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B orimuue oT reHoMa 4esoBeKa B HOpPME, KOTO-
poiit coctout u3z 46 xpomocom (23 nap), aHeyriou-
MU OTHOCATCS K AaHOMAJbHBIM HabOpaM XPOMOCOM.
[TpucyrcTBUEe OAHON M06ABOYHONH XPOMOCOMBI, YTO
M3BECTHO KaK TPUCOMWUS, TTPUBOIUT K IOSIBICHUIO
BPOXK/IEHHBIX aHOMa/Wii Tros1a. Cpenu TpucoMutil Hau-
GoJiee 4acTO BCTpevaroTest cuHapoM JlayHa (TpUCOMIUsT
21) — npubnusurenbro B 50% ciydaeB, CHHAPOM
dnsapaca (tpucomus 18) — B 24 % nHabmogeHMii,
curgapom Ilaray (rpucomust 13) — B 5%. Cungapom
Teprepa (Monocomus mo X-xpomocome (XO)) co-
craBsister okosio 10 % HabJOMEH M, APyTas XPOMO-
coMHag narosorus — okoso 11% [1, 2].

Tpucomust 21 oTMeuaeTcs TOpasio vaiile, YeM JIpy-
re XpOMOCOMHbIE CUHAPOMBI (ofuH caydait Ha 800—
900 HOBOPOSK/IEHHBIX) W SIBJISIETCST OTHON M3 OCHOBHBIX
IIPUYUH YMCTBEHHOI orcTasocT. Tpucomuu 18 u 13
BCTpedaioTcs pexxe — omamn caydait ma 3000 u 5000
HOBOPOJK/JICHHBIX COOTBETCTBeHHO. OHU CcYMTAIOTCS
JIETAJIbHBIMU TIOPOKaMK Pa3BUTUsSL: B 95% ciydaeB
TaKue JeTH YMUPAIOT B T€YEHUE MEPBBIX CYTOK JKU3-
HU, OCTAJIbHBIE 3 % — TPEX MECSIIIEB TTOCJIE POKIACHUSL.

Crnenyer orMeTnThb, uTO Tpucomusi 21 mosiBis-
eTcsl TIPU TPUILJIMKAIIMN TeHOoB B yacTu 21-ii XpoMo-
COMBI, M3BECTHOI Kak 3oHa 21g22. HepacxoxaeHue

42

XpoMocoM 21-ii Tapbl BO BpeMs JieJIeHUS SHIEKIeTKI
MoKeT B 95% ciydaeB ObITh NPUUUHON CHHIPOMA
Hayna. B aTux ciydasx oTMmeyaercs 4YeTKas CBSI3b
MEKIy BO3PACTOM JKEHIIWHBI M PHCKOM TPUCOMUU
21 y miuoga. Menee yem B 5% ciydaeB IOsIBJI€HUE
JIUIITHEH XPOMOCOMBI MOJKET OBITH PE3YJIBTATOM He-
cOaJlaHCUPOBAHHON TpaHCJOKAIUHU, Oopakarolen
06b14HO 14-10 wim 21-10 XpOMOCOMY M He 3aTparu-
Bafomteir 15-10 mian 22-10 xpomocomy. B 50 % rtakumx
cJlydaeB BO3HUKAeT HOBasi TpaHcjokanus, a B 50%
OHa HacJeIyeTcs OT OJHOTO M3 POAUTENel — HOCH-
TeJist HecOIaHCUPOBAHHOM TPAHCTOKAITNH, TPHCOMUH
18 u 13 mouru B 85% ciyuaeB — pe3ysbraT Hepac-
XOKIEeHUsI XPOMOCOM B Meitose, B 10 % nabionenmii
BCTpevaloTcsl Mo3anvyubie (GopMBbl, B 5% OHM SIBJISI-
F0TCS CJIEZICTBUEM TpaHcaokaruu [3].

YnwrpasBykoBoe uccienoBanmne (Y 3M) moxker
OBITH YCIEIIHO HCIOJb30BAHO B aHTEHATATIHHOM
nuarHoctuke Tpucomun 21 moutu B 80% ciydaes,
tpucomuii 18 u 13 — B 90—100 %.

YnbTpasByKOBON CKPUHUHT [JIsSI IUArHOCTUKU
aAyTOCOMHBIX TPHCOMMII TIPOBOJUTCS BO BpeMs IIpe-
HaTaJbHOTO HabJrofeHust, ocobeHHo B I Tpumectpe
GepEMEHHOCTH, YTO aeT BO3MOXKHOCTH MPOBEe-
HUst OMOIICUU XOPUOHA JIJIsI TIOATBEPKIAECHUS WU
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HCKJIIOYEHUST aHeyIJIOuANN 1ona u (B cjydae nX
MOJITBEPIKIEHNUST) TIPEPbIBaHUST OEPEMEHHOCTU Ha
paHHUX CTaUAIX.

K meTozaMm, ncnob3yIomuMes JJid OLeHKN PUcKa
Tpucomuu 21 B Teuenue I tpumMectpa 6epeMEeHHOCTH,
otHocstes: Y 3U reitHoro mpocTtpancTBa mioga (Ku-
CTO3HAsI MelHAs TUTPOMA SIBJISIETCST HAMOOJIee 3HAUM-
MBIM MapKepOM aHEeYIJIOU/INH T1JI0/1a); HOCOBOH KOCTH
IJI0/13; YJBTpa3ByKoBas joniseporpadusi BeHO3HO-
rO0 TPOTOKA; aHAIN3 MapKePOB CBIBOPOTOUHBIX Oeli-
KOB A B KDOBM MarepH, CBSI3aHHBIX ¢ OEPEMEHHOCTHIO
(PAPP-A), u cyObeAMHUI] WK [ET0 MOJEKYJIbI ue-
JIOBEUECKOT0 XOPHOHNYeCKOro ronajziorpornnna (XI'T).

Y3U weiinozo npocmpancmea nioda. Ileiinoe
npocTpancTBo (IefiHas CKJaJ[Ka) — 39TO Y4acTOK
MeXK/1y TI03BOHOYHUKOM U KO’Keil Ha 3ajiHell 1oBepX-
HOCTH Tew 1oga. Yem OoJibllie aTa CKIAAKa, TEM
BBINIIE PUCK TpucoMuu 21 ¥, COOTBETCTBEHHO, YeM
MEHBIIIE TOJIINHA CKJIAIKU, TeM HUXKE PUCK TpH-
comuu 21. V3amepenue 1ielHON CKJIAJKU SIBJSETCS
BAKHEHIINM yJIbTPA3BYKOBBIM KPUTEPUEM B OlIEHKE
pucka TpucoMun 21 1 BbIIOTHAETCS B IEPUOJL MEXKIY
10 wen 3 au u 13 wen 6 nu Gepemennoctu. K aTomy
WCCJIEJIOBAHUTO CJIEIYeT OTHOCUTCS BHUMATEJBHO,
TaK KaK He BCera yJaeTcs YeTKO JIOMUPOBaTh Ieki-
HYIO CKJIaJKy ILJI0Ja, a B 7% HaOJI0JeHul 1IPOCTO
HEBO3MOJKHO MOJYYHUTh ajleKBaTHOE H300pakeHue.
B sTux ciayyadax uccieqoBaHue cielyeT IIOBTOPUTD
yepes HeJeN 0 WM MPOBECTU OIEHKY PUCKA TPU-
COMUU TOJBKO HA OCHOBAHWHM aHAJNN3a CHIBOPOTKU
KpoBU Marepu. sKesaresbHO UMETh KOMITBIOTEPHYIO
[IPOTPaMMYy, KOTOPast Oy/IeT MEPEBOUTD Oy IeHHbIE
JIAHHbIE B MUJIJIMMETPaX B 3HaYCHUS KPATHBIX Me/-
an (multiple of median — MoM). MoM yuuTbiBaer
BapuabebHOCTh Pa3MePOB MIEHHON CKIAAKK IO/
B 3aBUCHMOCTU OT CPOKa OEPEMEHHOCTH, BO3PacTa
JKEHIIMHBI U PE3YJIBTATOB MCCICIOBAHUS CBIBOPOTKH
KPOBU MaTepu /I OKOHYATEJbHOW OIEHKU PUCKA
Tpucomun 21.

[TorpannuabIM 3HAUYEHWEM TOJMNIUHBI ITEHHON
CKJIAAKN TJIOAA TPUHSATO cuuTaTh 2,5 MMm. M3somu-
pPOBaHHOE BBISIBJIEHWE TOJIIUHBI MEHHON CKJIAJIKN
6osbiiie 5,0 MM CBSI3BIBAIOT C YBEJUYEHHEM PHCKA
tpucomuu 21 B 11 pas. [Ipu Tomurre BOPOTHUKOBOTO
npocrpanctsa 3,0 MM HapylieHue reHOTHUIIa BCTpe-
yaercsa y 7% monos, npu 4,0 mm — y 27 %, nipn
5,0 MM — y 53 %, tipu 6,0 MM — y 49 %, ipu 7,0 MM —
y 83%, ipu 8,0 mm — y 70 %, ipu 9,0 mm — y 78 %.

Y3U nocosoti xkocmu. Mexay 10-it u 13-it nepes-
Mu rectaruu nposoautcs Y 3V HocoBoit KocTH TI0/1a.
st ocToBepHBIX pe3ysabratoB Y 3U HeoOXOUMBIL:
caruTTajbHas IJIOCKOCTb, YeTKUN 1poduib 1171044,
[OBEPHYTHII BHU3 MO3BOHOYHUK, HEOOJBIION crubd
mew W [[Be JIMHUU, MPEACTABISAIONINE KOXY IJI0/a
U HOCOBYIO KOCTh. Cunrtaercs, 4TO HEBO3MOKHOCTD
BU3yaJU3aluy dTUX 9XOTE€HHDIX JIMHUI 03HAYAET OT-
CYTCTBUE HOCOBOI KOCTH TIIOJA ¥ MOKET ObITh He-
3aBUCHMBIM Mapkepom Tpucomun 21 (puck tpuco-
MU Bo3pacTaeT B 8 pa3). B HOpMe /siiHA HOCOBBIX
kocreit miaoga B 12—13 Hex GepeMEHHOCTH IOJIK-
Ha ObITh He MeHee 4,0 MM, B 13—14 men — 4,5 MM,

B 14—-15 nex — 5,0 mMm. CHUZKEHME 3TUX ITOKa3aTesei
MOJKET CBUJIETEIBCTBOBATD O XPOMOCOMHOI MATOJIO-
rum, yaie Bcero — o cunjpome Jlayna [1].

Honnaepoepagpus eeno3nozo npomoxa 103BO-
JISIET OIIEHUTh OCOGEHHOCTH KPOBOTOKAa B 9TOM OT-
Jielie COCyIUCTOTO pycia. B HopMme ompenersiercs
Tpex(azHblii aHTEPOrPAIHBIN TTOTOK, JOCTUTAIONIMI
MaKCUMyMa BO BpeM$ CHUCTOJIbI U PaHHEH UACTOJIbI
KesrynoukoB. OTCyTCTBYIONUI WM PETPOTPAIHBIN
IIOTOK B (pase coKpallleHMs IpejcepAuil cuuraercs
HEHOPMAJIbHBIM SIBJIEGHUEM U MOJKeT ObITh HCIOJIb-
30BaH KaK JOMOJHUTETbHBIH Mapkep Tpucomun 21
B I TpumecTpe GepeMEeHHOCTH.

3nauenue PAPP-A u Gema-XI'd nnoda. Ilpu
tpucomun 21 yposenb PAPP-A B chiBOpoTKE KpOBU
matepu B 10—13 wex moutn Ha 50 % HuKe, 4eM 1pU
HOpMAaJIbHOU GepeMeHHOCTH. YpoBeHb ke Gera-XTU
MOYTH BJBOE BbINIE IpK cuHIpoMe /layHa, ueM B HOP-
Me /IS IAaHHOTO TeCTAIlMOHHOTO CPOKa.

Ecan a2TM ganHble CONOCTaBUTH € BO3PACTOM
MaTepH, TO UX MOXKHO MCIIOJIb30BATh JJIS1 BBIABJIE-
Hust npubusuTenbHo B 65 % ciayuaes tpucomun 21,
MPUYEM JIOKHOIIOJIOKUTEbHBIN PE3yJIbTaT COCTABUT
Bcero 5% [4].

JlonOTHUTENbHO K BBINIENEPEYNCICHHBIM IS
JIMaTHOCTUKU XPOMOCOMHOM [aTOJIOTUM B KOHILE
I TpumecTpa GepeMEeHHOCTH WCIOJIB3YIOTCS CIC/Y-
IolIMe yJIbTPa3ByKOBbIE MapKepbl: FUIIEPIXOTCHHbII
KHUIIEYHWK, YKOPOUEHUEe TPyGUaThIX KOCTel, rumep-
9XOTeHHbIe 0OpPa30BAHUSI HA COCOYKOBBIX MBITIIAX
cep/iia, THAPOoHehPO3, KUCTBI COCYAUCTDIX CILIETCHIH
JKEJIyTOYKOB MO3Ta.

YnbTpasBykoBas KapTHHA CBETJIOTO KUIICYHHUKA
y IJI0/Ia CYUTAETCS HEHOPMaJIBHOM, €CJIM OHa II0X0XKa
Ha 9XOTEHHOCTDb Koctell. [Ipw Busyanmmsanuum aToro
Mapkepa puck tpucomun 21 Bospacrtaer B 6,7 pasa,
a M30JIMPOBAHHOE OOHAPYKEHIE KOPOTKOH TLIeUeBON
un GePEHHON KOCTH CBSA3BIBAIOT C MOBBIIIEHUEM PHU-
cka rpucomun 21 B 5 u 1,5 pasza coorBercrBerno. [Ipu
BBISIBJICHMU 9XOT€HHOT0 HHTPaKapAuaiIbHoro okyca
(onOBBII prck TpucoMuu 21 MOKeT yBeTNINBATHCS
B 1,8 pasa, a ABYXCTOPOHHSS TUETIKTA3US TOBBITIA-
et puck Tpucomuu 21 B 1,5 pasza. Boisinenue xuctbi
XOPUOUIHOTO CIUIETEHUS MOKET MTOBLICUTH (DOHOBBII
puck tpucomuu 18 B 7 pas, ojfHaKo B TOCJIeIHEE BpE-
MsT CUUTAETCS, YTO OOHAPYKEHNE HTUX KUCT UMEET
HeOOJIbIIoe KIMHIYECKoe 3HaueHue |5, 6].

Cremyer OTMETUTD, YTO U3MEPEHNE BOPOTHUKO-
BOI1 30HBI 110/ B GOJBIINHCTBE CJIYYaeB HE 3aBU-
CUT OT BO3pacTa MaTepyu M CbIBOPOTOYHBIX MapKepPOB
PAPP-A u 6era-XT'Y, nosromy Hanbosee ahHekTus-
HBIM CKPUHUHTOM Tpucomuu B I tpumectpe Oymer
oObeiHEHNE ITUX METOANK. VcceoBaHusT ciemyer
npoBoOAUTh B I TpuMecTpe GEPEMEHHOCTH, TIOCKOJIBKY
yacToTa BBIsIBIeHUsT Tpucomun 21 cocraBisiet 87 %
B 11 mex recraruu u 82% — B 13 Hex. JloxkHOoII0I0-
JKUTEJBHBIN PE3YJIbTaT He TPEBBIIAET 3 %.

B oxnoMm cayuyae us 300 HabioneHuil BO BpeMs
Y3 B BOPOTHUKOBOI 30HE BU3yaJTU3UPYyeTCs: YTOJ-
MIeHWe, 9acTO MPOTSKEHHOCTHIO TI0 BCell JJTMHE T1T0-
Jla ¢ YeTKUM paszieJieHueM. ITO KUCTO3HAS TUTPOMa,
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u B paHHue cpoku OGepemeHHocTu oHa B 30-50%
HabmomeHnii cBsg3ana ¢ tpucoMueil 21 u apyruMu
aHeymonausaMu (cuHAPOoMoM TepHepa, TPUCOMUSIMEU
18 m 13, Tpunnoaueir). [Ipu HOpMasIbPHOM KapuoTHUIle
wrofa moutk B 50 % ciyyaeB 6epeMeHHOCTH ¢ KUCTO3-
HOI TUTPOMOH ¥ TITO/Ia MOTYT OBITH TOPOKH PA3BUTHSI
CKeJleTa u cepiina, 25 % HabJI0IeHUN 3aKaHIUBAIOTCST
pOKIeHreM HOPMaJIbHBIX JleTell. Bpauam ciemyert mom-
HUTH, UTO B CJIy4yae BBISIBJIEHUS TUTPOMBI JKEHITUHY
HeoOXOUMO HallpaBUTh Ha OMOICHIO XOPUOHa, a Ge-
PEMEeHHbIe ¢ aHEYIUTOWIUSAME JOJIKHBI ObITh 00CIIe-
JIOBaHBI HA HAJTWMYWE JAPYTUX BPOKIACHHBIX aHOMAJHH.

HecmoTpss Ha BoO3pacTaioulyio MOMYJsPHOCTD
V31 u ouenku puckos B I TpumecTpe GepemeHHo-
cTH, CKpUHMHT Bo II TpumecTpe HeoOXoauM HU3-3a
HecorJiacusi MHOTHX TAIlMeHTOK Ha MPOBEJEHUE eTo
B | TpuMecTpe M3-3a OMaceHUil «BPEJHOTO BIUSHUS
V3U Ha miog» W HETaTWBHBIX MOCJEACTBUIT GHO-
[ICUU XOPUOHA.

K wmeronam puarnmoctuku tpucomuu 21 BO
IT TpumecTpe GepeMeHHOCTH MOXKHO oTHecTH: Y 3V
AaHOMAJIMH pa3BUTHUS TLJIOJA, a TaKyKe Olpe/iesieHue
ypoBHeil anbda-deronporenna, 6era-XTU, KOHBIO-
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DIAGNOSIS OF ANEUPLOIDY IN THE 15T AND 2NP TRIMESTERS OF PREGNANCY
V. S. LUPOIAD, N. M. PASIIESHVILI, V. O. ILCHENKO, Yu. 0. MOSHKO

The work shows the capabilities of ultrasound diagnosis of aneuploidies (Down’s, Edwards’, Pa-
tau’s and Turner syndromes) in the 1st and 2nd trimesters of pregnancy, i.e. the term of gestation
when the pregnancy can be interrupted due to detection of the above chromosomal anomalies.
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