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OnucaHbl ynbTpasBykoBble U MOPGHONIOrMYeckre NPU3Hakn KamnoMenmyeckon aucnnasum B 1 TpumecTtpe 6epemeHHocTH. Hoso-
NOTMYECKMNIA AMarHo3 yCTaHOB/EH MpW NOCTabopTHOM NaTOOr0aHaTOMUYECKOM UCCNEeL0BaHNN.
KnioyeBble cnoBa: kamnomenmyeckas amcnnasws, 1 TpUMeCTp, ynbTpa3BykoBasi AMarHOCTUKA, MOPMONOrmieckme NposiBneHns

Brenenne

Texnonornvyeckuii mporpecc yabTpa3ByKoBbiX (Y3) cka-
HEepOB JlaJl BO3MOXHOCTb TEPEHECTH TpeHaTaJbHYI0 Aua-
rHoctuky (I1/]) yacTu HacaencTBEHHbIX 0OJIe3HEN B Iepron
ckpuHUHTa 1 TpumecTpa 6epeMeHHOCTH. CUCTEMHBIE CKe-
netusle nuciiazuu (CCJI) He cTaay MCKIIOYeHUeM, U Ts-
JKesast TaToJIOTHSI ATOM TPYTIIbI IMarHoCTUpyeTcs 10 14 He-
JieJib BHYTPUYTPOOHOTo pas3BuTusi. Ho OONBIIMHCTBO OMu-
caHHbIX B quTepatype ciayyaeB CCJl ObuiM MPOJOHTUPOBA-
HBI 10 2 TpUMecTpa 0epeMeHHOCTH BBUIY TOTO, YTO audde-
peHumanbHas [l 3Toil maTrosorMu OOCTaTOYHO CJIOXKHA
B CBSI3M C OOJIBIIMM KOJMYECTBOM HO30JIOTHI, TIEpeKphIBa-
HMeM MPU3HAKOB, OTCYTCTBUMEM YETKUX Y3 MpOSIBICHUI Y
mwionoB 1 TpuMecTpa, a B clydyae BbIOOpA KEHIIMHON IIpe-
pBhIBaHUSI OEPEMEHHOCTH B paHHEM CpOKe, B JIUTepaType He
MpeACTaBIeHbl JaHHBIE O MATOMOP(MOIOTrMYEeCKUX MPU3Ha-
kax CCIl y mionoB | Tpumectpa.

Lleavio uccaedosanus SIBUIOCH OomucaTtb MoOpdoJoruye-
ckue M Y3 MposiBIeHMs] KaMIIOMEIMYeCKON AMCIIa3uu
(K1) y mimona 1 tpumectpa.

KT (OMIM 114290) — ayTocOMHO-IOMUHAHTHasl, TOJI-
HOCTbIO TeHeTpaHTHast U yacto JetaabHass CCJ, kotopas
MOXeT OBITh accoluupoBaHa ¢ XY peBepcueil moma [1].
Berpeuaercst ¢ yacroroit 1 Ha 200 000 poxmenwuii. bomb-
LIIMHCTBO CJIyYyaeB CIOPAJUYECKUe SIBJISIIOTCS Pe3yJbTaToM
MyTaluii de novo. TToBTOpHbBIE Clly4au CBSI3bIBAIOT C MyTa-
LUSIMU COMaTUYECKUX U MOJOBBIX KJIETOK [2, 3].

KJI xapakrepusyeTcsi MU30THYTHIMM JJTMHHBIMU TpyOua-
TBIMU KOCTSIMU, MPEUMYLIECTBEHHO O€IpPeHHbIMU U 0OJb-
mebeplioBbIMU  [3], TrUMoruIasueil JIOmaTok, MaJIeHbKOM
TrpyIHOI KJIeTKO#, 11 rmap ToHKUX pedep, aHOMaJIbHBIMU Ta-
30BBIMU KOCTSIMU M KOCOJArocThio. JIpyrue NnpusHaku —
Makpoiiedanusi, TUMEePTEJOPU3M, 3alaBliiee IepeHOChE,
aHomanan PoGeHa, pacuienvHa Heba. JIBe TpeTu MaiMeHTOB
XY ¢ KJ/I umeror 1160 MmoJHyl0 peBepcuIo MoJia Uik MeHee
BbIpaXKeHHbIE Ae(eKTbl HAPYXKHBIX WM BHYTPEHHMX TeHU-
tamuit [2—4]. bonbmmHeTBo manmeHtoB ¢ KJI ymuparor
BCKOpE IOCJIe POXKIEHUST U3-3a PECIUPATOPHOTO AUCTpecca
BCJIEICTBUE TPaxeOOPOHXOMAISLIMM WM HEecTaOMIbHOCTH
LLIEITHOTO OTHeNIa MO3BOHOYHHUKA [4].

K]I Bbi3biBaeTcst myTtaiueit reHa SOXY. PanHsiss Mosieky-
nsipHas 11 Bo3MOKHA B CeMbsIX ¢ M3BECTHOM MyTaLmei [5].

Marepuan 1 MeTOIbI

Cnopanuueckuit cinyyait CCJl y mona ObLT BBISIBJICH
npu Y3 cKkpMHUHTe OepeMeHHbIX, TPOBOAMMOM B I. MUHCKe
B oTaeneHuu jgydyeBoit nuarHoctuku PHIIL «Matb u nuts»
B cpoke 10—13 nHemenp Ha ammapaTte Voluson 730 Expert
TpaHcabnmoMUHaIbHBIM (4—8 MI'1) U TpaHCBarMHaJIbHBIM
(4—9 MTIu) natyukamu. I[Tocne mpepbiBaHUS GepeMEHHO-
CcTU B 1 TpuMecTpe oCTabOpTHBIM MaTeprall HallpaBleH Ha
MaTojioroaHaTOMUYecKoe MccienoBaHue. ['ucronornyeckoe
uccieaoBanue snubu3apHoOil MIACTUHKKU pocTa Genpa mpo-
BOIMJIOCH TIO CTAHAAPTHOI METOAMKE C IMpeaBapUTEbHOMN
NeKIbLUMHALMEH  MYPaBbMHOW  KHUCJIOTOW B  CMECHU
¢ 10%-n1bIM pacTBOpOM (DOpMaTMHA B TeUEHUE IBYX HEIEIb.
Cpe3sbl MapaMHOBBIX OJIOKOB OKpalllMBaJId TeéMaTOKCHUJIN-
HOM U D03UHOM.

PesyabTaTnl

Hacrosimas 6epeMeHHOCTh 'y 30-7I€THEH KEHIIUHBI
TpeThbsl BO BTopoM Opake. [lepBast 6epeMeHHOCTb ObLIa He-
pa3BUBAlOLLECSI, BO BTOPOM Opake 1-s GepeMeHHOCTh 3a-
BEpILIMJIACh POXIECHUEM 300pOBOIi 1eBouky Maccoit 3000 r.
Ponurenu 3mopoBhl, 6pak HepoacTBeHHLIN. [1pu Y3 ucce-
noBanun (Y3U) B pernoHaqbHOM 1LIEHTPE B CPOKE TecTa-
uun 12 Hepenb 1 geHp (KTP — 55 MM) ObLIu BBISIBJICHBI
pacuimpeHue TOJIIMHBI BOPOTHUKOBOTO TMPOCTPAaHCTBA
(TBII) mo 2,7 MM, MUKpoOTHaTHUsI, AedopMalns KOCTEH To-
JICHW W HeTIpaBWJIbHAs yCTaHOBKaA cTOM. [1py KOHTPOJIBHOM
Y3U B PHIILL «Matb u gutsi» (puc. 1) B 12 Hemenb 2 qHs
(KTP — 56 mMm, TBIT — 2,1 MM, HOocoBasg KocTbt 1,0 MM,
MHTpaKpaHUAJIbHOE IIPOCTPAHCTBO — 2,4 MM) OTMEUYCHO
YKOpOYeHUE UIMHHBIX TPYyOJaThIX KOCTEii: TuleueBast —
7,2 MM, JTokTeBast — 6,0 MM, TyueBast — 5,0 MM, GempeHHast
— 5,2 MM, TakXke BHU3YaJIM3MPOBAJIOCH €€ HMCKPUBJICHUE.
HwxH1e KOHeYHOCTH GBI COTHYTBI, MPUBEIEHBI K KUBO-
Ty, CTOITBI POTUPOBAHbBI BHYTPb, O€APO U TOJIEHh YKOpOUe-
Hbl. OTMeyYanoch paciidpeHre OOJbIION MO3rOBOM IIUC-
TepHbI 10 2,1 MM, BudyanusupoBaiach nojocthb 111 xemny-
mouka go 1,0 MM, BBIIBI€HAa MHKPOTHATHS. YCTaHOBIIECH
BbIcokuit puck o CCJI.
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Puck no cunapomy dayna — 1:197. I1pu uuroreHeTnue-
CKOM MCCJIe[JOBaHMM OMOMTaTa BOPCUH XOPUOHA TOJyuYeH
kapuotun — 46,XX. ITocie MeIUKO-TeHETUUECKOTO KOHCY-
JBTUPOBAHUST OEpeMEHHOCTb TIpepBaHa C JAMAarHO30M
«CCll».

[Ipu mMopdonornueckoM MccieIoBaHUM MaTepuana 00-
HapyXeHbI (hparMeHTbl Pa3pylIeHHOTO MPHY KIOpeTaxe IIo-
na keHckoro mojia 10 Hemenb. JITMHA CTOMBI COCTaBUIIA
9,5 MM, kuctu — 10 MM, mieya — 17 MM, YTO COOTBETCTBO-
BaJIo CPOKY, COIIACHO pa3paboTaHHBIM MOPdOIOrnYecKuM
HOPMAaTHUBHBIM ITOKAa3aTesIsIM [6], pearuiedbst ObUTH YKOPO-
yeHbl — 11 MM (Hmke 5 meHTU ). benpeHHbIe KOCTH OB
HWCKPUBIIEHBI, YKOPOYEHBI, HO JUIMHA TMEePBUYHOTO LIEHTpa
okocteHeHus (ITL1O) Haxoaunack B mpeaeaax HOPMbI U CO-
craBuia 6 MM (puc. 2 a). T'ojeHn ObUTM U30THYTHI MO, TPsi-
MbIM yriioM (puc. 2 6). [1LO B Tenax mo3BOHKOB ObLIN pe3-
KO THUIIOIJIa3upOBaHbl, BbIsiBJIeHO 11 map pebep (puc. 2 B).
YcraHoBieHa paciuenuHa Mmsrkoro Heba (puc. 2 r). IO
B 3aKJIaIkax CBOJA Yeperna COOTBETCTBOBAIM Bo3pacTty. I1o-
POKOB BHYTPEHHUX OPraHOB HE BBISIBJICHO.

I1pu ructonornyeckom uccienoBaHuu (puc. 2 j) oT™Me-
YeHbl M3MeHeHMs1 30HbI Tpoaudepanuu (3I1) (ee ckya-
HOCTb, HapylleHue KOJOHKOOOpa30BaHus).

OocyxaeHue

Cnyyau I[1J1 K]I penku, B 1utepatype ornvcaHo 8 HabJo-
neHuit 1 TpuMmecTpa 6epeMeHHOCTH, Tie MoKa3aHWeM K Tpo-
BeIeHUI0 Y3 OMOMETpUM KOHEYHOCTEH SIBUJIOCH pacIIupe-
nue TBII (tabnuia).
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Puc. 1. Y3 npusHakn K, y nnona 12 Hepenb:

HNuddepenumanbhbiii auardos npu K/ cieayer mpoBo-
auTh Tipaktudecku co Bcemu CCJI. st yctaHoBiIeHUs1 Y3
JmarHosa B | TpumecTpe MOMUMO YKOPOUEHUST KOHEUHOCTe
HEOOXOIUM THIATEIHBIN MOMCK IPYIMX XapaKTepHBIX Y3
npusHakoB. M3yuuB Bce ciyyan KJI MOXHO BBIIEIHUTH
ocHOBHbIe Y3 npusHaku: yBenuuenue TBIT BrjioTs no rur-
POMBI, MUKPOTHATHSI, YKOPOUEHUE TPYyOUaThIX KOCTeI HIX-
HMX KOHEYHOCTEeW, UCKPUBJIEHUE OCIPEHHOU M aHTYJISIMS
00J1b111€0EPIIOBbIX KOCTEH («TUOUATbHbBIE LIUTIbI»).

Ipu Y3U ocobeHHo BaxHOo nuddepeHIMpoBaTh pes-
KYI0 aHryJasiuuio rojaeHeit mpu KJI oT HecoBepIieHHOTo oc-
TeoreHesa II Tuma, Ipu KOTOPOM TSKEIOE MCKPUBJIEHUE SIB-
JIIETCST CIICICTBUEM TIEPEJIOMOB, B CBSI3W C Y€M PE3KO CHU-
JKeHbl MOABMXKHOCTh IJI0[a, 9XOTEHHOCTb TPYOUaThIX KOC-
Teil 1 yeperna, TBII oObI4HO He yBeanMuyeHa; a UCKPUBJIEHUE
OeIpPEHHBIX KOCTE — OT TaHATO(MOPHOW MUCIUIA3WH, MPHU
KOTOPOil HAOJIOMAeTCsl Pe3KOe YKOPOUEHUE BCEX CETMEHTOB
BEPXHUX M HUXKHUX KOHEYHOCTEM UX «DUKCUPOBAHHOE» 10-
JIOKeHUE, OTCYTCTBUE «TMOWANbHBIX» 1IMMOB. [TaTorHOMO-
HUYHBIM TIPU3HAKOM THACTPOMUIECKON TUCTUIa3MK U aTe-
JIOCTEOTeHe3a 2 TUTa SIBJISAETCS MEAMaTbHOE OTBEICHUE
00JIBLIOTO Maliblia KucTeit u cron «hitchhiker», koropoe xo-
pollo BU3yanusupyetcs B 1 TpumecTpe.

B c¢Bs13M ¢ HaTMUMEeM MHOXECTBA TIePEKPBIBAIOLINXCS TP~
3nakoB TouyHas [T CCJ/Il B paHHeM cpoKe KpaifHe 3aTpyqHeHa.
OKOHuYaTe bHbI NMArHO3 MOXET ObITb IMOCTAaBJIEH TOJbKO
B XOJIe KOMIUIEKCHOTO 00C/IeN0OBaHUsI, KOTOPOE MTOMUMO 3XOr-
paduM JOIDKHO BKIIIOYATH MATOJIOrOAHATOMUYECKOE, PEHTTe-
HOJIOTMYECKOE, THCTOJIOTMYECKOEe WCCICIOBAHYSI, Tpe- WIN
MOCTHATATIbHYIO MOJIEKY/ISIPHYIO TUArHOCTHUKY.

a — pacluvpenmne TBIT; 6 — mukporHaTtvs; B — 3D pekoHCTPYKLMS (YKOPOUYEHWE 1 UCKPUBNIEHUE KOCTEW rONIEHN).

Puc. 2. Mopdonoruyeckne makponpenapatsl nnoga 10 Hegens 1 ructotonorpamma 6eapa (X100).

46



MEANUNHCKAA TEHETUKA. — 2016. — N7

Tabnmua
JaHHble yNbTPa3ByKOBOro, LMTOreHETUYECKOro NUCCNenoBaHuin U ucxon 6epeMeHHOCTU
B 8 cnyyaax npeHatanbHon amarHoctukn KO B | TpumecTpe
ABTOpbl  |Cpok rec-| KTP, mm |TBI1, Mm| YnbTpasBykoBble NpudHaku B 1 | MyTtauus reHa Kapuotun Wexop 6epe-
Tauuu, TpumecTpe S0OX9 MEHHOCTU
Hepn.
Hafner et al| 10-14 >2,5 HeT paHHbIX - — —
1998 [7]
Michel-Ca- 13 - 5,6 YBenuyenune TBI 899C>T rete- 46,XY lMpepBaHa BO
lemand et po3uroTHas 2 TpumecTpe
al, 2004 [2] MUCCEHC MyTa-
ums
Marsoosi, 13,2 71 3,6 Pes3ko ykopoyeHo 6eapo (4 mm),| AHanus He 46,XX MpepbiBaHne
2007 [3] MCKPUBIIEHNE 1N aHTynsauusa 6en- nposeneH 6epeMeHHOCTN
PEeHHbIX 1 60MbLLEOEPLOBLIX KO-
CTel, KoconanocTb, MIOTHOCTb
KOCTeW HopMarsbHas
Goktolga et 12 56,1 8,1 eHepann30BaHHbIN OTEK KOXN. AHanuna He Hopma MepabopT B
al, 2007 [8] B 14 Hepenb ykopoyeHue 6enpa nposeneH 14 Hepenb
(10 ueHTnNb), y3Kas, KONoKOJOo-
obpasHas rpyaHas kietka
Massardier 13 62 6 'mrpoma, cMMmMeTpu4Hoe ykopo-| eTepo3uror- 46, XY MepnabopT B
et al 2008 YeHNEe HUXHUX KOHEYHOCTEN. Has MyTauus 14 Hepenb
[4] YkopoueHune n nckpmeneHne | p.E28X B sk3o-
6eppa (5,8 mm). Mano- n 6onb- He 1
LebepuoBble KOCTU ObiN TO-
YeYHbIMK, HenpaBubHas ycTa-
HOBKa NIEBOW CTOMbLl. Hopmanb-
Hble BEPXHME KOHEYHOCTMU.
Gentilin et 12 3,5 B 12 Hepenb — yBenuyeHne |9k30H 3: aene- 46XX lNpepBaHa B
al, 2010 [6] TBI, B 13 Hepgenb — ykopoye- umsa 21 napsl 16 Hepenb
HME KOHEYHOCTEW, MUKPOrHaTus,| HYKIeoTuaoB
B 15 Hegenb — KNCTO3Has rur-
poma, uckpusneHue 6egpa, Ko-
conanocTb, KNPOCKOINO3, MUK-
porHaTusi, ABYCTOPOHHWUI rmapo-
Hedpo3
Tonni 2013 - - - CenTuyeckas rurpoma p.His165Pro 46,XY [MpepBaHa BO
[10] reTepo3uroT- 2 TpumecTpe
Has MyTaums B
9K30HE 2
HacTtosuwee 12 55 2,7 YkopoueHue TpybyaTbix KOCTen, — 46,XX MepabopT B
Habnone- nedopmaumsa KOCTEN rofieHu, 12 Hepenb
Hue HenpaBuWJibHas ycTaHOBKa CTOM,
MUKPOrHaTUS
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Case of campomelic dysplasia in the first trimester of pregnancy:
ultrasound and pathological findings

Lazarevich A.A., Novikova I.V.

Republican Scientific-Practical Centre «<Mother and Child», Minsk, Belarus

We report on a case of the prenatal ultrasound diagnosis of campomelic dysplasia at 12 wk of gestation. The ultrasound examina-

tion showed increased nuchal translucency and abnormally short and bowed legs. Pathological and histological studies confirmed the
presence of campomelic dysplasia in the aborted fetus

Key words: campomelic dysplasia, prenatal ultrasound diagnosis, first trimester, pathological findings
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