3 1 3aperncTpupoBaTh MaKCH-
MaAbHO€ VI3MepEHIeE.

B 5-10% cay4aeB MMeeT MeCTO OOBMTME IYIIOBMHBI BOKPYT ILEeM, 3TO
MOXXeT MPUBECTU K AOKHOMY yBeAndeHuto TBII. B takux cayvasax us-
mepenne TBIT AOAXXHO MMPOBOAUTBCS IO 00€ CTOPOHBI OT NYIIOBMHBI,
U AASI OLIEHKM PUCKA XPOMOCOMHOJ IATOAOTMM ITAOAQ MCIIOAB3YeTCs
CpeAHee 3HaUYeHMe 3TUX ABYX M3MepeHmit (pucyHox 8f).

He BbIIBA€HO KAMHMYECKY AOCTOBEPHOTO pa3anuus B usmepenuu TBIT
B 3aBUCUMOCTH OT 9THUYECKOTO IPOVICXOXKAEHUS MaTepy, KOAUYECTBa
OepeMeHHOCTeN I POAOB B aHaMHese, TA0aKOKYpeHMs, HAAMUMSI AMa-
Oera, HaCTynAeHMsI OepeMEHHOCTM B pe3yAbTaTe NPUMEHEHUs] BCIO-
MOT'aTEAbHBIX PEIIPOAYKTUBHBIX TEXHOAOTMIA, TIOAQ TIAOAQ VAV HAANYMSI
KPOBSIHUCTBIX BBIAGAEHUI B paHHME CPOKU O€pEMEHHOCTH.

Pasamuns B nmocaepoBaTeabHbIX u3MepeHusx TBIT opHuM u Tem ke
VAU M@XAY HeCKOAbKMMU MICCAAOBATeAsIMU B 95% cAydaeB He IIpeBbI-
mrarot 0,5 MM.

O771nyns PE3YNBTATOB U3MEPEHHIT OT HOPMAJIbHBIX 3HAYEHMI

TBITnAoaa yBeAYMBaETCsI TPU yBeANYEHNH CpOKa OepeMeHHOCTH, I0-
9TOMY IIpU OLieHKe cTerieHn yBeandeHus TBIT Heo6xoAMMO IpUHMMATD
BO BHMMaHle BEAUYMHY KOITYMKO-TEMEHHOTO pasMepa naoaa. ITpu 06-
caepoBaHMM 96127 GepeMEeHHBIX >KEHIIMH ObIAM MOAYYeHbl 3HaYeHMs
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PucyHok 8. YnbtpassykoBoe uccnefoBaiue nnoaa B 12 Hefienb 6epemeHHoCTI. Ha Bcex n3o6paxenmax
NPeACTaBNEHO CarruTanbHoe CeueHme NNoga. A — CTaHZapTHoe U300paxeHue, Heobxoaumoe

Ana umepenua TBI nnopa. Ha n306paxeH npecTaBeHbl ToNbKO ron0Ba it BepXHAA YacTb rPyAHOI
KNETKI NN0AQ, KoXa NpeAcTaBnAeT 060/ TOHKYH 3XOreHHYI0 NMHMI0, aMHOTUYeCKas 060n0uka
BU3yanu3npyeTca 0TAeNbHO 0T KOXM Nnoda. B — yBennueHue n306paxeHuna HefoCTaTouHo

ana uamepenus TBIM. C— ronoa nnoja Haxo4UTCA B COCTOAHUM pa3rinbaHma. D — ronosa nnoga corxyta
11 NpuBeZeHa K TyNoBMuLLy. E — TonwuHa BOPOTHUKOBOTO MPOCTPAHCTBA AOMKHA U3MEPATLCA B (BOEM
CaMOM LUMPOKOM MecTe. F — Ha 3ToM u306paxeHnn onpesenaetca 06BUTIE MYNOBUHbI BOKPYT LUen NNOAA.
B Takux cnyyasx usmepenue TBIT 2onHo NpoBOANTBCA MO 06€ CTOPOHDI OT MYNOBIHbI, 1 ANA OLEHKM PUCKa
XPOMOCOMHOIA NaToNorAM N0 MCMONb3YeTCA CPeHee 3HaueHNe ABYX 3MepeHuii

MmepMaHbl 1 95 npouenTyan TBIT AAST BeAMYMH KOMUMKO-TEMEHHOTO
pasmepa — Aast KTP 45 MM onu coctaBasiav 1,2 MM 1 2,1 MM, a AAS
KTP 84 mm — 1,9 MM u 2,7 MM COOTBETCTBeHHO (Snijders et al., 1998).
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ITpy mpoBeaeHMM YABTPa3BYKOBOI'O CKPMHMHIA UM pacyeTe MHAMBU-
AYQABHOTO PJICKa 3Hau€HMe MICXOAHOTO PUCKA, PACCUMTAHHOIO Ha OC-
HOBAaHMM BO3pacTa MaTepy U CpOKa OepeMEeHHOCTHM, YMHOXXAETCs Ha
BEAMYVHY OTHOIIEHMS IIPaBAOIIOAOOMSI, KOTOPasi 3aBUCUT OT CTeIleHU
otanuusi namepeHHoro TBIT ot 50-11 nmpouentuan TBIT past poaHHOTO
snaueHuss KTP (aeabra TBII) (pucynku 9-11). Ilpu npoBeaerun 6mo-
XMMMYECKOTO CKPVHMHIA VICIIOAB3YETCSI APYTOJ IIPVHLIMIL: Y4eT BAMSI-
HUsI CpPOKa OepeMeHHOCTY Ha KOHLIEHTPALIUI0 STUX MapKePOB.

Nuchal translucency (mm)
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Crown-rump length (mm)

PucyHok 9. 3Hauenua TBIy 326 nnopos npu Tpucomim 21, HaHeceHHble Ha HopManbHoe pacnpesenexiue TBIN
[InA flaHHoro 3Hauenna KTP nnopa (5-a v 95-a npoueHTvnm)
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PucyHok 10. Pacnpepenetue TBI nnoga, npeAcTaBneHHoe Kak 0TKNOHeHMe NonyyeHHoro 3Hayexna TBM ot
50-i1 npoueHTwnn TBIN Ans AaHHoro 3HaueHua KTP npu HopmanbHoM KapuoTune niopa (YepHble cTon6ubl)
1y 325 nnogoB npu Tpucommun 21 (rony6ble cronbLpl)
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Pucynok 11. OTHoLueHue npaBaonoao6us Ans Tpucomun 21, npectasnenHoe B Bie otknoHexna TBI nnoga
0T 3HaueHNA MeamaHbl AnA faHHol BennumHbl KTP B Hopme

ITpy 5TOM MOAYYEHHOE 3HaU€eHVe KOHLleHTpaLuy 6eAKa KOHBEPTUPYeT-
cs1 B 3HaueHre B MoM (multiple of median). HopmaruBHblie 3HaueHust
MoM moAyYeHBI AAST KQKAOI HeA€AU OepeMEHHOCTU IpY U3MepeHUN
KOHLIEHTPALMM AQHHOTO O€AKa Y SKEHILMH IIPY HEOCAO>KHEHHOM Teue-
Huu OepemeHHocTu. [To cyiiecTBy, mOAy4eHs! pacmpeaeaenus [aycca
AAst pecsituaHoro aorapudma TBIT B MoM mipu tpucomun 21 u mnpu
HOPMaABHOM KapMOTUIIE, M BEPLIMHA PaCIpeAEAeHNUs IIPU ONIPEAEAEH-
HOM 3HaueHM MoM OYAEeT MpeACTaBAATb COO0J BEAUYMHY OTHOILE-
HUS IPaBAOIIOAO0OMS AASI TpMCOMUM 21, KOTOPYIO HEOOXOAMUMO UCIIOAD-
30BaTh AASL BBIYMCAEHMS U3 BEAUUYVHBI MICXOAHOTO PMCKa I10 BO3PACTy
MaTepy 3HaYeHMUsI UHAUBUAYAABHOTO pUCKa.

ITpu TBIT ckpuHMHTe IPUMEHEHME METOAA OTAUYMSI OT MEAMAHbI 00ec-
[eYnBaeT HanboAee TOYHBIN pacyeT MHAMBMAYaABHOTO pucKa (Spencer
etal., 2003). HatipoTuBs, Kak ObIAO TOKA3aHO, UCITOAb30BAHYE METOAMKYI
onpepeAseHVst MOM He SIBASIETCS aA€KBAaTHBIM AASI 9TUX LieA€H, TaK KaK
He COOAIOAQIOTCSI TPM OCHOBHBIX NPUHLMIA. Bo-TIepBeIX, B mONyAsLun
pacnpepeaene TBIT MoM u log,  (TBIT MoM) He siBAsieTcs pacrpe-
AeaeHueM laycca. Bo-BTOpBIX, CTaHAQPTHBIE OTKAOHEHNSI HE SIBASIIOTCSI
HEV3MEHHBIMM NIPU YBEAMYEHUU CPOKa OepeMEHHOCTHU, U, B-TPETHUX,
MepraHa MoM nipu Tpucomum 21 He SIBASIETCSI IOCTOSIHHBIM OTHOILE-
HUEM K MeAMaHe AASI HEOCAO)KHEHHO bepeMeHHOoCTH. TakuM ob6pasom,
npyu ucnoab3oBanun sHaueHuit TBIT B MoM puck HaAMuMs y ImAOAQ
XPOMOCOMHOIJT ITATOAOTMY OyA€eT ImepeolieHeH B 11 HeAeAb U HeAOOLje-
HeH B 13 HepeAb OepeMEeHHOCTH.
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I/IsmepeHl/le TONWWHbI BOPOTHNKOBOIO NPOCTPaHCTBaA

® U3mepeHusa nponssopatca B 11-13° Hegenb 6epeMeHHOCTY Npu Be-
NIMYNHE KONYMKO-TEMEHHOIO pa3mepa nnoga ot 45 mm go 84 mm.

® lI3mepeHue JOMKHO MPOBOAWTLCA CTPOrO B CArrMTaJibHOM CEYEHUM
nnoAa, MpUYeM rosioBa MiaoAa JOMKHA 3aHUMaTb HENTPanbHOe Nono-
XKeHue.

® lI306paxeHne JOMKHO ObiTb YBEIMYEHO TakK/M 06pa3oMm, YToObl Ha
3KpaHe OCTaBa/INCh TOJIbKO FONI0Ba U BEPXHAA YacCTb rPYAHON KNETKU
nnopa. Paamep n3obpaxeHunsa JOMKEH ObiTb YBENMYEH TakM 06pa3om,
YTOObI MVHUMANIBHOE CMELLeHME Kypcopa AaBasio M3MEHEHME pa3me-
paHa 0,1 Mm.

® TonwuHa BOPOTHNKOBOIO NPOCTPAHCTBA JO/MKHA N3MePATbCA B CaMOM
Wrpokom mecTe. Heobxogumo AvddepeHLpoBaTb 3XOCTPYKTYpbI
KOXM NN0AA U aMHUOTUYECKON 06010UKN.

®  Kypcopbl JOMKHbI 6bITb YCTAHOBJEHbI HA BHYTPEHHME rPaHMLIbl 9XOMOo-
3UTUBHbIX JIMHUIA, OTFPAHUYMBAIOLMX BOPOTHNKOBOE MPOCTPAHCTBO,
He 3aX0fA Ha Hero.

® [lpu nccnepoBaHny Heo6XxoaUMO 13mMepuTb TBIT HECKONBKO pa3 U1 Bbl-
6paTb MaKCVIMarbHOE 13 MOYYEHHbIX 3MEPEHUI.

OBYYEHUE 11 OLEEHKA KAYECTBA U3MEPEHUI TBI

TijareAbHOE 00y4€eHMe CIELMAAICTOB U COOAIOAEHVE CTAHAAPTOB TeX-
Hoaoruu usmepenust TBIT sBAsIIOTCS 06513aT€ABHBIMU YCAOBUSIMU OCY-
I[ECTBAEHUST «KAMHUYECKOI NMPAKTUKMA COOTBETCTBYIOLIETO YPOBHSI».
Boaee TOro, ycrnex CKpMHMHIOBOJ IIPOrPaMMbl HAIIPSIMYIO 3aBUCUT OT
[IPOBEAEHUSI IOCTOSIHHOTO ayAUTA Y KOHTPOASI KQ4€CTBA TIOAYYaeMBbIX
1300paKeHUIL.

Bce crenmaAnCTbl, OCYyILIECTBASIOLINE AQHHBI BUA YABTPa3BYKOBOTO
JICCAEAOBAHMSI ITAOAQ, AOAXKHBI YMETD IOAYYaTh Y€TKOE CarTUTaAbHOE
ceyeHle Yepes MO3BOHOYHMUK [TAOAQ, KOTOPOE HEOOXOAMMO AASL M3Me-
pernst KTP. Tlpy Haauuuu y crenmasucTa IoAOOHBIX HaBBIKOB 00yye-
Hue usMepeHuio TBIT OyaeT 3aHMMATb BCero HECKOABKO 4acoB. OAHAKO
crniocobHocTh u3MepsATb TBIT 1 moAyyaTh BOCIIpOM3BOAMMBIE PE3YADb-
TaThl BO3pacTaeT IpU IIOCTOSIHHOM TPeHMHIe. BocripousBoauMble pe-
3YABTAaTbl AOCTUTAIOTCSI TIOCA€ IPOBEAEHUSI OAHMM CIELAAUCTOM B
cpeaHeM 80 TpaHcabpoMuHaAbHBIX M 100 TpaHCBarMHAABHBIX YABTPa-
3BYKOBBIX ICCAEAOBAHUIL.
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PucyHok 12. Pacnpegenenue 3HaueHnii usmepenuii TBI nnopa. Ha rpaduke (a) pacnpepenenme
C00TBETCTBYeT cTaHaapTy. Ha rpaduike (b) 3Hauexua TBI nnoga HepooLeHeHbI,
Ha rpaduke (c) 3HaueHus TBI nepeoLieHeHbl
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MHoro4rcAeHHbIe VICCAEAOBAHNA ITOKa3aAM, 4YTO IIPOBEAEHME ITOCTO-
STHHOTO ayaAuTa M KOHTPOAS KadyeCTBa INOAYYE€HHDIX I/I306pa)KeH]/II7[ n
OLI€HKA pacClpeAECACHM A IIPOBEAEHHDIX M3Mepe1-[1/1171 SABASIIOTCSL HEOOXO-
AVIMBIM YCAOBUEM AAA OLI€EHKM KadeCTBa pa6OTbI BCETO LIEHTpPpa yAbTpa-
SByKOBOIZ AVMArHOCTUKHU U B CBOIO OY€PEAD IIOMOTralOT BbISIBUTD CIl€Lia-
AVICTOB, Yb}M P€3YAbTAaTbl OTANYAIOTCA OT CPEAHMX TMoKa3aTeAell B 3TOM
LEeHTpe. Pazanyuus B pe3yabTaTax I/ISMQPEHI/II;I Y Pa3HbIX CIIeMAaAMCTOB
3HAQUMTEADHO COKPpAIIalOTCs y)K€ ITOCAE IIPOBEAEHNA 6a30BOro O6y‘{€—
HUS M IPEAOCTABACHMA VIM AAHHBIX O PAaCIIPEACACHMI PE3YABTATOB X
COOCTBEHHBIX I/ICCAeAOBaHI/Iﬁ M KavyeCcTBa ITOAYYE€HHDBIX I/I306pa)KeHI/I]7[.

Fetal Medicine Foundation — FMF — (DoHA MEAULIVIHBI IIAOAQ) ABASIETCS
3apPEruCcTPUPOBAHHOI B BeAMKOOpUTaHMY GAATOTBOPUTEABHOI OpraHM3a-
Ljel1, KOTOpasi OpraH130BaAa obydeHne 1 cepTUGUKALMIO CIIELMAANCTOB
IO [IPOBEAEHMIO YABTPA3BYKOBOTO CKPUHMHIA B [IEPBOM TPUMECTPE Oepe-
MeHHOCTU. OOyueHre BKAIOYAET B ce0sl TeOpeTUYeCKMil Kype, paKTuie-
CKOe 00y4yeHre CTAaHAAPTAM MOAYYEeHVsI YABTPA3BYKOBBIX M300pasKeHMI1 1
msmepenmit TBIT, a Takke peaocTaBAeHye OTYeTa 110 00yIeHUIO, COCTO-
SILEr0 U3 YABTPa3BYKOBBIX M300PQKEHMIT IIPOBEAECHHBIX MCCAEAOBAHUIA.
DTOT OTYET OL|EHNBAETCS HA OCHOBAHMM YETKMX CTAHAAPTOB: COOTBETCTBY-
FOLIEM YBEAMYEHNUY M300PaKEeHIs, AEKBATHOCTU CATUTTAABHOIO CeYeHMsT
U PACIIOAOYKEHMS TOAOBBI TIAOAQ, BOSMOXKHOCTHU AU dEpeHIIMpoBaTh rpa-
HULY KOXKM TIAOAQ OT aMHUOTMYECKOV MEMOPAHBI, A TAK)KE KOPPEKTHOCTI
YCTaHOBKM KYPCOPOB IIpy u3MepeHny. [I0CTOSIHHBI KOHTPOAb KauecTBa
PaboThI CIIELMAANCTA OCYILECTBASIETCS [Ty TEM aHAA3A PACIIPEAEAEHVST €10
mamepennit TBIT (prcyHok 12).

OO6yueHue 1 oLleHKa KauecTBa NpoBOANMbIX M3mepeHuin TBI

® TuaTenbHoe 0byyeHme CNELMANCTOB 1 COOMOAEHNE CTaHAAPTOB TEX-
Honoruy n3mepeHus TBI ABnATCA 06A3aTENbHBIMW YCIOBUAMY OCY-
LEeCTBNEHNA KKNUHUYECKON NPaKTWKN COOTBETCTBYIOLLEFO YPOBHAN.

® Ycnex CKPVHVHIOBOW MPOrpamMbl HampAMYyl 3aBUCWT OT MpOBefeHuA
MOCTOAHHOTO ayZUTa 1 KOHTPOJIA KauecTBa MosyyaeMbiX 1306parKeHNN.

® OO6yyeHMne BKIIOYAET TEOPETUUYECKUNIA KYPC, MPaKTUYeCcKoe obyuyeHne
CTaHZapTam MOJTyYEHUA YbTPa3BYKOBbIX N300PaXXEHUI U N3MEPEHNT
TBIM, a TakxKe NpefocTaBieHVe oTYeTa Mo 0OyYeHMIo, BKIIIOYaOLLEro
YNbTPa3BYKOBble N306paXKeHMA NPOBEAEHHbIX NCCEA0BAHNI.

® TlOCTOAHHBI KOHTPONb KauecTBa paboTbl CMELMANNCTA OCYLLECTBIAET-
CA NyTeM aHanv3a pacnpegeneHua ero nsmepexun TBI.
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TonwmHA BOPOTHUKOBOrO NPOCTPAHCTBA U PUCK XPOMOCOMHOIA
MATONOrMKM Y NNOAA

Ony6aukoBanHoe B 1992 roay muccaeaoBaHue, B XOA€ KOTOPOTO IepeA
BbIITOAHEHMEM Ouorncuu xopuoHa uamepsian TBIT y A0AOB, IOKa3aAo,
4TO Yy OOABLUIMHCTBA HAOAOB IIPY HAAUYUY XPOMOCOMHON MATOAOTUN
TOALL[IHa BOPOTHMKOBOI'O NTPOCTPAHCTBA Oblaa yBeanueHa (Nicolaides
et al., 1992).

AaHHBI GaKT ObIA IOATBEP)KAEH APYTMMM MCCAEAOBAHUSMMU, IIPO-
BeaeHHBIMU B Havaae 1990-x ropoB. O6bepnHeHHbIe AaHHBIe 17 uc-
CA€AOBaHNIL, B KOTOpble BOIAO 1690 nmaopoB npu yBeandenun TBII,
[MOKa3aAM, YTO 4aCTOTA XPOMOCOMHBIX 3a00A€BaHMII MPY HAAUIUU
9TOT0 YABTPa3BYKOBOTIO IpM3HaKa coctaBuaa 29% (Nicolaides, 2004).
OAHaKO B 3TMX MCCAEAOBAHMSIX YACTOTA BCTPEYAEMOCTY XPOMOCOM-
HOJI TIaTOAOTMM BapbupoBasa oT 11% a0 88%, 4To OBIAO CBSI3aHO C
PasAUuMIMU B CPEAHEM BO3pacCTe MALMEHTOK U IPAHULIEN BEAMYMHbI
TBII, a Taxxe pasanuMsiMu B MUHUMMaAbHOM 3HaueHun TBIT — ot 2
MM A0 10 MM, KOTOpO€ CUMTAAOCH ITATOAOTMYECKVM.

VccaepoBanus cepepyiHbl 1990-x ropOB IOKasaAl, YTO, BO-IIEPBBIX,
NpY HOPMAaAbHOM KapuoTuiie naopa 3HaueHue TBIT Bospacraer ¢
yBeAYeHMEM CPOKa OepeMeHHOCTH; BO-BTOPBIX, IIpK Tpucomuu 21 u
APYTMX XPOMOCOMHBIX 3ab0AeBaHMsix 3HaueHue TBIT maoaa Bblie 1o
CPaBHEHMIO C HOPMAABHBIM AASI AAHHOTO CPOKa OepeMeHHOCTH; B-Tpe-
TBUX — PUCK TPUCOMUI MOKET ObITh BBIYMCAEH IIPU YMHOKEHUU Be-
AVIYVIHBI ICXOAHOTO PMCKA 10 BO3PACTy MaTepM M 3HAUYEHUS OTHOILe-
HUSI TIPABAOTIOAOOMSI, KOTOPOE 3aBUCUT OT CTereHu OTKAOHeHus1 TBIT
naopa ot Meananbl TBIT pas pannoro sHauenuss KTP (Nicolaides et al.,
1994, Pandya et al., 1995).

DBbIAO YCTQaHOBAEHO, YTO IIPU UCIIOAb30BAHMM B KaUeCTBe TIOPOTOBOTO
ypoBHsI 3HaueHus pucka 1 Ha 300 npu GopMUPOBAHNN CKPUHUT-TIOAO-
YKUTEABHOII IPYIIIBI B MTOMYASILIMM OepeMEeHHBIX )KeHIIUH NPYU CPEeAHEM
Bo3pacTe 28 AeT AaHHAsl METOAMKA T03BOASIET BBISIBUTH OKOAO 80%
IIAOAOB, MMEIOIVX TPUCOMMUIO 21, IPY YaCTOTE AOXKHOIIOAOKUTEABHBIX
pe3yAbTaToB 5%.
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TBIT — pacyeT MHAMBUAYANbHOIO PUCKa XPOMOCOMHOM
naTonornmn Nnoga

® BennuvHa MHANBMAYANbHOIO PYCKa PacCYMTbIBAETCA MyTEM NepeMHO-
YKeHVA BeMYMH UCXOLHOTO PUCKA Y OTHOLLEHUSA NpaBaonofoousa ans
OaHHOro 3HayeHuaA TBIT.

® BennunHa OTHOLLIEHUS MPABAOMNOA0OUSA 3aBUCUT OT CTEMEHUN OTKIIOHE-
Hu1A 3HavyeHuA TBIN oT meguanbl TBIM gna gaHHoro 3HaveHusa KTP y nno-
OB MNPV HOPMasbHOM KapuoTune.

BHEPEHME YNbTPA3BYKOBOrO CKPUHUHTA N0 TOALUVHE BOPOTHUKOBOTO
MPOCTPAHCTBA B PYTUHHYIO NPAKTUKY

TTpoBeAEHO HECKOABKO NMPOCIEKTUBHBIX MCCAEAOBAHMUIL, KOTOPBIE VC-
caepoBaAr 3QQPEKTUBHOCTD BHEADEHMSI YABTPA3BYKOBOIO CKPMHMHIA
o TBIT B pyrunHyto npaktuky (Nicolaides et al., 2004).

B psiane mccaepOBaHMIT TpyINIa BBICOKOIO PUCKA OIPEAEASAACH IO
KpuTudeckomy ypoBHI0 TBIT mAu no BeAMurHe MHAVMBMAYaABHOTO
PHMCKa, B 3aBUCUMOCTY OT BO3pacTa MaTepu 1 oTAn4us 3HauyeHus: TBIT
IIAOAQ OT TaKOBOTO MPU HOPMAAbPHOM KapUOTUIIE ITAOAQ AASL AQHHO
BeAnunHbl KTP.

B aTMx MccaepOBaHUAX OBIAM IMOAYYEHBI Ba)KHble AAQHHBIE: BO-Il€p-
BbIX, usMepenue TBIT moxeT ObITb yCIemHO NMpoBeAeHO B 99%
CAy4aeB; BO-BTOPbIX, B AQHHBIX MCCAEAOBAHMSIX HAOAIAAANCH BbI-
pa’KeHHble pa3AMYMS B YaCTOTE AOXKHO-IOAOXKUTEABHBIX Pe3YAb-
TaTOB ¥ YaCTOTE BBIIBASIEMOCTY XPOMOCOMHOM IAaTOAOTUM IAOAQ,
4TO OBIAO CBSI3aHO C HAaAMYMEM CYIIECTBEHHBIX PasAM4UIl B BO3-
pacTe >KEHIIVH, BOLIEALIMX B MCCAEAOBAHMS, M MCIOAb30BaHHBIX
BeAMuYMHaxX Kputudeckoro yposHs TBIL; B-TpeTbux, 00beAHEHHbIE
AQHHbBIE UCCAEAOBAHMUIL, B KOTOPbIe BOIIAO 6oaee 200000 6epemen-
HBIX KEHIMH, UMEBLINX B COBOKYHNHOCTU Ooaee 900 mAOAOB mpu
TpucoMuu 21, nmokasaau, 4To CKpUHUHI ¢ uaMmepeHuem TBII npu
YPOBHE AOKHO-TIOAOXXMTEABHBIX PE3yABTATOB 5% IO3BOASIET BBI-
SIBUTb 6oAee 75% MAOAOB, a IIPY YaCTOTE AOXKHO-TIOAOXKUTEABHBIX
pe3yabTaTtoB 1% — 60% MAOAOB, UMEIOLINX TPUCOMUIO 21 AU ApyTUe
OoCHOBHbIe XxpoMocoMHbie aHoMaAuu (Nicolaides, 2004).
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Camoe 0Ooablioe MccaepoBaHMe, KoopauHupoBanHoe Fetal Medicine
Foundation, Bkarouaao 100311 maimeHTOK, KOTOpbIe ObIAM 0OCAEAOBAHBI
306 uccaepoBareasiMu B 22 1ieHTpax BeAnkoOpuTaHmm, akKpeAuTOBaH-
Hbix FMF (Snuijders et al., 1998). Bo Bcex cay4asix OblAM M3MepPeHbI 3Ha-
yeHust TBIT u KTP, 1 MHAMBUAYaABHBI PUCK Y MALIMEHTOK ObIA paccyu-
TaH HA OCHOBaHMM KOMOMHALMM TIOKa3aTeAell — BO3pacTa bepeMeHHOI!
JKEHIIMHBI, cpoka bepemenHocTu 1 BeAnunHbl TBIT . Vcxopbl 6epemeH-
HOCTM OBIAU TIOAYYeHBI Y 96127 KeHIIMH 1 BKAIOYaAM 326 MAOAOB IIpU
Tpucomuu 21 u 325 MAOAOB IpU APYTMX XPOMOCOMHBIX 3200A€BAHMSAX
(rabauua 3). B cpepHeM Cpok HepeMeHHOCTH Ha MOMEHT UCCAEAOBAHUS
COCTaBASIA 12 HepeAb, @ CPEAHMI BO3PACT NMALMeHTOK — 31 ToA.

PacyeTHbIIT MHAVIBUAYQABHBIN PUCK HAAMYMS Y TIAOAQ XPOMOCOMHOIA ITaTO-
aoruu 1 Ha 300 1 6oaee ObIA TTOAYUEH Y 8% 06CAEAOBAHHDIX SKEHIIVH TIPK
HOPMAAbHOM KapMOTUIIE TTAOAQ, Y 82% MalMeHTOK ITPY HAAWIMY TPUCOMUM
21 y naopa u 'y 78% NalyeHTOK IIPY HAAMYMM Y TAOAQ APYTHX XPOMOCOM-
HBIX HapymeHuil. ITokasaHo, YTO NPy BeAMYMHE CKPUHUHI-TIOAOXKUTEAD-
HBIX Pe3YABTaTOB B 5% YacTOTa BbIABAEHVA XPOMOCOMHOJ NATOAOTMM Y
MAOA2 cocTaBuAa 77% (95% AOBepUTEAbHbI MHTEPBAA 72—82%).

Ta6nuua 3. MynbTuueHTpoBoe ncceoBaHie, KoopauHuposaHoe Fetal Medicine Foundation.

YacToTa BbIABNEHIA PA3NINYHBIX XPOMOCOMHDIX HapYLLIEHMiA Y N0AO0B NALMEHTOK rpynMbl NOBbILLIEHHOTO PUCKa
(1Ha 300 1 6onee). Puck Hanuuma y NN0Aa XpOMOCOMHOIT NaTON0MMN PACCUMTLIBANCA HA 0CHOBaHMM BO3pacTa
6epemenHoif eHLHbI 1 u3mepenns TBI u KTP nnoga

Kapnotun nnoga Konuyecteo TBI =95 npoueHTUAN Puck =21 Ha 300
Hopma 95,476 4,209 (4,4%) 7,907 (8,3%)
Tpucomus 21 326 234 (71,2%) 268 (82,2%)
Tpucomua 18 119 89 (74.8%) 97 (81,5%)
Tpucomma 13 46 33 (71,7%) 37 (80,4%)
CuHgpom TepHepa 54 47 (87,0%) 48 (88,%)
Tpunnougus 32 19 (59,4%) 20 (62,5%)
Opyrne* 64 41 (64,1%) 51 (79,7%)
Bcero 96,127 4,767 (5,0%) 8,428 (8,8%)

Brnanne BHYTPUYTPOBHOI MBEAN N105A

3HaYMMbIM NpeMy1ieCTBOM CKPpMHMHIA B IIEPBOM TPUMECTpE Oe-
PEMEHHOCTU IO CPpaBHEHNIO CO CKPMHMHIOM BO BTOPOM TPUMECTpPE
SABAAIOTCA 3HAYUTEAPHO MEHbIIAS TPAaBMaTUYHOCTDb U CYIJECTBEHHO
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6oAee HMBKUI PUCK BO3MOKHBIX OCAOXXHEHMIT IPU MeAMKaMeH-
TO3HOM IpepbiBaHMM OepeMeHHOCTU B OOoAee paHHME CPOKU NPU
BBISIBAEHUU Y IIAOAQ XPOMOCOMHOII naTtoAorun. IToTeHUMaAbHBIM
HETaTUBHBIM pPEe3yAbTaTOM paHHEro CKPMHUHIA SIBASIETCS BBISB-
A€HMe IAOAOB, MMEKILIMX XPOMOCOMHBIe 3a00AeBaHMs, KOTOPbIe
C OOABIION BEPOSITHOCTHIO MIPUBEAYT K CAMOIIPOU3BOABHOMY IIpe-
ppIBaHUI0 OepeMeHHOCTU. B mepuop ¢ 12 Hepeau GepeMeHHOCTHU
AO poaOB nprbAn3nuTeAbHO 30% ITAOAOB, UMEKLIVX XPOMOCOMHBIE
3ab0AeBaHMs, CHOHTAHHO IPEKpALIal0T CBOe pasBuTue. ITOT GaKT
BO3MO>KHOJI CaMOIIPOM3BOABHOI I'MOEAM MAOAOB NPY HAAUYUU Y
HMX XPOMOCOMHOW IIAaTOAOIMMU SIBASIETCS, €CTECTBEHHO, MOYBON
AASI BO3MOXXHOM KPUTUKM BCeX 0e3 MCKAIOUEHMS METOAOB aHTe-
HaTaAbHOTO CKPMHMHIA, BKAIOYAsl OMOXMMMUYECKUI CKPUHUHI BO
BTOPOM TPUMeECTpE 10 OepeMeHHOCTH, TaK KaK 0KOAO 20% IA0AOB
CaMONPOU3BOABHO MOTKOAIOT B CPpOKU OepeMeHHOCTH ¢ 16 mo 40
HeAEAO.

IIpy mpoBepeHUM NPEHATAABHOIO CKPMHMHIA HEBO3MOXXHO IIPEA-
CKa3aTbh, KAKOE YMCAO ITAOAOB IIpU Tpucomum 21 MOrao 6bI pOAUTH-
CsI )KMBBIMU B CAy4Yae OTCYTCTBUS IPEHATAaABHOTO CKPMHMHIA XPO-
MOCOMHON HaTOAOrMM MAOAA. OAHAKO MOXXHO OLI€EHUTb BAMSAHME
IpeHaTAaAbHOTO CKPMHMHIA HAa YaCTOTY BCTPEYaeMOCTY TPUCOMUU
21 cpeAU HOBOPOKAEHHBIX. DTO MOXET OBITb AOCTUIHYTO IYTEM
CpaBHEHMSI 4aCTOTBl BCTPEYAEMOCTU AQHHOM IaTOAOTUM Y HOBO-
POXXAEHHBIX C YMCAOM, IIOAYYEHHBIM Ha OCHOBAaHUM pacyeTa yacTo-
Thl BCTPEYaeMOCTU Tpucomuu 21 B 3aBUCMMOCTM OT Bo3pacTa Oe-
PEMEHHBIX JKEeHIMH B 00cAeayeMoll monmyasiiuu. B nccaepoBanuy,
nposepeHHoM FMEF, nmpu pacuere pucka Ha OCHOBaHMM BO3pacTa
nauyueHToK ¥ BeAnurHbl TBIT maopa npy moporoBoM ypoBHe pucka
1 Ha 300 1 YaCcTOTe AOXKHO-IIOAOKUTEABHBIX PE3YABTATOB 8% OBIAO
BbIsIBA€HO 82% maoAOB mpu Tpucomuu 21 (Suijders et al., 1998).
DBpIAO paccuMTaHO, YTO NPOBEAEHME NMPEHATAABHOIO CKPUHMUHIA C
IIOCA€AYIOIIVIM BBIIIOAHEHVMEM MHBA3MBHOJ AMArHOCTUKM U IIPEpPBI-
BaHyueM OepeMeHHOCTU MPU BbIIBAEHUM XPOMOCOMHO IaTOAOTUM
II03BOAUT CHU3UTD YACTOTY BCTPEYAEMOCTHU Tpucomuu 21 y HOBo-
pOXAeHHbIX Ha 78—-82%.
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TonwmnHa BOPOTHMKOBOFO NPOCTPAHCTBA — 3GDEKTNBHOCTb
CKpUHWHra Tpycommmn 21

® [IpocneKTUBHble MCCNeAoBaHYA, BKIoYatowme 6onee 200000 6epe-
MEHHbIX XeHLWWH 1 900 nnogos npu Tpucommm 21, NoKasanu, Yto CK-
puHMHT no TBIN no3BonseT BbisiBUTb 6onee 75% NioaoB Npu TPUCOMUN
21 npu YacToTe NOXHO-MONOXNTENbHbIX pe3ynbTaTtoB 5%.

® YBenuueHve TBI1y nnoga npu TPMCOMUM He O3HAYaeT, YTO OH JOMKeH
Norn6HyTb BHYTPUYTPOGHO.

® YacroTa BbiiBNEHMA Tpucommun 21 y nnopa npu cKkpuHuHre no TBI B
nepBOM TPUMECTPE 6epeMEHHOCTI BCEro Ha 2—-3% BblilUe, YeM YacToTa
BbIAB/IEHNA TPMCOMMUM 21 y TeX MIOAOB, KOTOPbIE MOTEHLMANbHO MOTYT
POANTLCA KUBBIMM.

WccnenoBAHNA N0 NPOTOKONY HABNIOAEHMA

BosmoxxHOCTh npousBectu usMepenue TBIT poA’kHOro kayecTBa 3a-
BUCUT OT YPOBHS OOYYEHUsI CIIELMAANCTa, COOAIOAEHUS UM CTaHAAp-
TOB TEXHOAOTMM IIOAYYEHUSI YABTPA3BYKOBOIO M300paskeHMs M HaAU-
Y1l Y HETO MOTUBALMM. Ba)KHOCTD 3TUX TpeX KOMIIOHEHTOB HarAsIAHO
AEMOHCTPUPYIOT pasAMuusl pe3yAabraToB usMepenus TBII, B 3aBu-
CUMOCTY OT TOTO, BAUSIAU AU VAU HeT (MICCAEAOBAHMSI IO MIPOTOKOAY
HaOAIOAEHUS) 9TU PE3YABTAThI HA AAABHETIIIYIO TAKTUKY BeAeHMsI Oepe-
meHHoctu (Nicolaides, 2004). Ecan ot pesyabratoB usmepenus: TBII
3aBUCEAQ AAABHENIIASI TAKTUKA BeAeHMsI OepeMeHHOCTY, TO M3MepeHue
9TOrO IOoKa3aTeAs: ObIA0 BOSMOXKHO Y 99% ITAOAOB, TOTAQ KAK OHO OBIAO
BBIIIOAHEHO TOABKO Y 75% IAOAOB, €CAU OT €I0 PE3YAbTAaTOB AAABHEN-
11asl TAKTYIKA He 3aBluceAd. boaee TOro, mpy nepBoM TUIIE UCCAEAOBAHUI
yacToTa BblsiBAeHUs yBeandeHus TBIT cocraBuaa 76,8% npu HaAmuuu
y nA0AOB Tpucomuu 21 n 'y 4,2% 1AOAOB IIPY HOPMAABHOM KapUOTUIIE,
TOrAQ KaK IIPU MICCAEAOBAHMSIX IO MIPOTOKOAY HabAloAeHusT — 38,4% u
5% coOOTBETCTBEHHO.

B uccaepoBaHUMSAX 1O MPOTOKOAY HabOAloAeHus msmepenus: TBIT vac-
TO BBIIIOAHSIAUCH 0€3 YETKOrO COOAIOAEHMSI ONTUMAABHBIX CPOKOB Oe-
PEMEHHOCTY; CIELMAAUCTBI, YYaCTBOBABIINE B MICCAEAOBAHUM, AU HE
OBbIAY COOTBETCTBYIOLIMM 00pa3oM OOYYeHBI, AU He MMEAU AOCTATOY-
HOJI MOTUBALIMM AASI YYacCTMsI B MiccaepoBaHuu. Hanprumep, B oAHOM 13
MCCAEAOBAHMIT, B KOTOPOM CIIELIMAAVICTaM OBIAO 3aIPEIEHO MPEBBIIIATh

Yactb 2 o ﬂ,MAI’HO(TMKA XPOMOCOMHO NATOAOTMY NNI0JIA B NEPBOM TPUMECTPE BEPEMEHHOCTI 59



BpeMs MICCAEAOBAHMSI, OIIpepeAeHHOe TOAbKO Ha uamepenus KTP, us-
mepenre TBIT maoaa ObIAO YCIIELIHO TPOBEAEHO TOABKO Y 66% ITAOAOB
(Roberts et al., 1995). B apyrom nccaepoBanuu BeanunHa KTP 6biaa
MeHnblre 33 MM Y 54% MAOAOB, IIPU 5TOM MCCAEAOBATEAM AOAXKHBL OBIAL
noAyunthb usmepenue TBIT naopa B Teuenue 3 MMUHYT, osTOMYy y 42%
naopoB TBIT usmepenue He 6nia0 npoBepero (Kornman et al., 1996).
Metopoaornyeckre MpobAeMbI ObIAYM ITPEKPACHO OIMCAHBI B MCCAEAO-
BaHUM, BKAIOYaBieM 47053 MAOAOB IPY OAHOIIAOAHON OepeMeHHOCTH,
00cAeAOBaHHBIX MpU cpokax bepemenHoctu 6-16 uepeab (Wald et al.,
2003a). Y 23% naoaoB usmepenve TBIT moayunTb He yAQAOCH, TaK Kak
JICCAEAOBaHME BBIITOAHSIAOCH 0€3 yueTa ONTMMAaAbHBIX CPOKOB, AU CIIe-
LIMAAJCT HE CMOT ITOAYYUTb KaueCTBEHHOE YABTPa3BYKOBOE M300paske-
HUeE VAU TIPOM3BECTY COOTBETCTBYIOLIee cTaHAApTaM uaMepenue TBIL

AoKasaTeAbCTBa pasAMYMIl Pe3YABTATOB MEXAY MCCAEAOBAHMAMMU
IO TPOTOKOAY HAOAIOA€HUS UM KAMHMYECKUMMU MCCAEAOBAHUSMMU
6b1a1u moayueHsl Crossley et al. (2002). B uccaepoBaHuM MO MpoO-
TOKOAY HabAIOAEHMS], B KOTOpO€ BOWIAO 17229 NMAOAOB, BEAUYMHA
TBIT 6b1aa uaMepeHa B 73% cay4daes. [Ipu mocaepymomemM KAUHU-
4eCcKOM MCCAEAOBAHMM B TOM e IleHTpe, TP/ KOTOPOM Pe3yAbTaThI
usmepenuit TBIT coobmaanuce manueHtkam, usmeperue TBIT 661a0
ycnemHbIM B 99,8% cayuaes.

TonumHA BOPOTHUKOBOTO MPOCTPAHCTBA W BUOXMMUYECKUE MAPKEPbI

ITpy HaAMYMM TPUCOMMM y IIAOAQ B KPOBUM MaTepu MMeeT MeCTO U3-
MeHeHMe KOHLIEHTpaLMy Pa3AUYHBIX IPOAYKTOB MeTaboausma ¢ero-
MAQLIEHTApPHOM CUCTEMbI, K KOTOpbiM oTHOcsTcst ADII, cBobopHast
B-dpakuyusa XI'Y, actpuoa, unrubun A u PAPP-A. DBuoxummyeckuit
CKPUHUHT BO BTOPOM TpUMeCTpe O€peMeHHOCTI Ha OCHOBE BO3pacTa
MaTepy U Pe3YAbTATOB ONPEAEAEHMUsT KOMOMHALIMI PA3AUYHBIX CBIBO-
POTOYHBIX 0€AKOB: CBOOOAHOM B-cyobeannuib XI'Y, ADTI, actpuoaa
M MHIMOMHA A — 103BOASIA BBIIBUTD 50—75% IAOAOB IpU TPUCOMUM
21 Ipy YaCTOTE AOXKHO-TIOAOXKUTEABHBIX PE3YABTATOB B 5%. CKpMHUHT
B IIEpBOM TPMMECTPE Ha OCHOBE BO3PaCTa MaTEPU U Pe3yAbTATOB OII-
pPeAeAeHNsT KOHLIEHTpaLuu cBoboaHo B-cyobpeannnipl XI'Y u PAPP-
A 103BOASIET BBISIBUTD TOABKO 60% IAOAOB NP 3TOM NATOAOTUY TIPU
CXOXKell BEAUYVHE AOXKHO-TOAOKUTEABHBIX pe3yAbTaToB. OAHAKO
HEOT'BEMAEMOI COCTABASIOIIEN 3TOr0 OMOXMMMYECKOTO CKPUHMHIA
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SIBASIETCSI IPOBEAEHIE YAPTPA3BYKOBOT'O ICCAEAOBAHMS B LIEASIX OIIpe-
AEAEHUsI CpoKa bepeMeHHOCTH, 6e3 KOTOPOro 3pdeKTUBHOCTD OG1OXU-
MMUYeCKOT0 CKpMHUHIA CHIDKaeTcst A0 10%.

TBIT 1t uoXuMuyECKIIi CKPUHUHT B NEPBOM TPUMECTPE BEPEMEHHOCTH

ITpu Tpucomuu 21 y naosa B 12 HepeAb 6epeMeHHOCTM KOHLIEHTpaLys
B-XT'Y B cpiBOpoTKe KpOBU O€peMeHHOI >KEHIIMHBI YBeAndeHa (OKo-
A0 2 MoM) no cpaBHEHUIO C HOPMaAbHBIMM 3HAYEHUSIMU AASI AQHHO-
ro cpoka 0epeMeHHOCTH, TOrAa Kak KoHleHTpauus PAPP-A cHbkeHa
(oxoao0 0,5 MoM). Ilpu aTom cTeneHs pasanyus KoHueHTpauun B-XI'Y
npu Tpucomuy 21 ¥ IpyM HOPMAABHOM KapMOTUIIE YBEAUYMBAETCS
[PV YBEAMYEHUM CPOKa OEpEMEHHOCTH, TOTAQ KaK CTelleHb PasAUYuil
B KoHLleHTpauuu PAPP-A yMeHblaeTcs. DT BpeMeHHble U3MeHEeHMsI
YPOBHelT OMOXMMUYECKIX MapKEPOB U X 3aBUCUMOCTb OT TaKOIo I10-
KasaTeAs], KaK BeC OepeMeHHOI YKEeHIIMHBI, AOAXKHBI ObITb YYTEHBI IIPU
OIIpEAEAEHUM METOAMKM pacyeTa OIIPEAEAEHUS MHAUBMAYAABHOTO
pUCKa AASI KOHKPETHO IalMeHTKMU.

He 6b1A0 BbISIBAEHO HUKAKOI1 KOppeAsiLiuy MexKAy BeanuriHou TBIT maoaa
" KOHLeHTpatert cBoboaHoro B-XI' u PAPP-A B cbIBOPOTKE KPOBU Ma-
TEPU HU Y TIAOAOB IIpU TpUCOMUM 21, HM Y TAOAOB ITPY HOPMAABHOM Ka-
puotuie. TakuM 00pa3oM, yABTPa3BYKOBBIE 1 OMOXMMMUYIECKIE MapKepbl
MOI'YT 0becrednThb MpY KOMOMHMPOBAHHOM MCIIOAB30BaHUY OOAee BbI-
COKYI0 3¢ (PEeKTUBHOCTD 10 CPABHEHUIO C M30AMPOBAHHBIM IIPMMeHEHEM
OAHOTO 13 3TUX MapKepoB (Spencer et al., 1999). lllecTb POCIEKTUBHBIX
MCCAEAOBAHUI TIOATBEPAMAY HAAEKHOCTD U 3¢ HEKTUBHOCTD KOMOMHU-
POBaHHOIO CKpMHUHIA ¢ u3MepeHueM TBIT nmaopa mpu yAbTpasByKoBOM
nccaepoBaHuy U KoHLeHTpauyu 3-XI'Y u PAPP-A npu 61oxuMmnyeckom
nccaepoBanuu. O000IIEHHbIE AQHHbIE ICCAEAOBAHNI, B KOTOPbIE BOLIAY
38804 GepeMeHHbBIX >KEHIIMHBI, BKAIOYaBIe 182 maopa mpu TpUCOMUM
21, moKas3aAu, YTO YaCTOTA BBISIBAEHVS TPUCOMMM 21 y TAOAQ IO Pe3YAb-
TaTaM KOMOVHMPOBAHHOTO CKPMHUHIA COCTaBAsiAa 86% mpu vacTore
AOXKHO-TIOAOXKUTEABHBIX pe3yAbTaToB TecTa 5% (Nicolaides et al., 2004).

ITpu rpucomuu 18 u 13 y naopa konueHTpauy B-XI'Y u PAPP-A B cbiBO-
POTKe KpOBU MaTepU CHIDKAITCS. [Ipy aHOMaAUM TOAOBBIX XPOMOCOM
y naopa KoHueHTtpauus 3-XI'Y B cbIBOpOTKe KPOBM MaTepy He U3MeEHsI-
eTcsl, Torpa Kak KoHueHntpauust PAPP-A noHmwkeHa. [Tpu Tpunaonpnn

Yactb 2 o ﬂ,MAI’HO(TMKA XPOMOCOMHO NATOAOTMY NNI0JIA B NEPBOM TPUMECTPE BEPEMEHHOCTI 61



C YABO€HMEM OTLIOBCKOIO HabOpa XPOMOCOM Yy MAOAQ KOHLIEHTpaLys
B-XTY B chIBOpOTKE KPOBU MaTepy 3HAUUTEABHO MOBBIIIAETCS, TOTAQ
Kak KoH1eHTpauus PAPP-A nonmkena. [Ipu Tpunaouamm ¢ yaABoeHuem
MaTepMHCKOro Habopa XpOMOCOM Yy MAOAA IIPOMCXOAUT 3HAYUTEABHOE
cHwkenne KoHueHtpauun -XI'Y u PAPP-A. KoMOMHMPOBaHHBIN CK-
puHuHT 110 BeanuuHe TBIT naoaa npy yAbTpasByKOBOM MICCAEAOBAHUY
u xoHueHtpatyu -XI'Y u PAPP-A mpu 610XUMMUYECKOM MCCAEAOBA-
HUM [T03BOASIET BBISIBUTD 90% ITAOAOB C XPOMOCOMHOJ ITATOAOTMEN TIPU
MOBBILIEHN) YaCTOTBI AO’KHO-TIOAOXKUTEABHBIX PE3YABTAaTOB TeCTa Ha
1% mo cpaBHeHMIO C 4aCTOTOM AOXKHO-TIOAO>XKUTEABHBIX PEe3yAbTaTOB
CKPMHMHIA TOABKO Tpucomuu 21.

[IpUHIUIIMAABHO HOBOE Pa3BUTHE METOAQ OMOXUMUYECKOTO CKPUHIH-
ra ObIAO AOCTUTHYTO BHEAPEHUEM TEXHOAOIMM, KOTOpasi obecreynBa-
€T aBTOMAaTU3MPOBAHHOE, TOYHOE U BOCIPOUSBOAMMOE ONPEAEAEHME
KOHIIEHTPaLMil 6MOXMMUYECKUX MapKePOB B 06pasiie KpOBU MaTepu B
TedeHye 30 MUHYT. DTO IIO3BOAMAO OCYIIECTBUTb IIPOBEAEHNE YABTPA-
3BYKOBOI'O 11 6MIOXMMMUYECKOTrO TECTUPOBAHMS KAK YACTU MEAUKO-TeHe-
TUYECKOTO KOHCYABTMPOBAHMSI B PAMKAaX KAMHUKI OAHOTO IIOCELeHMs
AASL OL|EHK) MHAVIBMAYAABHOTO PUCKa Ha PaHHMX 9Tanax bepeMeHHOC-
™™ — OSCAR (One-Stop Clinic for Assessment of Risk) (Bindra et al.,
2002, Spencer et al., 2003b).

TBIT ut uoXuMUYECKII CKPUHUHT BO BTOPOM TPUMECTPE BEPEMEHHOCTH

ITpu npoBepeHMM OMOXMMUYECKOTO CKPUHUHTA BO BTOPOM TPUMECTPE
0GepeMEeHHOCTU U OIIPEAEAEHUN PUCKA XPOMOCOMHO MATOAOTUM TIAO-
AQ HEOOXOAMMO IPMHMMATb BO BHUMaHUE AAHHbIE, IOAYYEHHbIE [IPU
NIpOBeAEHUN CKpMHMHTIA C n3MepeHueM TBIT maoaa B mepBoM Tpumec-
Tpe OepemeHHocTu. IIpocnekTrBHbIE UCCAeAOBaHYS 3G(EKTUBHOCTYU
CKPMHMHIA HAa OCHOBaHMM KOMOMHALIMM PEe3YAbTaTOB YABTPa3BYKOBO-
ro CKpMHUMHTA B IIEPBOM TPUMECTPE U OMOXUMUYECKOTO CKPUHUHTA BO
BTOPOM TPUMECTpPe OepEMEHHOCTY MTOKA3aAHU, YTO YACTOTA BbISIBAEHMSI
TpucoMuu 21 y IAOAQ TIPY MICIIOAb30BAHUY AQHHOJM MOAEAY CKPYHMHTA
coctaBAsgeT 85-90% mpu 4acCTOTe AOXKHO-TIOAO>KUTEAbHBIX pe3yAbTa-
TOB TecTa 5%, UTO COBIAAAET C TAKOBOI MPU KOMOMHMPOBAHHOM CK-
pUHUHTE B TepBOM TpuMmecTpe bepemenHoctu (Nicolaides et al., 2004).

62 YbTPA3BYKOBOE MCCTEOBAHYE B 11—13 HEAENb BEPEMEHHOCTH



COYETAHUE CKPUHUHIA B MEPBOM M BTOPOM TPUMECTPAX BEPEMEHHOCTH

CrarucTuyeckass MOAEAb CKPMHUHIA, OCHOBAHHAs HAa COYETAHHON
OL|eHKe DEe3yAbTaTOB, [TOAYyYeHHbIX npu uamepenuu TBIT u ompepe-
AeHvM KoHueHTpauyu PAPP-A B mepBOM TpUMeECTpe U OIpeAeAeHUN
KOHIleHTpauuu cBoboAHoi dpakuun B-XI'Y, actpuoaa 1 nHrubmHa A
BO BTOPOM TPUMeCTpe DepeMEeHHOCTH, BEPOSITHO MTO3BOASIET BbISIBUTD
94% 1AOAOB mpy TpucoMuu 21 mpy 4aCTOTE AOXKHO-TIOAOXKUTEABHBIX
pesyabratoB Tecta 5% (Wald et al., 1999). OaHako mpu moA0OHOM KMC-
CAEAOBaHUM HEOOXOAMMO OBIAO Obl IOAYYUTb COTAACHME€ HALMEHTKU
HA: BO-IIEPBBIX, YYaCTIe B VICCAEAOBAHUM, PA3AEAEHHOM BO BpeMeHU
B OAMH MeCsL; BO-BTOPBIX — IIOCAE YABTPA3BYKOBOI'O MCCAEAOBAHMS
B [IEPBOM TPUMECTpE MALMEeHTKa He IOAYYaeT HUKAKOI MH(pOpMaLy
BHE 3aBUCUMOCTY, ObIAQ AU BBIIBA€HA KaKas-AMOO MATOAOTMSI MAU
HET; B-TPETbUX — IALIeHTKA AOAYKHA COTAACUTHCSI Hd OKOHYATEABHYIO
AMArHOCTUKY M BO3MOXKHOE IpepblBaHue OepeMeHHOCTU BO BTOPOM
TpuMecTpe. B CBsI3U € 9TUM 0YE€BUAHO, YTO AQXKE IIPU IUIIOTETUIECKOM
MOATBEPXXAEHNY 9P PEKTUBHOCTI AQHHO MOAEAU CKPUHIHTA IIPU OCY-
I[eCTBAEHUY IIPOCHEKTUBHOIO ICCAEAOBAHMSI, €T0 PE3YABTATHI BPSIA AU
[IOAYYAT IIMPOKOE PACIPOCTPAHEHNE B KAMHUYECKOI! IIPAKTUKE.

HekoTtopble AorMCTIYECKIIE HECOOTBETCTBUS PV BHEAPEHIM KOMOMHIPO-
BaHHBIX TECTOB OBIAY BbISIBAEHDI IIPM AHAAM3E PE3YABTATOB MYABTULIEHT-
posoro nccaepoBanysi (SURUSS) no onjeHke 3¢ beKTUBHOCTY CKPYHMHIA
Tpucomuu 21 B iepBoM 1 BTOpOM TpumecTpax bepementoctu (Wald et al.,
2003a). B atom uccaepoBanun nsmepsiav TBIT maopa 1 cobupaan KpoBb
Y MOYy MalMeHTOK B TIEPBOM 1 BTOPOM TpUMecTpax bepemeHHOCTH. VIH-
Ba3MBHasl IPEHATaAbHasI AMarHOCTYKA ITPOM3BOAMAACH HA OCHOBAaHUM AQH-
HBIX OMOXMMMUYECKOTO CKPMHMHIA BO BTOPOM TPUMeECTpe OepeMeHHOCTH,
OCTaAbHbIE AQHHbIE OLIEHMBAAVCh PETPOCIIEKTHUBHO. B riccaepoBanyy npu-
HAAU yyacTre 47053 nalyeHTKY, OAHAKO TOAbKO 60% >KeHIIH MPOILAY BCe
JTaIIbl IPOTOKOAA. DTO NCCAEAOBaHME BKAI0OYaA0 101 1AOA Npy TprCOMUM
21, y xoTopbix uaMepeHye TBIT 6bIA0 BbITOAHEHO TOABKO B 75% CAy4aeB.
CraTtucTryeckasi 00paboTKa MOAYYEHHBIX AQHHBIX ITOKA3aAa, YTO IIPU Yac-
TOTE AOXXHO-TIOAO’KUTEABHBIX PE3YABTaTOB 5% IIpUMEHEHVEe VHTErPUpO-
BaHHOTO CKPVHMHIA MO3BOAUT BbIABUTbL 93% MAOAOB Ipu Tpucomumu 21.
OAHaKo AQHHbBlE CTATMCTUYECKVE PAcyeThl IIPEACTABASIIOTCSI HE BIIOAHE
KOppeKTHbIMU. TaK, IpM 4acTOTe AOXKHO-TIOAO>KUTEABHBIX PE3yABTAaTOB
Tecta 5% pacuyerHble 3HaueHMs addexTuBHOCTU ABOVHOrO (ADII, XI'Y),
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tporsoro (ADIT, XI'Y, scrpuoa) u uerBeproro (ADIT, XI'Y, scTpuoa, uH-
rbuH A) cocTaBasiav 71%, 77% v 83% coorBeTcTBeHHO. TeM He MeHee, Tipu
TIPOBEAEHMY TEMMY YKe aBTOPaMMU IIPOCIIEKTUBHOTO ICCAEAOBAHMSI 3HAUEHMSI
3¢ GEKTUBHOCTY STUX TECTOB COCTABUAM 61%, 66% 11 75% COOTBETCTBEHHO
(Wald et al., 2003Db).

ITopo6HOe nccaepoBanue 661A0 BbimoAHeHo B CIIIA (FASTER trial) u
COAEPKaAO B cebe MOAHbIE AQHHBIE UCCAEAOBaHUst 33557 mauueHToK
B [IEPBOM U BTOPOM TPUMeECTpPax 6€peMeHHOCTH, B KOTOPOe BOIIAO 84
naopa npu Tpucomun 21 (Malone et al., 2004). Bbia0 yCTaHOBAEHO, YTO
IIPY 4aCTOTE AOXKHO-IIOAO>KUTEABHBIX PE3YABTATOB TecTa 5,4% MoXKeT
ObITb BbISIBAEHO 90% IIAOAOB Ipu Tpucomuu 21.

[TpocneKTUBHBIE UCCAEAOBAHUS IIOKA3AAM, YTO IOAODOHBIE PE3yAb-
TAThl MOT'YT OBITH AOCTUTHYTBI IIPU IPOBEAEHUYU KOMOMHUPOBAHHO-
IO YABTPa3BYKOBOI'O M OMOXMMUYECKOIO CKPUMHMHIA XPOMOCOMHOII
MMaTOAOTUM TIAOAQ B TIEPBOM TpuMecTpe bepeMmenHoctu (Bindra et
al., 2002, Spencer et al., 2003b). B 3T0i1 CBsI3U MPEACTABASIETCS 1ie-
A€CO00PasHBbIM NIPUAOKUTH AAABHENIINE YCUAUSI AASL YCOBEPIIEHC-
TBOBAHMSI YABTPA3BYKOBOI'O U OMOXMMUYECKOTO CKPUHMHIA B IIep-
BOM TpuUMecCTpe DepeMeHHOCTU U He TPATUTh CUABI Ha Pa3paboTKy
TEOPETUYECKMX MOAEAEN, KOTOpble OYAYT HPUBOAUTH TOABKO K
BBISIBAEHUIO XPOMOCOMHBIX HAPYLIEHUIT Y TAOAQ Ha HOAee MO3AHUX
Ccpokax 6epeMeHHOCTU U MO3TOMY BPSIA AM HAMAYT IPUMEHEHNEe B
KAMHUYECKOW MPAKTUKE.

OTHOLIEHVE XEHILWH K CKPUHUHTY B IEPBOM 1 BO BTOPOM
TPUMECTPAX BEPEMEHHOCTH

MccaepoBaHMsI, TOCBSIEHHbIE VI3YUEHNIO IPEATIOUTEHNSI NTALMIEHTOK
K CKPMHMHI'Y B 3aBMCUMOCTY OT CPOKOB €r0 IPOBEAEHNS, IOKA3aAH,
4TO aO6COAIOTHOE OOABIIMHCTBO YKEHIUH IPEATOYUTAIOT IPOBEAEHNE
CKpUHMHIA B IepBOM TpumecTpe bepemenHocTt. OAHAKO B OTHOIIIE-
HUU YABTPA3BYKOBOI'O CKPMHIHTIA B [IEPBOM TpUMeCTpe bepeMeHHOC-
TU BBIABUTAETCs ONIPEAEAEHHAs] KPUTUKA, TaK KaK PV BbIIBAEHUM Y
AoA2 Tpucomuy 21 >KeHIIMHaM IPOBOAMAOCH MCKYCCTBEHHOE IIpe-
pbIBaHMe OepeMEHHOCTH, TOTAQ KaK B OTCYTCTBME CKPVMHMHIA ¥ 4aCTU
JKEHI[MH OepeMeHHOCTh MpepBaAach Obl CAMOIMPOU3BOABHO Ha OoAee
mo3AHUX cpokax. OAHAKO ObIAO MTOKa3aHO, YTO 70% >KEHILUH TIPEATTO-
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YUTAAU [IPOBECTU CKPUHUHI XPOMOCOMHOM IIATOAOTMHU [TAOAQ B II€p-
BOM TpUMeCTpe 0epeMeHHOCTH, AQKE eCAM Bce DepeMeHHOCTU Ipu
Tpucomun 21 NpepByTCs CAMOIPOU3BOABHO AO HAYaAd CKPUHMHIA BO
BTOpOM TpuMecTpe bepemeHHoctu (Mulvey and Wallace, 2000). ITa-
LIMEHTKM XOTSIT 3HATh, MMEET AU UX IAOA 00Ae3Hb AayHa, BHE 3aBU-
CUMOCTU OT AQABHEILIEro MCX0AQ DEPEeMEHHOCTH, U AASL HUX B&KHO
3HATh NPUYMHY CAMOIPOU3BOABHOIO IpPEPBIBAHUS OEPEeMEeHHOCTH,
€CAY TAKOBOE IIPOU3OIAET.

KNWMHWYECKOE 3HAYEHWE HE3ABUCUMOCTY CYXKAEHIA NALIMEHTA

YBakeHle K He3aBUCUMOCTU CYXKAEHMIT MaLMeHTa SIBASETCS OAHUM
13 OCHOBHBIX TIPUHLIUIIOB MEAUIIMHCKOI STUKU U MEAULIMHCKOTO 3a-
KOHOAQTEAbCTBA. AAQHHBI STUYECKUI TPUHUUI 00s3bIBAET Bpava
COOAIOAATD MHTEPECHI U MpeAnouTeHus mauyenTa. OO0CHOBAaHHOCTD
JKEeAQHUsI TIALMEHTKY MPOBECTU CKPUHMHI B TIEPBOM TpuUMecTpe Oe-
PEMEHHOCTH OMPEAEASIETCSI ABYMS IIPUYMHAMU. BO-TIepBbIX, paHHSIs
AVIATHOCTMKA aHOMAAUI PA3BUTUS TAOAA U BO3SMOXKHOCTb MPEpPBATh
OepeMeHHOCTb Ha PAHHUX CPOKAX SIBASIETCS] BAXKHBIM AASL OOABIIMHC-
TBa TMALIMEHTOK. BO-BTOPBIX, IPOBEAEHNE CKPUHMHIOBBIX TECTOB B
[IEPBOM TpUMeCTpe OepeMeHHOCTU OO0eCleuMBaeT OIPEAEACHHYIO
YBEPEHHOCTb AAsl DOABLIMHCTBA MALUEHTOK, KOTOpble XOTAT usbe-
JKaTh MHBA3UBHOM AMATHOCTUKU, €CAU PUCK XPOMOCOMHOI MAaTOAO-
UM IAOAQ He yBeAndyeH. TakuMm 00pa3oM, KaueCTBEHHOE BBIIIOAHEHIEe
CKPMHUHTA B IEPBOM TPUMECTPe HEPEMEHHOCTHU CYLIeCTBEHHO MTOBbI-
[IaeT aBTOHOMHOCTb Y HE3aBUCUMOCTb CY)XEHUI GepeMEeHHON >KeH-
uHel (Chasen et al., 2001).

® A6COMOTHOE GOMbWMNHCTBO GEepPeMEHHbIX XEHLWUH MpeanoynTalT
npoBefeHVe CKPYHWHIA U OUArHOCTKN B MEpBOM, @ He BO BTOPOM
TpumecTpe 6epemMeHHOCTI.
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YJIbTPA3BYKOBbIE MTPOABNEHNA XPOMOCOMHON
MATOJIOTUK NIOAA

Kaxkpoe xpomocomMHoe 3a60AeBaHMe TAOAQ MIMEET KOHKPETHbIE CUHA-
pOMaAbHble TIPU3HAKU. B 5TON raaBe OMMCAHBI YABTPA3BYKOBbIE IIPU-
3HaKU TpucoMuu 21 u APyrux HamboAee YacTO BCTPEYALIMXCS XPO-
MOCOMHBIX 3a00A€BaHUIT IIAOAQ B IIEPBOM M BO BTOPOM TPUMECTpe
OGepeMeHHOCTU.

YNIbTPA3BYKOBOE NCCIIEJOBAHUE
B MEPBOM TPUMECTPE BEPEMEHHOCTU

BOABIIMHCTBO XPOMOCOMHBIX 3200A€BaHMII COMPOBOXAQIOTCSI YBEAU-
yeHueMm TBII B 11-13* Hepeap OepemeHHOCTU (Snijders et al., 1998).
ITpu Tpucomusx 21, 18 u 13 yAbTpasByKOBbIe IPOSIBAEHM S BbIPAXKAIOTCA
B yBeandyenuu TBII npumepHo Ha 2,5 MM 10 CPaBHEHUIO C €€ MEAVAHO
AAsI COOTBETCTBYIOLE)l BEAMYMHBI KOITYMKO-TEMEHHOTO padMepa IIAO-
Aa B HopMe. IIpu cunppome TepHepa meauana TBIT npumepHo Ha 8 MM
6oab1re MearaHbl TBIT AAst IAOAOB IIpY HOPMaAbHOM KapUOTHUIIE.

B ponoanenne kK ypeandenuio TBIT npu Tpucomunm 21y 60—-70% naopos
He BU3YaAU3UPYIOTCSA KOCTU HOCA, Y 25% IMAOAOB MMeeT MeCTO YKOPO-
yeHHe BepXHeil yeAtocTU 1 'y 80% MAOAOB IIPU AOIIIAEPOMETPUHM OTIpe-
AEASIeTCSI TATOAOTMYECKUIT XapaKTep KPUBBIX CKOPOCTEll KpOBOTOKA B
BEHO3HOM IpOTOKe. AAst Tpucomum 18 xapaKkTepHbI paHHME IIPOsIBAE-
HUS 3aMeAAEHMSI Pa3BUTMSI TAOAQ M TEHAEHLIMS K Opasukapauy, y 30%
[TAOAOB BBISIBAsieTCsI oMdaaolieae, y 55% IMAOAOB — OTCYTCTBUE BU3Y-
aAu3aluu KocTell Hoca 1y 75% — eAMHCTBEeHHas apTepys MyIOBUHBIL.
ITpu tpucomum 13 y 70% mAOAOB OTMedaeTCs TaXMKapAMs, a Takxe
y 40% NAOAOB MOXXeT MMeTb MeCTO paHHee BBbISIBA€HME 3aMeAACHMUS
PasBUTUS TIAOAQ, METALIMCTUC, TOAONPO33HLebaAus uau oMbaolie-
Ae. I'lpu cunppome Teprepa y 50% MAOAOB OTMEYAIOTCS TaXUKAPAUS U
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paHHMe IIPOSIBAEHMS 3aMEeAAEHUS Pa3BUTUS MTAOAQ. AASI TPUIIAOUAUY
XapaKTepHbl paHHMe NPU3HAKU 3aMeAAEHUsS PasBUTHS aCMMMeETpPUY-
Horo TuIa, opapmkapaus B 30% caydaes, roaonposstuedaans, omda-
AOlLleAe VAV KUCTBI 3aAHelT yepernHoil sIMKU Yy 40% IIAOAOB U M3MeHe-
HVS B ITAQLIEHTe 0 TUITY ITy3BbIPpHOTo 3aHoca Y 30% MAOAOB.

OTCYTCTBME BU3YANM3ALIAM KOCTE HOCA

B 1866 roAy AsHIAOH AayH OTMETHMA, YTO XapaKTEepPHOI YePTOil Mauy-
€HTOB IIpU TpucoMuu 21 sIBASIETCS MaA€HbKUI HOC. AHTPOIIOMETpPU-
yecKlie ICCAEAOBAHVA MTALMEHTOB MIPYU CUHAPOMe AayHa [TOKa3aAu, YTo
OCHOBaHMe HOCa YKOpPOo4YeHO y 50% MalMeHTOB Ipy 3TOM 3a00AeBaHUM
(Farkas et al., 2001). TlocMepTHOE PaAMIOAOTMYECKOE MCCAEAOBAHME
a0OPTMPOBAHHBIX IIAOAOB Ipu Tprucomun 21 Taxke B 50% caydyaeB Bbl-
SIBUAO OTCYTCTBUE OCCUGUKALIUM MAY TUIIOIIAA3MIO KOCTeN Hoca. YAb-
TPa3BYKOBbIE MICCAEAOBAHMSI TAOAOB IIpy TpucoMmuu 21 B mepuoa ¢ 15
o 24 HepeAto GepeMeHHOCTU B 65% CAyYaeB yCTaHOBMAM OTCYTCTBUE
BM3yaAM3aLMU AU YKOPOY€EHe KOCTell Hoca.

ITpy mpoBeAeHNM YABTPA3BYKOBOI'O MCCAEAOBAHMSI HOCOBBIE KOCTU MAO-
A2 MOKHO BM3yaAM3MPOBAaTb yXKe IIpM CpoKax OepemenHocTM 11-13*°
HeaeAb (Cicero et al., 2001). MHOrouncAeHHbIe UCCAEAOBAHUA B 11-13*°
HeAEAD ITOKa3aAY BBICOKYIO B3aIMOCBSI3b MEXXAY OTCYTCTB/EM BU3YaAU-
3alMM KOCTEN HOCA Y IAOAQ M HAaAMYMEM Y HeTo Tpucomuu 21, a Takke
APYTMX XpOMOCOMHbIX 3aboaeBanuit (Nicolaides, 2004). AHaAu3 CBOA-
HBIX AQHHBIX 3TUX pabOT, BKAIOYABIINX Pe3yABTaThI UICCAEAOBaHMS 15822
MTAOAOB, TIOKa3aA, YTO MPOGUAD TAOAQA ObIA YCIIEIIHO BU3YyaAX3MPOBaH B
97,4% cAyvaeB, IpU 3TOM KOCTU HOCa He OIpeAeAsiAUCh Y 1,4% MAOAOB
NpM HOPMAAbHOM KapuoTuIe 1y 69% nAoAOB npu Tpucomun 21.

Ba)kKHBIM 3aKAIOYEHVMEM STUX UCCAEAOBaHUIT OBIAA KOHCTATALMSI TOTO,
4TO YaCTOTa OTCYTCTBUSI BU3YAAU3ALMM KOCTEM HOCA CHYDKAETCS IO
Mepe yBeAMYeHMsI KOITYMKO-TEMEHHOIO pasMepa MAOAQ, [OBBIIIAETCS
npy yBeandeHuu TBIT v cyliecTBEeHHO BbllLe Y TALMEHTOK adhpo-Kapuo-
CKOT'O TIPOMCXOXKAEHMUS TI0 CPABHEHUIO C IALMEHTKAMM €BPOIEIICKOro
npoucxokpeHusi. Takum 0OpasoMm, Ipy pacyeTe OTHOLIEHUS IIPABAO-
OAOOMSI IpU CKpUHUHTE TpucoMuu 21 HEOOXOAMMO YYUTBIBATH BCE
BolernepeuyncaeHHbie gpaxropst (Cicero et al., 2004).
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KombsnHnPOBAHHBIA YNbTPA3BYKOBOJ M EHOXUMUYECKNI CKPHHUHT
B IEPBOM TPUMECTPE BEPEMEHHOCTH

ITpy uccaepOBaHUY IO TUIY CAy4ail-KOHTPOAB B 11-13*¢ HepeAb Oe-
peMeHHOCTY, BKAoYaBluieM 100 maopoB npu Tpucomuu 21 n 400 nao-
AOB IIPM HOpPMaAbHOM KapMOTHUIIe, IPOBEAEHA OLjeHKa MOTeHLMAAbHON
3¢ PeKTUBHOCTY CKpMHUHrA Tpucomum 21 mnpyu KOMOMHMPOBAHHOM
OlieHKe YAbTPa3BYKOBBIX IpM3HAKOB — BeAnuMHbl TBII, HaAnumnsa uan
OTCYTCTBUS BU3yaAM3aLMM KOCTell HOCa U 3HAYeHMs KOHLeHTpaluu
PAPP-A u B-XI'Y B ceiBopotke kpoBu matepu (Cicero et al., 2003).
Bb1AO yCTaHOBAEHO, UTO NIPY YaCTOTE AOYKHO-TIOAOXKUTEAbHBIX PE3YAb-
TaToB 5% YacTOTa BbISIBA€HUS TpucoMuu 21 cocTaBUT 0KOAO 97%.

Busyanusayma Kocten Hoca nnopga

® JlomKHa NpoBOANTLCA Mpu cpoke bepemeHHocTn 11-13° Hepenb 1 npu
KTP nnopa 45-84 mm.

®  Heobxo4nmo yBenuuuTb 1306parkeHre Nnoaa Takim o6pasom, YToObl Ha K-
paHe 6binn NpefcTaBeHbl TObKO rosioBa U BEPXHAA YacTb TYIOBMLUA M/0Aa.

® JlomKHO 6bITb MONYYEHO CTPOrO CarrMTabHOE CeyeHue MNoaa, U nioc-
KOCTb MHCOHaLMMN AOJKHA ObITb MapansiesibHa MNioCKOCT HOCOBOW KOCTU.

¢ [lpn BM3yanusaumym HOCOBOWM KOCTM [OJXKHbI MPUCYTCTBOBaTb TPU OTAe-
NbHBIX JIMHUW. BepxHAA NuHMA npefcTaBnseT cobo KoKy Hoca mioga,
HXKHAA, 6onee SXoreHHas 1 ToNCTasA, NpeAcTaBAAeT coboi HOCOBYIO KOCTb.
TpeTba NUHMA ABNAETCA NPOAOCIKEHVEM NEePBOW, HO HAXOANTCA HECKOJIbKO
Bbllle ee N NPefcTaBnAeT coboi KOHUMK Hoca Nioga.

® B 11-13"° Hegenb Npodub NIoaa MOXKeT ObiTb MOSTlyYeH 1 oLeHeH 6onee
yemy 95% nnopfos.

® [lpy HOpPManbHOM KapuoTUMe OTCYTCTBUE BU3yanu3aLmny HOCOBbIX KOCTEN
XapakTepHo AnA 1% NnoAoB y XKeHLWMH eBponerickon nonynaumm n gna
10% NNOAOB Y KEHLWUNH adpo-KaprbCKor NonynAaLmnm.

® Koctn Hoca He Bu3yanusupytTtca y 60-70% nnogos npu Tpucomumn 21, y
50% nnopos npu Tpucommmn 18 n'y 30% nnogos npu Tpucommun 13.

® [lpy YacToTe JIOKHO-TONIOKUTENBbHbIX PE3yNbTaToB 5% KOMOUHUPOBAHHDIN
CKPVIHWHT, BKJIIOYatoLmnin nsmepenue TBI, Bu3yanu3aumio Koctel Hoca nno-
[la  u3mepeHue KoHueHTpauun PAPP-A 1 3-X'Y B cbiBOpOTKe KpOBY MaTepw,
noTeHLanbHO cnocobeH BblABUTL 6osiee 95% nnoaoBs npu Tpucomnm 21.

® KpaliHe BaXHO 11 HEOOXOAMMO, YTOObI CELMaNnCTbl, 3aHUMAOLLMECA pac-
4YeTOM pKCKa XPOMOCOMHOW MaTONOrUM MI0Aa Ha OCHOBAaHMMN OLIEHKMN ero
npoduns, NPoLWN COOTBETCTBYIOLLee OOyyeHne 1 cepTudurKauunio, nog-
TBEPXKAAIOLLYI0 YPOBEHb KayecTBa BbIMOIHEHVA JaHHOTO BUAA yNbTpa3By-
KOBOTO UCCNIE[0BAHWA.
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Konunko-TEMEHHOI PASMEP NN0JA

Tpucomust 18 U TPUMAOUAUYM COTIPOBOXKAAIOTCS BHIPAKEHHBIM 3aMEA-
AEHUEM Pa3BUTUSA MAOAQ, AAS Tpucomuu 13 u cuHppoma TepHepa xa-
PAaKTEPHO YMEPEHHOE 3aMEAAEHNE eI0 Pa3BUTHSI, TOTAQ KaK IIPY TPUCO-
muu 21 pasMepbl IIAOAQ CYLIECTBEHHO HE OTAMYAIOTCSI OT HOPMaAbHBIX
nokasateaeit (pucyHox 1; Nicolaides et al., 1996).

Konumko-TeMmeHHOM pa3mep nNpv XPOMOCOMHOW MaToNornum ninoga

e [lpu Tpcomum 18 1 TPUMOUANN OTMEUAETCA BbipaXKEHHOE 3amef ie-
HVie pa3BUTKA NIoAa.

e [lpu Tprcommn 13 1 cuHgpome TepHepa OTMEUYaeTCA yMepeHHoe 3a-
MegJieHvie Pa3BUTUA NIoAa.

e [lpu Tpucomuui 21 pa3mepbl NI0AA COOTBETCTBYIOT HOPME.

—
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PucyHok 1. Konuuko-TemeHHoii pa3mep nnoza npy TPUNAOUAMM NO CPABHEHINI0 C HOPMATUBHBIMM
3HaueHuamu KTP ana panHoro cpoka bepemenHocTy (5, 50, 95 npoueHTunb) y nnoso
Npy1 HOPMANbHOM KapuoTune
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,U,JWIHA BEPXHEN YENIOCTH

ASHTAOH AayH Tak)Ke OTMeYaA, YTO MALMEHTbl Ipy Tpucomuu 21 nume-
IOT «YIAOLLEHHOE AULI0». [T0OAOOHOE TIPOSIBAEHME MOXKET OBITH CAEAC-
TBUEM HEAODPA3BUTUSL BEPXHEN 4YEAICTU. AHTPOMOMETPUYECKUE U
PAAMOAOTMYECKME MCCAEAOBaHMsI NALMEHTOB IpU CUHApoMe AayHa
[MOKa3aAM, YTO HEAOPa3BUTHE BepXHell YeAICTU uMeeT MecTo Y 50%
MalLUEeHTOB MPpU AaHHOM 3aboAeBanuu (Farkas et al., 2001).

BepxHsist 4eAI0CTDb [TAOAQ MOSKET OBITb AET'KO BIU3YaAM3MPOBaHa 1 M3Me-
peHa Ipy YABTPa3BYKOBOM MccaepoBaHMU B 11-13"¢ Hepeab OepemeH-
Hoctu (Cicero et al., 2004). AAst 5TOro HEOOXOAUMO TOAYYMUTD Carry-
TaAbHOE CceueHUst MPOPUAS TIAOAQ, 3aTEM AATUMK CAErKa HAKAOHSIETCS
AaTepaAsbHee, TAKMM 00pa3oM, YTOObI BU3YyaAM3UPOBAAKCH BEPXHSS U
HVDKHSISI YEAIOCTY, BKAIOYASI AYTY BepXHeNl YEeAIOCTY Y BEHEUHbBIl OT-
POCTOK (pMCYHOK 2). Y IAOAOB IIpM HOPMAaABHOM KapMOTHUIIE AAMHA
BEPXHEI YEAIOCTV AMHENHO YBEAUUYVBAETCS B 3aBUCHMOCTY OT CPOKa
6epemenHocTy Ha 0,1 MM Ha KaxXAblil MuaaumeTp yBeanudenusi KTPD.
ITpu Tpucomum 21 MeaviaHa 3HaYEHNI AAVIHBI BEDXHEN YEAIOCTH Y TIAO-
AOB Ha 0,7 MM AOCTOBEPHO MEHbIlle MEAMaHbl HOPMaAbHBIX 3HAYEHUN
AAs panHoro KTP.

3

Maxilla

\

Ramus
Condylar process

PucyHoK 2. YnbTpa3ByKkoBoe 306paxeHue BepxHeil ueniocTu nnoaa npu cpoke 6epemenHocTi 12 Hepenb
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Ilpu sTOM CylIECTBYET AOCTOBEPHAS B3aMMOCBSI3b MEKAY AAUHOI Bep-
XHell yeAarocTu 1 3HayeHueM TBII, a TakXe y MAOAOB IIpU OTCYTCTBUU
BM3YaAM3aLMy KOCTe HOCA BEPXHSIS YEAIOCTD MIMeeT MEHbIINIT pa3Mep
110 CPAaBHEHUIO C Pa3MePOM BEPXHEN YEAIOCTM Y ITAOAOB IIPM HAAUYMY
BM3yaAM3aLMy HOCOBBIX KOCTel. Takum o6pa3oM, HEOOXOAMMBI AQAb-
HeIllIVe ICCAEAOBAHMS AASI OTIPEAEAEHVIST TIOTEHLIAABHOTO BKAAAQ AQH-
HOT0 Mapkepa B yBeAanueHre 3¢ peKTUBHOCTY CKpUHUHTA Tpucomun 21.
Y MAOAOB IIPU APYTMX XPOMOCOMHBIX 3200A€BAHMSAX AAVMHA BEPXHEI ye-
AIOCTH CYLIIeCTBEHHO He OTAMYAETCsI OT HOPMAAbHBIX 3HAYEHNIA.

ﬂﬂl/IHA YLWHOI PAKOBHHbI

ITocae po>kA€HUSI yMeHbLIEHME AAMHBI YIIHBIX PAaKOBUH SIBASIETCS
OAHVM M3 CaMBIX IOCTOSIHHO IPUCYTCTBYIOIMX KAMHMYECKUX IpU-
3HAaKOB CMHApPOMaA AayHa. YilHble PaKOBMHBI ITIAOAQ MOT'YT OBITb AETKO
BM3YaAM3VPOBAHBI U 3MEPEHBI IIPU YABTPAa3BYKOBOM MICCAEAOBAHUY B
11-13*° nepeab b6epemennocTu (Sacchini et al., 2003). Kpome toro, npu
Tpucomuu 21 MeAVaHa 3HAUEHUI AAVIHBI YITHOM PaKOBUHBI AOCTOBEP-
HO MeHbllle TaKOBOJ1 B HOpMe Aasl oaHHOro KTP nmaopa.

ﬂﬂl/IHA BENPEHHOI 11 MNEYEBOW KOCTEN

Aast Tpucomun 21 xapakTepeH HEOOADBLION POCT, U IIPU YABTPa3BYKO-
BOM MCCAEAOBAHUY BO BTOPOM TPUMECTPEe OEPEMEHHOCTU 3TOT CUHA-
POM CONIPOBOXAQETCST YMEHBILIEHNEM AAUHBI OEAPEHHBIX U, UTO DoAee
3HA4YMMO, IA€4EBbIX KocTell. B 11-13° HepeAb OepeMeHHOCTH Y TIAOAOB
npu Tpucomuu 21 MeAaHbl AAMHbI OEAPEHHOI U TIA€YEBOI KOCTEN AO-
CTOBEpPHO MeHbllle TAKOBBIX B HOpMe AAst AaHHOro KTP maoaa. OpHako
pa3HULIA MEXAY 3HaYEHMSIMY B HOpMe U IIpU TpUCOMUM 21 CTOAb MaAa,
YTO STOT MPU3HAK HEe MOXKET OBITh UCIIOAB30BaH MIPU MPOBEAEHUN CKPU-
HUHTa XPOMOCOMHOI maToaoruy naoaa (Longo et al., 2004).

EAVHCTBEHHAS APTEPMSA NYNOBMHbI

EaAVHCTBeHHas apTepys IyIIOBYHBI MMeeT MeCTO Y 1% HOBOPO>KAEHHBIX
Y MOXKET COYeTaTbCsI C PAa3ANYHBIMY AHOMAAUSMY Pa3BUTHSI OPTaHOB U
XPOMOCOMHOJT [TATOAOTHEN Y IAOAQ. B mepBoM TpumecTpe OepemeH-
HOCTY apTepuy IYTIOBMHbBI MO>XKHO BM3yaAM3MPOBATh IIPY LIBETHOM AO-
[TA€POBCKOM KapTUPOBaHUM 10 00€MM CTOPOHAM OT MOYEBOIO My3bIps

74 YbTPA3BYKOBOE MCCTEOBAHYE B 11—13 HEAENb BEPEMEHHOCTH



VAV TIPY KOCOTIOIIEPEYHOM CeYEHUY B HVDKHEM OTAEAE TYAOBMIIIA IIAOAQ
yepes MeCTO BXOXKAeHMsI ynoBUHBL B 11-13*¢ HepeAb GepeMeHHOCTH
€AMHCTBEHHasI apTepys MYIIOBMHbI BCTpedaeTcs y 3% MAOAOB IIPY HOP-
MaAbHOM Kapuoturie 1 y 80% 1maoa0B nipu Tpucomuu 18 (Rembouskos et
al., 2003). TIpu eAMHCTBEHHOIT apTepuy MYIOBMHBI YaCTOTA BbISBAEHNS
Tpucomun 21 y IAOAQ AOCTOBEPHO HE OTAMYAAACH OT TAKOBOJ, paccuu-
TaHHOU Ha ocHoBaHMM BeanunHbl TBIT naopa u Bospacra matepu. B To
)Ke BpeMsI HaAMYMe eAVMHCTBEHHOV apTepuy ITyIIOBMHBI COYETAAOCH C
CEeMMKpPATHbIM IIOBbIIIEHVEM pyucKa Tpucomuu 18 y maopa. OAHaKO y
OOABLIMHCTBA [TAOAOB IPY TPUCOMMUM 18 MMEIT MECTO MHOXKECTBEH-
Hble aHOMAAMM Pa3BUTHSI, KOTOPbIE A€TKO BBISBASIIOTCS IIPU YABTPa3BY-
KOBOM MccAepAOBaHuY B 11-13° HepeAb OepeMeHHOCTH, a TaKKe APY-
rvie aHOMaAlM Pa3BUTHS, KOTOPbIE BBISBASIIOTCS IIPU YABTPa3BYKOBOM
nccaepoBaHum B 16—20 HepeAb. B cBSI3U ¢ 5TUM BBISIBAEHME EAVHCTBEH-
HOJ1 apTepuy IIYIIOBVMHBI Per se He SIBASIETCS IOKa3aHMeM K IIpOBeAe-
HUIO IPEHATAABHOTO KapMOTUIIMPOBAHMS ITAOAA.

MEerauumcuc

MoueBoit ITy3bIpb IIAOAA MOKET OBbITb BbIIBAEH y 80% ITAOAOB IIPY YAb-
TPasBYKOBOM mccaepoBanuu B 11, u 'y 100% maoa0B B 13 HepeAb Oepe-
MeHHOCTH. [Tpy 3TOM cpoKe OepeMeHHOCTM IPOAOABHBII pasMep Move-
BOTO ITy3bIpsl, KaK IIPABMAO, He MpeBBIMIAeT 6 MM. MerauycTuc y maoaa
B IIEPBOM TPUMeECTpe OEpEeMEHHOCTM OMpPeAEAsieTCs KaK yBeAUdeHue
IIPOAOABHOTO pasMepa MOYEBOro Iy3bIpsi 00Aee 7 MM U BBLIBASIETCS
¢ yactoroit 1 Ha 1500 6epemennocTeit (pucyHok 3). Ilpu yBeanuenun
MIPOAOABHOTO pa3Mepa MOYeBOro Mys3bIpsi OT 7 A0 15MM y 20% maop0B
BBISIBASIIOTCSI XPOMOCOMHbBIE 3a00A€BaHUsI, TAABHBIM 00pa3oM, Tpu-
comuu 13 u 18, B rpymnme NAOAOB IIpM HOpMaAbHOM Kapuoture y 90%
ITAOAOB IIPOMCXOAUT CIIOHTAHHOE paspeliieHue Merauycruca (Liao et al.,
2003). HanipoTuB, pu pasMepe MOYEBOrO My3bIpsi 6oaee 15 MM Xpomo-
COMHble 3200A€BaHMsI BBISABASIIOTCS ¥ 10% IAOAOB, @ B IPYIIIE IIAOAOB
IIPY HOPMAABHOM KapMOTUIIE METALMCTHC, KaK IPABUAO, IBASIETCS IIPO-
SIBA€HMEM IIpOrpeccupyloleil 00cTpykTuBHO ypornatun. CoueTaHue
MeranucTtuca ¢ yBeandenueMm TBIT nmaopa Habaropaetcs y 75% mA0OAOB
MpY XpOMOCOMHOI aToAoruu 1y 30% IMAOAOB IpY HOPMAAbHOM Kapuo-
tune. [lpy pacyeTe MHAVMBMAYaABHOTO PYICKA XPOMOCOMHOJ ITATOAOT MY
IIAOAQ Ha OCHOBaHMM Bo3pacTa MaTepu u TBIT Haanuue merayucruca y
TIAOAQ NTOBBILIAET BEPOATHOCTb HaAmuus Tpucomuu 13 u 18 B 6,7 pasa.
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PucyHok 3. Merauyctie noga npy ynbTpassykoBoM UCCTIeA0BaHNM B 12 HefieNlb GepemMeHHOCTH

OMOANOLENE

B 11-13*° Hepeab OepeMEHHOCTHM 4aCTOTA BCTPeYyaeMOCT! oMbaAolie-
Ae (pucyHok 4) coctaBasieT okoao 1 Ha 1000, 4To B 4 pasa mpeBbliaeT
TAaKOBYIO Y HOBOPO>XAEHHBIX. JacToTa XpOMOCOMHBIX aHOMAaAMUIA, B ITEp-
BYIO odepeAab TpucoMuu 18, coctaBaseT B aTOT nepuop 60% 1o cpas-
HeHuto ¢ 30% Bo BTOpoM TpuMmecTpe U 15% y HOBOpo)KAeHHBIX. Puck
HaAMuus Tpucomuu 18 y maopa yBeAMdMBaeTCsl C BO3PACTOM MaTepy,
a MOCKOABKY 3TO 3a00AeBaHME COMPOBOXXAAETCSI BBICOKOI YaCTOTOM
BHYTPUYTPOOHOI I'MbeAr MAOAQ, BCTPEYAEMOCTb AAQHHOM aHOMaAUU
pasBuUTHs 1AM oMdaaoLieAe CHIKAETCS IIPY YBEAMYEHUY CpoKa Oepe-
MeHHOCTU. YacToTa BHYTPUYTPOOHOI rnbeAr aoAa IIpu oMbaolieae
Y HOPMAAbHOM KapMOTUIIE HE OTAMYAETCs OT TAKOBO IIPY OTCYTCTBUM
omdanoreae. Takum 06pa3oM, 4aCTOTa BCTPEYAEMOCTY OMPAAOLIeAe U
PYCK HAaAMYUSA Y TAOAQ XPOMOCOMHOJ MAaTOAOIMM IIPU 9TOM COCTOSIHUY
TAK>Ke YBEAMUMBAETCS C BO3PACTOM MAaTePU Y CHYDKAETCS IIPY YBeAUYe-
Huu cpoka bepemeHHocTu (Snijders et al., 1995).

Knctbl cocypmcTbix CMIETEHWIA, NMUENO3KTA3MA U TUNEPIXOMEHHDIN BOKYC

B 11-14 HepeAb 4aCTOTA BCTPEYAEMOCTH KUCT COCYAMCTBIX CIIAETeHUIA,
MMEAOIKTa3UY U TUIIEPIXOTeHHOro PoKyca B KEAYAOUKAX CepAlia CO-
craBaser 2,2; 0,9 u 0,6% coorserctBenno (Whitlow et al., 1998).
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PucyHok 4. Hannune omdanovene v ysenuyenve TBIT nnoaa npu Tpucommnu 18 npu ynbTpa3sykoBom
CCNef0BaHM B 12 Hepenb

IIpepBapuTeAbHBIE PE3YABTAThl CBUAETEABCTBYIOT O TOM, YTO BO
BTOPOM TpUMeECTpe OEepeMEeHHOCTU YaCTOTAa BCTPEYAEMOCTU ITUX
MapKepOB MOXXeT ObIThb BbIllle MPY HAAUYUYU XPOMOCOMHOM MATOAO-
rum naopa. OAHAKO AAsT pacuera KosduimeHTa TpaBAOMOAOOMS
TpebyeTcs MccAeAOBaHNUE, B KOTOPOe Obl BOIIAO 3HAYUTEABHOE KO-
AVYECTBO IIAOAOB, MMEIIMX XPOMOCOMHYIO aTOAOTUIO, YTO I103-
BOAMAO ObI ONPEAEAUTHh UCTUHHOE 3HAUEHME YACTOT BCTPeYaeMoC-
TU 3TUX MapKepPOB.

OBBEM MNALEHTBI

O0beM NAALIEHTDI, PACCYUTAHHBIN IPY TPEXMEPHOI PEKOHCTPYKLNK B
11-13+6 HepeAb, yBeAUUMBAETCSI IIPY YBEAUYEHMM KOITUMKO-TEMEHHO-
ro pasmepa mnaoaa. Ilpu Tpucomun 21 y maopa o6beM MAQLIEHTHI CY-
LIIeCTBEHHO He OTAMYAETCs] OT HOPMAAbHBIX 3HAUEHUI, TOTAQ KaK Py
HaAMYMYM TPUCOMMM 18 OH 3HAUMMO CHVDKAETCH.

YACTOTA CEPAIEYHOrO PUTMA NNOJIA

[Tpy HEOCAOKHEHHOM TeYeHUU OepeMEeHHOCTI YaCTOTA CEPAEYHO-
ro putMma naoaa (HCC) yBeanuuaercs ot 100 ya/MuH B 5 HepeAb
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b6epemeHHoCTM A0 170 ya/MuH B 10 HepeAb, a 3aTe€M BHOBb CHU-
xaertcs A0 155 ya/MuH K 14-11 Hepeae OepemeHHocTu. B 11-13*°
HepeAb OepeMeHHOCTM npu TpucoMmuu 13 u cuuppome TepHepa y
MMAOAOB HabAIOAQETCS TaXMKAPAMS, TOTAQ KaK Ipu Tpucomun 18 u
tpunaoupauu YCC umeer MmecTo OpapuKapaus (pucyHox 5; Liao et
al., 2001). ITpu Tpucomuu 21 HCC maopa HECKOABKO IOBBILIAET-
cs. IlpeacTaBasieTcst MaAOBepoOsITHEIM, uTO olleHka YCC maopa B
[epBOM TpuMecTpe OepeMeHHOCT! MOBbICUT 3P PeKTUBHOCTD CK-
pMHMHTa TpucoMuu 21, OAHAKO 3TO MOXXET OBITH IOAE3HBIM AAS
BBIIBA€HUSA IIAOAOB IpU Tpucomuu 13.
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PucyHok 5. 4CC nnoga npv Tpucomnm 13 no cpaBHeHmto ¢ Hopmatueamu (5, 50, 95 npoLeHTUNb)
npy HOPMANbHOM KapuoTune B 3aBUCUMOCTY 0T BennunHbl KTP

ﬂOﬂﬂﬂEPOMETPI/Iﬂ BEHO3HOTO NMPOTOKA

BeHosHbIN IIPOTOK IIPEACTABASIET coboir YHI/IKaAbeII;I LIYHT, AOCTaB-
AHIOLI_U/IIZ OKCUT€HMPOBAHHYIO KPOBb U3 HYHO‘{HOIZ BE€HbI, KOTOpasd
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HAIPaBASIETCS] NPEUMYLIECTBEHHO 4Yepe3 OBAAbHOE OKHO B A€BO€
npeAcepAre, K KOpOHAPHBIM U MO3IOBBIM apTepusiM. KpoBoTOK B Be-
HO3HOM IIPOTOKE MMEET XapaKTEPHYIO (GOPMY C BBICOKOI CKOPOCTHIO
B (asy CUCTOABI )KeAYAOUKOB (S-BoaHA) u AnactoAsl (D-BoaHa) u op-
TOIPaAHBIM KPOBOTOKOM B (pasy COKpalleHUsI IPEACEPANIT (a-BOAHA).
Bo BTOpOM M TpeTbeM TpumecTpe GepeMEeHHOCTU MaTOAOTMYECKUe
KPUBBIE CKOPOCTEN KPOBOTOKA C HYAEBBIM VAU OOpPAaTHBIM KPOBOTO-
KOM B (pasy COKpaleHUs IPEACEPAUI UMEIOT MECTO, COOTBETCTBEH-
HO, TIPU PA3BUBILENCS UAU KPUTUYECKON CEPAECIHON HEAOCTATOUHOC-
TU TIAOAQ.

B 11-13*° HepeAb OepeMEHHOCTU HapylleHre KPOBOTOKA B BEHO3HOM
MPOTOKe (PUCYHOK 6) COYETAETCS C HAAMYMEM Y ITAOAQ XPOMOCOMHOI
MATOAOTMY VAU TIOPOKOB CEPALIA U SIBASIETCSI TIPU3HAKOM HebAaronpu-
SITHOTO ucxoaa bepemennoctu (Matias et al., 1998; Borrel et al., 2003).
ITpoBeaeHHbIE B CIELIMAAU3UPOBAHHBIX LIEHTPaX UCCAEAOBAHUS OoAee
5 000 naop0B, BKatovaromux 280 MAOAOB Ipy TpucoMuu 21, moxkasaanu,
410 B 11-13*° HepeAb OepeMeHHOCTH MaTOAOrYecKast popMa KpUBbIX
CKOpOCTeil KpOBOTOKa HabAlpaeTcst y 80% mAoAOB npy Tpucomun 21
"y 5% IDAOAOB, UMeBLIMX HOpMaAbHbI Kapuotuin (Nicolaides, 2004).
Koppeasauusa mexay yBeanuenrem TBIT naopa v Haau4meMm y Hero Ha-
pYylI€eHMIT KpOBOTOKA B BEHO3HOM IIPOTOKE OTCYTCTBYET VAU BBIpa>KeHa
cAab0. DTU AaHHbIE AOKA3bIBAIOT, UYTO OL[€HKA KPOBOTOKA B BEHO3HOM
MPOTOKE SIBASIETCSI HE3aBUCUMBIM TI0Ka3aTeAE€M, KOTOPbI MOXXET ObITh
MCTI0Ab30BaH B KoMOuHauuu ¢ TBIT aast yBeandeHus s ¢deKTrBHOCTI
YABTPa3BYKOBOT'O CKpMHUHIA TpucoMuu 21 B mepBoM TpumecTpe bepe-
MEHHOCTM.

OI_[EBHKa KPOBOTOKAa B BEHO3HOM IIPOTOKE ITAOAA Tpe6yeT CYLECTBEH-
HBIX 3aTpaT BPEMEHU U BBICOKO1 KBaA]/I(i)I/IKa]_U/II/I MICCAEAOBATEAA, I10-
9TOMY B HacCTosAlee BpeMs OCTA€TCA HEACHDBIM, OIIPAaBAAHO AN BKAIO-
YEeHME AQHHOIO ITapaMe€Tpa B IIPOTOKOA PYTMHHOIO YABTPa3BYKOBOIO
VICCA€AOBaHMA B IIEPBOM TPpUMECTpPE 6epeMeHHOCTI/I. OAHaKO AaHHbIIZ
METOA MOXET OBITH UCIIOAb30OBaH B CIIEMIAAN3NPOBAHHDBIX LIEHTPpax
IpU YTOUYHEHUU UHAVIBUAYAADHOI'O PMCKA Yy NMAMMEHTOK C IIOIPaHMNYHbI-
MU €ro 3Ha4yeHuAMM, paCCiMTaHHbIMM HA OCHOBAaHUM TBIT u 6uoxumm-
YECKNX MapKepoB.
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PucyHok 6. Kpusbie ckopocTeii KpoBOTOKa B BEHO3HOM MpoTOKe Nio4a B 12 Hefenb 6epemeHHOCTI Npy
HOpManbHoi (a) U natonoruyeckoii (6) hopmax a-BonHb

[MaTonornyeckne KpuBble CKOpOCTEI7I KPOBOTOKa B BEHO3HOM MpO-
TOKe 1N XPOMOCOMHaA nNaTtonornAa nnofa

® B 11-13*° Hefgenb 6epemMeHHOCTM NaTosiornyeckas Gpopma KpUBbIX CKO-
pocTel KpOBOTOKa B BEHO3HOM MPOTOKE MMeeT mecTo y 5% nnopos
npuv HopmasibHOM Kapuotune 1y 80% niogos npu Tpucomun 21.

® KombuHauma nokasatenell KpOBOTOKa B BEHO3HOM mpotoke u TBI1
NMo3BoJiAeT NOBbICUTb 3PPEKTUBHOCTL YIBTPA3BYKOBOIO CKPUHWHIA
Tpucommm 21.

e OueHKka KpOBOTOKa B BEHO3HOM MpPOTOKe mMiofa Tpebyer cyliecT-
BEHHbIX 3aTpaT BPEMEHU W BbICOKON KBanudukaumm uccieposate-
NA, NO3TOMY BPAA I MOXET ObiTb BKJIIOYEHA B MPOTOKOJ PYTUHHOTO
CKpVHUHra. OHaKo JaHHbIN METOA MOXET ObiTb 1CMOJIb30BaH B Crie-
LMann3MpoBaHHbIX LIeHTPax Npu yTOYHEHUN MHANBUAYASIbHOTO prcKa
y MaUMEeHTOK C MOrPaHNYHbIMN €ro 3Ha4YeHUAMMN, PaCCUNTAHHbIMKN Ha
ocHoBaHWK TBI 1 6MOXMMMYECKUX MapKepOB.
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,U,OI'II'IHEPOMETPI/ILIECKI/IE UCCIEQOBAHKA APYTUX COCYAI0B MNOAA

MartoursiE APTEPUN

VccaepoBaHMsI KPOBOTOKA B MATOYHBIX apTepusix B 11-13* Hepaeab Oe-
PEMEHHOCTU He BBISIBMAM AOCTOBEPHBIX OTAUYMIL MHAEKCA ITYAbCALIY
IIPY ¥ HOPMAaABHOM M MAaTOAOTMYECKOM KapMOTuIle Iaopa. B cBssm ¢
STUM BBICOKAsI 4aCTOTa BHYTPUYTPOOHOI rmbeAM U 3aMepAeHUe pas-
BUTHMSI IIAOAOB IIPY OCHOBHBIX XPOMOCOMHBIX 3a00A€BaHUSIX, BEPOSIT-
HO, HE MOTYT OBITb OOBbSICHEHBI HapYylLIeHNEM MAALEHTALMY B IIEPBOM
TpuMecTpe OepeMeHHOCTU. AOMIIAepOMETPUSI KpPOBOTOKA B MAaTOUHBIX
apTepusiX He MOXeT ObITh MCIIOAb30BAHA B KayeCTBe CKPUHMHIOBOTO
TeCTa IPY YABTPa3BYKOBOM MCCAEAOBaHMY B TIEPBOM TPUMeCTpe Oepe-
MEHHOCTM.

APTEPUN NYNOBHUHDI

AormnnaepoMerpuss KpOBOTOKAa B apTepusiX IYIOBMHBI He MOXXET SIB-
ASITbCSI CKPMHMHIOBBIM TECTOM ITpu Tpucomuu 21 y maopa. OpHaKo npu
Tpucomuu 18 nepudepuyeckoe COpoTUBAEHME KPOBOTOKY BO3pacTa-
eT, 1y 20% IMAOAOB OTMEYAETCS PEBEPCHBIN KOHEUHO-ANACTOANYECKUI
KPOBOTOK B apTepUM ITyTIOBMHBIL.

Bena nynosuubi

Bo BTOpOM U TpeTbeM TpuMecTpax OepeMeHHOCTU IIYAbCUPYIOLIMIL
KPOBOTOK B BeHe ITyIIOBMHBI SIBASIETCS NO3AHMM U 3HaYMMBbIM MpU3Ha-
KOM HapylLIeHUI COCTOsIHUS mAaopa. B 11-13° Hepeab GepeMeHHOCTU
ITyAbCaLMsi KPOBOTOKA B BeHe ITYIIOBMHBI IMEET MECTO MPUOAM3UTEAD-
HO Yy 25% TIAOAOB IPU HOpMaAbHOM Kapuotuiie 1 'y 90% maoA0B IIpu
tpucomuu 18 u 13. OpHaxo npu Tpucommuu 21 yacToTa BCTPEYAEMOCTY
MyAbCUPYIOIIEr0 KPOBOTOKA AOCTOBEPHO He OTAMYAETCS OT TaKOBOI
NpY HOPMAAbHOM KapMOTHUIIE TIAOAQ.

[okntYnyHAS BEHA M COHHAS APTEPHS

He BbISIBA€HO 3HAUVMMOJ 3aBMCUMOCTM MEXAY BEAMUMHAMM MHAEKCA
ITyAbCaLIMM KPOBOTOKA B IIOAKAIOUMYHOIN BeHe Y COHHOV apTepUH C Be-
anumHon TBIT nmaopa kak npu Tpucommu 21, Tak U NpyY HOPMaAbHBIM
KapUOTHUIIE.

YacTb 3 * YNbTPA3BYKOBbIE IPOABNEHIA XPOMOCOMHOI MATONOMYY MINOJA 81



YNIbTPA3BYKOBOE NCCJIEAOBAHWNE BO BTOPOM
TPUMECTPE BEPEMEHHOCTHU

ITpu yABTPa3BYKOBOM MCCAEAOBAHMM BO BTOPOM TPUMECTpe bepeMeH-
HOCTHU, TaK K€ KaK U B [IEPBOM TPUMECTPE, KAKAOE XPOMOCOMHOE 3a-
OoAeBaHMe UMeeT CrielUpuIecKrie CUHAPOMAaAbHbIE TIPU3HAKU (TabAK-
ua 1; Snijders and Nicolaides, 1996, Nicolaides et al., 1992). B cBs13u c
STUM IIPY BBISIBAEHUU Y TAOAQ KAKOI-AMOO aHOMAaAUM/MapKepa B XOA€e
PYTMHHOIO YABTPa3BYKOBOI'O MICCAEAOBAHUS CAEAYET IIPOU3BECTU Ae-
TAABHBII TIOMCK APYIMX IIPOSIBAEHUIL, XaPAKTEPHBIX AASL AQHHOI XPO-
MOCOMHOJ TIATOAOTMM, TaK KAaK IpU OOHAPY)KEHUU APYTMX MapKepoB
VAV IOPOKOB Pa3sBUTUSI UHAMBUAYAABHBII PUCK STON IATOAOTMY 3HA-
YUTEABHO BO3pacraet. [1pyu BbISIBAEHUYU M30AUPOBAHHON QHOMAAUU Y
MAOAQ TIPUHSITUE PELIeHUsT O HEOOXOAMMOCTY BBIMIOAHEHMSI UHBA3UB-
HOT'O BMENIATEABCTBA 3aBUCUT OT XapaKTepa AAHHOM aHOMAaAWN.

YnbTpa3ByKOBOE MCCNeoBaHME BO BTOPOM TpUMecTpe bepemeH-
HOCTW: GEHOTUMMYECKIME MPU3HAKN XPOMOCOMHbIX 3a6051eBaHNI

e [ina Tprcommm 21 xapakTepHO: rMnonasnsa KocTeln Hoca, yBenunyeHne
TOJLUMHbI LUENHOW CKNAaAKW, MOPOKU CepALa, MMnepaxoreHHbIN GoKyc B
OfIHOM V3 »eJTyA0UYKOB cepALia, aTpe3unsa ABeHaALATUNEPCTHOW KMLLKN,
TUMEePIXOreHHbIN KULLEeYHUK, rmapoHedpo3, ykopoueHne AnvHbl 6es-
PEHHOI 1 MIeYeBON KOCTY, CaH4ANEBUAHAA LWefb CTOMbI, KNMHOAAKTU-
JINA VAW TUNONa3us cpefHen panaHry MusmnHLua.

e [lna Tpucomum 18 xapakTepHO: Kny6HMKoo6pa3Haa dopma roso-
BKK, KCC, areHe3na MO301CTOro Tena, yBenmyeHve 60bLion uuc-
TEPHbI, paclienvHbl rybbl 1 Heba, MUKPOrHaTKA, yBeNMYeHne Ton-
WMHbI LWWENHON CKNAafKK, MOPOKN cepAaLa, anadparmanbHas rpbixa,
aTpesunAa nuieBoaa, omdanovesne (Kak npaBuno, cogepx alliee Tosb-
KO MeTnn KnweyHuka), EAM, aHomanum noyek, rmnepaXoreHHbIn Ku-
WeYyHnK, meHnHromnenouene, 3BPI n ykopoyeHne KOHeYHoOCTeN,
annasuvA Jy4yeBOW KOCTU, MepeKkpelleHHble Masblbl, KOCONanocTb
WY cTona-Kayvaska.

e [ina Tpucommm 13 XapakTepHO: rosionpo3sHuedanuns, Mukpoueda-
NNA, NMOPOKM Pa3BUTMA JIMLEBOrO yeperna, MOPOKM cephua, yBenu-
YeHHble 1 FMNepPIXOreHHble NOYKKU, omdanoLene 1 NocTakcnanbHasa
NONVAAKTUNNSA.

* [Ina TpUnIonann XapakTepHo: Npu AOMOHUTENbHOM Habope Xpomo-
COM OTLIOBCKOIO MPOVCXOXAEHUSA HanMune W3MEHEHHOW MaLeHTbl
no TWMy Ny3blPHOrO 3aHOCa, NPV 3TOM GepeMeHHOCTb, Kak NpaBwuo,
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npepbiBaeTca fo 20 Hegenb. Mpy JONOAHUTENBHOM HAGOPe XPOMOCOM
MaTePUHCKOTO MPOUCXOXKAEHUSI GEPEMEHHOCTb MOXET MPOrpeccy-
poBaTh 1 B TPETbEM TpUMeCTpe. lNnaLeHTa TOHKas, XOTA UMEET Hop-
MarbHYI0 CTPYKTYPY, UTO COYETAETCA C BbIPaXXEHHbIM aCIMMETPUYHbBIM
3aMeasieHeM PasBUTYSA MIoga. TUMANYHBIMK MPU3HAKaMU SBAAETCA
Hannue YMepPEHHOW BEHTPUKYIOMErasu1, MUKPOTHaTUK, MOPOKOB
cepaua, MEHVHIOMMeNoLene, CUHAAKTUANM 1 OTBEAEHHOTO 60MbLIOrO
nanbLa pyKu.

e [Ins cuHapoma TepHepa XapakTepHO: BbIpaXkeHHas KMCTO3Has r’Mrpoma
LWew, reHepann30BaHHbI OTEK, MIEeBPasbHbI BbIMOT, aCLUT, NMOPOKU
cepaua, NOAKOBOOGPa3HasA MOYKa, KOTOpas MOXET 3anofo3peHa npu
06Hapy»eHN ABYCTOPOHHETO YMEPEHHOTO rMAPOoHeppPo3a.

BentPuKkyRomEranna

YacToTa BCTpeyaeMOCTH BEHTPUKYAOMETraAuYM Y HOBOPOKAEHHBIX CO-
craBaseT 1 Ha 1000. ITpuurHaMy BO3HMKHOBEHMS BEHTPUKYAOMETraAun
SIBASIIOTCSI XPOMOCOMHbBIE U TeHHble 3a00A€BaHUS TAOAQ, KPOBOU3AU-
stHMsET M MHOQEKLMOHHBIE MOPa)KeH!sT MO3ra, OAHAKO B OOABIIMHCTBE
CAy4YaeB STUOAOTUS BEHTPUKYAOMEIAAUM OCTAETCS HEN3BECTHOIL.
B cpeaHeM uacTOTa BCTpEYaeMOCTM XPOMOCOMHBIX HapyIIEHUI IIpU
BEHTpPUKYAOMeraauu coctaBasiet 10%, mpyu aToM U3 HUX HanboAee Jac-
TBIMU SBASIIOTCSI Tpucomuu 21, 18, 13 u tpunaoupus. Kak npasuao,
XPOMOCOMHbIE 3a00AeBaHMsI Yallje HAOAIOAQIOTCS IIPU AETKOM U CPeA-
Hell, 4YeM IIPU TSDKEAOI CTENeHY BbIPa’)KEHHOCTY BEHTPUKYAOMETraAU.

Tononpo3sxyEoANNS

YacToTra BCTPEYAEMOCTM TOAOMPO33HLePAAUM Y HOBOPOKAEHHBIX
coctaBasieT npumepHo 1 Ha 10000. XoTs 4acToOil MPUYMHOM BO3HUK-
HOBEHMSI TOAOIPO33HLePAAUN SIBASIIOTCS XPOMOCOMHBIE VIAM T€HHbIe
3a00A€eBaHMsI, B OOABIIMHCTBE CAYYaeB dTUOAOTMSI BOSHUKHOBEHNUS TO-
AOIpO33HLIedAAMM OCTAETCS HEBBIICHEHHOI. HacToTa BCTpeyaeMoCT!
XPOMOCOMHBIX 3a00A€BaHUII TIPU TOAOMIPO33HLEPAAUU COCTABASIET
30%, u HanboAee 4aCTBIMU U3 HUX SIBAsIIOTCS Tpucomun 13 u 18. To-
AOIpO33HLIehAAMS YACTO COYETAETCS C AHOMAAMSIMMU PasBUTUS Cpe-
AVIHHBIX CTPYKTYP AMLQ, OAHAaKO YaCTOTa XPOMOCOMHBIX aHOMAaAUN
MOBBIIIAETCS TOABKO Y T€X MAOAOB, Y KOTOPBIX TOAOIPO33HLehaAs
COYeTaeTCsl C aHOMAAMSIMU Pa3BUTHUSI APYTUX CTPYKTYP IAOAQ, A HE Y

84 YbTPA3BYKOBOE MCCTEOBAHYE B 11—13% HEAENb BEPEMEHHOCTH



T€X, Y KOTOPbIX I'OAOl'IpOSBHL[e(l)aAI/IH ABAACTCA I/ISOAI/IPOBaHHOIZ AN
coYeTaeTCAa TOAbKO C aHOMAaAUAMU ANLIA.

Kucroi cocyguctix cnneTennii

KncTpl cOCyAMCTBIX CIIATEHUI BBISABASIIOTCA Y 2% TIAOAOB B 16—24
HepeA OepeMeHHOCTH, OAHaKo B 6oaee 95% cAydyaeB MPOUCXOAUT
UX CIIOHTaHHOEe MCYe3HOBeHUe K 28-11 HepeAe bepeMeHHOCTH, Oe3
KaKUX-AM0O KAMHUYECKM 3HAYMMBIX MHocAepcTBuit. CyljecTByer
B3aMIMOCBSI3b MEXAY BBIABA€HMEM KUCT COCYAUCTBIX CIIA€TEHMI U
HaAMYMEM XPOMOCOMHBIX 3a00A€BaHUII ¥ IAOAQ, B OCHOBHOM, TPU-
comun 18. OpAHaKO B OOABIIMHCTBE CAy4YaeB IPY HAAMYUU TPUCO-
MuM 18 y maoaa BBIABASIOTCS APYTMe MHOXKeCTBEHHble aHOMAaAUM
pasBUTHUS, TOITOMY OOHApY>KeHUE KUCT COCYAUCTBIX CIAETEHMI
AOAYXKHO 3aCTaBUTb MICCACAOBATEAS] UCKAIOUUTD APYTYie BO3MOJKHbIE
NpOSABACHUS AAHHON TPUCOMMUM. ECAM KUCTBI COCYAMCTBIX CIIA€Te-
HUI SABASIIOTCA €AMHCTBEHHOJ HaXOAKOIL, TO PUCK HaAUYUA TPUCO-
Muu 18 y maopa Bo3pacTaeT He3HAUUTEALHO.

Cungrom Jenan—Yoxera

Cunppom AeHpu—Yokepa BKAIOYAeT B Ce0sl IIMPOKUI CIIEKTP aHOMa-
A1 Pa3BUTHSA YEPBsI MO3)KEUKa, paclllipeHle YeTBEPTOTO XKEAYAOUKA
U YBeAMYEHME PasMePOB OOABIION LMCTePHBI. Pa3ANYalOT aHOMAAUIO
Aenar—Yokepa (YacTUYHAsI MAU TTOAHAsI areHe3usl MO3)KeuyKa Mpu COo-
YeTaHUM C KUCTOI 3aAHEN YeperHou sIMKK), BapuaHT AeHAu—Yokepa
(4acTuyHas areHe3usi 4YepBsl MO3XKeUKa 0e3 yBeAMdeHys 0OABILOIT LMC-
TEPHBI) U YBEAMYEHME OOABLION LMCTEPHBI (IPU OTCYTCTBUM areHe3un
YepBsI MOKeUKA MAM PaCIIMpPeHUsT YETBEPTOIO KeAyAouka). Hacrora
BCTpe4YaeMOCTU CMHAPpoMa AeHAM—YoKepa Y HOBOPOXXAEHHBIX COCTaB-
asiet 1 Ha 30 000. K npuunHaM ero BO3HMKHOBEHMSI OTHOCSIT XpPOMO-
COMHbIe aHOMaAUH, 6oAee 50 TeHeTUIeCKUX CUHAPOMOB, BPOXXAEHHBIX
MHDEKLNI TTAOAQ, BO3AEIICTBIE TEPATOT€HOB, TAKUX, KaK BapdapuH, HO
B pPsIA€ CAY4aeB 3TMOAOTMS €ro OCTaeTcss HeusBecTHoM. OO0Ias yacto-
Ta XPOMOCOMHBIX aHOMAaAMI IIPU HAaAMYMM cMHApoMa AeHau—Yokepa
cocraBasieT 40%, 1 HanbOAee YaCTbIMU SIBASIFOTCSI Tpucomuu 13 u 18, a
TaKOKe TPUITAOUAMSL.
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PACWERNHBI BEPXHEI [YBbI H HEBA

YacTora pacuieanH rybsi/Heba coctaBasieT 1 Ha 800 )XMBOPOXXAEHHBIX,
Y IPUYMHAMY BOSHUKHOBEHMSI AQHHO MTATOAOTUU SIBASIIOTCS KaK reHe-
Tryeckue HakTOphl, TaK U HEOAArONPUSTHbIE BHEIIHIE BO3AEICTBUL
ITpy mocTHaTaABHOM KapMOTMUIIMPOBAHUU IIPM paclieAlHe IyObl/Heba
XPOMOCOMHbIE 3a00A€BaHMI BBISIBASIIOTCS MeHee 4eM Y 1% HOBOpPOX-
AeHHBIX. OAHaKO NpM NPEHAaTaAbHOM KapUOTUIIMPOBAHUU IIPU ITUX
0COOEHHOCTSIX Pa3BUTUS ITAOAOB YACTOTA XPOMOCOMHBIX 3a00A€BaAHMIT
aocturaet 20%, 1 HanboAee YaCTHIMU U3 HUX SIBASIFOTCSI TpucomMuu 13 u
18. Takue pa3AnuMs B YaCTOTE IIPEHATAABHON U IOCTHATAABHON BCTpe-
4aeMOCTH pacCIieAMH IryObl/Heba A0Aa OOBSICHSIOTCS TEM, YTO IIPU MX
COYETaHUM C APYTMMM MHOXXECTBEHHBIMU aHOMAAUSIMY PA3BUTUS BbI-
COKa BEpOSITHOCTb BHYTPUYTPOOHOI rMOEeAM ITAOAA.

Mukporuatnsa

YacToTa BCTpe4aeMOCTU MUKPOTHATHM Y HOBOPOKAEHHBIX COCTaBAsIET
1 Ha 1000. AaHHast HAXOAKA SIBASIETCST HecreuduIecKuM MPpU3HAKOM
MHOTMX I'€HeTUYEeCKMX CMHAPOMOB Y XPOMOCOMHBIX HapyIIEeHMI, KaK
MIpaBUAO, TpucoMuM 18 u Tpunaoupmu. AaHHbIE ABYX MICCAEAOBAHUI
ITOKa3aAM, YTO MPY HAAVYMY MUKPOTHATUM Y TIAOAQ BEPOSITHOCTDb XPO-
MOCOMHBIX 3a00A€BaHMIT cocTaBasieT 60%, OAHAKO Yy BCeX IIAOAOB Ha-
OAIOAQAVICH TTOPOKM APYTMX OPTaHOB MAM 3aMeAA€HME BHYTPUYTPOO-
HOTO pa3BUTUAL

TunonnA3ng KocTeii HOCA

VccaepoBanusi B iepuop, ¢ 15-11 mo 24-10 HepeAr0o OepeMeHHOCTU TOo-
Ka3aAl, YTO OKOAO 65% IIAOAOB IpU TpUCOMMUU 21 MMEIOT TUIIOIIAA3UIO
KOCTell HOCa, KOTOPasl ONPEAEASIeTCS KaK OTCYTCTBME BMU3YaAM3aLUM
KOCTell HoCa, MAM UX AAUHY MeHee 2,5 MM (Sonek and Nicolaides, 2002,
Cicero et al., 2003). [Tpy HOpMaAbHOM KapUOTUIIE TAOAQ YACTOTA TUITOTI-
Aa3UM KOCTell HOCA 3aBUCUT OT STHUYECKOTO IPOUCXOKAEHUS MaTeEPU
U COCTaBAsieT MeHee 1% y >KEHIIVH eBpPOIEVICKOIO IPOMCXOXKAEHMS
n 10% y >xeHUIMH appo-KapnbCcKoro npoucxoxaenns. IToka npexae-
BpPEMEHHO FOBOPUTH O KOHKPETHOM 3HAYEHUU YaCTOTHI BBISIBASIEMOCTU
XPOMOCOMHBIX aHOMAaAUI IPY CKPUHUHTE BO BTOPOM TPUMeECTpe bepe-
MEHHOCTY Ha OCHOBAHMU BO3PACTa MAaTepPU, AAHHBIX OMOXMMUYECKOTO
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CKPMHMHIA M OLIEHKU AAMHBI KOCTeJl HOCA U APYTMX YABTPa3BYKOBBIX
MapKepoB XPOMOCOMHOJ HaTtoAaoruy naopa. OAHAKO Ha OCHOBaHUU
AOCTYITHBIX B HACTOsIII[ee BPeMSI AQHHBIX MO>XXHO CA€AATh 3aKAIOUYEHNE,
YTO TMIONAA3MsI KOCTENl HOCA MAOAQ, BEPOSTHO, SIBAsIETCS HauboAee
YYBCTBUTEABHBIM U CIIELMPUIHBIM MapKePOM Tpucomuu 21 Bo BTOpOM
TpUMeCcTpe OepeMeHHOCTH.

,a UAOPATMAJIbHAA TPbIXA

YacToTra BCTpeyaeMOCT! AadpparMaAbHOI I'PbIKY Y HOBOPOSKAEHHBIX
cocraBasieT 1 Ha 4000, 1 B OOABLIMHCTBE CAYYaEB AQHHBII IOPOK pas-
BUTHMSI BO3HUKAET CIIOpaAMYecKu. BcTpeyaeMOCTbh XpOMOCOMHBIX 3a-
6oAeBaHUN MTAOAQ (B OCHOBHOM Tpucomuu 18) npu Haamuum puadpar-
MaAbHO TPbDKM y IAOAQ cocTaBAseT 20%.

AHomannn pA3BUTHA CEPALA

AHoMaauy pasBUTHSA CepALIA M MarICTPAABHBIX COCYAOB MMEIOT MECTO
y 4-7 na 1000 xuBopo>xpeHHbIX 1 ¥ 30 Ha 1000 MepTBOPOXXAEHHDIX.
ITUOAOTMSI aHOMAAMI CepALIA BeCbMa PasHOOOpas3Ha 1 BeposiTHee BCe-
IO SIBASIETCSI CAEACTBYEM KOMOMHALIMY FeHeTUYeCKUX GaKTOPOB U BO3-
AEVICTBMIL Ha TIAOA HEOAATONIPUSATHBIX BHELUIHMX (GAaKTOPOB. AHOMaAUM
cepalia nMeroT MecTo Yy 90% maoaoB npu TpucoMuu 18 u 13 n 'y 40%
NAOAOB Ipy Tpyucomuu 21 vau npu crHpapoMme TepHepa. VccaepoBanns
[MOKa3aAM, YTO IIPU IpPeHATaAbHOM OOHApy)XeHMM MOPOKOB CepALid Y
25% TAOAOB BBISIBASIIOTCSI Pa3AYHbIE XPOMOCOMHbBIE 3200A€BaHuSI.

OMOANOLENE

YacToTa BcTpeyaeMoCTy oMdaAroLeAe Y HOBOPOXKAEHHBIX COCTAB-
astet 1 Ha 4000. Kak npaBuAO, AaHHast 0COOEHHOCTb Pa3BUTUS SIB-
ASIETCSI CIIOPAAMYECKOIT, HO B HEKOTOPBIX CAYYasiX MOXKET COUeTaTh-
Cs C TEHETUYECKMMU CUHAPOMaMyu. XpPOMOCOMHbBIE HapylLIeHUs, B
ocHOoBHOM Tpucomuu 18 u 13, BeisiBAsOTCS Ipu oMdaaoiese BO
BTOPOM TpuMecTpe bepeMeHHOCTU Y 30% MTAOAOB, TOTAQ KaK CpeAU
HOBOPOXXAEHHBIX TOABKO B 15%. Ecau B cocTaB oMbaaolieAe BXOAST
TOABKO IT€TAM KMIIEYHMKA, TO BEPOSITHOCTD Y ITIAOAQ XPOMOCOMHOTO
3a00AeBaHNs B YeThbIpe pasa Bblllle, YeM IIPY HAAMYMU B TPBDKEBOM
MeIlKe K/IIeYHMKA Y IIeYEeHN.
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AtPE3ua nuiyEBogA

YacToTa BCTpeyaeMOCTM aTpe3uy MUIIEBOAA Y HOBOPOXKAEHHBIX CO-
craBastet 1 Ha 3000. DTa aHOMaAUS pa3BUTHUA SIBASIETCS CTIOPAANYECKON
1y 90% HOBOPOXXAEHHBIX COYeTaeTCs C HAAMYMeM TPaXeoNuIleBOAHOTO
cBuia. XpOMOCOMHbBIe 3a00A€BaHNMS IIPY HAAVYUY aTPe3UM IMULeBOAA
BBIABASIOTCA Y 3—4% HOBOPOXXAEHHBIX. B cAyyae NnpeHaTaAbHOTO BbI-
SIBA€HSI aTpe3yy NMULEeBOAA XPOMOCOMHBIE 3a00A€BaHMsI, B OCHOBHOM
Tpucomus 18, BeiABAAIOTCA y 20% MAOAOB.

ATPE31A IBEHALUATHNEPCTHON KNLIKN

YacToTa BCTpEYaeMOCTH aTpe3Uy MAY CTEHO3a ABEHAALATUIIEPCTHON
KUIIKM Y HOBOPOXXAEHHBIX cocTaBAsieT 1 Ha 5000. Kak npaBuao, pan-
HBIJI IIOPOK Pa3BUTUS BO3HUKAET CIIOPAAMYECKM, HO B HEKOTOPBIX
CAyYasiX OH MOXXeT MMeTb ayTOCOMHO-PEeLIeCCMBHBIN TUIT HACAEAOBA-
Hyst. Tpucomust 21 npy HAAMYMY aTPE3UY ABEHAALATUIIEPCTHON KUIII-
K1 BoiABAseTCs Y 40% 1MAOAOB.

AHOMANNN MOYEBBIZENUTENbHOM CHCTEMBI

MccaepoBaHMs TOKaszaAM, YTO AHOMAAUM MOYEBBIAEAUTEABHON
CUCTEMBI YaCTO COYETAITCS C PA3AMYHBIMU XPOMOCOMHBIMHU 3200-
AeBaHMSIMU. PMCK XPOMOCOMHBIX HapylLIeHUIT He U3MEHsIeTCs B 3a-
BUCUMOCTHU OT TOTO, SIBASIETCS AM @HOMAAUSI OAHOCTOPOHHEN MAU
ABYCTODOHHEJ, OT XapaKTepa ITAaTOAOTMU IOYeK, OT HAAUYMSA UAU
OTCYTCTBMSI OOCTPYKLUY MOYETOYHUKOB MAM YPETPBHI, @ TAKXe OT
KOAMYECTBA OKOAOIIAOAHBIX BOA. OAHAKO Y TAOAOB KEHCKOTO IT0AQ
IIpM HaAMYMM AHOMAAUN MOYEBBIAEAMTEABHON CHUCTEMBI 4acTo-
Ta BCTPEYaeMOCTY XPOMOCOMHOJ ITaTOAOTUM B ABa pasa yale Io
CPaBHEHMIO C TTAOAAMM MY’KCKOTO IOAA. AASI pasAMUYHBIX XpPOMO-
COMHBIX 3a00A€BaHUI XapaKTepHbI pasAMYHbIE TUIIBI NMaTOAOTUU
MOYEBBIAEAUTEABHONM cucTeMbl. IIpu ymMepeHHOM ruppoHedpose,
KaK IIPAaBUAO, BBISIBASIETCS TpUcoMus 21, TOrpa Kak IIpU BBIPpa>KeH-
HOM I'ApoHedpo3e, IPU MYABTUKMUCTO3€ MAY areHe3nu IoYeK Hau-
6oAee pacnpoCTpaHEeHHBIMM XPOMOCOMHBIMY 3a00A€BAHUAMU SIB-
AsioTcst Tpucomuu 18 m 13.
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AHOMARNN PA3BUTHA KOHEYHOCTE

ITpu tpucomunm 21, 18, Tpunaouauu u cuuppome TepHepa HabArOAQ-
€TCsl YKOpOuY€eHMe AAMHHBIX TpyOuaTbix KocTeil. Ilpu obHapykeHun
CUHAQKTUAMYM HanuboAee 4acTOi XPOMOCOMHON MATOAOTHMEN SBASETCS
TPUIAOMAMS, TIPY HAAMYMM KAVHOAAKTVAUM M CAHAQAEBMAHON ILIeAV
CTOTIBI BBISIBASIETCSI TPUCOMMS 21, HaAMYYe TIOAMAQKTUANY XapaKTEPHO
AAsL TpUcOMUM 13, a BbIsIBA€HME NTepeKpelleHHbIX MAAbLIEB, CTOIbI-Ka-
YaAKM MAYM KOCOAQIIOCTH XapaKTEPHO AASL Tpucomuu 18.

3AMEANEHNE PA3BUTHA NIOJA

Huskuit Bec IpU pOXXAECHUU ABAAECTCS XapaKTEPHbIM IIPU3HAKOM MHO-
X XpOMOCOMHDIX 3360AeBaHI/HZ, OAHAaKO X YacCTOTa BCTPEYA€EMOCTU
Cp€AV HOBOPO>KAEHHDBIX, MMEIOIINX MaABIl BeC AASL CpOKa 6epeM€HHOC—
T, COCTABAAET TOABKO 1%. OAHaKO AQHHDbIE, ITOAYYE€HHbIE B ITIOCTHA-
TAAbHbBIX MICCAEAOBAHMAX, HE OTPa’XalOT B3aMIMOCBA3b MEXAY XpOMO-
COMHBIMM aHOMAaAUSMU U CMHAPOMOM 3aMEAAEHUS PAa3BUTUA IIAOAQ,
TaK KaK B OOABILIMHCTBE CAy4a€B IIPpU HAANYMM XPOMOCOMHOTO 3a00-
A€BAHNA Y ITAOAQ IIPOUCXOAUT €ro BHyTpI/IyTpO6HaH rubean. Hauboaee
YaCTbIMMN XPOMOCOMHbBIMU 3200AeBAHUAMU IIpM HAaAMYMN Y IIAOAQ 3a-
AEP>XKKUM Pa3BUTUA ABASAIOTCS TPUCOMUA 18u TPUIIAOU AL

Hauboaee yacTo XpoMOCOMHAasl MaTOAOTMS IAOAQ BBISIBASIETCS IIpU
COYETaHUM 3aAEPKKM Pa3BUTHSI C ADYTMMM ITIOPOKaMM PasBUTUS, IIPU
yBeAYeHNM 00'beMa OKOAOTIAOAHBIX BOA VI HOPMAABHBIX XapaKTepuc-
TVKaX KPUBBIX CKOPOCTEl KPOBOTOKA IIPU AOIAEPOBCKOM JMICCAEAOBA-
HUY MAaTOYHBIX apTepUil ¥ apTepuu IyNoBUHBL. Takum oOpasoMm, 3a-
A€P’KKa poCTa IpY HAAMYMM Y TAOAQ XPOMOCOMHOII ITATOAOTUY VIMEET
VIHble XapaKTEPUCTUKM IO CPABHEHMIO C 3aAEP)KKOM Pas3BUTHS ITAOAQ
IIpY NIAALIEHTApHOJ HEAOCTAaTOYHOCTH, KOTAQ MIMEEeT MECTO CHVDKEHNE
00beMa OKOAOIIAOAHBIX BOA, YBEAMUEHNE COIIPOTUBAEHNSI KDOBOTOKY B
MaTOYHBIX apTEPUX Y apTePUN ITyIIOBMHBI U IlepepacIpeAeAeHye Kpo-
BOTOKA y IIAOAQ.

KpynHbIE noPOKK PA3BUTUA

HPI/I BbISIBACHMM KPYIIHBIX ITIOPOKOB Pa3BUTNS ITAOAA IIPpU IIPOBEAECHUM
YABTPA3BYKOBOI'O VMICCAEAOBAHMA BO BTOPOM TPMMECTpE 6epeM€HHOCTI/I
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PEKOMEHAOBAHO IIPOBEAECHME ITPEHATAABHOI'O KapMOTUIIMPOBAaHMA ITAOAQ
Ad’Ke IIPpU BbISAIBA€CHUU N30AVIPOBAHHbBIX Ae(i)EKTOB. Tak xak BCTPEYAEMOCTD
M30AVIPOBAaHHbBIX IIOPOKOB PAa3BUTHS HEBEAMKA, TO (bI/IHaHCOBbIe 3aTparbl
Ha IIPOBEAEHNE ITPEHATAAPHOI'O KapMOTUIIMIPOBaHNA ITAOAA 6yAyT HEOOAB-
MU,

HPI/I BbIXIBA€EHMM IIOPOKOB Pa3BUTHA IAOAQA C He6AaI‘Ol’IpI/IHTHbIM Ipo-
THO3OM B OTHOLIE€HMMU >KU3HU U 3AOPOBbs, TAKUX, KaK I'OAOIIPO33HILE-
Ct)aA]/IH, BbIIIOAHEHNE IIPEHATAABHOI'O KapMOTUIIMPOBAHMA ITO3BOASET
TIOAYYNTDb I/IH(l)OpMa]_U/IIO 0 BO3MO>KHOM NpnirHe BO3HMKHOBEHM: ITa-
TOAOTVM U OLI€EHUTDb PUCK IMMOBTOPHOTO BO3HUKHOBEHNA AaHHOﬂ ImaTo-
AOIum 1ipmn CAeAyIOH.[eI;I 6ep€MeHHOCTI/I.

ITpu BbIIBA€HUM ITOPOKOB Pas3BUTUS, MOAAQAIOLIVXCS XMPYPIUYECKO
KOppeKLuy, Harpumep, AuapparMaAbHON TPbDKY, 1IeAeCO0DPa3HO KC-
KAIOUUTDh HaAUYME Y ITAOAQ XPOMOCOMHOJ IIATOAOTMM, YUUTBIBAs TOT
¢dbakT, YTO MHOTME TIOPOKM PA3BUTUS XaPAKTEPHBI AASI TAKUX XPOMO-
COMHBIX 3a00AeBaHUM, Kak Tpucomust 13 u 18.

ManbIE NOPOKI PA3BUTUA 11 MAPKEPbI XPOMOCOMHO MATONOTMY NNOAA

MaAbie MOPOKM PasBUTHSI U MaPKePbl XPOMOCOMHOIT ITATOAOTUM TIAOAQ
SIBASIIOTCST DOA€€ YaCTOI HAXOAKON IIPU IIPOBEAEHUM YABTPa3BYKOBOI'O
MCCAEAOBAHMUS U, KaK MIPABUAO, UMEIOT OAArONPUSTHBIN IIPOTHO3 B OT-
HOLIIEHUY Pa3BUTUS HOBOPOXAEHHOTO. [IpoBeaeHre KapUOTUIMPOBA-
HVSI IIAOAQ [IPY BBISIBA€HUU AQHHBIX MAPKEPOB MOXKeT OTpeboBaTh Cy-
I1[eCTBEHHbIX (PMHAHCOBBIX PACXOAOB, & TAK)KE IIPUBEAET K YBEAUYEHUIO
YaCTOThI CAMOTIPOU3BOABHOTO TIPEPBIBAHUS OEPEMEHHOCTHU MTOCAE BbI-
[IOAHEHMsI MHBA3UBHOIO BMELIATEABCTBA. PEKOMEHAYETCsI IPOBOAUTD
KOHCYABTMPOBaHMeE IaLMEeHTa, OCHOBAHHOE HA PacyeTe MHAUBUAYAAb-
HOT'O PUCKA HAAMYMS Y TAOAQ XPOMOCOMHOJ [TATOAOTMU [P AQHHOM
[IOpPOKe PasBUTHsL. AUPEKTUBHOE KOHCYABTUPOBAHUE C PEKOMEHAALIM-
SIMM TIO TIPOBEAEHUIO TIPEHATAABHOTO KapUOTUIIMPOBAHMSI HA OCHOBA-
HUU «BBICOKOTO PUCKa» XPOMOCOMHOI MATOAOTUU TTAOAQ He SIBASIETCS
000CHOBAHHBIM.

Pacuet VHAVBMAYAAbPHOI'O PVYCKa MOXXET OBITH OCYIIECTBAEH YMHOXe-
HMEM 3HaU€HMA BO3PaCTHOI'O pUCKa JKEHIIVMHbI, PUCKa AAS AAHHOIO
CpoOKa 6epeMeHHOCTI/I, AQHHBIX aHaMHe3a O BbIABACHUUN XpOMOCOMHOI;I
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IIaTOAOTUM ITAOAQ TIpU HpeAbIAyH.[eﬁ 6€peMeHHOCTI/I, ", €CAN AOCTYII-
HO, 3Ha4Y€HI PUCKA, IIOAYYEHHOTI'O ITPU ITPOBEAEHNN YAPTPAa3BYKOBOTI'O
U OMOXMMUYECKOTO CKpMHMHIA B IIEPBOM TPUMECTpPE 6€peMeHHOCTI/I.
HPI/I BbIXIBA€EHMM MapKepa XpOMOCOMHOI;[ MMaTOAOI'MM ITAOAQ BO BTOPOM
TpUMECTpeE 6epeMeHHOCTI/I AaHHO€ 3Ha4Y€HM€ PMCKA YMHOXXa€TCA Ha OT-
HOIIIeHNe HpaBAOHOAO6I/Iﬂ, XapaKTEPHOE AAA AQHHOTO MapKepa.

PacyeTHble 3HaYeHMsI OTHOLIEHUI MPABAOMOAOOMs (KaK TIpU HaAU-
4MU, TAK U IPU OTCYTCTBUU MAaPKEPOB XPOMOCOMHOM NMATOAOIMHU IIAO-
AQ) mpuBeaeHbl B Tabanue 2 (Nyberg et al., 2001, Bromley et al., 2002,
Nicolaides, 2003).

Pa3AnyHble TOPOKYM Pa3BUTUS BbISIBASIIOTCS Y 75% IIAOAOB IIPU TPUCO-
vuu 21 n'y 10-15% naopoB mpu HopMaAbHOM Kapuoture. Ha ocHoBa-
HUU 3TUX AQHHBIX MOKHO PaCCUMTAaTh, YTO IIPY OTCYTCTBUM Y ITAOAQ
ITOPOKOB Pa3BUTUSA Y MapKePOB XPOMOCOMHOJ IAaTOAOTMM OTHOIIEHNE
MPaBAOIIOAOOMsT HaAMuus y Hero Tpucomuu 21 paBeHo 0,3. AAst Kax-
AOTO MapKepa XpOMOCOMHOJ ITaTOAOTMY IIAOAQ OTHOILIEHME IIPABAO-
OAOOMS PaCCUMTHIBAETCS AEAEHMEM YaCTOThI BCTPEYaeMOCTH XPOMO-
COMHOJ TTATOAOT MM MAOAQ IIPY HAAMYMM AQHHOTO MapKepa Ha YacCTOTy
BCTPEYaeMOCTH XPOMOCOMHON ITAaTOAOTMU IIPU OTCYTCTBUM AQHHOIO
Mapkepa. Hampumep, rumnepaXxoreHHbi GOKYC B YKEAYAOUKaxX CepALA
BbIABASIETCA Y 28,2% mAoAOB 1ipu Tpuicomun 21 u y 4,4% maoA0B € HOP-
MaAbHBIM KapuoTuioM. TakuMm o6pasoM, OTHOLIEHME [TPaBAOIIOA0OYIs
HAAMYMsI Y TAOAQ XPOMOCOMHOII IIATOAOTUM COCTAaBUT 6,41 (28,2/4,4), a
OTHOLIEHNE TPABAOIIOAOONSI OTCYTCTBUS Y TIAOAQ XPOMOCOMHOJ I1aTO-
aorum 6yaet paBHo 0,75 (71,8/95,6). Takum 006pasom, BbIsIBAEHME THIIe-
paXxoreHHOro GoKyca B KeAYAOUKaX CepAlia MOBBICUT 3HAYEHIE PUCKa
HAaAMYMsI Y TIAOAQ XPOMOCOMHOJ IaTOAOrUM Ha KoadduiuueHt 6,41,
TOTAQ KaK IIPY OTCYTCTBUM AQHHOTO MapKepa 3HaueHMe PYCKa CHU3UT-
cs1 Ha Koaddunment 0,75 (To ecTb prCK yMeHbIIUTCS Ha 25%).

Taxast >ke AOTMKa IIPYMEHSIETCSI KO BCEM OTHOLIEHNSIM IIPaBAOIIOA0OMS,
MpeACTaBAEHHBIM B TabAuile 2. Hanpumep, BO3pacTHOI PUCK ABaALa-
TUISATUAETHeI >KeHIMHbI, IIPOXOAILell YABTPa3ByKOBO€ MCCAEAOBa-
Hue, cocTaBAseT 1 Ha 1000. Ecau nmpu yAbTpasByKOBOM MCCAEAOBAaHUU
BBISIBASIETCSI HAAMYME TUIIEPIXOTEHHOro (HOKyca B XKEAYAOUKe CepALla
MTAOAQ, HO OCTaAbHbIe MapKephl (IIelfHasl CKAaAKA, YKOPOUYEHMEe AAVH-
HBIX TPyOuaThIX KOCTEl, TMAPOHE(DPO3, TUIIEPIXOTEHHDIN KUIIEYHUK,
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KpYIIHble IOPOKY PasBUTHUS) OTCYTCTBYIOT, TO OTHOLIEHME IIPABAOIIO-
AOOMS HaAMYMS Y IAOAQ XPOMOCOMHOIT naroaoruu cocrasur 1,1 (6,4
1x0,67x0,68 x0,62x0,85x0,87x0,79). Takum 06pazom, AAST AQHHOI
JKEHIIVIHBI PVICK HAAMYMSI Y TAOAQ XPOMOCOMHOJ IIATOAOT MM HE YBEAU-
yutcst (1:1000 x 1,1). Puck Takke He MEHSIETCSI TIPU BbISIBAEHUM U30AU-
POBAHHOT'O YMEPEHHOTO IrMApoHedpo3a (OTHOLIEeHNe TPaBAOIIOA0ONIs
1). HanpoTuB, ecau y IAOAQ BBISIBASIETCS KaK IUIIEPAXOreHHbIN GOKyC,
TaK U TMAPOHE(PO3, TO 3HAYEHIe OTHOLIEHMUsI IIPABAOTIOAOOUST COCTa-
But 8,42 (6,41 x6,77 x 0,67 x 0,68 x 0,62 x 0,87 x 0,79) u puck BripacTeT
ot 1 Ha 1000 o0 1 Ha 119.

He cyiecTByeT AQHHBIX O HAAMYUY KaKO-AMOO B3aMMOCBSI3Y MEXAY
BBISIBA€HVEM MapKepOB XPOMOCOMHOJ ITAaTOAOTMH IIAOAQ Y 3HAUEHVEM
TBIT uau xonuentpauueit PAPP-A u 3-XI'Y B cbIBOPOTKe KPOBU YKeH-
LIMHBI B IEPBOM TpUMecTpe bepeMeHHOCTU. boAee TOro, He CylecTBY-
€T HUKAKOTO (M3MOAOIMYECKOTO MeXaHU3Ma, CII0COOHOr0 060CHOBATh
HaAM4YMe TOAOOHOI B3aMMOCBSI3M, TAKUM 00pPa30M, AOTMYHO IPEAIIO-
AOKUTB, YTO B3aMMOCBSI3b OTCYTCTBYeT. [loaTOMy IIpu pacuete MHAM-
BMAYAABHOTO PUCKa IPYU YABTPa3BYKOBOM MCCAEAOBAaHMM BO BTOPOM
TpuMecTpe OepeMEHHOCTU IMPEACTABASIETCS LIeA€COOOpPA3HBIM IpU-
HMMAaTb BO BHMMaHVe 3HaYeHMsI PUCKa, IOAYYEHHbIE IIPY TPOBEAEHUY
YABTPa3BYKOBOIO /I OMOXMMIYECKOTO CKPVHIHIA B IEPBOM TPUMECTpe
6epemenHocTu. Hanpumep, xxeniuna 32 Aet B 20 HepaeAb OepeMeHHOC-
TU MIMeeT BO3PAaCTHOM PUCK HAAMYMSA Y MAOAQ XPOMOCOMHOJ ITaTOAO-
rvm 1 Ha 559, HO AaHHbIE YABTPa3BYKOBOI'O CKPMHVHIA B IIEpBOM TpU-
MecTpe OepeMeHHOCTU CHM3UAM 3HaueHue pucka Ao 1 Ha 3913. Ilpu
BbIsiBAeHUY B 20 HepeAb O€peMEHHOCTY IUIIEPIXOreHHOTO KUIIeYHNKa
(ocTaabHbBIe MapKepbl OTCYTCTBYIOT) PICK BO3pacTeT B 3 pasa 1 COCTa-
But 1 Ha 1304. ITpy oTCyTCTBMM CKPMHMHIA B IIEPBOM TpUMeCTpe Oe-
PEMEHHOCTM PUCK XPOMOCOMHOJ MAaTOAOTMM ITIAOAQ BO3pacTeT OT 1 Ha
559 a0 1 Ha 186.

CyllecTBYIOT HEKOTOpble MCKAIOYEHMs], Kacaloliyecs KOppeAsLU
MapKepoB BTOPOrO TpuMecTpa OepeMeHHOCTM C yBeandeHuem TBII
B IIEPBOM TPMMeECTpE. BbIsIBA€HME YTOAIIEHNS LIEMHON CKAAAKU VAU
ITIOPOKOB CepALia BO BTOPOM TpUMeCTpe OepeMeHHOCTY He MOXKET pac-
CMaTpMBATbCsl HE3ABMCUMO OT PUCKA, IIOAYYEHHOIO IPY M3MEPEHUU
TBII B nepBoM TpuMecTpe OepeMeHHOCTU.
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4

YBEJIUMEHWUE TONLWHBI BOPOTHUKOBOTIO
MPOCTPAHCTBA NMNOAA NPN HOPMAJIbHOM KAPUOTUNE

YBeAnueHue TOALIMHBI BOPOTHMKOBOIO NMPOCTPAHCTBA ABASETCS TU-
MUYHBIM (PEHOTUIIMYECKMM IPOSIBAEHMEM, XapaKTePHbIM AASl TPU-
comun 21 U APYTMX XPOMOCOMHBIX 3a00A€BaHMIT TAOAQ, @ TAKOKE AASI
HIMPOKOIO CHeKTPa aHOMAAUI PasBUTHUA IIAOAA U F€HETUYECKUX CUH-
APOMOB. B aT0i1 TAaBe OYAYT OmMcCaHBI MICXOABI O€pEMEHHOCTU IpU
yYBEAMYEHUM TOAIMHBI BOPOTHMKOBOI'O IPOCTPAHCTBA MAOAQ M HOP-
MaAbHOM KapuoTurie. Ha 0CHOBaHMM 3TMX AQHHBIX MO>KHO OLIeHUTD Be-
POSITHOCTDb POXKAEHMSI 3A0POBOT0 pebeHKa npu yBeanuenuu TBIT. O1tu
AQHHbIEe MOT'YT OBITb ICTIOAb30BaHbI TPY KOHCYABTMPOBAHUM CEMETHOI
Mapsl U OTNIPEAEAEHUN AAAbHENIel TAKTUKN BeAeHUsT OepeMeHHOCTH
npu yBeandeHuu TBIT maoaa.

B Hopme no mepe yBeanmdenus KTP maopa mpoucxopUT yBeaudeHue
TOAIIMHBI BOpOoTHMKOBOro npocrpaHctea. Aass KTP nmaoaa, paBHoro
45 mMm, mepmana u 95 npouenTrab Aast TBIT coctaBasitor 1,2 1 2,1 MM,
coorBeTcTBeHHO. AAst KTP nmaoaa, paBHoro 84 MM, Mmepnana u 95 mpo-
neHTUAb AAst TBIT cocTaBastioT coorBeTcTBeHHO 1,9 MM 1 2,7 MM. 3Ha-
yeHue 99 npouenTyAu TBII cyljecTBeHHO He MeHSeTCSA C yBeAdeHeM
KTP u cocrtaBasier 3,5 MM. YBeAMUeHMEM TOALLVHBI BOPOTHUKOBOT'O
MPOCTPAHCTBA MAOAQ cuMTaroTcs 3HaveHus1 TBIT 6oaee 95 mporeH-
THAY, HE3aBMICHMO OT HAAWYMSI VIAU OTCYTCTBUS TIEPETOPOAOK B AQH-
HOM 00pa30BaHUM U CTEIIEHM PACIPOCTPAHEHNS OTeKa Ha TOAKOXKHYIO
KA€TYAaTKy TyAoBMIIA nAoaa. ITocae 14-71 HepeAM IIPOMCXOAUT CaMo-
NPOM3BOABHOE MICUE3HOBEHJE BOPOTHUKOBOTO IIPOCTPAHCTBA, XOTS B
HEKOTOPBIX CAYYasIX OHO MOXKET TPaHC(POPMUPOBATHCS B OTEK LIeU NAU
KMCTO3HYIO TUTPOMY.
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UCXO0MAbl BEPEMEHHOCTW MPW YBEJTMYEHWUW TOJTLLUHDI
BOPOTHWKOBOI'0 NPOCTPAHCTBA NNIOJA

AaHHbIE 110 YaCTOTE BCTPEYAEMOCTH XPOMOCOMHBIX AE(PEKTOB, CAMO-
[IPOMBBOABHOIO IpepbIBaHMs OEpEMEHHOCTY M KPYIIHBIX aHOMAAWil
PasBUTUsI NIPU PasAUYHBIX 3HaueHusix TBIT maopa mpeacTaBAeHbI B
tabaute 1 (Souka et al., 2004).

Ta6nuua 1. YacTota BCTpeyaemMocTit XpOMOCOMHBIX Ae(eKTOB, CAMONPON3BONLHOIO NPepbIBaHIA U
Hepa3BMBaloLLieiics 6epeMeHHOCTH, a Takxe KPyMHbIX aHOMANMIi pa3BUTUA Pa3BUTAA MPU Pa3NYHBIX 3HAUEHUAX
TBM nnoga. B nocnesem cronbue npefctaBneHa BePOATHOCTb POXAEHMA 340POBOTO pebeHKa Npu pasinyHbiX
3Havenmax TBI

HopmanbHbin kapuotun

XpOMOCOMHble 6enb KpynHble 3P FC‘)JBEIOEBHOVIF(E)
3a6oneBaHnA nnoaa aHomanum pebeHka
pa3BuTnA

<95 npoueHTuIn 0,2% 1,3% 1,6% 97%
95-99 npoueHTuIb 3,7% 1,3% 2,5% 93%
3,5-4,4 Mm 21,1% 2,7% 10,0% 70%
4,5-5,4 Mm 33,3% 3,4% 18,5% 50%
5,5-6,4 Mm 50,5% 10,1% 24,2% 30%
>6,5MMm 64,5% 19,0% 46,2% 15%

XPOMOCOMHBIE 3ABONEBAHMA NNOJA

YacToTa BCTpeyaeMOCT) XPOMOCOMHOJ ITATOAOTMY TIAOAQ PaCTET 3K-
CIIOHEHLIMAABHO C YBEAMYEHVEM 3HAYeHMsI TOALVHBI BOPOTHMKOBOIO
npoctpaHcTBa (Tabautia 1; Suijders et al., 1998). Cpeau Bcex Xpomo-
COMHBIX 3a00AeBaHUI maopa 50% coctaBasier Tpucomust 21, 25% —
Tpucomus 18 uan 13, 10% — cunppom TepHepa, 5% — Tpunaouaus u
10% — Apyrue XpoMOCOMHbIe HapyLIEHMSL.

TvsEnb nnopa

IIpy oTCYTCTBUM XpPOMOCOMHOI MaToAoruu u yBeandenun TBIT gac-
TOTa TOEAU AOAOB SKCIIOHEHLMaAbHO Bo3pacTaeT oT 1,3% mpu 3Ha-
yenuu TBIT B mpepeaax 95—-99 npouenTuaei, Ao okoao 20% npu 3Ha-
yenusax TBIT 6,5mMm u 60aee (Tabanna 1, Souka et al., 2001, Michailidis
and Economides, 2001). BoABIIMHCTBO MAOAOB norubaer A0 20 HeAeAb
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OepeMeHHOCTH, IIPU 3TOM, KaK IIPaBUAO, IPOUCXOAUT TpaHchopMaLys
BOPOTHMKOBOI'O IIPOCTPAHCTBA B TOTAABHBIN OTEK ITAOAQ.

AHoMANMYM PA3BUTMSA NNOAA

KpymnHbiMy aHOMaAUSMY pa3BUTHSI CYUUTAIOTCS aHOMaAUM, TpebyloLine
XMPYPIMYeCcKoil KOPPEeKLMM, MAU COCTOSIHUS, COIPOBOXKAQIOLIMECS
HapyLIEeHVsIMU YMCTBEHHOTO pa3BuUTusA. IIpoBeAeHHbIE MICCAEAOBAHMS
IoKa3aAH, 4To yBeandeHve TBIT conmpoBoXxpaeTcs MoOBbIILIEHVEM Yac-
TOTBI BCTPEYaeMOCTH KPYITHbIX aHOMaAUM pa3BUTusi. CBOAHbIE AQHHbIE
28 mccaepA0OBaHMIL, BKAIOUABIIMe 6153 mAOAQ, TIOKa3aAl, 4YTO IPU yBe-
Anmdyenuu TBIT u HopmaabHOM Kapuoture y 7,3% IMAOAOB MMEAU MecC-
TO pasAMYHbIE KPYIIHble aHOMaAuK pasButus (Souka et al., 2004). ITpu
3TOM YaCTOTa BCTPEYAEMOCTY STUX aHOMAAMII B Pa3HBIX MICCAEAOBA-
HUSIX CYLECTBEHHO KoAebasach — oT 3% A0 50%, 4To OBIAO CBsI3aHO
C pPasAMuMSAMU B ONpeAeAeHMM roporosoro 3Hauyenus: TBII, xotopoe
BapbMPOBAAO OT 2 AO 5 MM.

YacToTa BCTPEYaeMOCTY KPYIIHBIX QHOMAAUI Pa3BUTUS Y TAOAOB IIpU
HOPMAaAbBHOM KapMOTUIIE BO3PAacTaeT C YBEAUUEHMEM 3HAYeHMI TOA-
LIVHBI BODOTHMKOBOI'O IPOCTPAHCTBA U cocTaBaseT 1,6% mpu TBIT me-
Hee 95 npoueHTNAY, 2,5% npu TBIT B mpepeaax 95-99 npoueHTnAM U
aocturaet 45% npu TBIT 6oaee 6,5 mm (Tabautia 1, Souka et al., 2001,
Michailidis and Economides, 2001).

3AMEAIEHUE PA3BUTHS

PaboTsl, OCBsIIIIEHHbIE M3YYEHIIO OTAAAEHHBIX MICXOAOB Y IIAOAOB P
yBeanyenun TBIT 1 HOpMaAbHOM KapuOTUIIE, IIOKA3aAl, YTO B AAAb-
HeleM y 2—4% HOBOPOXXAEHHBIX OTMeYaeTCs 3aMeAAeHMe Pa3sBUTHS
(Souka et al., 2004). OAHAKO MPEACTABASIETCSI CAOXKHBIM OLIEHUTD pe-
AABHYIO 3HAUMMOCTb IIOAYYEeHHBIX Pe3yAbTaTOB, TAK KaK AUIIb B OAHOM
13 VICCAEAOBAHUI IPOBOAMAOCH CPaBHEHME Pe3YAbTATOB C KOHTPOAb-
HOJI IPYIIION HOBOPOXXAeHHBIX. Brady 1 coaBTops! (1998) moayunam oT-
AQAeHHbIe De3yAbTaTbl HAOAIOAEHMS 89 AeTell, Y KOTOPBIX ITPEHATAABHO
BbISIBASIAOCH YBeAnueHre TBIT 3,5 mm u 6oaee, 1 302 AeTelt, y KOTOPBIX
B npeHataabHOM meproae TBIT 6p1a0 MeHee 3,5 MM. 3aMepseHue He-
PBHO-TICUXMYECKOTO PasBUTHSI IMEAO MECTO TOABKO Y OAHOTO pebeHKa
B KQKAOJ IpyIIIe.
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AHOMANWW PA3BMTUA, BCTPEYAIOLLMECA NPU YBEJIUMEHWU TBN

[lInpokuit mepeyeHb aHOMAAMI PA3BUTH, BCTPEYAIOLIMXCS Y MAOAQ
npu yBeandeHun TBIT, npuBeaeH B Tabaniie 2.

ITpu yBeanuenuu TBIT yacToTa BCTpeyaeMOCTM HEKOTOPbIX aHOMAAUIA
PasBUTHsI, TAKUX, KaK TOAONPO3aHLedaans, aHoHLledaANs, TACTPOLIN-
31IC, aHOMaAUY pa3BUTUS MoYeK, spina bifida, He oTAnyaeTcs ot Tako-
BOI B 061elt momyasituu. OAHAKO 4acTOTa BCTPEYAEMOCTY aHOMaAUN
pasBUTHS cepAlia, AnapparMaAbHON IPbDKY, OMdaAoLeAe, aHOMAAUN
CTeOAsI TeAa, CKEAETHBIX AMCIIAA3UIL, OIPEAEAEHHBIX TeHeTUYeCKX
CUHAPOMOB, TaKMX, KaK aAPEHO-T€HUTAABHbIN CMUHAPOM, CUHAPOM aKu-
He3UU MA0AQ, cMHAPOM HyHaHn, cunapom Cmurta-Aeman-Onurca, cniu-
HAABHOJI MBIIIEYHO aTpoduy, CYIeCTBEHHO BbIllle IIPY YBEAUYEHUN
TBII no cpaBHEHMIO C MX YACTOTON B OOLIEN MMOMYASILIMM, YTO CBUAE-
TEAbCTBYET O HAAMYMY B3aMIMOCBSI3U MeXAY yBeanueHueM TBIT u paH-
HBIMM QHOMAAVSMMU Pa3BUTUSL.

AHOMANMN PA3BUTA CEPJILIA

CyllecTByeT BbIpa’keHHasi B3aMMOCBS3b MeXAY yBeanueHuem TBII
MIAOAQ Yl HAAMYMEM Y HETO aHOMAaAUI Pa3BUTUSI CEPALLQ, TPUUEM AQHHAS
B3alIMOCBSI3b XapaKTepHa KaK IIPYM XPOMOCOMHON IIaTOAOTMM, TaK U
[IpY HOPMAAbHOM Kapuotuiie y maopa (Hyett et al., 1999). Bocems npo-
BeAEHHBIX ICCAEAOBAHMI TOKA3aAM 3HAUMMOCTb n3Mepenus TBIT B ka-
yeCcTBe METOAQ CKPMHUHIA aHOMAAUI PasBUTHUSA cepalia aopa (Souka
et al., 2004). Bcero 661A0 06cA€A0BaHO 67256 IAOAOB, CPEAU KOTOPbIX
JaCTOTa BCTPEYAEMOCTY aHOMAAMIl Pa3BUTUS CepPALIA COCTaBAsIAA 2,4
Ha 1000, mpu 3TOM 6bIAO BbIsIBAEHO 37,5% aHOMaAMIT pa3BUTHS cepAlia
TIPU YaCTOTE AOXKHO-TIOAOKUTEAbHBIX 3HaUeHU 4,9%.

Merta-aHaAu3 Pe3yAbTAaTOB CKPMHMHIOBBIX MCCAEAOBAHMII ITOKA3aA,
YTO YAaCTOTA BBIABAEHMSI RHOMAAUN Pa3BUTHS CEPALIA COCTABAsIAA 37%
1 31% npy UCNIOAb30BaHUU B KaueCTBe MOporosoro 3HayeHus TBIT 95
" 99 NpoLEeHTUAM COOTBeTCTBeHHO (Makrydimas et al., 2003). Ilpu
HOPMaAbHOM KapUOTUIIE ITAOAQ YACTOTA BCTPEYAEMOCTU AaHOMAAUN
pasBuTUs cepAla ¢ yBeandeHueM TBIT pacTeT sKCIIOHEHLMAaABHO U
cocrtaBaseT 0,16% y naopoB npu 3HadeHun TBIT ke 95%, 1% npu
3HaueHusix TBIT 2,5-3,4 mMm, 3% npu 3Hauenusix TBIT 3,5-4,4 mm, 7%
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Tabnuua 2. AHomanuu passuTIAA NNOAA, CoYeTalolLmneca ¢ yBenuueHunem TBI

Axomanuu passutua LIHC

Anomanuu pazsutua MKT

Anemus nnopa

AKpaHua/aHaHUepanva

BonesHb KpoHa

Axemus Blackfan Diamond

AreHe3una MO30ACTOro
Tena

aTpesus ABeHaALaTUNepCTHON
KMLWIKN

[ncapuTponoaTnyeckan aHemma

KpaHunocmHocTo3 ATpesus nuwesoaa Mopdupuns

Crngpom [leHan-Yokepa CTEeHO3 TOHKOMN KULLIKIN Anemu DaHKOHM

[nactematommnenusa [eiicTBne napsosupyca B19
AHOManuu pasBuTMA MOYENONOBON

SHuedanouene Anbda-Tanaccemua
cucTembl

CuHppom Oynepa HeAcHbii non

Tononpo3sHuedpanus AfpeHo-reHnTanbHbIN cHAPOM | Helipombiweynblie 6onesHu

fngponeTanbHbIN CUHAPOM

BpoxaeHHbI HeppoTUUuecKunii
CUHAPOM

CVIHﬂpOM aknHe3sunnm nnopa

WHusHuedpanua lapoHedpo3 MwuoToHuyeckas guctpodus
Cunapom XKobepTa mnocnagua CMA
Makpoueanus MonnkncTos noyek
MH}aHTUIBHOTO THMNa
Mukpouedanus CuHapom Mekkensa-Tpybepa MedekTbl MeTabonusma
Spina bifida Meraymuctuc CuHppom bekeuTa-Bugemana

TpuroHouedanus C

MyﬂbTI/IKVICTO3HaF| AncnnasuAa
noyvek

Lednumnt annMHHOM Lenu 3rugpokcu-
aunN-Ko3H3MM A lervaporeHasbl

BeHTpukynomeranusa AreHe3us noyek laHrnnosnpo3 GM1

CuHgpom CmuTa-Jlemnu-Onutca
Bedektbl P! Crer AuCNnasnn BuTtamuH/-pe3ncTeHTHbIN paxut
ArHaTVa/MUKpPOrHaTua AxoHpaporeHes CuHapom 3enbBeiirepa
Pacuenutbl rybbl n He6a AxoHpaponnasus

Acdurkcnueckas guctpodua

MukpodTanbmms FpyAHOM KNeTki [pyrue aHomanuu pasButua
(G e PR OcTeoxoHApoAnCnNasmna AHOManua ctebna Tena
KonnuHsa
Kamnomenwnyeckaa gucnnasuna | Cungpom bpaxmaHa-ge-JlaHre
AedexTbl WweitHoro otaena RneiigokpaHankHas Accouymaumsa CHARGE
avcnnasua
KncrtosHas rurpoma [mnoxoHgponnasua NmmyHopeduumut
Jlunoma wen TMnodocdarasua BpoxAeHHbIN NMMPaTUYECKUNIn OTEK
Cunapom fixpo-JleBuHa Cunppom ECC
AHomanuu pasBuTua cep Knudockonnos MuoknoHuyeckas sHuedpanonatus
Cungpom [un-Ixopaxka PefyKumsa KoHeuHocTeN Cvrppom HyHaH

Crnngpom HaHca-CynHu

CuHppom MepnbmaHa

Pa3BUTHA NErKUX HecoBepLueHHbI ocTeoreHes CuHppom CTrKknepa
ﬁg;gc:::g;iﬂjuomarosubm Eg:ﬂ::z:zﬁsmmx FEE- Hecneuydunyeckume cMHapombl
[uadparmanbHas rpbixa CuHgpom PobrHoy Taxenan 3aepKka pasBuTus
Cungpom OprHa Cungpom PobepTa

CupeHommnenus
AHomanumu pasButua JKBMHOBapycHas aebopmauus
peHeil GPIOLIHOMA CTEHKN cTon
IKCTpOodUA KNoaKku TaHaTodopMHas gucnnasus
Omdanouene Accoumaumsa VACTER
lacTpowmsumc
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npu 3HaueHusax TBII 4,5-5,4mm, 20% npu sHauenusix TBIT 5,5-6,4
mMm 1 30% nipu sHauenusix TBIT 6,5 mm u Boiie (Souka et al., 2004).

Kaunnueckoe 3HaueHMe 3TUX VICCAEAOBAHUI 3aKAIOYAETCSI B TOM, YTO
OHM AOKaszaal, 4YTo yBeandyeHue TBIT siBAsieTcs moKasaHMeM K IOCAe-
AYIOLEMY CIIELMAaAM3MPOBAHHOMY 9XOKapAMOrpaduiecKOMY UCCAEAO-
BaHUIO NMAOAA. AEICTBUTEABHO, O0IIast YacTOTa BCTPEYAEMOCTH aHO-
MaAMit pasBUTUs cepaua npu yseandennu TBIT (1-2%) cooTBeTCTBYeET
4acTOTe TUX aHOMAAMI Y IAOAOB IIPU CaXapHOM AMabeTe y MaTepy,
VAV TIpY HAAMYMY B ee aHaMHe3e aHOMaAMIl Pa3BUTUS CEPALIA Y paHee
PO>KAEHHBIX AETENl, UTO SIBASIETCS NPU3HAHHBIM IIOKa3aHMEM K IIpO-
BEAEHUIO CITELaAM3MPOBAHHOIO NIPEHATAABHOIO 9XOKapAMorpaduye-
CKOTO VICCAEAOBAHMSL.

Ecau 3a moporoBbiit ypoBeHb OyaeT npuHsTo 3HaueHue TBIT 6oaee 95
MPOLIEHTUAY, HEOOXOAMMOCTb B MPOBEAEHUU CIEeLMAAU3MPOBAHHOTO
9XOKapAMOTpadrIecKoro NCCAEAOBAHMS MOKET CYIIECTBEHHO YBEAU-
YUTHCS, Y B HACTOsIIIlee BPeMsI B KAMHIYECKO PAKTUKE AASI 9TOTO MO-
)KeT He OBITb AOCTATOYHBIX BO3MOXXHOCTeN. OAHAKO, eCAl B KaueCcTBe
noporoBoro 3HaueHust TBII npuHsATh 3HaueHne 99-11 NPOLEHTUAN, TO
KOAMYECTBO HEOOXOAMMBIX MCCAEAOBAHUI YBEAUYUTCSI HECYIIECTBEH-
HO, @ 4YaCTOTA BBISIBAE€HVS aHOMAAUN Pa3BUTHUSA CEPALIA Y TAKUX ITAOAOB
OyA€eT O4YeHb BBICOKOIL.

ITpu BeisiBAeHUM yBeamueHuss TBIL B mepBom TpumecTpe GepemeH-
HOCTM HET HEeOOXOAMMOCTM XAaTb A0 20 HeAeAb, YTOOBI IPOBECTU
axoKapAMorpaduieckoe MCcAeAOBaHME MAOAQA. YAyUllleHMe paspelia-
I0Ilell BO3MOXXHOCTM YABTPa3BYKOBBIX allllapaTOB CAEAAAO BO3MOX-
HBIM IPOBEAEHNME AOCTATOYHO AETAABHOIO 3XOKapAMorpaduieckoro
MICCAEAOBAHMS TIAOAQ Y)Ke B IIepBOM TpumecTpe bepemenHocTu. Cre-
LMAaAU3MPOBAHHOE XOKapAMOrpaduyecKoe UCCAEAOBAHME, HAYMHAS C
13 HepeAb OepeMEHHOCTH, IO3BOASIET UCKAKYUTD OOABIIMHCTBO KAU-
HMYeCKM 3HAUMMBbIX aHOMAaAUIl PasBUTUSI cepalia. B caydasix e HaAu-
YMsI Y TAOAQ TIOAOOHOII IIATOAOTMM PaHHSsS aXOKapauorpadus maopa
IT03BOAUT YCTQHOBUTDb TOYHBIN AMArHO3 VAU KaK MMHMMYM 3aII0A03-
PUTb HaAMYME QaHOMAAUY PA3BUTUS CEPALI, YTO OYAET SIBASTHCS ITO-
Ka3aHMeM AAS TIATEAbBHOTO MICCAEAOBAHUS Ha OoAee MMO3AHMX CPOKax
OGepeMeHHOCTMU.
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Hanboaee onTMMaAbHBIM IPOTOKOAOM CKPMHMHIA QaHOMAAMIL pas-
BUTHUS CEPALIA NTAOAQ SIBASIETCSI IIPOBEAEHME CIELMAAN3VPOBAHHO-
IO 9XOKapAMOrpaduyecKoro MCCAEAOBAHMS B CAYYasIX YBEAUYEHUS
TBIT nmaopa B 11-13*¢ HepeAb O€peMEHHOCTU UAU MPU BbISIBAECHUU
0COOEHHOCTEN YeThIPEXKAMEPHOTO CeYEeHMs CepAlia IAOAQ TIpU
CKPUHVHIOBOM YABTPa3BYKOBOM MCCAEAOBAaHMM BO BTOPOM TpU-
MecTpe OEpEeMEHHOCTU. DTU ABA METOAA SIBASIIOTCS B3aMIMOAOIIOA-
HSIOIMVMHI APYT APYTa — TaK KaK TaKye aHOMAAUU Pa3BUTUS CEPA-
11a, Kak TeTpapa ParAo, TpaHCIO3ULMS MAarMCTPAABHBIX apTEPUIT U
KOapKTaLMsi AOPThI, PEAKO MOTYT OBITh BBISIBAE€HBI NIPY PYTUHHOM
MCCAEAOBAHNUY YeTHIPEXKAMEPHOIO CEYeHUS CEPALIA TTAOAQ, Y OOAD-
LIMHCTBA TTAOAOB IIPU 3TUX AHOMAAUSAX OYAET UMETb MECTO YBEAU-
yenue TBII, uTo 1 OYAET CAYXXUTb MOKa3aHUEM AASL MPOBEAEHUS
axokapamorpaduu maoaa.

AHomAnuA CTEBNA TENA

DTa AeTaAbHasl, CIOPAAMYECKM BO3HUKAIOIIAsI QaHOMAAWS BbISIBASIETCS
IIpY YABTPa3BYKOBOM MccAepAOBaHuM B 10—13*° HepeAb GepeMeHHOCTI
c yactortoit 1 Ha 10 000. YAbTpa3sByKOBbIMU MpM3HAKAMU AQHHOII aHO-
MaAMM SIBASIIOTCSL OOLIVMpHBIE AedeKThl MmepeaHeil OPIOIIHOM CTEHKH,
BbIpa)KEHHbIN KIM(POCKOAMO3 11 KOPOTKAsI TYIIOBIHA, COAEPIKALLAst OAHY
apreputo (Daskalakis et al., 1997). BepXHsisi TOAOBMHA TYAOBMUILA TAOAR
HaXOAMTCSI B aMHMOTUYECKON MOAOCTY, TOTAA KaK HIVDKHSSI 4aCTh — B
LIEAOMUYECKOI MOAOCTY, YTO CBUAETEABCTBYET O BO3MOXKHONM POAU
paHHEro paspbiBa aMHMOTUYECKO! O0OOAOYKM B IaTOTeHe3e AQHHON
aHomaAuu. HecMoTps Ha To, uTO y 85% MAOAOB IIPU 3TOI NATOAOTUU
nmeetcst yBeanudenne TBII, xpomocomHble HapylleHUsT OOBIYHO OT-
CYTCTBYIOT.

ﬂI/IA(DPAFMAﬂbHAH PbIMA

YBeanuenue TBIT BcTpeuaercs npu anadpparmasbHoi rpoeoke vy 40%
1mAa0A0B. Ao 80% HOBOPOXKAEHHBIX NPU 9TOM MAaTOAOTMU MOrUOAIOT
BCAEACTBME Pa3BUBLIENCS rUmnonAasuu Aerkux (Sebire et al., 1997).
B03MOXHO, y TTAOAOB Tipu AMadparmMasbHOI IPbKe U YBEAUYEHUU
TBIT opraHb! OpIOLIHOI MOAOCTY MOIAAAIT B IPYAHYIO KAETKY YKe
B TIepBOM TpUMeECTpe OepeMeHHOCTM, U NMPOAOAKUTEAbHAS KOMII-
peccust AeTKMX MPUBOAUT K MX BBIPa)KEHHOI I'MIIONAA3UHU. BeposTHO,
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€CAM OpTraHbl 6pIO].I.[HOI7[ TIOAOCTHU IIPOHMKAIOT B IPYAHYIO KAETKY ITAO-
Ad II03’K€ — BO BTOPOM MAUN B TPETbEM TPUMECTPE, 3TO COUYETAETCA C
6oaee 6AaI‘OHp]/IHTHbIM JMICXOAOM AAA HOBOPOJXKAEHHOTIO.

OMOANOLENE

YacroTa BcTpeyaeMoct oMdaaolieae y naoAa B 11-13*° Heaeab Oepe-
MeHHOCTU cocTaBasieT 1 Ha 1000, Ipy 9TOM 4aCTOTA BCTPEYAEMOCTU Y
TaKMX MAOAOB XPOMOCOMHBIX 3ab60AeBaHMi1 (Yalle Bcero Tpucomum 18)
cocrtaBasieT 60% (Snijders et al., 1995). YBeanuenue TBIT npu Haanunun
omdanoriese HabaOpAaeTCS Y 85% TAOAOB IIPY XPOMOCOMHBIX Hapylile-
HusAX U 'y 40% MAOAOB IIpM HOPMAaABHOM KapUOTUIIE.

MEerauumcTuc

MeraumcTiuc y maoaa B IepBOM TpUMeCTpe OepeMEeHHOCTH OIPEAEAS-
€TCs1 KaK YBEAMY€eHVe IPOAOABHOTO pa3Mepa MOYEBOro Iy3bIpsi boaee
7 MM, U BbIsiBAsieTCs ¢ yacToTon 1 Ha 1500. CoyeTaHue MerawpycTica ¢
yBeanuenueM TBIT maopa HabA0AaeTCs Y 75% MTAOAOB IIPU XPOMOCOM-
Ho1 matoAoruu (4aie Bcero mpu Tpucomuu 13) u y 30% mAOAOB Ipu
HOpMaAbHOM Kapuoture (Liao et al., 2003).

[EHETUYECKVE CMHAPOMBI

[TepeueHb reHeTMYECKUX CUHAPOMOB, IIPM KOTOPBIX HAOAIOAQETCS yBe-
anuenre TBIT y maopa, mpeacTaBaeH B TabAuLe 3.

Mpumeyanme K Tabnuue 3:

Al — ayTOCOMHO-AOMUHAHTHbIN,

AP — ayTOCOMHO-peLiecCMBHbIN,

C — cnopagunyeckui,

AP* — B OuHNAHZMW.

* — reHHble 3ab6oneBaHuA, NpeHaTanbHasA ANAarHOCTVIKA KOTOPbIX BO3MOXHA 1 OCYLLeCT-
BNAETCA C nomollbto aHanmsa AHK nnoga.
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MATOOU3K10NI0TA YBENNYEHWA TONLLIUHDI
BOPOTHWKOBOTI'O MPOCTPAHCTBA

FETCPOI'EHHOCTI) Hapymel-mi[ pa3BuUTHsA, COYETAOIIMXCA C YBEANMYEHN-
em TBII IIAOAQ, CBUAETEABCTBYET O TOM, YTO CYHI€CTBYET HECKOABKO
HaTO(bI/ISI/IOAOI'I/I‘IeCKI/IX MEXaHM3MOB, IIPUBOAALMX K ITIOBBIIIEHHOMY
HAKOITA€HUIO JKUAKOCTU IIOA KOXell B 0bAaCTU 1en IIAOAAQ. Bosmox-
HbI€ ME€XaHM3Mbl BKAIOYAalOT HapylLI€HNE (byHKLU/II/I cepALa, BEHO3HbIN
3aCTOM B 00AACTV TOAOBBI U ILIEU TIAOAQ, HapYyLI€HME€ CTPOEHM I BHEKAE-
TOYHOTO MaTpMKCa, HapylIeHne AI/IM(i)OOTTOKa, AQHEMMUIO U T'MITIOIIpOTE-
VIHEMUIO Y ITIAOAQ, MH(i)eKL[I/IOHHbIe IIOpa’xkeHusl.

ﬂaTOd)I/BI/IOﬂOFI/IquKI/Ie MeXaHN3Mbl yBENNYEHNA
TOJILLNHbI BOPOTHUKOBOIO NMPOCTPAaHCTBa nioja

HapyuweHve dyHKUMM cepaua;

BeHO3HbI 3acTo B 06/1aCTV FONOBbI 1 LEW NI0AJ;
HapyLieHvie cTpoeHnsA BHEKIIETOUHOIO MaTPUKCa;
HapyuweHvie numdooTToKa;

AHeMunsa Nnopaa;

[MnonpoTtenHemus nnoga;

MHpeKLMOHHbIE MOpaXeHUs nnoga.

HAPYWEHNA OYHKUMM CEPALIA

[umorespl 0 TOM, 4TO CEPAEYHAS] HEAOCTATOUYHOCTb NPUBOAUT K yBe-
anvenvio TBIT, OCHOBBIBAIOTCsI HA BBICOKOI 4aCTOTE COUETAHUS YBe-
anvenyst TBIT v aHOMaAMIT pasBUTHMS CEPALIA M KPYIIHBIX apTepUil KaK
[PV HAAMYMU Y TTAOAQ XPOMOCOMHOJ [TATOAOT MU, TaK U IIPU €€ OTCYTC-
TBUU. BoAee TOTO, IpU AOTIIIAEPOMETPUM B BEHO3HOM MPOTOKE BBISIB-
A€HBI HapyLIeHMsI XapaKTepa KPOBOTOKA Y MAOAOB IIPY XPOMOCOMHBIX
HapYLIEHNUSIX U/MAM IIPY 3HAYMMbBIX aHOMaAMSIX CEPALIA, COYETABLINXCS
c yBeanuenuem TBIT (Matias et al., 1999).

BEHO3HbII 3ACTOM B OBNACTI FONOBbI W EN NNOAA

BeHO3HBI 3aCTOI B 00AACTY TOAOBBI U IIEU IIAOAQ MOJKET Ha6AIOAaTbCH
Ipr CAABA€HUI TYAOBMUILA ITIAOAQ IIPU pa3pbIBE aMHUOTUYECKON 000-
AOYKH, CAABAEHUU CPEAOCTEHNA IIpU AI/IaCbpaI'MaAbHOI;I T'PbDKE AU IIPpUN
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CYy>XX€HNn I'pyA,HO]Z KAETKMU IIPU CKEAETHDIX AVICTIAA3MAX ITAOAQ. OAHaKO
TP HEKOTOPbIX CKEAETHDBIX AUCITAA3VIAX, HAIIpPUMEDP, IIPU HECOBEPILIEH-
HOM OCTE€OI€HE€3€, aAbTEPHAaTVMBHbIM MEXAHMN3MOM YBEANYEHNA TBIT
IIAOAQ MOXKET OBITH Hapyli€eH1e CTpOE€HMI BHEKAETOYHOI'O MaTpMKca.

HAPYWIEHWE CTPOEHUA BHEKNETOYHOO MATPUKCA

MHOXeCTBO TeHOB, KOAMPYIOLIMX TOCAEAOBATEABHOCTb OEAKOB, BXOASI-
IIIMX B COCTaB BHEKAETOYHOIO MaTPUKCA, AOKAAK3YIOTCS B XpPOMOCOMaX
21, 18 un 13. ViMMyHOrMCTOXMMUYECK/E VICCAEAOBAHMS KO MAOAOB
[PV HAAMYUY XPOMOCOMHOJ IIATOAOT MM ITOKA3aAM, YTO Y TAKUX IIAOAOB
Ha0AAQI0TCS crielduyecKre HapylIeHsI CTPOEHNsI BHEKAETOYHOTO
MaTpUKCa, KOTOpble MOT'YT ObITb CBSI3aHBI C MI3BMEHEHHOIT A030J1 FEHOB
(von Kaisenberg et al., 1998). HapyiueHne cTpoeHuss BHEKAETOYHOTO
MaTpPMKCA MOXKET A€XKAaTb B OCHOBE MEXaHM3MOB, IPUBOASIIINX K YBe-
andennio TBIT npy MHOIMX reHeTHYeCKMX CHUHAPOMaX, P KOTOPBIX
MIPOMCXOAUT HapylleHue MeTaboAM3Ma KoAAareHa (aXoHAporeHes 2
tuna, cuHapom Hanca-CyuHu, HecoBepIlEeHHBII OCTeOreHe3 2 TUIIA),
MMaTOAOTUS peLenTopoB ¢gaxropa pocra GpubpobAaCcTOB (aXOHAPOIIAA-
31s1 AU TaHaTOQOPMHAsI AMCIIAA3MsI) MAM HapylleHle MeTaboAM3Ma
MUTOXOHAPUAAbHBIX PepMEHTOB (CMHAPOM 3eAbBerepa).

HAPYWIEHUE NMIMOOOTTOKA

Bo3aMoxHbIM MexaHusMoM yBeanueHus TBII sBasgercsa pacmupe-
HUe SIPEMHBIX AUMQATUYECKUX MELIKOB B CBSI3U C 3aAEPXKKON pas-
BUTUST COEAMHEHUI AUM(ATUIECKON U BEHO3HOI CUCTEM VAU TIPU
MepBUYHON MATOAOTUYECKOI AMAaTauuu U npoaudepauunu aumoa-
TUYECKMX KAaHAAOB, HapyLIAIOWMX HOPMAaAbHBIN OTTOK U3 AuMda-
TUYECKOJ B BEHO3HYIO CUCTEMY ITAOAQ. VIMMYHOTMCTOXMMUYECKIE
JMICCAEAOBAHMS KOXMU IlIey IAOAQ IpU cUHApPOMe TepHepa mokasaau,
41O AMMaTuyecKye COCyAbl B BEPXHUX CAOSX A€PMbI IMIIONAA3U-
poBaubl (von Kaisenberg et al., 1999). IIpu HopMaAbHOM KapuOTUIIE
n yBeandeHun TBIT y mAoAOB oTMeyasach 3apepkka AuMdpoorTo-
Ka B CBSI3M C TUIIONMAA3Meil MAU amnAasmeil AMMGaTUYeCKUX CoCy-
AOB Ipu cuHApoMe HyHaH u BposkpeHHOI AnMdepeMe naoaa. [Tpu
BPOXXAEHHBIX HEPO-MbIIIEYHbIX OOAE3HSIX MIAOAQ, HAIPUMEP, TIPU
CUHAPOME aKMHE3UU TTAOAQ, MUOTOHUYECKON AUCTPODUY, CIMHAAD-
HO-MblleyHOI aTpodun, yBeanueHne TBIT maosa MOKeT SIBASTBHCS
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CACACTBUEM CHMIKE€HUA MHTEHCUMBHOCTU AI/IM(i)OOTTOKa B CBA3M C
TMOHM>XEHHOM ABI/II‘aTeAbHO]Z AKTUBHOCTDBIO ITAOAAQ.

AHEMUS NNOJA

AHeMMsl IPUBOAUT K Pa3BUTUIO TUIEPAMHAMNYECKON LIMPKYASILIMN Y
IIAOAQ, ¥l TOTAABHBII OTEK IIAOAQ BO3HMKAET IPYU CHYDKEHUY YPOBHA Te-
Moraobuna 6oaee yem Ha 70 r/a (Nicolaides et al., 1988). AanHas 3aKo-
HOMEPHOCTb XapaKTepHa KaK AASl IMMYHHOTO, TaK U AASI HEIMMYHHOTI'O
oTeka nmaopa. OAHaKoO IpY SPUTPOLMTAPHON U30MMMYHU3ALMY Pa3Bu-
TIE TSDKEAOV aHEMUU MAOAQ He MPOUCXOAUT A0 16 HepeAb OepemeH-
HOCTM, BO3MOXXHO, OAaropaps TOMY, YTO PETMKYAOSHAOTEAMAAbHas
CUCTEMA TIAOAA AO 16 HEAEAD SIBASIETCSI HE3PEAOU U He CIIOCOOHA elre
paspylaTbh spUTPOLUTHI, MEMOPaHbI KOTOPBIX MOKPBITHI aHTUTEAAMIU.
Takum o0OpasoM, Ipy HAAMYMM SPUTPOLUTAPHON U30UMMYHMU3ALUU
TBIT nmaopa MOKeT HaXOAUTHCSI B HOPMAABHBIX IIpeaeaax. Hamporus,
MpU TeHHbIX 3a00AeBaHUSAX KpoBU maopaa (aabda-Tasaccemusi, aHe-
must DaHKOHM, AUCIpUTpOIOITUYECKass aHeMusi [lopdupusi, aHemust
Blackfan Diamond) 1 aneMuu, cBsI3aHHOJ C BO3A€IICTBMEM IAPBOBUPY-
ca B19, y naopaa moxxeT HabAropaTbcs yBeandenye TBIL

[unonPOTEMHEMMA NNOAA

[unonpoTerHeMusi SIBASIETCS OAHUM U3 TATOPUBMOAOIMYECKUX MeXa-
HM3MOB Pa3BUTHS MIMMYHHOT'O ¥ HEMMYHHOTO OTeKa [1AoAa (Nicolaides
et al., 1995). B mepBoM TprMecTpe OepeMeHHOCTH CBsI3aHHAs C TIPOTe-
VIHYpYeN TUIIONPOTENHEMYS MOXKET SIBASITbCS IIPUYMHON YBEANYEHMSI
TBIT y 1A0AOB M BPOXXAEHHOM HedPOTHMYECKOM CHHAPOME.

WNHOEKUMOHHDIE NOPAXEHUA NNOA

[pu pasBUTUM OTEKa TIAOAA HEACHOTO TeHe3a BO BTOPOM U TPETheM
TpuMecTpe OepemMeHHOCTM Yy 10% TaLMEHTOK MMEITCS YKasaHMs Ha
HEAABHO INepeHeceHHble UH(EKIMOHHbIE 3a00AeBaHMs, TIPU KOTOPBIX
TAKKe MPOUCXOAUT MHGEKLMOHHOE IOpakeHUe IAoAa. [Ipu yBean-
yeHuy TBIT 1 HOPMAAPHOM KapuOTHIIE IIAOAQ, HAIIPOTUB, TOABKO Y
1,5% >KeHIMH BBISIBASIIOTCSI HEAQBHO IepeHeceHHble MH(EKIMOHHbIe
3a00A€eBaHMS U UHPEKIVMOHHOE TIOPAXKEHME TAOAQ BCTPEYAETCS PEAKO
(Sebire et al., 1997).
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DTU AQHHBIE CBUAETEABCTBYIOT O TOM, YTO Ipy yBeandenuu TBITy mao-
aa yactora TORCH-uHdex1mit y MaTepy He MpeBbILIaeT YaCTOTY STUX
3aboAeBaHuil pyu HOpMaAbHbIX 3HaueHusix TBIT maoaa. Boaee Toro,
npu H}EKLUMOHHBIX 3a00AeBaHMsAX MaTepu yBeanueHue TBIT He sBAsI-
€TCs1 IPU3HAKOM MH()EKLMOHHOTO ITOpaskeHMsI TA0AQ. Takum oOpasom,
npu yBeandenun TBIT 1 HOpMaAbHOM KapuOTUIIe [TAOAQ 00CAEAOBaHME
OepeMeHHOIT >KEeHIMHbI Ha HaAuuMe y Hee MHEKLMOHHBIX 3a00A€eBa-
HUI HelleAeCO0OPa3HO U AOAYKHO HA3HAYATHCSI TOABKO IIPY BBISIBAEHUN
oTeKa LIeM ¥ TOTAAbHOIO OTEKa IIAOAQ BO BTOPOM U TPeTbeM TPUMECT-
pax 6epeMeHHOCTH.

EAMHCTBEHHBIM MHQEKLVMOHHBIM 3a00A€BaHMEM IIAOAQ, TIPU KOTO-
poM Habalopaercs yBeandenne TBIT maoaa, siBAsieTCst apBOBUPYC
B19. Ilpu atom yBeanmuenue TBII maopa oObsicHseTCS pasBUTUEM
AVCOYHKLMM MMOKApAa M aHEMUM MAOAQ B CBSI3M C IIOAABAEHUEM
reMoIos3a.

TAKTUKA BEAEHWUA BEPEMEHHOCTU NPW YBENUYEHWUMN TBI MJI0J1A

YacToTa BCTpeyaeMOCTV XPOMOCOMHBIX HapYIIE€HUI, CAMOIIPOM3BOAb-
HOTO ITpepbIBaHMs O€peMEHHOCTH 1 KPYITHBIX QHOMAAWI Pa3BUTUS [IPU
pasanuHbix 3HaueHus1x TBIT npeacraBaena B Tabaue 1. OCHOBBIBasICh
Ha IIPMBEAEHHBIX AQHHBIX, MOYKHO PACCUMTATh BEPOSITHOCTb POXKAEHMS
3A0pOBOTroO pebeHKa AAst Kakaoro sHaueHus: TBIT maopa. DT pAaHHbIe
ITIOA€3HBl TIpM KOHCYABTMPOBAHMM CEMEVHON Iapbl U OIIPeAEAEHUU
AQADHeIIIeN TAaKTUKK BeAeHMsI bepeMeHHOCTM Tpyu yBeandeHnu TBIT
mAoAa (pucyHok 1).

3uAyeHue TBI nnoga MEHEE 99 nPOLEHTUN

ITpu snaueHusix TBIT naopa menee 99 mpouenTtuau (3,5 Mm) peleHue
CeMeTHOJ Iapbl O IPOBEAEHUM IPEHATaAbHOI'O KapMOTUIIMPOBAHUSA
MAOA2 OYAET 3aBUCETb OT 3HAUEHUSI MHAMBMAYQAbHOTO PYCKA HAAUYNS
y TIAOAQ XPOMOCOMHOJT TIATOAOTMM, 1 3HAYEHME pUCKa OyaeT ompepe-
ASITbCSI BO3PACTOM MaTepy, HaAUUMEM APYI'MX YABTPa3BYKOBBIX Map-
KepoB 1 KoHueHTpauuerr PAPP-A u 3-XI'U B cbIBOPOTKe ee KPOBU B
nepuop 11-13*¢ Hepeab G€peMEHHOCTH.
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11-14 HEQENb BEPEMEHHOCTU

KAPVMOTUNMPOBAHME NNOAA
OLEHKA AHATOMUW NNOAA

4-16 HEAENb BEPEMEHHOCTHU

OLEHKA AHATOMUU NNOAA
DXOKAPAUOIPAOUA NIOAA

20 HEAENb

OULEHKA AHATOMUM MIOAA
3XOKAPAVOTPAGUA

XPOMOCOMHbIE BOJE3HU
Moroku PA3BUTUA

HoPMANbHbI KAPUOTMN
[MoPOKU PA3BUTUA OTCYTCTBYIOT

—> ( KPYNHBIE MOPOKM PA3BUTUA )

MoPOKM PA3BUTUS OTCYTCTBYIOT
OTEK WEM NNOJA

—

AunardoctukA TORCH
1 MAPBOBUPYCA
TEHETUYECKOE TECTUPOBAHVE

NcyesHoBeHME B
TMoPOKM PA3BUTUA OTCYTCTBYIOT

—> ( KPYNHbIE NOPOKM PA3BUTUA )

MoPOKM PA3BUTHA OTCYTCTBYIOT
—> OTEK WEKX NNOAA

AunarHoctukA TORCH
1 MAPBOBMPYCA
TEHETUYECKOE TECTUPOBAHVE

— ( MoPOKM PA3BUTUA OTCYTCTBYIOT w

PucyHok 1. TakTika BesieHna b6epemeHHoCTY npu yBenuyeHum TBM nnopa
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BeposiTHOCTD poskaeHUs pebeHKa, He MMEIOIero 3HaYMMbIX aHOMaAMIA
pasBuTus, coctaBasieT 97% mnpu 3HadeHuu TBIT menee 95 mpoleHTH-
An 1 93% npu sHavenusax TBIT B mpeaeaax 95-99 npouentuan. boaee
TOro, OOABLIMHCTBO KPYITHBIX aHOMAaAUIl PasBUTUS MOXKHO AUarHoC-
TUPOBATb VAU 3AIIOAO3PUTH IIPU MCCAEAOBAHMM COOTBETCTBYIOLETO
ypoBHs yxe B 11-13"¢ Hepeab OepemeHHOCTU. B mocaepyioiiem Lieae-
CO00pa3sHO BBITOAHEHNME AETAABHOTO YABTPA3BYKOBOI'O MICCAEAOBAHMS
B 20 HepAeAb OepeMEHHOCTY AASI OLIEHKM TEMIIOB POCTA IIAOAQ M UCKAIO-
YeHMsI aHOMAAUI pa3BUTHSL, KOTOPble HEBO3MO>KHO BBISIBUTD IIPU YAb-
TPa3ByKOBOM MccAeAOoBaHMM B 11-13*° HepeAb OepeMeHHOCTI.

Y 4% OepeMeHHBIX XXeHIUH, Y KoTopbix 3HauyeHue TBIT maoaa Haxo-
AUTCS B Ipeperax 95—99 NpoLeHTUAHN, NIPU YABTPa3BYKOBOM MCCAe-
AoBaHuu B 20 HepAeAb OepeMEHHOCTY B NEPBYIO OYepeAb HEOOXOAU-
MO VICKAIOYUTDb YBEAMYEHME TOALIVMHBI LIETHOM CKAAAKU. Bo-BTOpBIX,
HEOOXOAVMO MPOBECTM AETAABHYIO OLIEHKY aHATOMUM IIAOAQ, TaK Kak
YacTOTa BCTPEYAeMOCTM aHOMAAUN Pa3BUTUS TIAOAQ B AQHHOJ IpYIIIIe
coctaBasieT 2,5%, Torpa kak npu 3HaueHusix TBIT menee 95 mpolen-
THAM YaCTOTA BCTPEYaeMOCT) AaHOMAAUI Pa3BUTHS IIAOAQ COCTABASIET
1,6%. B-TpeTbux, HEOOXOAMMO IIPOBECTHU AETAABHYIO OLIEHKY CTPOEHNS
cepalia maopd. ONTHMMAABHBIM SIBASIETCSI Ha3HA4YeHMe TaKUM >KeHILV-
HaM CIIeLaAM3MPOBAHHOIO 3XOKapAMOrpadryecKoro MCCAEAOBAHNS
IIAOAQ, OAHAKO AQHHAsI peKOMEHAALVS BBIIIOAHMMA TOABKO IIPY HAAU-
YUY AOCTAaTOYHOI'O KOAMYECTBA CIIELIMAAVICTOB.

3nayenue TBI nnopa sonee 99 nPoLEHTANK

YBeanuenue TBIT naopa 6oaee 3,5 MM BeTpeydaeTcs y 1% GepeMeHHBIX
JKeHIMH. PUCK HaAM4YMs XPOMOCOMHBIX 3a00A€BaHMUII IPU TOM YBe-
AnmumBaetcs ¢ 20% npu sHaueHun TBIT 4 mm po 33% npu TBIT 5 mum,
50% mipu TBIT 6 mm 1 65% nipu sHauenun TBIT 6,5 mm u 6oaee. B cBsizu
C 9TUM IIPeXA€e BCEro TaKMM IaLMEeHTKaM HEOOXOAMMO MPEeAAOXKUTD
MIPOBEAEHME XOPUOHOMOIICUY B LieASIX TIPEHATAaABHOTO KapUOTUIIMPO-
BaHMSI ITAOAQ.

ITpu HAaAMYMU B CEMETHOM aHaMHe3€e FeHHOTO 3a00AeBaHMs, AASI KOTO-
poro xapakTepHo yBeandeHue TBIT maoAa 1 AASI KOTOPOTO CylIleCTBYeT
npeHaraapHast AHK-pAnarnocruka (Tabanua 3), nccaepoBaHue BOPCUH
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XOpMOHA T03BOASIET TIOATBEPAUTDH MAU UCKAIOUUTH HaAUUYME AQHHOTO
3a00AeBaHMs y maopa. Kpome Toro, B 97O IpyIIe MaLeHTOK TaKXKe
MOKa3aHO NMPOBeAEHEe AETAAbHOIO YABTPa3BYKOBOTO MCCAEAOBAaHMS B
11-13*° HeA€Ab AASI ICKAIOYEHMSI APYTUX IIPM3HAKOB aHOMAAUI pa3Bu-
TUS, AASI KOTOPBIX XapaKTepHo coyeTaHue ¢ yBeandeHueM TBIT naoaa.

W CYE3HOBEHNE YBENMYEHHOTO BOPOTHUKOBOIO MPOCTPAHCTBA

ITpy HOpMaAbHOM KapMOTUIIEe ITAOAQ IIOKA3aHO IIPOBEAEHME AeTaAb-
HOTO yABTPa3BYKOBOIO MCCAEAOBAHUS U aXoKapauorpadum maopa B
14—16 HepeAb OEPEMEHHOCTU AASI OLIEHKM BOPOTHUKOBOIT 00AacTu
MMAOAQ I AMaTHOCTMKM MAM MCKAIOYEHMS IIMPOKOro CIeKTpa aHOMa-
AV pasBUTUS NAOAQ. Ecau mpu mccaepoBaHUM BBISIBASIETCS paspe-
LIeHye U30bITOYHOTO CKOIIACHUS XKUAKOCTY B 00AACTHU 1lIeU U 3HAYMU-
MbIX QaHOMAAMI Pa3BUTHS He BbISIBAEHO, BEPOATHOCTb IIOCAEAYIOIIEro
poXkAeHMsT pebeHKa 6e3 KAMHUYECK) 3HAYMMbIX aHOMAAUN Pa3BUTUS
coctaBAsieT 95%.

EAVHCTBEHHBIM HEOOXOAMMBIM B ITOCAEAYIOIEM MICCAEAOBAHUEM AAS
AQHHOJ NaLMEHTKM SIBASIETCS AE€TAaAbHOE YABTPa3BYKOBOE JMICCAEAOBA-
HMe Npu cpokax 20—22 HepeAU AASL UICKAIOUEHMSI aHOMAaAU Pa3BUTHS
VAV TIPM3HAKOB T'€HHBIX CMHAPOMOB, Il€peuyeHb KOTOPBIX IIPMBEAEH B
Tabauie 3. EcAu moAOOHBIE TATOAOTMYECKME COCTOSIHYSI HE BBISIBAEHBI,
POAUTEAY MOTYT OBITh MH(GOPMMPOBAHBL, YTO PUCK POSKAEHMS pebeHKa
C KAVHMYECKM 3HaYMMbIMU aHOMAAMSIMU UAU 3aMeAAEHMEM YMCTBEH-
HOTO pa3BUTHS HE NPEBBIIIAET TAKOBOI B OOLIEN TOMYASILIMIA.

PA3BHTHE OTEKA WEN NNOJA

Ecan yBeanuenue TBIT mpopoakaeT 0OHapy>KMBATbCs U TIPU UCCAe-
AoBaHuM B 14—16 HepeAb OepeMeHHOCTU UAYM TPaHCHOPMUPOBATHCS B
OTEeK LIeV AU B T€HEPaAV30BaHHBIN OTEK ITAOAA TIPU ICCAEAOBAHUY B
20-22 Hepear OepEMEHHOCTH, TO 3TO YBEAMUMBAET BEPOSITHOCTD MH-
(bEeKLMOHHOTrO MOPaXKeHMsI IAOAQ MAM HAAMYMS Y HEro TeHHOTo 3a00-
AeBaHus1. HeoOXxoAMMO IpOBeaeHYEe UCCAEAOBAHYST KPOBU OepeMeHHOM
KEHII[THBI Ha HAAMYVE TOKCOIIAQ3M03a, IUTOMEraAOBMpYCa 1 TapBOBU-
pyca B19. IToBTOpHbBIE yABTPa3BYKOBbIE ICCAEAOBAHUS B LIEASIX OLIEHKY
AVIHAMMKI TIPOSIBAEHUMII OTeKa ITOKa3aHbl Ka’KAble ITOCAEAYIOLIME ye-
Thipe Hepean. Lleaecoobpasno takke mpoepeHue AHK-auarHocTuxu
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ceMeltHOM nmapbl HA HOCUTEABCTBO psiAa I'€HHbIX 6OA63H61‘/’I, TaKHX, KaK
CIIMHAAbHas MbIII€YHAA anO(bI/IFI, Aa’Xe IIp1 OTCYTCTBUU yKaS&HI/II;[ Ha
HaAMYMe STUX 3a00AE€BaHUI B CEMEITHOM aHaMHese.

ITpu HaAMYMM OTeKa Liey MAOAQ NPU YABTPA3BYKOBOM MCCAEAOBAHUU
B 2022 HeAEAU POAUTEAU AOAXKHBI ObITh MHGOPMUPOBAHBI O TOM, YTO
PUCK pasBUTUSI OTEKA TIAOAQ, €TO IEPUHATAABHON TMOEAY AU POXKAE-
Husl peOeHKa C reHHbIMU CHMHApoMaMmu (Hampumep, cuHApoM Hynah)
coctaBAasgeT 10%. BepoATHOCTb 3aMeAA€HMS HEPBHO-IICUXMYECKOTO
pasBUTHsI peOeHKa B IIOCAEAYIOLEM cocTaBAasieT 3—5%.

YBenuueHue TBI1 nnoga npu ynbTpa3ByKOBOM UCC/Ie[OBaHNN

B 11-13"® Hepgenb ABNSAETCS pacnpoCcTpaHeHHbIM GeHOTUNNYECKUM
nposB/IeHVEM XPOMOCOMHbIX 3a6051IeBaHUI, LLMPOKOFO CMEKTPa
CTPYKTYPHbIX aHOMaNNn pa3BUTUA U FEHHbIX CUHAPOMOB

® YacToTa BCTPEYAEMOCTM aHOMANIMIA Pa3BUTUA Mofa 1 HebnaronpuAT-
HOro ncxofa 6epeMeHHOCTN SKCMOHEHLMANIbHO BO3pacTaeT C YBenu-
yeHunem TBI1 nnopa. MNpu KOHCYNBTUPOBaHUM CEMeNHaA napa JosxKHa
6bITb MHPOPMMPOBAHA, YTO BEPOATHOCTb POXAEHUA 30OPOBOro pe-
6eHKa npeBbiwaeT 90% npwv 3HaveHuax TBI1 B npegenax 95-99 npo-
ueHTnn, 70% npwu 3HavyeHuaAx TBI 3,5-4,4 mm, 50% npu 3HavyeHUsax
TBIM 4,5-5,4mm, 30% npw 3HavyeHuaAx TBI 5,5-6,4 mm 1 15% npwn 3Have-
HuAX TBI 6,5 Mm 11 6onbLue.

® AGCOMIOTHOE BOMBLUMHCTBO aHOMaNW Pa3BUTMA NIOAA, KOTOPbIE CO-
yeTatoTcA € yBenuueHuem TBI1, MOXXHO AnarHOCTMpPOBaTb NpU NpoBe-
LEHUV KOMOVHUPOBAHHBIX UCCIEAOBAHNIA, KOTOpPblE MOFYT ObiTb 3a-
BepLUEHb K 14-11 Hepene 6epemMeHHOCTL.
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5

MHOTOMNJI0AHAA BEPEMEHHOCTb

MHoronaopHas 0epeMeHHOCTb MOXXeT pa3BUBATLCS B pe3yAbTaTe
OBYASILIMM U TOCAEAYIOIIETO OMMAOAOTBOPEHMS HECKOABKUX SIMLIEK-
AeTOK (MMOAM3UTOTHAsI MHOTOTIAOAHAsI OepeMeHHOCTB). [Ipu saToM
IAOABI HE SIBASIOTCS T€HEeTUYEeCKU UAEHTUIHBIMU. TaK)Ke MHOTOII-
AOAHAsE OepEeMEHHOCTb MOXXET BO3SHUKHYTb B Pe3YAbTATE AEAEHUs
OAHOJI OTIAOAOTBOPEHHO SIMLIEKAETKM, IIPU 3TOM IIAOABI OyAYT
reHeTUYeCKU UAEHTUYHBIMM (MOHO3SUTOTHAsI MHOTOIIAOAHAS Oe-
peMeHHOCTB). [Ipy MOAUBUTOTHON MHOTOMAOAHO OEpEeMEeHHOCTU
KaXABIIT MAOA OVAET MMeTb COOCTBEHHBIE AaMHMOTUYECKYIO IIO-
AOCTb, XOPMOH U HAQLEHTY. [Ipy MOHO3UIOTHOI OepeMEeHHOCTH Y
MMAOAOB MOXeT ObITh 0011asi MAalleHTa (MOHOXOpUAAbHASI ABOVHSI),
001asg aMHMOTUYECKAS ITIOAOCTb (MOHOAMHUOTUYECKAS ABOVIHS) U
o01iue opraHbl (HEpaspAeAUBIIASICS ABOVHS UAU «CUAMCKUE OAM3-
HeLbI»).

[Tpu paspeAeHUM OMAOAOTBOPEHHOM SIMIEKAETKY B MEPBble 3 AHA,
4YTO MMeeT MeCTO B 1/3 cayyaeB Ipy MOHO3UTOTHBIX ABOVHSX, KaXX-
ABLIL 9MOPUOH GYAET MUMeTh COOCTBEHHYIO aMHUOTUYECKYIO IOAOCTD
1 COOCTBEHHYIO MAALEHTY (AMXOpUAAbHAS AUAMHUOTUYECKASI ABOII-
Hs1) (pucyHok 1). Ilpu paspeaeHun Ha ctapuu 6aactouucTst (4—8
AEHb PasBUTUS) B IIOCAEAVIOIEM KaXKABII IIA0A OyAeT umers cobc-
TBEHHYI0 aMHMOTUYECKYIO IOAOCTb, HO €AMHYIO [IAQLIEHTY, B KOTO-
POl OYAYT CYyLIeCTBOBAaTb aHACTOMO3bl MEXAY COCYAAMU CUCTEM
[IAQLIEHTaPHOI IeMOLMPKYASLIMMA 000UX TAOAOB (MOHOXOpMAAbHAS
aBotHst). ITpu paspeaenuu ambpuobaacta, Ha 9—12-11 AeHb, aMOpu-
OHBI OYAYT MMeTb OOLIYI0 AQLIEHTY U OOI[YI0 AaMHUOTUYECKYIO 110~
AOCTb. AeaeHue aMbpuobaacTa mocae 12-ro AHA OT MOMEHTA OIAO-
AOTBOPEHUSI IPUBOAUT K PA3BUTUIO HEPASAEAUBIIUXCS OAU3HELOB.
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PucyHoK 1. 3aBUCMOCTb XOPUANbHOCTY M QMHUOHANbHOCTY ABOITHI OT BpeMeH! pasaeneHna 6bnactoumcTbl

YACTOTA BCTPEYAEMOCTV MHOTON/I0AHON BEPEMEHHOCTH

bepemMeHHOCTb ABOJIHEI Y >KEHII[H €BPOTIelICKO MOMYASLIMY BCTpeyda-
€TCsi ¢ yacToToi 1% oT 00611jero yrcaa 6epeMeHHOCTE!, IIPY STOM OKOAO
1/3 ABO€H SIBASIIOTCSI AUBUTOTHBIMU U 2/3 — MOHO3UTOTHBIMMU.

YacToTa BCTpeYaeMOCTU AM3UTOTHBIX ABOEH B Pa3AMYHBIX STHUYECKIX
rpymnmax Bapbupyer (B IIsITh pa3 BBILIE Y >KEHIIVH B HEKOTOPbIX pailoHax
Adpukn 1 B 2,5 pasa Bblllie y a3MaTCKMX >KEHIIMH 10 CPABHEHMIO C JKEH-
[IMHAMM €BPOIENCKON MOmyAsityuy). JacToTa BCTPEYaeMOCTY TaKXKe
3aBUCUT OT BO3pacCTa XXeHIMHbI (2% npu Bo3pacTe 35 AeT), KoAndecTBa
OepeMeHHOCTeI B ee aHaMHese (2% mocae 4-71 6epeMeHHOCT B aHaM-
Hese) u criocoba 3ayatusi (20% Ipyu MHAYKLIMY OBYASILIUN).

YacToTa BCTPEYaeMOCTY MOHO3UIOTHBIX ABOEH OAMHAKOBA BO BCEX OT-
HUYECKMX IPYIIAX U HE 3aBUCUT OT BO3PACTa U KOAMYECTBA POAOB Y
JKEHILIVIHBI, OAHAKO MOXeT ObITh B 2—3 pasa Bbllle NPU 9KCTPAKOPIIO-
PAABHOM OIIAOAOTBOPEHMY, BO3MOXKHO, B CBSI3U C HAPYIIEHNEM CTPO-
eHUs IPO3pavHoIl 301! sitliekAeTKM (zona pellucida), xotst MexaHusm
[IOBBILIEHMSI YACTOTHI AEAEHNSI OTIAOAOTBOPEHHOI SIMLIEKAETKM Ha ABe
4aCTU OCTAETCS HESICHBIM.
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B mocaepHe 20 AeT IPOM30ILIAO YBeAUYeHMe YaCTOTbl BCTPeYaeMOCTHU
MHOTOIIAOAHOV 6€PEMEHHOCTH, IPEKAE BCETO AUBUTOTHBIX ABOEH, UTO
MO>KET OBITh CBSI3aHO KaK C YBEAYEHMEM CPEAHET0 Bo3pacTa bepeMeH-
HBIX >KEHIIVH, TaK 1 C pa3BUTNEM BCIIOMOTaTEAbHBIX PENPOAYKTUBHBIX
TEXHOAOTUIA.

OMPEAENEHWUE XOPUAJIBHOCTU N AMHUOHANBHOCTW N10A10B

OrnpepeAeHre 3UTOTHOCTY TAOAOB BO3MOKHO TOABKO IIPU UCCAEAOBA-
i AHK maopa, oAy4eHHOI B pe3yAbTare IIPOBEAEHMsI AMHUOLIEH-
Te3a, XoproHOMoncuu u KoppoueHTtesa. OnpeseAeHre XOpUaAbHOCTYI
[IAOAOB BO3MOYXHO IIPU IIPOBEAEHMY YABTPA3BYKOBOI'O VICCAEAOBAHIUS,
BKAIOYAIOIIEr0 OTPEAEAEHE TTOAA 0OOUX TAOAOB, KOAUYECTBA MAALIEHT
M BUSYAAU3ALMIO aMHUOTUYECKOI IIEPETOPOAKM MEKAY ABYMSI IIAOA-
HbpiMu siiamu (Monteagudo et al., 1994).

PasAMYHBIA IOA TIAOAOB CBUAETEABCTBYET O TOM, YTO AQHHas Oepe-
MEHHOCTb SIBASIETCSI AMBUTOTHOM U, COOTBETCTBEHHO, AVXOPUAABHON
AnamHmotrndeckon. OpHaxko B 60% cayyaeB 06a AOAQ MMEIOT OAMHA-
KOBBII MTOA, U TaKast 0€peMEeHHOCTb MOXeT ObITb KaK MOHO3UTOTHOI,
TaK U AM3UTOTHOM. IIpy HAAMYMM ABYX IAQLIEHT ABOVIHSI Ha3blBaeTCs
AVIXOPMAAbHOI, HO B OOABLIMHCTBE CAY4aeB ITAQLIEHTHI PACIIOAATAIOTCS
OAUBKO APYT K APYTY, IO3TOMY MHOTAQ OBIBA€T TPYAHO OIIPEAEAUTD XO-
PMaABHOCTD ITAOAOB.

[Tpu AMIXOpMAABHO ABOJIHE MEX3MOPUOHAABHAS IIEPErOPOAKA BKAIO-
yaeT B ce0sl CAOJ TKaHM XOPMOHA, Pa3AEASIOLUI aMHUOTHUYECKUEe
000AO0YKM KAXXAOTO 13 3MOPMOHOB, TOrAa KaK IIPY MOHOXOPMAAb-
HOJl OepeMEeHHOCTM TKaHb XOPMOHA MEXAY aMHMOTUYECKUMMU Iepe-
ropoAKaMy OTCyTCTBYeT. ONTUMAAbHBIM CPOKOM AASI OIIPEAEAEHMS
XOPMAABHOCTU NpPU YABTPa3BYKOBOM MCCAEAOBAHUU ABAAETCA 6—9
HepeAu OepemeHHOCTHU. IIpM AMXOpPMAABHOM ABOJVIHE OYAET Ompeae-
ASATBCS YTOAILIEHHAs ITepPeropoAKa MeXXAY ABYMsI TTAOAHBIMYU SANLIAMMU.
ToAlMHa TEPETOPOAKY OYAET IPOrpeCCUBHO YMEHBIIATHCS B CBSI3U C
[MOCTETeHHbIM UCTOHYEHEM XOPMAABHOI MeMOpaHbI B MeXaMOpuo-
HAABHOJ [TEPETOPOAKE, HO B 00AACTY OCHOBAHUS IIEPETOPOAKH B IIEP-
BOM TpUMeCTpe 0epeMEeHHOCTHI BCErAd OYAET OMPEAEASITHCS YIaCTOK
XapaKTepHOII TPEYTOAbHOI (HOPMBI, PEACTABASIOIMII COOOI TKaHb
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xoproHa («AsiMbpa mipusHak») (Bessis et al., 1981, Sepulveda et al.,
1996, Monteagudo et al., 2000).

Busyaausanys 06AacTy OCHOBaHUS IIEPETOPOAKM IIPU YABTPA3BYKOBOM
nccaepoBanuu B 11-13*¢ Hepeab OEPEMEHHOCTU U OL[€HKA HAAUYMS
VAU OTCYTCTBHUS «ASIMOAQ NpU3HAKa» (PUCYHOK 2) MO3BOASIIOT C yBe-
PEHHOCTBIO AUPIEPEHIMPOBATh AUXOPUAABHYIO ¥ MOHOXOPMAABHYIO
ABOVHU. [Ipy yBeAMUEHUM CPOKOB O€peMEHHOCTH IPOUCXOAUT perpec-
CUsI TKAaHU XOPUOHA B MIEPETOPOAKE, U «ASIMOAQ TPU3HAK» IIOCTENEHHO
ncyesaet. Tak A0 20 HepeAb OepeMEHHOCTU TOABKO B 85% AMXOpUaAb-
HBIX O€peMeHHOCTEl! IIPU YAPTPA3BYKOBOM MCCAEAOBAHII MOKET OBbITDH
BBISIBAEH «ASIMOAQ MTPU3HAKY.

PucyHok 2. YnbTpa3BykoBoe u306paxeHue MOHO3UTOTHOI (CneBa) v AN3NTOTHOI (CnpaBa) ABOITHY B NepBoM
Tpumectpe bepemenHocTy. MnaleHTa NpeAcTaBneHa B BIAE eAMHOTO 00pa30BaHKs, HO NPY ANXOPUANbHOI
6epeMeHHOCTI 0TMEYAETCA YUaCTOK TKaHIn XOPUOHa B 06/1aCTv OCHOBAHMA aMHUOTUYECKOI NeperopoaKM
(«nAm6aa npu3HaK»)

B cBsA3M € 3TUM OTCYTCTBME NMPU YABTPA3BYKOBOM MCCAEAOBaHUMU
«AsiMbpa mpu3HaKka» mocae 20 HeAEAb He MO3BOASIET ONPEAEAUTH
XOPUAABHOCTb OepeMeHHOCTU — AuddepeHLrupoBaTh MOHOXOPU-
AABHYIO OEPEMEHHOCTb OT AUXOPUAAbHOI ABOMHU. HanmpoTus, npu
YCTAaHOBAEHUM AMArHO3a MOHOXOPMAABHOM ABOVHM B 11-13*¢ He-
AEADB «ASIMOAQ MPU3HAK» HE MOKET MOSBUTHCS HA OOAee MO3AHUX
CpoKax 0epeMeHHOCTHU, CAEAOBATEABHO, BbISIBAEHUE «ASIMOAQ TIPU-
3HaKa» Ha AIOOBIX CpOKax OepeMeHHOCTU OYAET TOBOPUTH O HAAU-
YUY AVIXOPUAAbHOM ABOVIHU.
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XOPUANIBHOCTb W OCNIOMHEHWUA TEYEHWA BEPEMEHHOCTH
CAMONPOM3BONBLHOE NPEPBIBAHUE BEPEMEHHOCTH

EcAu nipyt yAbTPa3ByKOBOM MCCA€AOBaHUM B 11-13"¢ HepeAb OBIAO BbI-
SIBAEHO HaAM4YlMe€ OAHOTO ITAOAQ, YACTOTA ero riMbeAyr UAU CaMOIIPOU3-
BOABHOI'O MpepbIBaHUsI OepeMEeHHOCTU B mepuoA ¢ 11-it mo 24-w He-
AEAI0 COCTaBAsieT OKOAO 1%. HacToTa MOAOOHBIX OTEPHh MAOAOB IIPU
AVIXOPMAABHOI ABOVIHE COCTaBAsIeT 2% 1 IIPY MOHOXOPMAABHOI ABOII-
He — 0K0AO 10% (Sebire et al., 1997a). Takas BbiCcOKasi 4aCcTOTa IMbeAur
MIAOAOB IIPM MOHOXOPMAAbHOI ABOJIHE CBsI3aHa C PaHHUM pa3BUTUEM
TSDKEAOTO ITAOAOBO-TIAOAOBOTO TPAHCPY3MOHHOTO CUHAPOMA.

CHIDKeHMe 4aCTOThl TUOEAU AOAOB MPU MOHOXOPMAABHOI OepeMeH-
HOCTU MOXXET OBITh AOCTUTHYTO IIyTEM CBOEBPEMEHHOIO YCTAHOBAE-
HUSI XOPUAABHOCTY TIPU IPOBEAEHUM YABTPA3BYKOBOT'O UCCAEAOBAHMUS
B 11—13*° HepeAb, TIATEABHOIO HAOAIOAEHMS 3a COCTOSIHMEM IIAOAOB
B AMHAMUKE U COOTBETCTBYIOLIETO A€YEHMs], BKAIOYAIOLIEr0 IPOBeAe-
HYe Aa3epPHOI KOAryAsIUI COCYAMCTBIX aHACTOMO30B B ITAALIEHTE [IPU
BBISIBAGHIY TIPUSHAKOB TSDKEAOTO TIAOAOBO-IIAOAOBOTO TPAaHC(Y3MOH-
Horo cuHppoma (Ville et al., Senat et al., 2004).

[TEPMHATANBHAA CMEPTHOCTb

[TepuHaTaabHasE CMEPTHOCTb IpU OepeMEeHHOCTM ABOJVHEN B 5 pas
BbIllle, YeM IIPY OAHOIIAOAHOI OepeMeHHOCTU. YPOBeHb MepMHATaAAb-
HOJI CMEPTHOCTH, OOYCAOBAEHHBIII B OCHOBHOM I'AYOOKOI HEAOHOIIEH-
HOCTbBIO TIAOAOB IIPU POXXAEHUM, BbIllle MPY MOHOXOPUAABHOI ABOII-
He (5%) Mo cpaBHEHUIO C AuXopuaAbHOU ABoitHell (2%) (Sebire et al.,
1997a). IIpu MOHOXOPMAABHOI ABOIIHE KPOME HE3PEAOCTU HOBOPOXK-
AEHHBIX IIPMYMHO IOBbBIIIEHHOV NepYHATAAbHOM CMEPTHOCTU SIBAS-
€TCs1 pa3BUTME TAOAOBO-IIAOAOBOTO TPaHCHY3MOHHOTO CUHAPOMA.

[PEX IEBPEMEHHBIE POJIbI

OpAHMM 13 HanboAee TSHKEABIX OCAOXKHEHUIT OepeMEHHOCTY SIBASIFOTCS
Mpe’KAEeBPEMEHHBIE POADL, 0COOEHHO IIPY CPOKaX OepeMeHHOCTH A0 32
HeAeAb. IIpu poxxpeHun pebeHKa A0 24 HepeAb IiepuMHATaAbHAs CMep-
THOCTb cocTaBAsieT moutu 100%, Toraa Kaxk mpu poXAeHUM pebeHka
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MoCA€ 32-J1 HeAeAM TepUMHATaAbHAsl CMEPTHOCTb MUHMMAaAbHas1. POAbBI
B niepuop 24—32 HepeAar 6epeMEHHOCTM COYETAIOTCS C BBICOKOM 4acTo-
TOJ HEOHAaTAaAbHOV CMEPTHOCTY U MHBAAVAU3ALMMA CPEAV BBDKMBLIMX
Aetenl. YacTtoTra mpeXXAeBpeEMEHHBIX POAOB B mepuop 24—32 HepeAb
PV OAHOIIAOAHOV OepeMEHHOCTH COCTaBAsIET OKOAO 1%, 5% mpu au-
XOpMaAbHOII ABOTIHE U 10% IIpy MOHOXOPUMAABHOI ABOJIHE (Sebire et al.,
1997a).

3AMEAIEHUE PA3BUTUSA NNIOAA

ITpu OAHOMAOAHOI OEpPEMEHHOCTY OKOAO 5% HOBOPOKAEHHBIX MUMEIOT
Maccy MeHee 5 NMPOLIEHTUAM, TIPU AUXOPMAABHOI ABOJiHe — 20% Ho-
BOPOXAEHHBIX, & IIPY MOHOXOPMAAbHOI ABoitHe — 30% (Sebire et al.,
1997a, 1998a). boaee Toro, 3apepxka pocta y 000MX IAOAOB HabAIOAQ-
eTcsay 2% AVXOPMAAbHBIX ABOEH U 'y 8% MOHOXOPMAABHBIX ABOEH.

ITpy OAHOTIAOAHOV OepeMEeHHOCTY TAaBHBIMU (aKTOpamy, OIpepe-
ASIIOIMIMI Pa3BUTHE IAOAQ, SIBASIIOTCSI €0 FeHeTUYEeCKUI MOTEeHLIMAA
pocta 1 (QyHKLMOHAABHASI CIIOCOOHOCTH MAaLleHThl. [Ipy MOHOXOPU-
AABHOJT ABOVIHE AQHHBIE (DAaKTOPBI AOAXKHBI OBITb OAMHAKOBBIMU AASI
0001X MAOAOB. VI3 3TOro cAeayeT, UTO pasAMuMsi pasMepoOB IIPU MO-
HOXOPMAaAbHON ABOJIHE, BEPOSITHO, OOBSICHSIIOTCSI HEPABHBIM pasAeAe-
HUeM KAETOYHOI Macchl aMbpuobaacTa npu GopMUPOBAHUN ABOHU
VAU AMCOAAQHCOM LIMPKYASILIMM KPOBU, BBUAY HAAMYMSI aHACTOMO30B
MEXAY COCYAMCTBIMM CHUCTEMaMU ABYX NMAOAOB. Hamporus, B cBsi3u ¢
TeM, 4TO 90% AMXOPUAABHBIX ABOEH SIBASIIOTCS AM3UTOTHBIMU, Pa3AU-
41si pa3MepOB Y TaKMX IIAOAOB MOTYT OOBSICHATBCS Pa3HBIMU IeHETU-
YeCKMMM IOTEHLMaAaMU PasBUTUS U PasAMYHONM (YHKLMOHAABHON
CIOCOOHOCTBIO MAALIEHT.

MPeaknamcua

YacToTa pasBUTUA NPEedKAAMIICUM B 4 pa3a Bblllle NIPU ABOJHE IO
CPaBHEHMIO C OAHOIIAOAHOJ 0epeMeHHOCTbIO, MPUYeM CTATUCTU-
YecK) 3HauMMble Pa3sAMYMA 10 YACTOTe MPEedKAAMIICUM MPU AUXO-
PUAABHON I MOHOXOPMAAbHOI ABOJHE OTCYTCTBYIOT (Savvidou et
al., 2001).
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[WBENb OHOrO U3 NNIOJ0B NPY BOMHE

[MbeAb OAHOTO 13 MAOAOB NPU ABOIHE COTPOBOXXAAETCS TOBbBIIIEHN-
€M pYCKa HapyLIeHUII Pa3BUTHSI Y BTOPOTO IIAOAQ, IIPU 3TOM YPOBEHb
TTOBBIIIEH)SI AQHHOTO PUCKA OIPEAEASIETCS XOPUAABHOCTBIO MAOAOB.
ITpu OAHOIIAOAHOV DEPEMEHHOCTU MPOAOAXKUTEABHOE HAXOKAEHUE B
MaTKe IMOTr1OIIEero MAOAa MOKET IMPUBECTHU K PA3BUTUIO CUHAPOMA AVIC-
CeMMHMPOBAHHOTO BHYTPUCOCYAUCTOIO CBEPTBIBAHUS Yy OepeMeHHO
xeH1Hbl. OAHAKO MPU TMOEAN OAHOTO 13 TAOAOB IIPU MHOTOTIAOAHOM
0GepeMeHHOCTU STOT CUHAPOM Pa3BUBAETCsI KPailHe PEAKO.

Puck AAsl pa3sBMBAIOLIErOCS IAOAQ TIPU TMOEAM APYTOTO IPU AMXO-
PUAAbHOI O0EepeMEHHOCTM B OCHOBHOM CBSI3aH C BBICOKOW 4YaCTOTOM
MIPEKAEBPEMEHHBIX POAOB, 00YCAOBAEHHBIX BBIOPOCOM LIMTOKMHOB U
MMPOCTATAQHAMHOB MPU pe30pOLuu mAaLeHThl norubirero maopa. [pu
AVIXOPUAABHOI O€peMEHHOCTU PUCK TMOEAM BTOPOTO MAOAQ MAU UH-
BaAMAM3ALIMY HOBOPOXAEHHOro cocTaBasieT 5-10%, Toraa xak npu
MOHOXOPHMAABHON ABOJHE 3TOT PUCK COCTaBASIET KaK MUHMMYM 30%,
Y 9TO yBeAYeH)Ee 00YCAOBAEHO SMM30AAMU TSDHKEAON TUIIOTOHUY, KO-
TOpBIE YCYI'YOASIIOT OCAOKHEHSI, BbI3BAaHHbIE HEAOHOLIEHHOCTBIO. DTU
SMU30ABI TUIIOTOHMY Pa3BUBAIOTCS BCAEACTBUE OTTOKA KPOBU B CUC-
TEMY LIMPKYASILIMU TTOTMOLIETO MAOAQ Yepe3 COCYAMCTble aHACTOMO3BI
B nAaueHTe (Fusi et al., 1991). BHyTpuyTpoOHOe nepeAnBaHye KpOBU
MIAOAY, IPOAOAXKAIOIIEMY Pa3BUBATbCS, TO3BOASIET IIPEAOTBPATUTD €0
rubeAb, €CAU TO TIepeAMBaHME IPOBEAEHO B TeUeHNe MepBbIX 24 4acoB
OT MOMEHTa rMbeAr BTOPOTO MAOAQ.

AHoMANMM PA3BUTMSA NNOAA

AHoMaAuM pa3BUTHS TAOAQ TIPU ABOJIHE MOYXXHO PasA€AUTDb Ha ABeE
TPYIIIBL: TIOPOKM Pa3sBUTHMsL, BCTPEYAIOLIMECS U IIPU OAHOIIAOAHOI Oe-
PEMEHHOCTH, U MOPOKM PAa3BUTHS, XapaKTEPHbIE TOABKO AASl ABOEH,
NpUYeM AaHHble aHOMAaAUM Pa3BUTUS BO3MOXKHBI TOABKO IIPUM MOHO-
XOPUMAABHOM ABOJIHe. Ipy KaXKAOil aHOMAAUM Pa3BUTHS ITAOABI MOTYT
OBITH KOHKOPAQHTHBI I AUCKOPAQHTHBI TI0 HAAUYMIO U CTEMEHU BbI-
P2KEHHOCTU AQHHOI maTtoaoruu. YacToTa BCTpeYaeMOCTM aHOMAAUN
Pa3BUTUS TIAOAQ TIPU AUBUTOTHOM ABOVIHE U IIPU OAHOIIAOAHOIT Oepe-
MEHHOCTU He VMeeT 3HaYMMBbIX Pa3AUYMIL, TOTAQ KaK IIPU MOHO3UTOT-
HOJl ABOJIHE YaCTOTa BCTPEYAEMOCTY aHOMAaAUN pa3BUTUA B 2—3 pasa
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Bolie (Burn et al., 1991, Baldwin et al., 1994). KOHKOPAQHTHOCTbD TIAO-
AOB TI0O HAAUYMIO OAMHAKOBOV aHOMAaAWUM Pa3BUTHsI HADAIOAQETCS He
yacto (y 10% mAOAOB IpU AMXOPUAABHOI ABOVHE 1 20% MAOAOB IIpU
MOHOXOPUAABHOI ABOJIHE).

[Tpy HAAMYMM AHOMAAMU PA3BUTUS Y OAHOTO U3 ITAOAOB IIPY MHOIO-
[TAOAHOM 6epeMEHHOCTY BO3MOXKHO BBIIIOAHEHME CEAEKTUBHOM PEAYK-
LMK AQHHOTO TIA0AQ (Sebire et al., 1997b). Tlpu aHOMaAMSIX pasBUTUS,
MPUBOASIIUX K TSDKEAON MHBAAMAU3ALMU peOeHKa, pelleHue O Bbl-
[IOAHEHUM CEAEKTUBHON PEAYKLMU IIAOAA IIPMHMMAET CeMeliHasl [apa,
[IPU 5TOM AOAXKEH YYMTBIBATbCsI PUCK IPEPbIBAHMUS OEPEMEHHOCTU U
rubeAr 3A0POBOIO MAOAQ B PE3YAbTATe IIPOBEAEHUSI AQHHOI IpoLie-
AypbL TIpy HAAMYUM AETAABHOM aHOMAAUY PA3BUTUS IIPEACTABASIETCS
L|eAeCO00PasHBIM IIPOBOAUTD CEAEKTUBHYIO PEAYKLMIO TAKOTO IIAOAA
TOABKO B TOM CAY4ae, €CAM €r0 AQAbHEJIIee Pa3BUTHE IIPEACTABASIET
YIPO3Y AASI KU3HU 3AOPOBOIO MAOAQ. [IpM AMXOPUAABHOI ABOVIHE Ce-
AEKTUBHASI PEAYKLIMS IAOAQ OCYIIECTBASETCSI MUHBEKLIMEN XAOPHAA Ka-
AVISI B 00AQCTD CEPALIA TIAOAQ, MEIOIIEro aHOMAAMIO PA3BUTUS, TOTAQ
KaK MPU MOHOXOPUAABHON 6EpeMEHHOCTU HEOOXOAMMO BBIIIOAHEHUE
OKKAIO3UY COCYAOB ITYIIOBMHBI TAKOTO TIAOAQ.

MnoaoBo-nnoa0BbIi TPAHCOY3UOHHDIA CUHAPOM

[Tp MOHOXOpPMAABHOI ABOJIHE B IIAALIEHTE MMEIOTCS COCYAMCTBIE
AQHACTOMO3bI, KOTOPbIE COEAVHSIIOT CUCTEMbI MTAALIEHTAPHOI reMOLUp-
KYASILMY 000MX TIAOAOB. AHACTOMO3BI MOTYT OBITb apTUPUO-APTEPU-
AABHBIMU, BEHO-BEHO3HBIMU U apTEPUO-BEHO3HBIMU. AHATOMUYECKE
MCCAEAOBAHMSI TAQLIEHTBI IOKa3aAM, YTO CaMU apTEpPUO-BEHO3HbIE
aHAaCTOMO3bI PACIOAAraloTCs B rAyOMHE MAALIEHTDI, TOrAQ KakK Gopmu-
PYIOLLIME KX COCYABI IPOXOASIT IO IIOBEPXHOCTY NAALeHTHI (Benirschkle
et al., 1973). B 30% cay4yaeB Ipy MOHOXOPMAABHOI ABOVIHE HEPaBHO-
MepHOe pacIpeAeAeHre KPOBU Yepes apTepro-BeHO3HbIe aHACTOMO3bI
OT OAHOTO IAOAQ (AOHOpA) K APYTOMY (peLMITMEHTY) IPUBOAUT K pas-
BUTHMIO TIAOAOBO-IIAOAOBOTO TPaHCHY3MOHHOTO CHHAPOMA, IIpUYeM B
[TIOAOBMHE CAy4YaeB AQHHOE COCTOSIHUE OYAET TSDKEABIM.

ITpu pasBuTuM TsKEAOM GOPMBI TAOAOBO-IIAOAOBOTO TpaHCy3u-
OHHOT'O CMHAPOMA Y OAHOTO 13 IIAOAOB HAaOAIOAQETCS BIpa>KEHHOE
MHOTOBOAMeE y>Ke IpU cpokax 16—24 Hepeau OepemenHocTu. IlaTo-
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FHOMOHMYHBIMY MPU3HAKAMU TSHKEAON (POPMBI TAOAOBO-TIAOAOBO-
ro TpaHcPy3sMOHHOIO CUHAPOMA SIBASIIOTCSI BU3YaAU3ALUS YBEAU-
YEHHOI'O BCAEACTBME IOAUYPUY MOYEBOTO IY3bIPsI I MHOTOBOAUS Y
[IAOAQ-PELMIIMEHTa U OTCYTCTBME BUSYAAU3ALUU MOYEBOTO My3bIPsI
M QaHTMAPDAMHMOHA BCAEACTBME AaHYPUM Y IAOAQ-AOHOpa. ABura-
TEeAbHAs] aKTUBHOCTb IIAOAQ-AOHOPA OTCYTCTBYET BCAEACTBME OT-
CYTCTBUSI BOA U CHABIUENCS AMHUOTUYECKONM MOAOCTHU, IIPU ITOM
[IAOA OKYTaH aMHUOTUYECKO OOOAOYKONM U NMPMXKAT K IAQLIEHTe
VAU K CTEHKe MaTKM (PUCYHOK 3).

PucyHok 3. Taxenas ¢opma nnogoBo-nnogoBoro TpaHcdy3noHHoro cuiapoma B 20 Hegiens bepemeHHoCTH.
(0TMeyaeTca BbIpaxeHHOe MHOTOBOAME Y NN0Aa-peLunieHTa v NoaHoe 0TCyTCTBUE OKONOMNOAHBIX BOA
¥ NN0Aa-AOHOPA, KOTOPbIA 0KYTaH AMHUOTUYECKOIA 060/10YKOIA U NPUXAT K NNaLieHTe

BbIABNEHME PAHHUX PU3HAKOB MNI010BO-N/I0/10BOr0
TPAHCOY31OHHOTO CHAPOMA

YABTpa3BYKOBbIE NPOSIBA€HUS FeMOAVMHAMMYECKMX HapyLIeHU, AeXKa-
X B OCHOBE PasBUTUS TSDKEABIX (POPM NMAOAOBO-TIAOAOBOTO TPAHC-
(bY3MOHHOTO CMHAPOMA, MOTYT BBIABASITbCS yXe B 11-13*° HepeAb
0epeMeHHOCTU B BMAE YBEAUYEHUS TOAILIMHBI BOPOTHMKOBOIO IPO-
CTPaHCTBA Y OAHOTO MAM 060MX TA0AOB. B 11-13*° HepeAb U MOHO-
XOpUAaAbHOII bepeMeHHOCTH, KOTOPasi BIOCAEACTBUM OCAOXKHUTCS pas-
BUTHEM MAOAOBO-IIAOAOBOTO TPAHCPY3MOHHOTO CHMHAPOMA, YacTOTa
BcTpeyaeMocTy yBeanuenus TBITy opHoro s naopoB cocrasaset 30%,
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TOTIAQ KaK Y TeX [TAOAOB, Y KOTOPBIX AQHHBIII CUHADOM He Pa3OBbeTCs,
yactoTta yBeanuenus TBIT ne npespitaer 10% (Sebire et al., 2000).

APYyr“M yAbTPa3BYKOBBIM IIPU3HAKOM TSIKEAO! (POPMBI IIAOAOBO-IIAO-
AOBOTO TPaHC(Y3MOHHOIO CMHAPOMA SIBASIETCS ITATOAOTMYecKas ¢op-
Ma KPUBBIX CKOPOCTEN KPOBOTOKA B BEHO3HOM IIPOTOKE Y IIAOAA-PeLy-
nuenta (Matias et al., 2000). PazAnunst KOITYMKO-TEMEHHOTO pasMepa y
ABYX IIAOAOB He SIBASIIOTCSI IPM3HAKaMy Pa3BUTHSI IIAOAOBO-TIAOAOBOIO
TpaHCchY3MOHHOTO CMHAPOMA.

OAHMM 13 IPKU3HAKOB, CBUAETEABCTBYIOIMX O Pa3AMIMK 00BEMA OKO-
AOTIAOAHBIX BOA Y IMTAOAOB IIPU MAOAOBO-IIAOAOBOM TPaHC(Y3MOHHOM
CUHADOME, SIBASIETCSI NOSIBAEHME CKAAAOK aMHMOTUYECKUX 000AOYEK
(pucynok 4). Y 30% MOHOXOpMAAbHBIX ABOEH IIpM CpOKax OepeMeH-
HOCTM 15—17 HepaeAb BBISIBASIFOTCSI CKAQAKM aMHUOTUYECKUX 000A0YEK,
[PV 3TOM y IIOAOBMHBI TaKuX ABoeH (15% oT obiero uncaa MOHOXO-
PUAABHBIX ABOEH) BIIOCAEACTBUU HAOAIOAQETCSI MHOTOBOAME ¥ OAHOTO
IIAOAQ Y1 MAAOBOAME Y APYTOTO; Y APYT'OJl IIOAOBMHBI OTMEYAeTCsl yMe-
pEeHHasl CTeleHb IMAOAOBO-IIAOAOBOIO TPaHCY3MOHHOTO CUHAPOMA,
[PV 5TOM B Te4deHue BCell bepeMeHHOCTH OYAYT OTMEeYaThCs pasAUYMs
B KOAMYECTBE OKOAOIIAOAHBIX BOA 1 padMepax 000X IIAOAOB.

PucyHoK 4. PaHHee pa3BuTvie NIOLOBO-MNIOA0BOF0 TPAHCY3MOHHONO CUHAPOMA NP MOHOXOPHUNbHOIA ABOITHE
B 16 Hezienb 6epemeHHocTY. 06paLLaeT Ha ceba BHIUMAHWe CKNaK1 aMHINOTIAYECKIX 0005104eK, HanpaBMeHHbIX
B aMHYOTYECKYIO MONIOCTb NIOA-PELNIVENTA 1 MOBbILLIEHIE SXOTHHOCTY AMHUOTUYECKOI KUAKOCTU N0Ja-H0Hopa

Y 66% MOHOXOPUAABHBIX ABOEH CKAAAKM aMHUOTUYECKUX ODOAOYEK He
BBISIBASIIOTCSI, U Takue O€pEMEHHOCTHU He COMPOBOXKAQIOTCSI ITOBBILIEHEM
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pUCKa CaMOIIPpOM3BOABHOI'O IIPEPbIBAHUSA VAU rubeAn IIAOAOB B CBA3U C
Pa3BUTHUEM ITAOAOBO-TIAOAOBOI'O TpaHC(i)YSI/IOHHOFO CHApOMa.

CvHOPOM OBPATHOM APTEPUANIBHO/ NMEPOY3UM NPV [IBOMHE

KpailHUM IpOsIBAEHMEM IIAOAOBO-IIAOAOBOIO TPaHCHY3MOHHOIO
CUHAPOMA SIBASIETCSI CMHADOM aKapAMM, KOTOPBII BCTPEYAeTCsl B
1% MOHO3UTOTHBIX ABO€H. AaHHO€ COCTOsIHME Ha3bIBAETCSI CHUHAPO-
MOM OOpaTHOI apTepuaAbHON mepdysuu, B OCHOBE DTOM IATOAO-
UM AEXKUT HAAMYME aPTEPUO-aPTEPUAABHBIX aHACTOMO30B MEXAY
COCyAaMU IYIIOBUHBL 000MX MAOAOB U GOPMUPOBaHME IIAOAA-PE-
LUMIMEHTA U IIAOAA-AOHOPA, KOTOPBI 0becreynBaeT MOCTYIAEHKE
KPOBU KO BTOPOMY IIAOAY, U 3TO, KaK IPEATIOAATAETCsI, IPUBOAUT
K AMCOAaAQHCY KPOBOTOKA, HAPYLIEHUIO Tepdysun U CTPYKTYPHOIO
pasButus naopa-peuunuenrta (Van Allen et al., 1983). Boaee 50%
[IAOAOB-AOHOPOB HOrubaeT BCAEACTBUE PA3BUTUS BbIPa’KEHHOII
CEepAEYHON HEAOCTATOYHOCTU VAU TAYOOKON HEAOHOLIEHHOCTH,
00yCAOBAEHHOII IIPEXAEBPEMEHHBIMU pPOAAMM, HACTYIUBIIMMU
BCAEACTBME OCTPOTO MHOTOBOAMS. Bce MAOABI-pELUIIMEHTDI [TOT -
0ai0T, TaK KaK Yy HUX MMEKTCSI MHOTOYMCAEHHbIE AaHOMaAUY PA3BU-
Tusl. AevyeHue AQHHOTO CMHAPOMa BO3MOJKHO HauMHasi ¢ 16 HepaeAb
0epeMeHHOCTU MyTeM OCTAHOBKU LIMPKYASILIMK IIAOAQ-AOHOPA NPU
[IOMOLIM AMATEPMOKOAT YASILIMU COCYAOB IIYIIOBUHBI II0A YABTPA3BY-
KOBBIM KOHTPOAEM MAU AQ3€PHONM KOAIYASILIUYU COCYAOB ITYIIOBMHBI
B [IPEAEAAX TKaHEl TeAd [TAOAA-PELIUIIMEHTA.

3HaueHwve onpepesieHNa XOpUanbHOCTY MOAOB NPV ABOVIHE

® XopuvanbHOCTb MIOAOB B 6OMbLLEN CTEMEHM MO CPABHEHUIO C UX 3UrOT-
HOCTbIO onpegaenser ucxog 6epemeHHOCTH.

® [lpy MOHOXOPVANIbHOM ABOMHE YAacTOTa CaMOMPOV3BOJIbHOMO MPepbI-
BaHWA 6epeMEeHHOCTY, YPOBEHb NMeprHaTaibHON CMepPTHOCTH, YacToTa
NpeAeBPEMEHHbIX POLOB, 3aAePXKKN POCTa Y aHOMANVIN Pa3BUTUA
M040B CYLLECTBEHHO BbILLE, YEM MPU JUXOPUAIbHON ABOMHE.

e [v6enb 0O4HOrO 13 MIOAOB MPY MOHOXOPWAIbHOM ABONHE COMPOBOX-
[AeTcA MoBbIWEHNEM PUCKa rMbeny BTOPOro miaoga Uan pasButus y
HEero TsXKesblX HEBPOMOTMYECKUX HapyLLIEHNA.
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XPOMOCOMHDbIE 3ABONIEBAHA NN10J0B NPU MHOTOMJIOLHON
BEPEMEHHOCTH

HPI/I MHOFOHAOAHOI;I 6epeM€HHOCTI/I IIp€HaTaAbHAaA AMAarHOCTUKA XPO-
MOCOMHBIX 3200A€BaAHMIT 3aTPpyAHEHA: BO-TIEPBBIX, B CBA3U C TEXHNYE-
CKUMM 0COOEHHOCTSIMM MHBA3MBHOI'O BMELIATEABCTBA MOXKET OBITD I10-
Ay4Y€H HeOAHOSHa"IHbII;[ pe3yAbTaT HUTOT€HETUIECKOT O NCCAEAOBAHNIS,
a TAKXX€ PpUCK IIpepbIBaHUA 6epeMeHHOCTI/I IIOCA€ BBIIIOAHEHMA MHBaA-
3VIBHOI'O BM€ELIATEAbCTBA IIpU MHOI‘OHAOAHO]?I 6€p6MeHHOCTI/I BhbIllIE,
4eM IIpu OAHOHAOAHO]Z. BO—BTOprX, MOXET MME€Tb MECTO AUCKOPAAH-
THOCTDb ITAOAOB IO XPOMOCOMHOMY Sa6OAeBaHI/IR), M B TaKUX CAy4dasaXx
OAHVM 13 BO3SMO>XHbBIX METOAOB BEAECHUA 6ep€M6HHOCTI/I ABASETCA Ce-
AEKTUBHas peAYKLMA ITIAOAQA.

CeAeKTMBHAsI PEAYKLVSI TIAOAQ MOBBIIIAET PUCK CAMOIPOU3BOABHOIO
NpepbiBaHus 6EPEMEHHOCTYU UAU TIPEKAEBPEMEHHBIX POAOB, KOTOPbIE
MOI'YT NPOU3OMTU U 4Yepe3 HECKOABKO MECSLIEB IIOCAE IPOBEAEHMUS
onepauuu. BeposiTHOCTb PasBUTUSI STUX OCAOKHEHUI ONPEAEASETCS
CPOKOM 0epeMeHHOCTM Ha MOMEHT IIPOBEAEHUM CEAEKTUBHOI PEAYK-
uyu. CeAeKTUBHAS PEAYKLMS MAOAQ TTOCAE 16 HepeAb OepeMeHHOCTU
COIIPOBOXKAQETCSI TPEXKPATHBIM YBEAUYEHMEM YaCTOTbI IPEPbIBAHMI
OepeMEHHOCTU U TIPEKAEBPEMEHHBIX POAOB IO CPAaBHEHMIO C €€ BbI-
[IOAHEHMEM AO STOrO CPOKA, IIPU ITOM CYLIECTBYET OOpaTHas 3aBU-
CUMOCTb MEXAY BEAUYMHAMU CPOKa OEPEMEHHOCTH NPU BBIIOAHEHN!U
CEAEKTUBHOM PEAYKLMM U CPOKOM OEpEMEHHOCTM Ha MOMEHT POAOB
(Evans et al., 1994).

OAHUM 13 HanbOAee ONITYIMAABHBIX METOAOB MHBA3MBHO TPEHATAABHOM
AVIATHOCTVIKM B LIEASIX KaPMOTUIIMPOBAHMSI TIAOAOB IIPU ABOJIHE SIBASIET-
Cs1 aMHMOLIEHTE3, IIOCA€ KOTOPOTO YaCTOTA IIOTEPD IIAOAOB, CBSI3aHHAS C
BMEIIATEABCTBOM, COCTaBASIET OKOAO 2%. HacToTa HOTEPh IIAOAOB ITOCAE
XOPMOHOMOIICHM TAOAOB COCTABASIET 1%, HO B 1% cAy4aeB Ipy 5TOM BO3-
MO>KHBI AMarHOCTMYECKME OLIMOKY, 00YCAOBAEHHbBIE ITOAYYEHEM BOP-
CUH XOPMOHA OAHOTO U TOTO K€ IAOAQ ABR)KABI, MAM KOHTaMMHALVeN
ITIOAYYEHHBIX BOPCUH XOPMOHA OAHOI'O IIAOAQ BOPCMHAMM XOPMOHA APY-
roro. IIpeuMy1jecTBOM XOPMOHOMOIICUY SIBASIETCS IOAYY€EHME Pe3YAbTa-
TOB KapMOTUIMPOBaHMs B 60Aee KOPOTKME CPOKM, UTO, IIPU BBIIBAEHUN
MATOAOTMM Y OAHOTO U3 ITAOAOB, ITO3BOASIET BBIIIOAHUTDH CEAEKTVBHYIO
peayKLuIo B 60Aee paHHME CPOKYM OepeMEeHHOCTI.
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CKPI/IHI/IHF, OCHOBAHHbI HA BO3PACTE MATEPU

ITpy AMBUTOTHOM ABOVIHE PUCK XPOMOCOMHONM MATOAOIMU Y KaXKAOTO
M3 ABYX IIAOAOB TAaKOM JK€, KaK M IPU OAHOIAOAHON OEpeMEeHHOCTH,
1, CAEAOBATEABHO, BEPOSITHOCTb HAAUYMS Y OAHOTO U3 IIAOAOB XPOMO-
COMHOI1 IATOAOTM B ABA Pa3a BbILIE, YeM [IPU OAHOIIAOAHOI HepeMeH-
HocTy. TaK KaK 4acToTa BCTPEYaeMOCTY AUSUTOTHON ABOJIHU YBEAUYM-
BaeTCsI C BO3PACTOM MAaTepy, TO B CBSI3U C TUM 4aCTOTA XPOMOCOMHOI1
[IATOAOT MU Y IAOAOB IIPU ABOJTHSIX OYAET BbILlle, YeM [IPU OAHOIIAOAHOII
OGepeMeHHOCTU.

ITpy MOHOXOpMAABHOI ABOJIHE PUCK XPOMOCOMHOI TATOAOTUY Y TIAO-
AOB He OTAMYAETCS OT TAKOBOI'O IPU OAHOMAOAHOI OepeMeHHOCTH, U
B a0COAIOTHOM OOABLIMHCTBE CAy4YaeB XPOMOCOMHAS TATOAOTHsSI OyaeT
BbIsIBAEHA Y 000MX ITAOAOB.

COOTHOIIIEHe YaCTOThI BCTPEYAEMOCTY CAMOIIPOV3BOABHBIX AU3UTOT-
HBIX Y1 MOHO3UTOTHBIX ABOEH Y >KEHIIVH €BPOIENICKOI IONYASLIMU CO-
CTaBASIET ABa K OAHOMY, 1 I0O3TOMY YaCTOTa XPOMOCOMHOJ IaTOAOT YU
Y OAHOTO 13 ITAOAOB IIPU ABOJIHE B 1,6 pa3a Bblllle, YeM IIPY OAHOIIAOA-
HOU 6€peMeHHOCTU.

ITpu mpoBepAeHMM KOHCYAbTMPOBaHUA CEMEeHO Maphl B 3aBUCMMOCTHU
OT XOPMAABHOCTU IAOAOB CYIIECTBYeT BO3MOXXHOCTb IMPEAOCTaBUTD
6oAee TOUHYIO MHGOPMALIMIO O BEPOSTHOCTY TOTO, YTO OAMH MAM 00a
MAOA2 OYAYT MMETb XPOMOCOMHYIO IIaTOAOTUI0. [Tpy1 MOHOXOpMAABHOM
ABOJIHe IpU KOHCYABTMPOBAHUM CEMEIHO} Mapbl IMPeAOCTaBASeTCS
yHbOpMaLMs, YTO PUCK XPOMOCOMHON MATOAOTUU Y TIAOAOB HE OTAU-
4aeTCs OT PUCKa IPU OAHOIIAOAHOT OepeMeHHOCTH, U 00a ITA0AA OYAYT
VIMETb OAMHAKOBBINI XPOMOCOMHBINI Habop. ITpy KOHCYABTMpPOBaHUM
CeMeJHOJ Iaphl IPU AMXOPUAABHON OepeMEeHHOCTY MPEAOCTABASIETCS
yHbOpMALMs], YTO BEPOSITHOCTb HAAUYMS Y OAHOTO U3 ITAOAOB XPOMO-
COMHOVJI TATOAOT MY B ABA pasa Bblllle, YeM IIPU OAHOIIAOAHOM OepeMeH-
HOCTM, TOTAQ KaK BEPOSITHOCTb HAAUYMS XPOMOCOMHOTO 3a00AeBaHNs
y 000MX MAOAOB MOKET OBITb pacCuMTaHa IIyTeM YMHOXXeHUs 3Haue-
HUII PUCKA AASL KQXKAOT0 ITAoAQ. HanpuMep, y copokaaeTHel KeHIMHbI
PUCK HAAWYMS Y IAOAQ TpUCcOMMUM 21 TP OAHOIIAOAHO GepeMEeHHOCTI
cocTtaBaseT 1 Ha 100, mpu AMXOPMAABHO ABOVIHE PUCK HAAUYMS TPUCO-
Muu 21 y 0AHOTO 13 TAOAOB OyAeT paBeH 1 Ha 50 (1/100+1/100), Toraa
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KaK pUCK Haanuus Tpucomuu 21 y oboux nmaopoB coctasut 1 Ha 10 000
(1/100x 1/100). AaHHbIit pacyeT sIBAsIeTCS YIIPOLIEHHBIM, TaK Kak 10%
AVIXOPVIAABHBIX ABO€H SIBASIIOTCSI MOHO3UTOTHBIMM, U Y HUX PUCK HAAU-
Y1sl XPOMOCOMHOJ MAaTOAOTMM ITAOAQ PACCUMTBIBAETCS TaK >Ke, KaK U
IIpY MOHOXOPMAABHOI ABOJIHE.

BUOXMMUYECKII CKPUHIHT BO BTOPOM TPUMECTPE BEPEMEHHOCTY

ITpy 0AHOTIAOAHOVI O€peMEHHOCTY CKPMHMHT XPOMOCOMHOJ ITATOAOT UM
IIAOAQ, OCHOBAHHBIN Ha BO3pacTe MaTepy U OIpeAeAeHMM KOHLIEHTpa-
LMy OMOXMMUYECKX MApKEPOB BO BTOPOM TPUMeCTpe OepeMeHHOCTH,
M03BOASIET BbIABUTD Tpucomuio 21 y 50—70% mAOAO0B P YaCTOTe AOXK-
HO-TIOAOXKUTEABHBIX pe3yAbTaTtoB 5% (Cuckle et al., 1998).

ITpu 6epemeHHOCTU ABOVHEN MepuaHbl KoHueHTpauuit ADIT, XTY u
uHr1bMHA A B CBIBOPOTKE KPOBU MaTepu MPUOAUSUTEABHO B ABa pasa
BbIILIE, YeM IIPU OAHOTIAOAHOM bepemenHocTu. [Ipu cozpaHuu Marema-
TUYECKOV MOAEAU pacyeTa PUCKa XPOMOCOMHONM MATOAOTMM TAOAQ C
y4EeTOM IOBBIILIEHHO! KOHLIEHTPALUMl CHIBOPOTOYHBIX MapKepoB IIpU
OepeMeHHOCTU ABONHEN OBIAO MOKa3aHo, YTO 3¢GdeKTUBHOCTL O1O-
XMMWYECKOTO CKPUHMHIA XPOMOCOMHOW TATOAOTUU MAOAQ TIPU STOM
OyAET COCTaBASITb OKOAO 45% IpM YacTOTe AOXKHO-TIOAOXKUTEABHBIX
pesyabratoB 5% (Cucke, 1998).

,A,ax(e €CAUM TIPOCIIEKTUBHDbIE MCCAEAOBAHNMS ITOKA3bIBAKOT BCI)CI)CKTI/IB—
HOCTb OMOXMMUYECKOTO CKPpMHMHIa XPOMOCOMHOI;[ IIATOAOI'M ITAOAQ
npn ABO];IH@, OCTalOTCS HEpEUIEHHbIE HpO6AeMbI, CBsA3aHHbBbIE€ C BBIIIOA-
HEHNEM AAQHHOI'O CKpMHMHTIA. BO—HepBbIX, H806XOAI/IMO AO6I/ITbCH npu-
€MAEMOT'O YPOBHA YaCTOTbhI AOKHO-TIOAOXXUTEADHBIX PE3YAPTATOB, TAaK
KaK IIpOBEAEHNE VHBa3UBHOM HpeHaTaAbHOf/l AVQTrHOCTUKU TP MHO-
I'OHAOAHO]?I 6epeMeHHOCTI/I CBsI3aHO C MOBBIIIEHHbBIM PUCKOM IIpEPbI-
BaHUA 6epeMeHHOCTI/I. BO—BTOprX, IIpM IIOBBILIEHHOM DPHCKE€ XPpOMO-
COMHOM ITaTOAOTUM Y IAOAQ IIO AAHHBIM OMOXUMIUYECKOTO CKpMHMHIa
HEN3BECTHO, Y KAaKOT0 13 ABYX IIAOAOB MMEETCA TIOBBIILLIEHHBIN PUCK. B-
TpETbUX, NP AUCKOPAAHTHOCTHU ITAOAOB I10 XpOMOCOMHOIZ IIaTOAOI'UN
IIpOBE€AEHUE CeAEeKTUBHOM PEAYKLIMM BO BTOPOM TPpUMeECTpPE 6epeMeH—
HOCTU CBSI3aHO C 60A€€e BBICOKMM pUCKOM OCAOKHEHUI TeYeHUS 6epe—
MEHHOCTMU I10 CPABHEHMIO C €€ BbIIIOAHEHMEM B IIEPBOM TPUMECTPE.
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CKPUHWHT, 0CHOBAHHbIN HA W3MEPEHUM TBIT nnopa

ITpu AMxopuasbHOt GepeMeHHOCTU 3P PEeKTUBHOCTD BBISIBAEHUS XPO-
MOCOMHOI1 maToaoruy npu yseandennu TBIT naopa cocrasaser 75-80%
IIPY YaCTOTE AOXKHO-IIOAOKUTEABHBIX PE3YABTaTOB 5%, UTO COOTBETC-
TByeT 3G EeKTUBHOCTY AAQHHOTO CKPUHMHIA IIPU OAHOIIAOAHON Oepe-
menHocTH (Sebire et al., 1996a, 1996b). VIHAMBMAYAABHBIN PUCK HAAWYMS
TpucoMuM 21 pacCUMTHIBAETCS AASI KQKAOTO IIAOAQ OTAEABHO Ha OCHO-
BaHuM Bo3pacrta marepu u 3HaueHus: TBIT. Takum obpasom, B 11-13*¢
HeaeAb OepeMeHHOCTM BO3MOXKHO IHpoBepaeHue 3ddeKTUBHOro CKpu-
HUHTA ¥ AVarHOCTVIKYI XPOMOCOMHOJ ITaTOAOTMM IIAOAQ, YTO TI03BOASIET
BBIIIOAHUTD CEAEKTVBHYIO PEAYKLIMIO TTAOAQ IIPY HAAMYMH Y HET'O XPOMO-
COMHOJ1 IIATOAOT MU B Hanboaee 6e30macHble CPOKM OEpEMEHHOCTH.

ITpeumy1iecTBO yAbTpa3ByKoBoro ckpuHuHra rno TBITmaoaa coctout B
TOM, UTO IIPU AUCKOPAQHTHOCTY IAOAOB IIO XPOMOCOMHOJ TaTOAOTUU
HaAanuue yBeanueHHoro TBIT mo3BoAsieT mpy BBIIIOAHEHUY CEAEKTUB-
HOJ PEAYKLIMM C YBEPEHHOCTBIO OTAUYUTD 3A0POBOTO ITAOAQ OT ITAOAQ,
MIMELIET0 MaTOAOTMYECKUIT KAPMOTUII.

[Ipy MOHOXOPMAABHOW ABOJHE YaCTOTa AOXXHO-TIOAOKUTEABHBIX pe-
3YABTaTOB YABTPa3BYKOBOIO CKPVMHMHIQ XPOMOCOMHONM IQTOAOTMM
MAOAQ B MTEPBOM TpUMeCTpe O€peMEeHHOCTH BBILle, YeM TIPU AUXOPU-
AAbHOII ABOJIHE, U cocTaBAsieT 8%, Tak Kak yBeanueHue TBIT sBaserca
TaK)Ke IPU3HAKOM PasBUTHUS ITAOAOBO-TIAOAOBOTO TPaHCHY3MOHHOTO
cuHpApoMma. Puck Tpucomuu 21 pacCUUTBIBAETCS OTAEABHO AASI KQXKAO-
IO ITAOAQ C YYeTOM Bo3pacTa Marepu u 3HaueHus TBII, nHAuBUAYaAb-
HBIM 3HAYEHUEM PUCKA AASI DePEMEHHO JKEHIIMHBI SIBASIETCSI CPEeAHEee
3HauyeHMe ABYX PUCKOB.

KOMBUHVPOBAHHBI CKPUHWUHT, OCHOBAHHbII HA U3MEPEHMMN TBI
11 BUOXUMUYECKIX MOKAATENEN

ITpy HOpMaAbPHOM KapMOTUIIE ITAOAOB IIPM ABOJHE MeAMaHa KOHL|EH-
tpauun PAPP-A u B-XI'Y, ¢ yueTom Beca MaTepy, OYAET COCTABASITD
0K0AO 2 MoM aAst opAHOTIAOAHOI OepemeHHOCTH. [Tpy Tpucommn 21 y
OAHOTO 13 ITAOAOB IIpU ABOJHe MeAMaHbl [B-XI'Y OYAyT cyliecTBEHHO
Bblllle, 2 MepMaHbl PAPP-A — cyljecTBeHHO HIKe, YeM IPpY HOPMaAb-
HOM Kap1oTuile y 0001x NA0AO0B. [ Tpy 4acTOTe AOYKHO-TIOAOXKUTEABHBIX
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pesyabTatoB 10% (5% AASL KaXKAOTO TMAOAQ) KOMOVMHUPOBAHHBIN YAb-
TPa3BYKOBOM U OMOXUMMUYECKUI CKPUHUHT TIAOAQ [TO3BOASIET BBISIBUTD
85-90% naoaoB npu Tpucomuu 21 (Spencer and Nicolaides, 2003). Xo-
PUAABHOCTD ITAOAOB IIPY ABOVIHE He OKa3bIBAeT CYlIeCTBEHHOIO BAMSI-
Hus Ha KoHLeHTpauuio PAPP-A u B-XT'Y B cbIBOpOTKE KpOBY MaTepy B
[IEPBOM TpPUMeCTpPe OepeMeHHOCTI.

TAKTVKA BEJEHUA MHOTONNOAHOM BEPEMEHHOCTH
NP BbIABNEHUI XPOMOCOMHO NATONOMN

ITpu BBISIBA€HMU XPOMOCOMHOI IIATOAOTMM Y 000X AOAOB CeMeHasI
mapa, KaK TPaBUAO, NIPUHUMAET pellleHre TpepBaTh HepeMeHHOCTb.
TIpu AUCKOPAQHTHOCTH MTAOAOB ITO XPOMOCOMHOM MAaTOAOTUU BO3MOJXK-
HO BBIIIOAHEHUE CEAEKTUBHON PEAYKLUM OOABHOIO MAOAQ MAU ITIPU-
MEHEHUEe BBDKUAATEABHON TAKTUKU. [IpU BBIMOAHEHUU CEAEKTHUBHO
PEAYKLIMU AOAXKEH YYUTBIBATHCSI PUCK HPEPbIBAHMUS OEPEMEHHOCTU U
rubeAr 3A0POBOIO IIAOAQ B PE3YAbTATe IIPOBEAEHNSI AQHHOI IIPOLIEAY-
pot (Sebire et al., 1997¢).

CeAeKTMBHAsI PEAYKLMsI [TAOAQ IIpU CPOKe OepemeHHoCTM 6oaee 16
HEeAEAb COIPOBOXXKAAETCSI TPEXKPATHBIM yBEAMYEHMEM YaCTOTHI Ipe-
pbIBaHMsI OEPEMEHHOCTU U IPEXAEBPEMEHHbBIX POAOB [0 CPABHEHUIO
C BBIIIOAHEHMEM PEAYKLIMU IAOAQ AO 16 HEAEAD, IPU STOM CYIIECTBYET
obpaTHasl 3aBUCUMOCTb MEXAY BEAMYMHON CPOKa OepeMeHHOCTU Ha
MOMEHT BBIIIOAHEHMsSI CEAEKTUBHOM PEAYKLIMM M TAKOBOJ HA MOMEHT
poaoB (Evans et al, 1994). BosMo)xHo, mpu pe3opOuuu mOrmouImx
TKaHel MAOAQ U MAALIEHTBI IPOAYLIMPYIOTCSI BELeCTBA, 3aIlyCKALe
BOCIIAAUTEABHBII TIPOLIECC, BBIPAKEHHOCTb KOTOPOTO OIPEAEASIeTCs
06beMOM Pe30pOMPYMBIX TKAHEN MAOAA 1, COOTBETCTBEHHO, CPOKOM
0epeMEeHHOCTM Ha MOMEHT IIPOBEAEHMs PeAyKLuuu. [Ipu pasBuTuu
BOCIIAAUTEABHOTO IIPOLIECCA MTPOUCXOAUT BBIOPOC LIUTOKUHOB U IIPO-
CTarAQHAMHOB, YTO MOXKET IPUMBECTM K AKTUBALMU COKPATUTEABHON
AKTUBHOCT) MaTKU Y IPEPbIBAHUIO HEPEMEHHOCTI.

ITpy AMCKOPAQHTHOCTU IAOAOB MO Tpucomuu 21 1eaecoobpasHo
BBIIIOAHEHVE CEAEKTUBHON PEAYKLMM, TaK KaK IIPY BbDKMAATEABHON
TaKTHKe BeAeHVS 0epeMEeHHOCTY B OOABIIMHCTBE CAy4YaeB IIOCAE POXK-
AeHMsI OOABHBIE AeTU BBDKMBAIOT. [Ipy HAAMYMM XPOMOCOMHBIX 3200-
A€BaHMIT, COPOBOXKAAIOIIMXCS OOA€Ee BBICOKOV A€TaAbHOCTBIO, TAKUX,
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Kak Tprcomus 18, 0koao 85% AOAOB norubaer in utero A0 AOCTVKEHMSI
AOHOILIEHHOTO CpOKa bepeMeHHOCTH, a 15% KUBOPOXKAEHHBIX moruba-
€T B IIePBBIIT TOA XU3HU. B CBsI3M € 3TUM Npu BbIIBAEHUM Tpucomuu 18
Yy OAHOTO M3 IIAOAOB IIPU ABOJHE MO>XET ObITb BbIOpaHa BBIKMAATEAD-
Hasl TAKTUKA BeAEHUs] O€peMEeHHOCTU, KOTOPasi MO3BOASIET 130eXKaTh
OCAOXXHEHUI1 OepeMEeHHOCTH, CBSI3aHHBIX C BBIIIOAHEHNEM PEAYKLIMU.
Apyrast mosuiysi, 060CHOBBIBaeTCs Te€M, YTO 00beM pe30opOMpyeMbIX
TKaHell IIAOAQ, @ CAEAOBATEABHO, U PUCK ITOCAEAYIOLIErO IPePbhIBAHMS
OepeMeHHOCTH, OyAeT MeHbllle IIPU MPOBEAEHUY PEAYKLIMU B IEPBOM
TPUMECTpE MO CPABHEHUIO C PUCKOM IIPU CAMOIIPOU3BOABHOI rMbeAr
nAaoaQa rpu Tpucomun 18 Ha 60A€ee MO3AHUX CPOKaX OepeMEHHOCTU.

CKPVIHUHT Tprcomun 21 Npy MOHOXOPManbHON 6epeMeHHOCTH

® [lpn MOHOXOPWaNbHOW ABONHE PUCK XPOMOCOMHOW MaToIorm y nso-
[l0B He OT/INYAETCA OT PUCKa NPV O[HOMNOAHON 6EPEMEHHOCTH.

® [lpyn MOHOXOPVANbHOW ABOMHE YacToTa JIOMKHO-MOMOXKUTENbHbIX pe-
3yNbTaToOB YNbTPa3BYKOBOIO CKPMHUHIA XPOMOCOMHOW NaToMAOrM Mio-
[la B NepBOM TPUMeCTpe 6epeMeHHOCTM BbILLE, YeM NPU ANXOPUabHOM
[BOVIHe, 1 cocTaBnaeT 8%, Tak Kak yBennuyeHue TBI1 AaBnAeTca Takxke
Npr3HaKom pa3BuTuA GeTo-dpeTanbHOro TPaHCPY31OHHOIO CUHAPOMA.

®  PucK Hanmuma Tpucommnn 21 paccunTbiBaeTCA OTAENbHO ANA KaXKgoro
niofa Ha OCHOBaHMK BO3pacTa matepu, 3HayeHus TBI nnopa v KoH-
ueHTpauun PAPP-A n B-XT'Y B CbIBOPOTKE KPOBW MEHLLMHbI; NHAVBU-
JyanbHbIM 3HaueHnem pucka AnA 6epemMeHHON >KeHLMHbI ABNAETCA
cpefHee 3HayeHvie PUCKOB /151 KaXKAOrO U3 M0LO0B.

CKPVIHUHT Tprcomun 21 npu anxopuranbHO 6epemMeHHOCTU

®  KoMOMHVPOBaHHbI CKPUHUHT Ha ocHoBaHuU TBI nnopoB 1 6roxumu-
YeCKKX NoKasaTtesieil B CbIBOPOTKE KPOBM MaTepy NMO3BOJIAET BbIABUTb
85-90% nnofos npu Tpucommmn 21 Npy YacToTe JIOXKHO-MOSIOXKNUTESb-
Hbix pe3ynbratoB 10% (5% AnA Kaxkgoro nioga).

® [lpu ycTaHOBNEHUM ANCKOPAAHTHOCTY MAOAOB MO XPOMOCOMHOM Ma-
TOJMIOTUY OCHOBHBIMW METOAaMV BeAeHVs 6epeMeHHOCTU ABNAITCA
CeNneKkTUBHaA pedyKuna nnoga, MMeILWEero XPOMOCOMHYIO NaToSIOr IO,
WY BblXKMAaTeIbHaA TaKTUKa.

e CeneKkTvBHas pefyKuusa niofa npu cpoke 6epemeHHocT 6onee 16
HefeNlb COMPOBOXAAETCA TPEXKPATHbIM yBe/IMYEHMEM YacToTbl npe-
pblBaHWA 6epeMeHHOCTY U NpeXAEBPEMEHHBIX POAOB MO CPABHEHNIO
C BbIMOJIHEHNEM peayKumu Ao 16 Hepenb.
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