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The article considers the cases of identification of chromosomal abnormalities in fetuses in the third and second trimesters of
pregnancy, included in the medium and low risk groups according to the results of the first trimester screening. A retrospective analysis
of data of prenatal diagnosis of children in the same medium and low risk groups born with Down syndrome was made. Were studied

the causes of false-negative results and ways to overcome these.

Key words: combined prenatal screening, chromosomal abnormalities, sonographic and biochemical markers.

Mpobnema npeHaTanbHOM AWMArHOCTUKKM Hacnen-
CTBEHHbIX U BPOXAEHHbIX 3aboneBaHui nioga sBNsA-
eTcs ogHOM 13 Hambonee akTyasbHbIX. MI3BECTHO, 4TO
4-5% peTen poxAawTCad C pasfMYHbIMM MNOPOKaMm
pa3BuUTUSA, NpUMepHO y 1% Takux aeTein, No AaHHbIM
BO3, 3T HapyweHus CBs3aHbl C HAaJIMYNEM XPOMOCOM-
Hon natonoruu [1]. o BHeApPEHUS KOMBMHUPOBAHHO-
ro npeHaTasibHOro CKpuHuHra I TpuMecTpa ycnewHas
npeHaTanbHas AMarHoOCTMKa OCHOBbIBanacb B 60/b-
LWMHCTBE C/lyvaeB Ha 3Xxorpaduyecknx Mapképax Xpo-
MOCOMHbIX aHOManui. MNMpeHaTanbHaa AMArHOCTMKA Ha
OCHOBaHMU TOJIbKO BMOXMMMYECKMX MapKepoB 6bina
KpanHe HeaddekTMBHON M He npesblwana 20-30%
[1].

B HacTtoswee BpeMs KOMOWMHMPOBAHHbLIMA MpeHa-
TajlbHbI CKPUHWUHI XPOMOCOMHOW MaTo/orMn nnoja
B 11-14 Hepenb 6epeMeHHOCTU SIBASIETCA <«30/10TbIM
CTaH4apTOM» N NpPOBOAUTCA B 6ONbLIMHCTBE pa3BUTbIX
cTpaH Mupa. Pecnybnuka TaTtapctaH c siHBaps 2012
roga BCTynwuia B rocyfapCTBEHHYO MporpaMMy «rnpe-
HaTasnbHOW (AOPOAOBOWN) AMArHOCTUKM HapyLeHUn
pa3Butua pebeHka», 3agava KOTOPOA — BbIsIBNEHUE
XPOMOCOMHbIX @aHOMasni U MOPOKOB pasBUTUA MNJIO-
[a Ha paHHuXx cpokax 6epemeHHocTu. CyTb 3TOM CMU-
CTeMbl 3aKJII0YAETCH B NPOBEAEHUU YSIbTPa3BYKOBOIO
nccnefoBaHua nsoga No onpeaesieHHOMY anroputMmy
npun 100% cobnoaeHnn Bcex HE0O6XoAMMbIX KpUTepum-
€B BM3yanu3aunu C OAHOBPEMEHHbIM BMOXMMUYECKUM
aHanmM3oM KpoBu 6epemMeHHoM Ha B-XIY n PAPP-A (6e-
JNIOK, accounmpoBaHHbIn ¢ 6epeMmeHHOCTbIO) [2]. AaH-
Hble Y3 n 6unoxumumyeckoro aHanmsa obpabaTbiBa-
IOTCS C MOMOLLbK MPOrpamMMHOro npoaykrta AcTpalis,
OCHOBaAHHOro Ha moayne FMF (®oHA MeAWUWMHbI M0-
[a), pacCyMTbiBaeTCs PUCK OCHOBHbIX XPOMOCOMHbIX
aHoManui: cuHgpoma [ayHa, cuHApOoMa >SAaBapAca,
cnHgpoma [lMatay [3], kKoTopble 3aTeM NOATBEPXKAAIOT-
CSl MHBA3MBHbLIM KapuoTUnNuMposaHneMm nnoga. Moaynb
FMF oTpabaTbiBancs B Te4eHne MHOIMX 1eT Ha OCHOBa-
HVN MHOIOLEHTPOBbIX UCCIe40BaHNN N NMOKasan O4YeHb
BbICOKME pe3ynbTaTbl [4].

OpHako onbIT A4OPOAOBOM AMArHOCTUKN XPOMOCOM-
HbIX CUHAPOMOB MN/1I04a A0KAa3blBAET, YTO Ha CEroOAHsLL-
HUI AeHb fdaxe C ydyeToM 3ddeKTUBHO NPOBOAUMOro
npeHaTanbHOro CKpMHUHra no moaynto FMF MOXHO Bbl-
ABUTb TOJIbKO A0 95% nnoaoB € XpOMOCOMHbLIMWU @HO-
mManuamu [5]. 3To nponcxoanT NOTOMY, YTO AafieKo He
BCerga XpoMoCOMHble aHOManum naoga ceBa3aHbl C Na-
TONIOMMYECKNMN U3MEHEHUSMW YPOBHS CbIBOPOTOYHbIX
MapkepoB [6] u Hannunem axorpadunyecknx Mapképos
I TpumecTpa, Takmx Kak paclmpeHne BOPOTHUKOBOIO
NpOCTPaHCTBa, YKOPOYEHMEe KOCTU Hoca 1 T.4. Kak no-
Kasasm Halu nccnenoBaHus, axorpaduyeckme Mapke-
pbl, B TOM 4YMUC/ie N MHOIME MOPOKU pasBWUTUS, BbIsIB-
NAITCA TONbKO BO BTOPOM U TpeTbeM TpumecTtpax be-
peMeHHOCTU. Tak, HanpuMep, MHOrMe NOPOKK cepaua,
HEKOTOpble MOPOKWN Pa3BUTUSA FOJIOBHOIO MO3ra, rnoyex,
XKeNyAOYHO-KULIEYHOro TpakTa Uan 3a4epxxKa BHYTpu-
yTpO6HOro pasBuUTMS 3a4acTylo MPOSBAAIOTCS TOSbKO
Bo II mnu III TpumecTpax 6€peMeHHOCTU N He MOryT
6bITb BbisiBNeHbl B I Tpumectpe. VIMEHHO 3Tu nnoabl
MOryT MonacTb B rpynny cCpeAHero u HM3KOro pucka,
HECMOTPS Ha HanM4ymne y HUX XpOMOCOMHOM NaToNormu.

MmeeTcs AOCTAaTOYHO MHOrO UCCNeAoBaHWin, B KOTO-
pbiX YeTKo 0603HauYeHa posb y1bTPa3BYKOBOro uccne-
[OBaHWSA B NpeHaTasbHOW AMArHOCTUKE XPOMOCOMHbIX
aHomanuii Bo II u III TpumecTtpe 6epemeHHocTM [7].
OaHako BCe 3TU uccnefoBaHus 6bliv NpoBeAeHbl BHE
3aBMCUMOCTU OT pe3ynbTaToB MpeHaTasibHOro KoMb6u-
HUPOBAHHOIo cKpuHUHra I Tpumectpa no moaynwo FMF.

Llenb nccnepoBaHusa — OLEHUTb POnb 3Xorpadu-
yeckux Mmapképos II un III TpumMecTpoB B criydaax aHTe-
HaTaNbHOW W MOCTHaTasibHOW AMArHOCTUKW CUHAPOMA
[ayHa y nauveHToB, BK/IIOYEHHbIX B rpynmny cpesHero
M HU3KOro puckKa no pesysibTaTaM KOMO6MHMPOBAHHOIO
CKpuHuHra I Tpumectpa no moayno FMF,

MaTtepuanbl 1 MeToAbl UccnepnoBaHusA

CKPUHWHIOBblE  YNbTPa3sByKOBble  UCCNeAOBaHUS
npoBeaeHbl Ha cpoke 11-14 Hepenb npu KTP (konuun-
KOBO-TEMeHHOI pa3mep) oT 45 go 84 mm. Ob6cnenosa-
Hbl 32 826 6epeMeHHbIX B Bo3pacTte oT 15 no 49 ner
C WCNoMb30BaHWEM annapaToB 3KCMepTHOro Ksacca
(Acuvix V-20, Acuvix V-30, Acuvix-XG) B 6 ueHTpax
npeHaTanbHON AMArHOCTUKWM BpayaMn akyluep-ruHe-
Kosoramu, ceptuduumposaHHbiMu FMF, c oaHoBpe-
MEHHbIM B3SiTUEM KPOBM Ha OMOXMMUYECKMA aHanus
Ha MapkepHble 6enku: B-cybbeamHuua XY (xopwu-
OHMYECKMI roHagoTpornunH) u PAPP-A (nnia3MeHHbIN
6enokK, accoumMmnpoBaHHbI ¢ 6epeMeHHOCTb), brnoxn-
MWUYECKNI aHann3 MapkepoB XPOMOCOMHbIX aHOManui
B-XI'Y n PAPPA npoBeaeH Ha cepTMd@uUUMpPOBAHHOM
aHanusatope Kriptor BRAHMS (I'epmanus). [daHHble
obpabaTbiBanMCcb aBTOMATU3MPOBAHHOW MNpPOrpamMMon
AcTpans, no moaynio FMF (®oHaa MeavumHbl Mnoaa).

Mocneayrowme stanbl obcnegoBaHus 6HepeMeHHbIX
NnpoBOAWSINCL TONbKO Ha 6a3e PKB M3 PT:

— KOHCYy/NbTMpOBaHue 6epeMeHHbIX rpynmnbl BbICOKO-
ro U CpeAHero pucka BpayoM-reHeTUKoM;

— KOHTpOJibHble YNbTPa3BYKOBbIE WCCe[0BaHUS
nnogoB B I, II n III TpuMecTpax 6epeMeHHOCTU, BO-
WeaWwnx B CPeaHIo rpynny pucka npu noao3peHun
Ha XpoMOcCOMHoe 3aboneBaHue y nnoda U MOPOKOB
pa3BuTus;

— KapuoTuMnMpoBaHMe naoda Win HOBOPOXAEHHOIO
ANS NOATBEPXAEHUS XPOMOCOMHOI0 CMHApPOMaA.

Pe3ynbTaTbl

AHTeHaTaNbHO BbisiBNEHO 112 XpOMOCOMHbIX CUHAPO-
MOB, U3 HUX cuHapoma JayHa — 59 (51%), cmHapoma
SaBapaca — 21 (19%), cuHgpoma Llepwesckoro —
TepHepa — 19 (17%), cuHgpoma MNaTtay — 4 (4.5%),
Tpuniaonanm — 4 (4.5%), Apyrne XpoMOCOMHbIE aHO-
Mannn — 4%.

Mpn aHanuse nosyyeHHbIX pe3ysbTaTOB OKa3anoch,
4yto B 18,7% cny4daeB BbISIBNEHHbIX XPOMOCOMHbIX CUH-
APOMOB MNpuK YNbTPa3BYKOBOM UCC/IeA0BaHMN B MEPBOM
TPUMECTpe He MPUCYTCTBOBaJIM rNnaBHble 3Xxorpadu-
yeckme Mapkepbl XPOMOCOMHbIX @aHOManuih — pacwm-
peHHOe BOPOTHMKOBOE MPOCTPAHCTBO WM runonnasus/
OTCYTCTBME HOCOBOM KOCTW nnoga (puc. 1), He 6bino
TakXe 1 MopokoB pa3euTus nnoga (tabn. 1).

[Onsa cpaBHeHus, ecnu npu cnHapome Matay B 100%
cny4vasx npu ynbTPa3BYKOBOM MWCCeAOBaHUU Mpu-
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PucyHok 1.

CuHapoM [layHa y ruioaa, HepacluMpeHHoe BO-
POTHUKOBOE TNPOCTPAHCTBO, HOpPMaJsibHasi HOCO-
Bas KOCTb

Ta6bnunua 1.
PeByanaTbl, BbifiBJ/IEHHbI€ aHTE€HAaTaJIbHO XPOMOCOMHbIX CMHAPOMOB B Xopge KOMGMHMpOBaHHOFO
npeHatanbHOro ckpuHmHra I rpyumecrtpa

PucyHok 2.
CuHapom dDaBapaca y nnoaa, HepaclwimMpeHHoe
BOPOTHMKOBOE MPOCTPaHCTBO, HOpPMaJsibHasi HO-

coBas KOCTb

BbISIBIEHHbIE XPOMOCOMHbIE n % | axorpacdunyecknmMm Mapkepamu | 6e3 axorpaduyeckmx MapKepos
cuHApoMbl B I TpuMecTpe abc. (% B rpynne) abc. (% B rpynne)
CuHapoMm [ayHa 59 | 55,1 49 (83,1) 10 (16)
CunHapoM DaBapAaca 21 | 19,7 16 (76,2) 5 (23,8)
CnHapoM TepHepa 19 | 17,8 15 (79) 4 (21)
CnHgpom MaTay 4 3,7 4 (100) 0
Tpunnovanu 4 3,7 3 (75) 1 (25)
Bcero 107 | 100 87 (81,3) 20 (18,7)
Ta6nuua 2.
Pe3ynbTratbl 6MOXMMUUECKUX MAapKEPOB B CbIBOPOTKE KPOBM MaTepu C CMHAPOMOM [layHa y nnopa
B-Xr4y Kon-Bo nnoaoB € AaHHbIM pe- PAPP-A Kon-Bo nnoaoB € AAHHbIM
MoM 3ynbtatom B-Xr4 MoM pe3ynbTatoM PAPP-A
[o 1,0 9 0,2-0,49 34
1,1-2,0 25 0,5-0,79 23
2,1-3,0 22 0,8-1,19 9
3,1-9,2 16 1,2-1,79 6

CYTCTBOBa/IM MHOXeCTBEHHble MOPOKX pasBUTUS Mo-
[a, TO B cy4asax ¢ cmHapomom BaBapaca B 23,8% (5
CNy4yaeB) He BbIsiB/IeHbl OCHOBHbIE 3X0-MapKepbl: pac-
LMpeHne BOPOTHMKOBOIO NPOCTPAHCTBa U rMnoniasus
KOCTU HOCa, B 3TUX C/ly4asiX OCHOBHYO pOJib Cbirpanu
pe3ynbTaTbl HBUOXMMUYECKUX MApKEPOB — pe3Koe CHU-
XeHue B-XIM'Y n PAPP-A B 95% K3 BCeX BbISIBIEHHbIX
cuHapomoBs daBapaca (puc. 2).

B Tpetn cnyyaeB cuHapoma [ayHa B Xo4e CKPUHUH-
ra nepBoro Tpumectpa He 6bi1n BbisIBIEHbl OCHOBHbIE
3Xxorpaduyeckme Mmapkepbl. BOpoOTHMKOBOE npocTpaH-
ctBo B 30% cny4yaeB He npesblwano 95-ro npoueHTn-
nsa pns onpefeneHHoro Kon4ymko-TEMEHHOro pasmepa
(KTP). Tvnonnasuna nubo oOTCyTCTBME BU3yanms3aumu
KOCTW HOCa Yy nnoaa, otMeyanucb B 71%. 3Hauutenb-
HO HMXXe, MO CpaBHEHM0 C CMHAPOMOM DABapAca, oka-

3anacb YyBCTBUTENbHOCTb BMOXMMUYECKUX MapKepoB
npu cumHapoMe [layHa, Kak y>Xe yrnoMWHanocCb, Mo4YTw
B MOJZIOBUHE CnyyaeB He 6bl10 3HAYUTENBHOrO MOBbI-
weHnsa B-XI'4Y n cHmxeHmns PAPP-A (tabn. 2). bepe-
MEHHbIM C MHAMBUAYANbHbIM BbICOKMM pUcKoM 1:100 u
Bbiwe (1:2; 1:34..) npepnaranacb noaTBepxaatoLlas
WHBa3MBHas AnarHocTuKa-6mMoncusa BOPCUH XOpUOHa.
B nonckax AONOAHUTENBbHON MH(OpMaLUum ANa OLeH-
KW rpynnbl CpeaHero norpaHNyHoro pucka Mbl BbISCHU-
SN, 4TO NpW NOBTOPHOM aHanun3e Kpoeu 6epeMeHHOo Ha
MapkepHble 6enkn (B-XI'Y n PAPPA) pe3ynbTaTthl pUcka
He MeHsATca. TaknuMm obpa3oM, OCHOBHOE 3HayeHue
npu (GopMMpOBaHUN UHAUBUAYANLHOMO PUCKa WMMEIOT
3Xxorpaduyeckme mapkepbl. B cBA3M € 3TuM B rpynnax
cpeaHero norpaHuyHoro pucka (1:134; 1:140) npo-
BOAWNOCL [OMOSHUTENbHOE YNbTpa3BykoBoe obcne-

COBPEMEHHbIE BOMNPOCbI IMVATHOCTUKU
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PucyHok 3. poBaHune (ayauT) BpayoMm-akcnepToM PKB, KOTOpbIN

CvHpapoM [layHa: XapakTepHble YJbTpa3By- [OMOJIHUTENbHO OLeHMBaN KPOBOTOK B BEHO3HOM Mpo-
KOBbl€é MapKepbl: pacluiMpeHue BOPOTHUKOBONoO TOKe, NMOTOK Yepe3 TpUKYCnuaanbHbl KnanaH, coCTo-
MPOCTPaHCTBa, OTCYTCTBME KOCTU HOCA SHWe nnoja B AMHaMuKe (HanpuMep, CHUXEHUe oTeka
nioja Kak CneactBuMe yMeHblUeHWEe BOPOTHUMKOBOIMO
NpoCcTpaHCTBa, HopManusauusa cepauebueHns n Ha-
060poT), Npu 3TOM NPOBOAMIICA NepepacyeT UHAUBU-
AyanbHoro pucka. lNpu 4OoCTaTOYHOM CHUXEHUM pUCKa
(n3 rpynnbl NOrpaHNUYHOro cpeaHero pucka — 1:134 B
rpynny Hu3koro pucka — 1:2600), a Takxe npu oTCyT-
CTBMM 3XO-MapKepoB XPOMOCOMHbIX aHOManui, Kapuo-
TUNMPOBAHME HEe NMPOBOAMIIOCH, YMEHbLUASA KOIMYECTBO
WHBA3MBHbIX Npoueayp, B KOTOPbIX HET HeobxoauMo-
ctn. C Apyron CTOpOHbI, NpoBeAeHNE YNbTPa3BYKOBO-
ro aygurta no3BOJMAO MOBLICUTb PUCK U BbISBUTb 22
6epeMeHHbIX C MOATBEPXAEHHbIMW B MNOCMAEAYHOLEM
pPa3/iInyHbIMU XPOMOCOMHbIMM aHoOManusiMn y M040B
(cuHppomos JayHa — 16, DaBapaca — 3, MNMatay — 1,
Tpunnonamn — 2, Wepewesckoro — TepHepa — 1),
KOTOpblE BOLWIN W3HAYaNbHO B rpynmny cpeaHero wu

Ta6bnuua 3.
Cnyuyau cuHApoMa [layHa y nJioAoB U fieTeil U3 rpynnbl CpeAHEero U HU3KOro pucka no pesynbrarty
npeHaTasibHOro CKpuHuHra I tpumecrpa

MHanemayanbHbI
Bosz- BopoTHUKO-
ID (Homep KTP, _ B-Xr4 PAPP-A pUCK Hanuums y
naumeHTa) pﬁg, MM BoeC:Bp:c;aaH KOCTb Hoca MoM MoM naoaa TpucoMmum
’ no 21-i nape
) 1:3870/1:1611
000050011 34 | 49/47 1,8 /1,98 ONPEACN | 1,163 | 1,386 | (2-4 nnoa ¢ cumap.
A [ayHa)
000070423 38 53 0,8 °”peiﬂ§““' 1,933 1,125 1:1975
000065784 33 49 1,28 °”peef£“"' 0,983 | 0,593 1:7513
000070654* | 27 78 2,18 °“'§‘T‘c‘i""' 1,856 | 1,287 1:4622
000082379 31 69 2,38 °”pee_r‘éi”"' 1,439 | 0,504 1:369
000065002 22 63 1,6 °”pei€‘:§”"' 2,133 | 0,402 1:351
000080991 36 61 2,0 °”pe‘?r‘£""' 1,614 1,006 1:1152
000065753 41 64 1,3 °”peiﬁ‘:i“”' 1,129 | 0,600 1:959
000063212 40 65 1,9 °”pe‘?r‘£”"' 1,189 0,777 1:1494
000071929* | 26 82 1,1 °“"eeT‘é:""' 1,533 | 0,452 1:877
000054540* | 34 65 2,0 °“'2*Tﬁ‘:§""' 1,062 | 0,489 1:582
000073048 28 63 2,2 °”pe‘?rﬁ‘;“"' 1,012 | 0,551 1:1308
000073498* | 35 76 2,3 °“'L"Tﬂf|""' 1,543 | 0,530 1:211
0000250612 35 65 1,7 °”peeTﬁ‘;”"' 2,268 | 0,606 1:229
000078056 24 54 1,5 °”pe‘?r€‘:§“”' 3,734 0,709 1:649
000046687 38 67 1,5/ °”peeTﬁ‘;“"' 1,732 0,411 1:842

* gaHTeHaTasIbHO NOATBEPXKAEHHbIVI CUHAPOM [layHa y n/104a C MOMOLYbIO BbiSIBJIEHHbIX 3X0-MapKepoB
Bo II w III TpumecTpax 6epeMeHHOCTH

COBPEMEHHbBIE BONPOCbI AUATHOCTUKU
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PucyHok 4.
MN30nmnpoBaHHbIN yNbTPa3BYKOBOM Mapkep-
rmnonsiasma HOCOBOW KOCTU, BbIfIBJIEHHbIN

B III TpuMmecTpe

HM3KOro0 puUCKa Mo pesyfibTataM KOMOWMHMPOBAHHOMO
npeHaTanbHOro CKpUHUHra.

Bo II n III TpumecTpax 6epeMeHHOCTM C NOMOLLbIO Y/lb-
Tpa3BYKOBbIX MapkepoB 6b1710 BbisiBNeHO 11 XpoMocom-
HbIX aHoManui (cuHgpom [ayHa — 4, DaBapaca — 3,
Tpunaonann — 2, llepewesckoro — TepHepa — 1,
Apyrue XpoMOCOMHble aHOManum — 2).

YunTbiBas, YTO M3 BCEX XPOMOCOMHbIX 3abonesaHui
Hanbonee 4acTo BbIABASEMbIM, B TO XXE€ BPEMS U 4acTo
npornyckaembiM, siBnseTca cuHapom [ayHa, Heobxoan-
MO yAenuTb 0coboe BHMMaHWE AMarHOCTUKE 3TOr0 CUH-
apoma. o utoraM KOM6WHMPOBAHHOIO MpeHaTanbHOro
CKkpuHuHra I Tpumectpa 3a 1 rog y 16 6epeMeHHbIX 13
rpynnbl CpegHero n HM3KOro pucka 6bi1 NOATBEPXKAEH Y
nnoga cuHapom [layHa. Y 4 6epeMeHHbIX cMHApPOM [layHa
6611 BbiiBNEeH 6narogaps MapkepaM XpOMOCOMHbIX aHO-
mManuin Bo II n III TpuMecTpe: rmnonnasus KOCTU Hoca,
nopoku cepaua (AV kaHan, Tetpaga ®anno), 3agepxka
BHYTPUYTPOBHOIrO pasBuTUS, paclliesiMHa BepxHen rybbi
n TBepaoro Heba. B ogHOM cny4yae axorpaduyeckuii
Mapkep 6bl1 U30NMPOBaHHbLIM — FMMOMIa3ns KOCTU HOCa
(pwuc. 4). Nocne unToreHeTUYeCKoro NoATBepXxxaeHns 6e-
peMeHHoCTb Y 3 6bina npepeaHa, 1 — oTkas oT npepbiBa-
HUA. B ocTanbHbIX 12 cnyyasx poamancb AeTU C CUHAPO-
MoM [ayHa 6e3 rpy6bix NOpOKOB pasBuUTUS.

Kak BuaHo 13 1abn. 3, Bo BCex clyyasix HEBbISIBIEHHOIO
cvHapoma [ayHa B xoae ckpuHuHra I tpumectpa B 100%
OTCYTCTBOBaNu 3axorpaduyeckne mapkepbl 1 B 85% —
brnoxmMmueckme. PeTpoCneKTMBHO Mbl MMEEM BO3MOX-
HOCTb MpPOBECTUN KOHTPOJIb KauyecTBa Y/bTPa3ByKOBOIro
obcnenoBaHua C MOMOLLbID 6a3bl COXpaHeHHbIX M306pa-
»xeHnn. Okasanocb, 4YTo B 5 cnyyasax 6bino Hecobnoae-
HMe TpeboBaHMWIi yNbTPa3BYKOBOIrO WUCCeA0BaHUs nsoaa
no anroputMy FMF: HeapekBaTHOe n306paxxeHne CTporo
carmTanbHOro cpesa npodwunsa naoga B HEMTpasibHOM Mo-
NIOXXEHUW, U3MEpEeHUEe BOPOTHMKOBOIO MPOCTPAHCTBA He
B CaMOM LLUMPOKOM MecTe (puc. 5, 6), B aTux 5 cnyvasix,
BO3MOXHO, MpW MpaBwWIbHOM MpPOBEAEHUMN YSIbTPa3ByKO-
BOr0 CKPWHWHIra, TpMcomms no 21-i nape XxpoMocoMm Mor-
na 6bITb BbisiBNeHa. B pesynbtate 6 ciyyaes TpMcoMum
no 21-i nape (0,018%) okazanucb «Heys3BUMbIMU» A5S
npeHaTanbHOM AMarHOCTUKN.

O6¢cy)xxaeHne

MpoBeneHMe MaccoBOoro KOMHBMHMPOBAHHOIO CKpU-
HuHra I TpumecTpa no moaynto FMF nokasano BbicokMe
pe3ynbTaTtbl, MpeHaTanbHas AMArHOCTUKaA CUHApOMa

PucyHok 5.

Heco6nrwpgenmne anroputma FMF: usmepeHue
BOPOTHMKOBOIro NPOCTPaHCTBa He B CAaMOM LUMPO-
KOM 4yacTtu

Lioa M aar
Pows.  Thw 1

PucyHok 6.

Heco6nropneune anroputma FMF: He BbiBegeH
CTPOro carutranbHbii npodunb naopa, usmepe-
HMe BOPOTHMKOBOro NMPOCTPaHCTBAa He B caMoM
LUMPOKOM YacTm

M 0.339
T 0.1

[9-04-2012
0s:43:35 AN

Paccrl 0.21cm

JdayHa pocturna 82% no cpaBHEHWUIO C NpeablayLwmnmMm
rogamu, Korga 3TOT MokasaTenb gocturan nuwb 28-
30%. 2TK pe3ynbTaTbl CBA3aHbl C MACCOBOCTbLIO MPOBO-
AVMOro CKpUHUWHIra, cTpormMm cobnrogeHnem anroputma
FMF npu ynbTpa3ByKOBbIX U BGUOXMMUYECKUX UCCe-
AO0BaHMAX, MPaBW/IbHbIM MOCTPOEHMEM FEHETUYECKOro
KOHCY/IbTUPOBaHMSI.

Mpn npoBeAeHMN PETPOCNEKTUBHOIO aHanmsa NoXx-
HOOTpULUATesNbHbIX pe3yNbTaTOB CKPUHUHIA BbISCHU-
J10Cb, YTO pe3ynbTaT nonagaHus 6epemMeHHon B rpyn-
ny cpefHero M HU3KOro pucka B 6ONbWINHCTBE Cly-
yaeB CBSI3@aH C OTCYTCTBMEM 3Xxorpauyeckmx u/wmnm
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61Moxmmmyeckmx MapkepoB I Tpumectpa. YnydweHue
3TUX NOKa3aTeneh BO3MOXHO 3a CYET MCMOSb30BaHUSA
sxorpaduyeckmnx mapképos II n III TpumecTpoB, Tak
Kak B GONbLIMHCTBE C/y4YaeB HanuMymMe XPOMOCOMHbIX
AedekToB y nsoga nposiBAsSieTcs axorpamuyeckmmm oT-
KJIOHEHWSAMMW, CNEKTP KOTOPbIX OYEHb LUMPOK: OT rpybbix
CTPYKTYPHbIX aHOManuvi M BPOXAEHHbIX MOPOKOB pas-
BUTUSA [0, TaK Ha3bIBA€MbIX, «MSArKUX» MPU3HAKOB, HEe
MEHSIOLWMX aHAaTOMUIO opraHa [7]. Mpwu ynbTpa3ByKOBOM
obcnegosaHum valle Tonbko Bo II u III TpumecTpax be-
peMEHHOCTM KaXxaoe XpoMocoMHoe 3abonieBaHne npuob-
peTaeT CBOK XapaKTEPHYH CUHAPOMAasbHYIO KapTWHY,
B HEKOTOPbIX Cy4asx OHM M301MpoBaHbl [8], nosTomy
6epeMeHHbIM 13 cpeaHen rpynnbl pucka (1:100-1:1000)
cneayeT NpoBOAWTb MJ1IAHOBbIE YNbTpPa3BYKOBble UCCe-
AosaHug Bo II n III TpuMecTpax Ha 3KCNepPTHOM YPOBHE C
LLeNblo BbISIBNIEHUSA YNbTPa3BYKOBbIX MapKepoB.
AHanusnpysa cnyvaum BbISiBNEHNS XPOMOCOMHbIX aHO-
mManuin Bo II n III TpumecTpe 6epeMeHHOCTH, a Takxe
Crlyyan poXAaeHus AeTel C XpOMOCOMHbIMKM aHOManu-
SIMU, OYEBWUAHO, YTO OCHOBHOE 3HadeHue npu GopMu-
poBaHWW NHANBUAYANIbBHONO PUCKa OKa3blBAKOT 3X0rpa-
dpuryeckme Mapkepbl, KOTOpble MOryT 6biTb BbiSIBIEHbI
B X04e CKpuHUuHra I Tpumectpa, MOryT OTCyTCTBOBaTb
unu 6bITb NpPONyLEHHbIMWU NpW HecobnaeHnn anro-
puTMa AWarHOCTUKWU. TIPUUYMHOW NOXHO-OTpUUATENb-
HbIX pe3ynbTaTOB MOXeT b6biTb uyenoBeyeckui dak-
TOp — neperpy3ka Bpayel-akcneptoB, paboTarowwmx
B LEHTpax MnpeHaTalbHON AMarHOCTUKK. YCTanocTb,
paccemBaHne BHWUMaHWSA MOryT CTaTb MNPUYUHOMN He-
cobnoaeHnsa TpeboBaHnii FMF n B pe3ynbTaTe HEBbI-
NOMHEHWNS anropuTMa YJ/bTpa3BYKOBOW AMArHOCTUKM,
MO3TOMY Heob6XoAMM KOHTponb paboTbl Bpayen ueH-
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TPOB npeHaTasibHOM AMAarHOCTUKW C Lenblo 4YeTKOro
cobnogeHns anroputma guarHoctukm FMF. YuuTtbiBas,
YTO BO BCEX CNy4vasx B rpynrne cpefHero v HU3KOro
pucka y nnogos C cmHapomoMm [layHa B I TpumecTpe
BM3yanm3nposanmcb HocoBas KocTb, a Bo II u III Tpu-
MecTpax 6epeMeHHOCTM OTMedanacb ee rmnonsasus,
uenecoobpasHo onpefensTb He TONbKO HaMune uau
OTCYTCTBME HOCOBOWM KOCTW Y Maoda, HO U U3MepsTb
€e ANVHY, WCNOMb3ys MNPOLEHTU/IbHblE HOPMAaTMBbI,
TaK Kak BO BTOPOM M TpeTbeM TpMMeCcTpax rmnonsiasuns
KOCTM HOCa MOXeT 6biTb M30IMPOBaHHbLIM 3X0-Mapke-
poM. BbisiBNeHME OCHOBHbIX 3XOrpaduyeckmx Mapke-
poOB — pacliMpeHmne BOPOTHMKOBOIO NPOCTPaHCTBA Un
rmnonnasmsa HOCOBOM KOCTU B I TpumecTpe He roBopuT
0 HanMuymMn y nnoga XpoOMoOCOMHOro 3abonesaHus (ans
Bpauyel aKyLepoB-rMHEKOSIOrOB XEHCKUX KOHCYyfbTa-
unii, kKotopble 6epyT Ha cebss OTBETCTBEHHOCTb rMpe-
pBaTb 6epeMeHHOCTb 6e3 ganbHenwero obcnenoBaHus
M LNTOreHeTUYeCKOoro NoATBEpPXAEHUS XPOMOCOMHOIO
cuHapoma) n, HaobopoT, OTCYTCTBME aXOorpaduyeckmx
N BNOXUMUYECKMX MapKepOB XPOMOCOMHbIX aHOMasnin
B NepBOM TpuMmecTpe — (rpynna cpegHero m HU3Koro
puCKa) He AaeT HaM NOJIHOW YBEPEHHOCTH, YTO Y naoaa
OTCYTCTBYET XpOMOCOMHOe 3aboneBaHue.

Takum obpasoM, B pesyfbTate nposeneHns Kombu-
HMPOBAHHOIO MpeHaTaslbHOr0 CKPWHWHIa BbisiBAsE-
MOCTb XPOMOCOMHbIX aHOManuii B Pecnybnunke TaTtap-
CcTaH nosbicuiack 6onee yem B 2 pasa. [lokasaHa posb
axorpaduyecknx mapképos II un III TpumecTtpos ans
OOMNOSTHUTENIbHOIO BbISBNEHUS XPOMOCOMHbIX aHOMa-
NV B rpynnax cpefHero M HM3KOro pucka C Lenblo
NpodUNakTUKN poOXAEHUA AeTel C HEKOPPUIMpyeMoWn
naTosiormen.
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