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ABSTRACT

A case of prenatal diagnosis of Down's syndrome without combination with other
pathologies of the fetus is described. The diagnosis was verified in a cytogenetic and
pathoanatomical study. Conducting early diagnosis of this congenital fetal abnormality in
the first trimester of pregnancy is topical and is of great importance in addressing the issue
of the possibility of prolonging or aborting a pregnancy, postnatal examination and the
necessary treatment of the revealed disorders.
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TY¥XKbIPbIMOAMA
YPBIKTA KYPBLJIBIMJIBIK O3TEPICCI3 JAMBIFAH JIAVH CHHJPO-
MBbIH NPEHATAJIJBIK JTUATHOCTHUKAJIAY OKUFACHI
Kypmanraau JK.K.!, [[IkamanaeBa K.B.]%, Ushakov F.%, Yceesa M.C.%, IopaumoB
Bb.9.?
'«UMC» KOpropaTiBTiK KOPBIHBIH PeciTyO/InKabIK 1MarH0CTHKANBIK OpTaibiFbl, Acrana, Kasakcrau

2«UMC» KopropaTHBTiK KOPBIHBIH AHa MEH 6aja YITTBIK FRUIBIME OPTAIbIFbL, AcTaHa, Kasakcran
3University College London Hospital, London, UK.

[ayH cuHOopOMbIHBIH NpeHaTangblk keseHae H6acka Tyma akaynapcbl3 amMbiFaH Typi
KypPCaKTarbl ypbIKTa aHbIKTanfaHbl >aunsbl XenT cunattanfaH. [narHos uutoreHeTukanblK
X8He naTonoroaHaTOMUSAnbIK 3epTTeynep apKbilibl penenpeHreH. CoHabIkTaHaa,
XKYKTIMIKTIH OipiHLWI YL ainbiFbiHA@ MyHAan Tyma akaynapabl Taby e3ekTi Macene xaHe ae
OCbl KYKTINiKTi apbl kapaw co3yblHa HEMeCe OHbl TYCiKk TacTayfa, NocTHaTanablk keseHae
nopirepre kavita kapanbin, TabbinFaH akaynapfa em-Luapa >Xypridy YLiH KaeTTi kaHaan ga
6ip welLuim KabbingaybiHa MyMKiHAIK 6epeai.

MaHbi13ab1 ce3fep: ypbik, [layHa cuHApoMbI, Tyma akaynap, ynstpaablObiCTbIK 3epT-
Tey, NpeHaTyCTbIK Ke3eHae AnarHocTmkanay, GUoXUMUANbIK CKPUHUHT, 3Xorpadusanbik map-
Keprnep, XxpOMOCOMZAbIK aHOManusanap, natornoraHaToOMUAIbIK 3epTTey.

PE3IOME
CJIYYAMN MPEHATAJIbHOW TUATHOCTHKHA CUHIPOMA JAYHA BE3
CTPYKTYPHBIX HAPYIIEHUM ¥ TIJIOJAA
Kypmanramam K.K.!, [[I:xxamanaesa K.B.]%, Ushakov F.3, Yceea M.C.2, UGpanmoB
B.A2
'"PecryOnuKaHCKU IMAarHOCTHYECKUi HeHTp koprnoparuBHoro Gouna «UMCy», Acrana, Kasaxcran
*HanuoHasIbHbIH HayqHbII EHTP MaTepPHHCTBA 1 JICTCTBA KoprioparusHoro gonaa «UMC», . Acrana, Kasaxcran
3UniversityCollegeLondonHospital, London, UK.

OnucaH crnyyai npeHaTanbHoWM AnarHoCcTuk1 cuHapoma fayHa 6e3 codetaHusi ¢ opy-
rMMK natonormsimm nnoga. [marHos Obin BepuduLumMpoBaH Npyu LUTOreHeTUYeCckoM 1 na-
TONIOroaHaTOMMYeCKOM nccregoBaHun. [poBegeHne paHHen OUarHOCTUKM SaHHOW BPOX-
[eHHON aHoManuu nnoga B | TpumecTpe 6epeMeHHOCTN SBSIETCA akTyarnbHbIM U UMeeT
fonbluoe 3Ha4YeHUe B peLUEeHUN BOMpoca BO3MOXHOCTY MPOSIOHMMPOBaHUS MW NnpepbiBa-
HVs1 BepeMeHHOCTU, NOCTHaTanNbHOro 06CcnefoBaHNs U HeOBXOAMMOTO NEYEHNs BbiSBMEH-
HbIX HapPYLUEHWUN.

KnioueBble crnoBa: nnop, cuHapom  [layHa,BpOXAEHHble MOPOKW  pa3Bui-
WA, yNbTPasBYKOBOE WCCregoBaHWe, MpeHaTanbHas —AMarHoCTUKa,OMOXMMUYECKUii
CKPUHWHF,9X0rpaduyeckme Mapkepbl,XpOMOCOMHbIE aHOMarnuu, naTofioroaHaToMmMyeckoe
nccnefoBaHne

BBepeHune

Cunnpom Jlayna (CI) — 3TO XpOMOCOMHBIH CHHAPOM,
IpEJCTaBIEHHBI TpucoMueil mo 21-oif mape XpoMmocoM
(Tpucomust 21), sBisieTcs HauOosiee 4YacTOM BpPOXKICHHOU

[aTOJIOTUEH Y HOBOPOXK/ICHHBIX M PETUCTPUPYETCS] B CPEIHEM
1 cinyyaii ma 500-800 pomos.B OombminucTBe ciydaeB CJJ
ACCOLIMUPOBAH C BPOXKICHHBIMH TOPOKAMH Pa3BHTHS ILIO/A
(BITP). Ocobennocthio CJI siBIsIeTCS HATMUMEPsiia OTKIOHSHUH
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B YMCTBEHHOM, IICHXWYIECKOM U (pU3NUeCKOM pa3BUTHN peOCHKa
[1].

B mnacrosiiee BpemMss B KJIMHUYECKOW IIPaKTUKE B
LEISIXBBISBICHUS ~ TAIMCHTOK TPYIIBl  BBICOKOTO  pHCKa
poxnenus nererr ¢ CJ] mambornee >(PQPEKTHBHBIM SABISCTCA
pUMCEHEHNE MPeHaTaIbHOTO KOMOWHHMPOBAHHOTO
ckpuHUHTA B 11-13,6 Hememb0epeMEHHOCTH C BEPOSTHOCTHIO
MIPOTHO3MPOBAHUS XPOMOCOMHOH TMAaTOJOTHH Yy IUioma 85-
90% mpu JI0KHOTIOJOKUTENBHOM pe3ynabrare 5%, KOTOpBIi
BKJIIOYAeT B ceOs:pacueT ydera BO3pacTa MAIMEHTKH, JaHHbBIX
yaeTpa 3ByKoBoromccienoBanus (Y3M) m OMOXMMHUYECKOTO
aHanmm3a KpoBu. HeoOXoanMo OTMETHTB, UTO HA CETOMHSIIHUN
JICHBONYONMKOBaHO Oomee dem 20 mpeHaTambHBIXIXorpad
naeckuxmapkepoB CJI, OXBaThIBAIONMX IMUPOKUH CIEKTP
U3MEHEHMH OT TpyObIX CTPYKTYpHBIX aHOMalIWi 10 Tak
Ha3bIBAEMBIX «MSTKUX)» IPU3HAKOB, HE N3MEHSIOMNX aHATOMHIO
wiofga. OCHOBHBIM IIOKA3aTEJIEM MOBBIIICHHON BEPOSTHOCTU
HaJIM4IMUsl TEHETHYECKOTO Je(eKTan MOPOKOB pa3BUTHUS ILIOAA
B | TpumMecTpe OEpeMEHHOCTH ABISAETCS YBEINUEHHUE TONIINHBI
BOpOTHHUKOBOTO TpocTpanctsa (TBII) [2-6].

Takum 00pa3oM, BaKHBIM  SIBISICTCS  HPOBEACHHE
BCEM OCpPEMEHHBIM JKEHIIMHAM pAHHETO MpPEHATaTbHOTO
KOMOMHHMPOBAHHOTO CKPUHUHTA, BKITFOYAIOIIETO B Ce0s1 KOMITIIEKC
HEOOXOMMBIX HCCIIIOBAaHUN, /Ul BBISIBICHUS TPYIIIBI PHCKA
Pa3BUTHS AaHOMAJIUH TUIOJA.

OnucaHue KNMHUYeCKoro cny4as

IIpuBenencnyyait IIpEHATaIbHOU JIUarHOCTUKH
CJd B kiumHuke PecrnyOnmuKaHCKWEA — JAMArHOCTHYECKHHA
ueHTp, HanuoHaibHBIM HayyHBIM LEHTP MATEpPUHCTBA U

nercrBaKoprnopatusaoro ®onma «UniversityMedicalCentery,
Ilepunaransnsiii lentp Nel . Acrana.

B Ilentpe wmenuuuuel mioga PecmyOnukaHckoro
JIMarHOCTUYECKOTO  LIEHTpPAa  OCYIIECTBISIIOCH  AKCHEPTHOE
Y3Unpu  momommanmapatoB  «AccuvixV20»  (pupmsl

«Medison», FOxnas Kopest), «VolusonE-10» (pupmber «GE»,
ABCTpHSI) C UCIIOJIB30BAHUEM JBYMEPHOTO PEXHMa, 00bEMHOM
PEKOHCTPYKIIMH, IIBETOBOIO JONIUIEPOBCKOTO KapTUPOBAHMS
[7]. IlpenarampbHOe  KOHCYIBTHPOBAaHHME  IIPOBEACHO  C
OPHUBJICUCHUEM  MYIBTHAMCIUILUIMHAPHONW — KOMaHIbIBpavcii:
KOHCyJbTaHTa LleHTpa MeaMIMHBI IUI0/1a,Bpada-dKcIepTano
YIABTPa3BYKOBOM  JTMArHOCTHKE,  CIICHHAJINCTa  OT/ACICHHS
meaunuubl oga University College London Hospital (UK),
Bpaya akylep-THHEKOJIOra, TeHETHKa JIPYyTHX CIICIHAINCTOB.
[Tocne mpepbiBanust GepeMEHHOCTH MOCTaOOPTHBIN Marepua
ObLI HalpaBlICH HA [ATOJIOr0 AaHATOMHYECKOE HCCIIEJ0BAHUCB
OTJIeJICHHE NAaTOIOTMYECKO aHATOMUHU.

Pe3ynbraThl uccnegoBaHua u o6cyxaeHue

[ToBropHOOEpemMeHHas3 7neT.bepeMeHHOCTh  YeTBepTasd,
pOIBI TPEACTOSIIM dYeTBEepThIe. 13 aHaMHe3a JETH JKHBHI,
pa3BUBaIOTCS HOpMaITbHO. HacTosmmas OepeMeHHOCTB ITpoTeKaa
Ha (OHE MMePBUYHOTO TUTIOTHPEO3a B CTATUH KOMITCHCAIINH.

[Ipn mepBoM yabTPa3ByKOBOM CKPUHUHIE€ B Cpoke 12
Henmenb 3 mHSA  (KOIMYMKO-TEMEHHOW pa3Mep-62MM)  ObuIH
BbIsiBNIeHblyBenueHue TBII- 2,6MM, runomnasus HOCOBOM
koctH (Puc.1).

B6on M 11
Obuy,  THW 04

Aywepcroe

Pucynox 1 - bepemennocts 12 Hemenb 3aHA. YBenuueHue
TBII. T'nnonnasus HOCOBOI KOCTH

ITpn oOcnenoBaHny HE OBUTM BBISIBICHBI CTPYKTYPHBIC
QHOMAJIUM M JpyTrHe MapKepbl XPOMOCOMHOHM MaTOJOTHH.
KpoBoTox B BEHO3HOM MpOTOKE MNOJOXKUTENbHBIA. He
pEerucTpupoBajlaCh ~ peryprutanuss Ha  TPHUKYCHHJAIbHOM
KJIalaHe.

[lo maHHBIM TEpBOrO OMOXMMHYECKOIO CKpHUHHMHIa 0e3
yuera TBII (comepxxanne HCGb — 4,66 MOM, PAPP-A — 0,48
MOM) ormeuascs TMONOKUTEIbHBIA pe3ynsrar Ha Tpucommuio
21 (C[), 3nauenue puckacocraBuio 1:50, uTo mpexrmosnaraio
MpPOBEIEHHE WHBA3UBHOW MpPEHATAJbHONW JUATHOCTUKU JJIS
WCKJIIOUECHUS HAJIMUMsI XPOMOCOMHOM aHoMamnu (XA) y rioaa.
OpHako malMeHTKa OT NMPeUIOKEHHON NHBA3UBHON MPOLIETYPbI
OTKa3aJlach, B CBS3U C YeM OBIJIO PEKOMEH/I0BAaHO IPOBE/ICHHE
KoHTposibHOTO Y3U uepes 4 nenenu.

I[Ipu Y3UB aunamuke B cpokax 18-19 nenenbu 20-21
HeJIeNM NoKa3aresiu (peToMeTpuH 1 BEC IJI0/1a COOTBETCTBOBAIIN
CPOKY TeCTalluH, KOJMYECTBO OKOJIOIUIOJAHBIX BOA OBUIM B
npenenax Hopmbl. [Ipn 06cienoBaHNM aHATOMUYECKUX CTPYKTYP
TOJIOBHOTO MO3ra B KOPOHapHOM M CaruTajibHOM Cpe3ax,
ucronb3oBanust 3D texHomoruu (0OBEMHOM PEKOHCTPYKIINH)
obnapyxensl (Puc. 2, 3):

- MEXXIOJIyIIapHOe KHCTO3HOE 00pa3oBaHue;

- B oOmactm 3amHel 4YEpenmHOH SMKH aHIXOTCHHOE
o0pa3oBaHKe, YaCTHYHASI areHE3ns YepBsI MO3KEUKa.

Takoxe mpu 00ce10BaHIH OIIPEISIISUINCH IIPH HOPMAJIBHOM
3HAYCHUH MICHHOW CKIIQJIKUAPYIHe dXorpaduuecKie MpHU3HaKku
xpomocoMHo# narosioruu (Puc. 4, 5):

- CIVIQKCHHBIN JIMIIEBOW TPOQHIIB;

- TUIOIUIA3Usl HOCOBOM KOCTH;

- abeppaHTHas MOKIIIOUYNYHAS apTEePHs;

- THIIEPIXOTeHHBIN (POKYC B JIEBOM JKEITyJIOUKE CEP/La;

- TUNEPAXOTreHHBIMKHUIIICUHHK.

GeUD 130w W13
Auepoos  IDZ6ET 06w TH4O

Pucynok 2 - bepemennocts 18-19 Henenb. A— HOpManbHOE
3HAYEHHE TOJIIMHBI IIEHHON cKkiIaaku. b — B oOmactu 3amHel
YepenmHON SIMKH aHAXOTCHHOE O0pa3oBaHWE, YaCTHYHAS
areHe3us YepBsi MOPKEUKA
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Pucynoxk 3 - bepemennocts 20-21 Henens. A, b — nBymepHsIii peskuM. B — 00beMHast peKOHCTPYKIHSA. MeXIoTymapHoe KHCTO3HOE
oOpa3oBaHue, B 00JIaCTH 3aIHEH YepEeHON IMKH ONPEACIISIOTCS aHPXOTCHHOE 00pa30BaHKe, YaCTHYHAS areHEe3Ms YePBs MO3KEUKa.

CeppueTnona

Pucynok 4 - bepemennocts 18-19 nenens. A — I'mnomnasus
HOCOBOM KOCTH. b — 'unepaxoreHHblil KUIIEUHUK

Pe3ynbrar BTOporo On0XuMHYECKOTO CKpHHUHTA IIPH CPOKE
17nenens 4151 MOM nokasan BeICOKHM puck Ha Tpucomuto 21
(CO) — 1:89 (yBemmuenue xonueHntpanuun HCGb — 2,75 MOM,
yposerb AFP — 0,77 MOM, conepxanune uE3 — 1,28).

VYuutbiBass BBICOKMH puUCK XA TI0 BO3PACTHOMY
¢dakTopy, OMOXMMHYECKUM ¥ 3XOTpadMUECKHM JIAaHHBIM
00cIe0BaHNs MAMEHTKE MOBTOPHO TPEUIOKEHO MPOBEICHNE
WHBA3WBHON NPEHATaIbHOM MAarHOCTHKH, OOCJIEIOBaHME Ha
BHYTpuyTpoOHble unH(pekuun.Ilomyueno wuHdpopMHupoBaHHOE
coracue MalueHTKH Ha MPOBeIeHHEe KopoleHTes3a.Pesymbrar
kapuotunupoBanuss mona — 47, XY, +21.Ilocne menuko-
TEHETHYECKOTO MCCIIEA0BAHMS MAalMeHTKa MIPUHsIIA PEHICHHE O
TIPEPbIBAHIH OEPEMEHHOCTH.

[Taronoroanaromudeckoe HccieoBaHNE —IUIoza(Macca
tena 407Tp, pocToM 27cM) BBEISIBIIIO Psiji BHEITHUX MPU3HAKOB
CH: yrmiomeHHBIH TPOQUIs JHIA, CKOIMICHHBIA Y3KHU
7100, TUCMOpP(UYHBIE YIIHBIE PAKOBHHBI, IUIOCKOE JIUIIO,
MOHTOJIOMTHBIM pa3pe3 MIasHbIX mienei, Opaxuonedanus.[Ipn
MHUKPOCKOITHYECKOM HCCIICIOBAaHUN AyTOIICHHHOTO MaTepHaia
ObUTH OOHApyXEHBI MPU3HAKH MOPQOIOTHUECKONHE3PETOCTH
C MHOXECTBEHHBIMH [IMANCC3HBIMA  KPOBOM3IHSIHUSIMHUBO
BHYTPEHHHX OpraHax, BBIPaKCHHOE BEHO3HOE IOJHOKPOBHE,
aucTpoduieckne n3MEHEHH B ITAPEHXUMATO3HBIX OpraHax.

BbiBoabI

Takum o00pa3om, B JaHHOM CiIy4ae IIpeHaTaJbHbIC
nposieienust CJ[ ormeuanucs yxe B | Tpumectpe 6epeMeHHOCTH
M3MEHEHHEM OMOXMMHUYECKOTO CKPMHUHTAa U OOHapy>XCHHEM
mo maHHeIM Y3U pacmmpenus TBII, rumoruiazunHOocoBOH

Pucynok 5 - bepemennocts 20-21 nHenensa. A — CriiakeHHBIN

muneBoit  mpodwmie. ['mmormasms HocoBoW koctH. b —
AbeppaHTHas! TTOAKIIOUYNYHAS apTEPHS.

KOocTH 0€3 CTPYKTYpHBIX HapymieHuid y twioma. Ilpnm
BTOPOMYJIBTPa3ByKOBOM CKPUHHMHTEOIPEICISIINCH yKe

Ipyrue sxorpadudecKkue MpH3HAKHXA TPH HOPMAIEHOM
3HAYCHUN WICHHON CKIIAJKW: aHOMAJbHBIN JINIEBON MPOMUIb,
THIIOTINIA3UST HOCOBOM KOCTH, a0eppaHTHAs TOAKIIOUNTHAS
apTepus, THIIEPIXOTCHHBIN (DOKYC B JICBOM XKETYIOUYKE CEpIa,
THIIePIXOTCHHBIMKUIIICYHIK, KOTOPBIC YKa3hIBAM Ha HAJINYHC
MyTauuu resa. Ilo-BunuMomy, y miogoB ¢ Tpucomuei no 21-
Oif Tape XpOMOCOM TIPH HCCIIEIOBAHUU CTPYKTYp TOJOBHOTO
MO3Ta TakKe MOKET OBITh OOHApYyKEHA YaCTHYHAS arcHEe3Ws
4epBsl MO3KEUKA, YTO MOXKET OBITh MCITONB30BAHO UIS OIICHKU
BEPOSITHOCTH PAa3BUTUS JTAaHHOH XPOMOCOMHOHM ITaTOJIOTHH.
Opnako, yuutbiBasi cpok recrauuu 20-21 Henens, JaHHBINA
(axTop TPYAHO YCTAaHOBHUTH IIPH TPOBEICHUU ayTOIICHH. [Ipu
VY3U nHe Obu OOHAPYKEHBIBPOKICHHBIC ITOPOKH PAa3BUTHUS
mwiona. [laromoroanaToMmyeckoe HCCIICAOBAHHUE TTONTBEPAMIIO
paHee BBISTBICHHBIC MHOKECTBEHHBIC 3X0TpapUIecKue MapKephl
XA.

CrnemyeT OTMETHTh, YTO BBIABICHHE XPOMOCOMHOM
MATOJIOTHH y TUIOAa ¥ TpEphIBAaHHE OCPEMEHHOCTH BO
II TpumecTtpe OCpEeMEHHOCTH COMPSHKEHO C MOPAIBHBIM
COCTOSIHHUEM TAIIUCHTKA U PUCKOM MTPEPHIBAHIS OCPEMEHHOCTH.
Pannsass npenaranpbHas  guarHoctukaCll B Itpumectpe
OepeMEHHOCTH B CpaBHEHHH C e TpoBerncHHeM Bo I
TPUMECTpE, TPUBICUCHHE KOHCYIETHPOBAHUS HEOOXOIUMBIX
CICTIMATHNCTOB TIO3BOJUTPOIMUTEISIM CBOCBPEMEHHO IPHUHATH
pelIeHre 0 BO3MOKHOCTH TIPOJIOHTHPOBAHUS WITH TIPEPHIBAHUS
OEepeMEHHOCTH, TIOCTHATAIILHOTO OOCIICIOBAHUSA W JICYCHUS
BEISBIICHHBIXaHOMAJINH pPa3BUTHSL.
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