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Pesiome

B cTaTbe NMpPOAEeMOHCTPUPOBaHbI BO3MOXHOCTMW Y/IbTPA3BYKOBOWN [MArHOCTVKN B BblsB-
NEHUN FreHeTUYECKMX CUHAPOMOB, BK/OUAIOWMX aHOManMmM fiMua v Wew, U npegcTaBieH
KNVIHUYECKUIA CryYail [UarHOCTVKN FeHeTUYeCckoro CUHAPOMa € ayTOCOMHO-PELLeCCHB-
HbIM TVMOM HAC/IeJOBaHUA, B COCTaB KOTOPOro BXoAus aHomanag NMoepa PobeHa.
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Abstract

The article demonstrates the possibilities of ultrasound diagnostics in identifying genetic
syndromes including anomalies of the face and neck and presents a clinical case of
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diagnosing a genetic syndrome with an autosomal recessive mode of inheritance, which
included Pierre Robin’s anomaly.

Keywords: prenatal diagnostics, ultrasound examination, congenital malformation,
microanomaly of development, congenital anomaly, syndrome of multiple congenital
malformations, Pierre Robin anomalies

B BBEAEHWE

MNpeHaTanbHasA AMarHOCTMKa — KOMMIEKC MePONPUATAIA, HanpPaB/IeHHbIA Ha BbiABIe-
HVe HacneACTBEHHbIX Y BPOXAEHHbIX 3a00/1€BaHMI Y MAOAA AO MOMEHTA HacTynieHus
XM3HecnocobHocTU. ToYHaA 1 paHHAA AMArHOCTVIKA MMeET BaXKHOE 3HaUeHWe A1 OLeHKN
MPOrHO3a M3HW 1 3[0POBbA MN0AA, ONpefeneHna akyLepCKo TakTUKK, CBOEBPEMEH-
HOro OKa3aHuA MeANLMHCKOW NMOMOLLM HOBOPOXKAEHHOMY. [TpeHaTanbHaa AnarHoCTMKa
no3sonseT BbiABUTb 40-50% BpOXKAEHHbIX NOPOKOB pa3BuTua (BI1P).

BIMP npepctaBnsieT coboit cTorkoe mopdonornyeckoe M3MeHeHe OpraHa Uiy BCero
OpraHu3Mma, Bbixofsllee 3a npefesibl BapuaLuui nx CTpoeHra 1 npusogsLlee K paccTpon-
ctBaM GyHKumnm [1].

B otnnume ot BMP mukpoaHomanusa pa3sutusa (MAP) npeactaBnseT coboi oTKIOHe-
HMe B Pa3BUTMM OpraHa v CUCTeMbl, He NprBOAALLee K HapywweHunto GyHKUuun («mopdo-
reHeTMYeCKMe BapuaHTbl Pa3BUTUA», «CTUMMbl AMCIMOpUoreHesa»). Bcero onncaHo 80
pa3nunuHbix MAP. K MAP ronosbl u niua otHocAtca: MAP rna3 (rmneptenopusm, rmnoTe-
NIOpW3M, 3NUKAHT 1 Np.), YyepenHo-nuueble MAP (cegnoBupHaa ¢opma Hoca, NIOCKUN
npodwunb n1ua, CKoLWeHHbIN 106 1 np.), MAP yxa (H13KopacrnonoMXeHHas ylwHas pakoBu-
Ha, CBepHYyTas yLIHAA PaKOBMHA, OKOJIOYLLHasA nanuaioma v np.), MAP poTtoBoii obnactu
(Makpornoccus, ykopoueHme y3aeykn Aasbika v np.). Couetanue BIMP n MAP nvua v wewm ¢
HapyLIeHNAMM Pa3BUTA OPraHoB Apyrux cuctem gocturaet 50% [2].

Kpome BINP n MAP ncnonb3yeTca n Takoe NOHATUNE, Kak aHoManag. [og aHomanagom
MOHUMAIOT KOMMJIEKC HapYLUEHNI, BO3HUKAOLWMX B pe3ynbTaTte OAHON owmnbKy mopdo-
reHesa. HapyweHua pa3sutna nuua GopmMupyioT paj aHOManafoB, KOTOpble BXOAAT B
COCTaB MHOTMX CUHAPOMOB MHOXECTBEHHbIX MOPOKOB pa3suTuA (MBIIP) Hexpomocom-
HOW 3TMONOTMM 1 NPAKTUYECKMN BO BCE XPOMOCOMHble 60ne3HI, 0OYCIOBIEHHbIE N3MeHe-
HUAMN B cucTeme ayTocom [1].

B otnnume ot aHomanaga cuHgpom MBIIP — 310 ycTOnumBoe couetaHue ABYX UK
60nee He MHAOYLMPOBAHHbIX APYr APYFrOM MOPOKOB Pa3BUTKA B Pa3HbIX CUCTEMAx opra-
HM13Ma.

Ha cerogHAwWHWIN feHb onmcaHo 6080 ¢peHOTMNOB, A1 KOTOPbIX M3BECTEH MONEeKyNAp-
HbI fedeKT, n 1527, anAa KoTopbix reHoTun HemseecTeH (OMIM, 22 mas 2021).

locKonbKy MaTOrHOMOHMYHbIE NMPU3HaKM FeHeTUYECKNX CUHAPOMOB, Tak/e Kak y3en-
K1 Jlnwa npu HenpodmbpomaTtose | Tvna, BCTPEYAOTCA PefKo, BaXXHOe 3HauyeHue anA
MOCTAHOBKM fMarHo3a nprobpeTaeT BbigeneHre MUHYMabHOIO AMarHOCTUYECKOrO CUM-
NMTOMOKOMMEKCa 06A3aTenbHbIX NpusHakos [2]. CoyeTaHre KAMHUYECKUX MPU3HAKOB
CNY>XUT OCHOBOW ANA anddepeHLnanbHOM ANarHOCTUKN B Fpymnne CXOAHbIX HacneCTBeH-
HbIX 60ne3HeNn.

MepuurHCKan reHeTUKa, MOMMMO OLEHKU CUMMATOMOKOMMeKca y npobaHaa, Goky-
CUPYET TaKXKe BHMMaHVe Ha 3aboeBaHNAX BCEX YNIEHOB ero ceMbU. CeMeliHbl aHamHe3
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BaXKeH, NOCKOJIbKY MOXET yKa3aTb Ha HacneaCTBEHHbIN XapaKTep 3aboneBaHuA, BblsAC-
HUTb TN HacliegoBaHUA, paCcCKa3aTb O ecTecTBEHHOMN ncrtopumn 60/1€3HU N N3MEHEHUAX
ee TeyeHuA, onpenennTb Bug 1 obbem HEO6XO£|,I/IMbIX na6opaToprlx nccnefoBaHnn n,
Kak cneacTtesme, onpenenntb TakTUKy BeOeHUA. Take cemelnHbIi aHaMHe3 Mo3BonaeT
OUEHUTb PUCK NOBTOPEHNA NAaTONOrnn B CeMbe.

B LEJTb NCCJIEOOBAHUA

MNpoBecTV oOLEHKY MpeHaTasbHOM 3XO-KapTWHbI rofnoBbl M wewn nnoga 8 |-l
TPUMeCTpax B HOPMe 1 MpY pasnnyHom natonorun. Takxe npeactaBieHo onrcaHme Knu-
HMYeCKOro cjlyyad AUArHOCTUKMN reHeTUYeCcKoro CMHAPOMa C ayTOCOMHO-PEeLIeCCUBHBIM
TUMOM HacnefoBaHUA, B COCTaB KOTOPOro Bxoawn aHomanag MNbepa PobeHa.

B MATEPWAJIbl M METOAbI

YnbTpa3BykoBble uccnepgoaHua (Y3M) BbinonHeHwbl Ha annapatax Voluson E8
Exspert (GE, CLUA) ¢ wncnonb3oBaHMeM TpaHCabAoOMUHANbHOrO pAatumka (4-8 MIlu).
LuTtoreHeTnueckme n GMoOXMmmuUeckne UCCNenoBaHWUs BbINOMHANNCL B FeHETUYeCKon
nabopatopun PecnybnmkaHckoro HayuyHo-npakTuyeckoro ueHtpa (PHIMLU) «Matb n
anta», MnHcK. KapnoTtunn 3anncbiBanca B COOTBETCTBMM C MPaBuUiamMmn MeXXayHapogHOM
HomeHKnaTypbl ISCN, 2016.

B PE3YJIbTATDHI

Bo3moxHocTb oueHnTb BMP 1 MAP nrua v wen y nnoga npefoctaBnaeTca B paMkax
KOMOMHUPOBAHHOIO CKpWHKHTa | TpumecTpa Ha BbliBNEHWeE rpynn BbICOKOrO pUcKa no
XPOMOCOMHbIM 3a605eBaHnAM. CpoK rectalv Ha MOMEHT OCMOTpa cocTaBnseT 10%°-13+¢
Hepenb. Oxorpaduueckasn oLeHKa NMLEBbIX CTPYKTYp nnoga B | Tpumectpe 6epemeHHo-
CTWU NpefcTaBneHa Ha puc. 1.

Kak BMOHO Ha pUCYHKe, Mbl OLlEHMBAaeM HOCOBYIO KOCTb, KOHUMK HOCa, BEPXHIOK
YenoCTb, HUXKHIOK YentocTb. MpeHa3anbHble TKaHW Tak»Ke MOryT OblTb OLleHEHbI B KOHLIE

KoHumK Hoca

Koxka

MpeHa3anbHble TKaHn
HocoBas kocTb

BepxHaa yentoctb
HwXHAA yentocTb
TonwmHa BOPOTHUKOBOIO
NPOCTPaHCTBa

NoupwN-=

Puc. 1. CaruTTanbHbli1 cpes rosoBKu nyioga B cpoke rectauum 13-14 Hepenb
Fig. 1. Sagittal section of the fetal head at 13-14 weeks gestation
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| TpumecTpa 6epemeHHocTH. Obpallaem BHUMaHMe Ha Gopmy nba, KOHTYpP 1 LLENOCTHOCTb
KocTel cBofa yepena. [1o 3agHel NoBEPXHOCTU Wen NoAa Mbl OLLEHMBaeM pa3mep To-
LMHbI BOPOTHUKOBOTIO NpocTpaHcTaa (TBI1, NT) (puc. 1).

OueHKa BepxHelt rybbl nnofa He ABnAeTcA 06A3aTesIbHOM B ManioM Cpoke bepemeH-
HOCTU, U [laHHbI NoKa3aTenb oTcyTcTBYeT B npoTokone Y3U | Tpumectpa 6epemeHHOCTU.
OpHako npu OTCYTCTBMM TEXHWYECKUX OrpaHMYeHuid, 3aTpyaHALWUX BU3yanv3auuto,
oLleHKa laHHOW CTPYKTYpbl ML BO GPOHTaNbHOW MIIOCKOCTU CKaHMPOBAHWA He Bbl3blBa-
eT 3aTpyAHeHwui. bonee Toro, B ciyyae BbICOKOrO p1ucka XpOMOCOMHOW NaTosorium y nio-
[la HOCOryOHO TPeYrofibHUK JONXeH ObITb oLeHeH 06s3aTenbHo.

[na oueHkn npoduna nnoga UCNonb3yeTca carmTTanbHbIN Cpe3 ronosku niopa. Bo Il-
Il TpumecTpax GepemMeHHOCTW, MOMUMO OLEHKM Hanunuma NrMbo OTCYTCTBMA HOCOBbIX
KOCTEeMN, Mbl MOXXeM U3MepPUTb X Pa3Mep U CONOCTaBUTb C HOPMATUBHBIMY 3HAYEHMAMN
[J1A CpOKa rectauumu, ecnv oOHU onpeaeneHbl Ana JaHHOW KOHKPETHOW STHUYEeCKON rpyn-
nbl. TakXKe fomKHa ObITb OLeHEeHa TOMNLMHA NpeHa3abHbIX TKaHel, dopmMa Hoca, NepeHo-
CbA, N6a, BEPXHEN 1 HUXKHEN YentoCTy, LLefIoCTHOCTb KOCTel cBofa yepena (puc. 2).

MyTem n3mepeHnsa BO GPOHTaNIbHOM NMIOCKOCTU CKaHMPOBAHWA BHYTPMOPOUTaNbHOTrO
pa3mepa 1 COMOCTaBAEHNA €0 C HOPMATUBHbIMK 3HAYEHMAMN AN1A CPOKa rectauyum Mbl
MO>KeM CyAuTb O NMONOXeHUN opbuT. XpycTanuvKm Nnofa Takxke nognexar oueHke. B Hop-
Me OHU BbIMMAAAT Kak aH3XOreHHble CTPYKTYPbl MPaBUAbHOWN OKPYTNon GopMbl, OKPYKeH-
Hble 0604KOM MOBbILLEHHOW 3XOreHHOCTH (puc. 3).

Hannune xpyctanvmkoB no3BonsaeT NUCKMOUUTb aHopTanbmuio y nnoga. CTpykTypa u
3XOreHHOCTb XPYCTaNIMKOB ABAAIOTCA BaXXHbIMU KPUTEPUAMM OLLEHKM rMasHbIX AGNOK no-
pa. B cnyuvae katapakTbl XpyCTanuKy BbIFIAAAT rMNep3XoreHHbIMKY, UX CTPYKTYpa YacTo
HeofHopopfHa (puc. 4).

Mpu nccnenoBaHMY NULEBLIX CTPYKTYP BaXKHOE 3HaUeHne UMeET OLieHKa LIeTOCTHOCTU
BepxHew rybbl nnoga. Markue TKaHu NrLa TakKe 0CMaTPUBAOTCA ANA UCKIIOUYEHNA pac-
LENNH 1 06 EMHbIX 06Pa30BaHNIA.

1. KoHuuk Hoca

2. HocoBas kocTb

3. [lpeHa3anbHble TKaHW,
0651aCTb NepeHoChbA

4, O6nacTb nba

5. BepxHasa yenocTb

6. HwxHAA yentocTb

Puc. 2. CarnTTanbHbii cpes roNoBKu nioga B cpoke rectauyum 19-20 Hepenb
Fig. 2. Sagittal section of the fetal head at 19-20 weeks of gestation
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Puc. 3. Xpyctanuk nnoga B Hopme. Cpok recrauum 19-20 Hegenb
Fig. 3. The lens of the fetus is normal. The gestation period is 19-20 weeks

Mockonbky MAP yLIHOW pakoBUHbI ABMIATCSA YacTOM COCTaBsAoLLe 60MbLIOro KOMu-
YyecTBa Pa3INYHbIX CUHAPOMOB, He CTOUT NpeHebperaTb OLEHKON AaHHOW aHaTOMUYec-
KOW CTPYKTYpbl. [Ipn 0CMOTpe YLIHbIX PAaKOBUH HEOOXOAMMO 0OpPaTUTb BHUMAHMWE Ha KX
bopmy 1 nonoxeHune. bonee HarnAagHo gedbopmMaLMio YIWHON PaKOBUHbI MO3BONIAET MPO-
LEMOHCTPMPOBATL MCMONb30BaHNE 0ObEMHOW PEKOHCTPYKL MM (puUC. 5).

Takum obpaszom, oueHka MAP 1 BIP nvua 1 wen no3BonsAeT 3anofo3puTb reHeTuve-
CKMe cHAPOMBI Y nnoga B |-l TpymecTpax 6epeMeHHOCTY, OLEHUTb MPOTrHO3 AJIA KN3HN
1 340pOBbSA MSI0AA U ONPeAeNvTb TaKTUKY BefieHUsi 6epeMeHHOCTU 1 pofoB. B kauecTee
npumepa Mbl NpefcTaBseM KIMHUYECKOe HabniofeHne CeMEHOMO Clyyas reHeTUYeCKo-
ro CMHAPOMA C aQyTOCOMHO-PeLIeCCUBHbBIM TUMOM HacnefoBaHWA, BKOYaoLWero aHoma-
nag NMbepa PobeHa.

Puc. 4. Xpycranuk nnoga npu Katapakre. Cpok rectauum 28-29 Hepenb
Fig. 4. Fetal lens with cataract. The gestation period is 28-29 weeks
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Puc. 5. lepopmaunus yuiHoii pakoBuHbI y nnoaa. Cpok rectayuu 31-32 Hepenn
Fig. 5. Deformation of the auricle in the fetus. The gestation period is 31-32 weeks

KnuHunuecknin cnyyan. MauveHtka M., 25 neT, 3gopoBa. O6patunack B PHIL, «MaTb
N ouTsA» B Cpoke bepemeHHOCTM 20 Hefenb B ¢BA3n ¢ BMP nuua y nnopga, BbiABAEHHbIM
B 19-20 Hepgenb rectauumm. Momumo 31oro, B | TprMecTpe 6epemMeHHOCTY Nog nonan B
rpynmny BbICOKOro prcka no cuHagpomy layHa — 1:50 (TBI1 2,7 mm). bepemeHHOCTb LwecTas.
B aHamHe3e 5 pofoB, 6pak 2-i HepoACTBEHHbIN. Cynpyru — STHUYECKME LibIFaHe.

PopocnoBHas cemby NpefcTaBneHa Ha purc. 6. Kak BUAHO Ha puCyHKe, nepBas bepe-
MEHHOCTb MAUMEHTKU B MepBOM Opake 3aBeplunsiacb pojamMu 3[0POBbIM MaSIbUMKOM.
Bo BTOpOoM Opake nepBas U BTOpas OEPeMEeHHOCTU 3aBEPLUWINCL POXAEHMEM ABYX
300POBbIX 1€BOYEK, a 3-51 GEPEMEHHOCTb — CPOYHbIMU pogamu B 40 Hepesnb. [leBouka
oT 3-1 bepemeHHocTU (lll-4) poamnnacb C rvnoniasnen HUKHeN YentoCcT, pacllennHom
HEGa, nedopmaLmenn rpyaHol KneTky (Co cnoB Mambl). B Bo3pacTe 6 mecsueB pebeHOK

O O—L1

ﬁwhé

ne

Puc. 6. PogocnoBHas cembu M.
Fig. 6. Pedigree of M.
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6b11 NpooneprpoBaH Mo NOBOAY pacLiennHbl HEGa 1 ymep B Bo3pacTe 1 rofa 2 MecsALes.
MaTonoroaHaToMMyecknin guarHo3 — aHomanag lNoepa PobeHa. MNpoBeneHo KapuoTmnu-
poBaHwue poguTenen — NaTonorMmn He BbiABNEHO.

Cnepytoulan, yeTBepTad GepemeHHOCTb 3aBepwumnacb poxkaeHuem gesouku (l1I-5),
KOTOpas ymepsa B BO3pacTe 2 MecALEB C KIMHMYECKMM ANarHO30M «CNHanbHasa MblLley-
Has aTpoduAy, OAHAKO MONEKYNAPHO-TeHeTUYeCKoe NCCiefoBaHMe ero He NogTBEPANIO.
BepoaTHom npnumnHon cmeptu ctano nopaxeHue LIHC B pesynstaTe pogoBoy TpaBMmbl.

Mpob6aHa — nnog (lll-6) oT wecTol 6epemeHHOCTU (NATaa BO BTopom bpake). Y3 B
PHIL, «<MaTb n guta» npoBefieHOo No HamnpaB/ieHNo PErMoHapHOro yupexaeHnsa 34paBo-
oxpaHeHus. Cpok 6epeMeHHOCTM Mo pe3ynbTaTam 0CMoTpa cocTaBun 20 Heflenb 5 fHen,
Nnos NI0oAa MY>KCKOW. BbifABNeH pAag M3MeHeHUn CO CTOPOHbI INLEBBIX CTPYKTYpP MnoAa:
MUKPOTreHUs, nuueBble AUCMopdUN, HU3KOPACNONOXKEHHbIe yLu (prc. 7).

C yyeTOM rpynnbl BbICOKOrO prcKa MO XPOMOCOMHOW natonorun B | TpumecTtpe
6epemeHHOCTM U JaHHbIX Y3W Bo Il TprmecTpe 6epemeHHOCTU NpoBefeHa npouenypa
aMHUMOLeHTe3a 1 YCTaHOBIeH KapmoTtun nnoga 46,XY. YuntbiBaa npegBapuTenbHbIn gma-
rHo3 «aHoManag NMbepa PobeHa», 6n1aronpuATHBIA NPOrHO3 AAA XN3HM NMoLa, CeEMbA NPU-
HANa pelLeHne O NPOAOIIKEHNN 6epeMeHHOCTH.

PebeHok my»kckoro nona pogunca B PHIML «Matb n guta». Pogbl npoxoannu yepes
ecTecTBeHHble pofoBble MyTu B cpoke bepemeHHocTn 37-38 Hepenb. Bec pebeHka npu
poxaeHun coctasun 2850 r, oueHKa no wkane Anrap 8 6anno.. B nepBble CyTKM HOBO-
POXAEHHbIN NepeBefeH B OTAeNeHNe NHTEHCMBHOWN Tepanun 1 peaHnmaumnmn B CBA3N C
BPOXXAEHHOWN MHEBMOHMEN 1 06CTPYKLMEN BEPXHUX AblXaTeNbHbIX NyTel, pa3BuBLIencA
Bcnepctsue BINP (aHomanaga NMbepa PobeHa). PebeHoK Obin 0CMOTPEH KOHCUANYMOM Bpa-
yen-reHeTNKoB. [MOMUMO BbIpa)keHHOW MUKpOreHUn y pebeHKa AmarHoCTMpoBaHa pac-
WwenMHa MArkoro Héba 1 3afHel TpeTu TBepAoro Héba. Takxke BO BpeMa ocMoTpa 0bHa-
pyeH pAag uvepenHo-nuuesbix MAP: gonuxouedanmueckas dpopma ronosbl, LMPOKUIA
no6 C HN3KOWM NMHUEN POCTa BOJIOC, LUMPOKOE MIIOCKOE NePeHOChbe, Nerknii 3k3odpranbm,
KpYMHble, pOTMPOBAHHbIE K3aAW YLIHble pakoBUWHbI. Y pebeHKa oTMeuanocb ymepeHHO
OMCNPONOpPLMOHaNbHOE TENOCOXKEHNE C HEKOTOPbIM yKOpoUeHeM 6epeHHbIX KOCTEN.

Puc. 7. MukporeHus, HuskopacnosnoxeHHble ywmn y nnopaa (l11-6). Cpok recrauvu 20 Hepenb 5 AHen
Fig. 7. Microgenia, low-set ears in the fetus (llI-6). The gestation period is 20 weeks 5 days
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M3 n3meHeHun onopHoO-ABMraTe/IbHOro annaparta Habnoganncb BapycHasa aedopmauua
CTOM, KNMHOZAKTUAMA 2-X NanbLEB KUCTEN, a TaKKe NPOKCMManbHoe CMeLLeHne 1 NPoTu-
BOMoOCTaBneHne 1-X nanbLeB KNCTEN.

HoBopoxaeHHOMY npoBefeH pAa AOMNOAHUTENbHbIX NccnefoBaHuin. Mo pesynbTatam
axokapguorpadum BbiABNeHbl QYHKLMOHMpPYOLLee OBalbHOE OKHO AMAaMETPOM 2 MM,
aHeBpr3Ma MeXXnpencepaHOn NeperopofKu, AONONHNTENbHAA XOPAA NEBOro »Kenyaouka
cepaua. Y3/ opraHoB GptoLIHOM NONOCTM NATONOMMN He BbiABUIO. [pn HelpocoHorpa-
burn obHapyKeHbl NePUBEHTPUKYIAPHBIN OTEK U NMOrPaHNYHbIe pa3mepbl 3-ro Xenygouka
rofIOBHOrO MO3ra.

YunTbiBas pe3ynbraTbhl OCMOTPA U faHHble JOMOHUTENbHbIX UCCNeoBaHul, pebeH-
Ky BbICTaBneH AmarHo3 «aHomanap lbepa PobeHa». C yyeTom MOBTOpPEHWMA OaHHOro
3aboneBaHuA B ceMbe (@aHomanag Mbepa PobeHa y pebeHKa OT TpeTbeln 6epeMeHHOCTH
BO BTOpPOM b6pake) Obin cienaH BbiBOL O TOM, UTO CUHAPOM UMeEET ayTOCOMHO-peLiec-
CUBHbIN TN HacnepgoBaHuA. PebeHoK ymep B Bo3pacTe 5 mecAueB. HenocpencTseHHoM
NPUYNHOM cMepTn pebeHKa, No pe3ynbTaTaM NaToNoroaHaTOMMYEeCKOro nccefoBaHus,
ABUIACb NPOrpPecCUBHO HapacTaBLlUasA AblxaTeNnbHas HeLOCTaTOUHOCTb, 0OyCnoBNEeHHas
NaTosIorMyecKMm NpoLeccamm B nerkrx (XpOHMYeCKnii 06CTPYKTUBHbIN CAIN3MUCTO-THON-
HbI BPOHXNT, KPYNMHOOYaroBas [1ByCTOPOHHAA CEPO3HO-THOMHasA MHEBMOHNSA, OYaroBbIi
BblpaXeHHbIA UHTePCTULManbHbIN GUOPO3 C yyacTKamm GPOHXONEroyHow Aucnniasuu,
MHOeCTBEHHbIe rMaMHOBble MeEMOPaHbl, ouarosas KapHudrkauma n smousema nerkumx).

Cnepytolian 6epeMeHHOCTb — cefibMas Mo CYeTy U WecTasA B JaHHOM 6pake, HacTynuna
yepes rog (lll-7). Mo pe3synbratam nposefeHHoro B PHIL «Matb n guta» Y3-cKkpuHuHra
| TpumecTpa: 6epemeHHOCTb 11 Hepenb 2 AHA, KONUYMKo-TemeHHoN pa3smep (KTP) nnoga
44 mm, TBI - 1,7 mm. B rpynny BbICOKOro prvicka No XpOMOCOMHbIM CMHAPOMaM Nnog He
nonan.

MNMosTopHOe Y3U npoBefeHo B cpoke bepemeHHocT 15 Hepenb 6 gHen. OOHapyxe-
Ha yMepeHHasa MrkporeHua y nnoga (puc. 8). [poBefeH aMHMOLeHTE3 — KapnoTun nnoga
46,XY. Cembe npefnoxeHo npepbiBaHrie 6epeMeHHOCTI, OT KOTOPOro OHa OTKa3anach.

PebeHok Myxckoro nona pogunca B PHIML «MaTb 1 guta» B cpoke 6epeMeHHOCTU
38 Hepenb. PopgopaspelueHne Npoxoanno nyTeM onepaunmn Kecapesa ceveHnsa B CBA3N C
nonepeyYHbIM NOSIOXKEHMEM NJIOAA U NpeanexaHrem netesb NynoBuHbl. Bec pebeHka npu
poxaeHunn coctaBun 3250 r. OueHka no wkane Anrap 8 6annos.

Mpn ocmoTpe HOBOPOXKAEHHOTO BblAABAIEHbI YMEPEHHAA MUKPOreHWA, pacLieniMHa MaAr-
KOro Hé6a, MHOXKeCTBEeHHble YepenHo-nuuesble gucmopduu. C yuetom deHoTrna peber-
Ka, a TakKXe JaHHbIX CEMENHOro aHamMmHe3a HOBOPOXAEHHOMY BbICTaBfIEH KIVHUYECKNIA
ounarHo3 «aHomanag lNbepa PobeHa». Tun HacnepoBaHWA 3aboneBaHUA — ayTOCOMHO-
peueccuBHbIin. B Bo3pacTe 1 roga pebeHok 6bin xuB. [JanbHelwana cyabba pebeHka He
N3BECTHa, TaK Kak cCeMbA CMeHMNa MeCTO MPOXMBaHMA.

B OBbCYXIOEHWUE

AHomanag lMbepa PobeHa (OMIM 261800) npenctaBnsetr Cob6ol CUMMNTOMOKOM-
NneKc, BKAYaoLWmin TpMagy Npru3HaKoB: TMMNomniasnio HUXKHER YentocT (MUKPOreHuio),
HenosHyt pacwenuHy Héba unm rotmyeckoe (apkoBuaHoe, yroobpasHoe) HEGO, 3ana-
AeHue A3blka (rnocconTos) [3, 5, 6, 8]. B nutepatype ana onpepeneHna fgaHHOW naTo-
NOTVM TaK>Ke NCMOJb3YTCA TaKue TePMUHBI, Kak sequence nnbo nocnefoBaTesibHOCTb
MNbepa PobeHa [5-8].
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Puc. 8. YmepeHHaa mukporenus y nnoga (Ill-7). Cpok rectayum 15-16 Hepenb
Fig. 8. Moderate fetal microgenia (l1l-7). The gestation period is 15-16 weeks

MaTonorus Bnepsble onncaHa B 1923 r. dpaHuUy3ckum ctomaTonorom MNbepom Pobe-
HOM, KOTOPbI, ONMpasAcb Ha MHOTONETHUI ONbIT HabNOAEHWI, onpefennn nNocnefoBa-
TeNIbHOCTb NPOABNIEHNA MPU3HAKOB, NPUBOAALLNX B UTOre K 06CTPYKLUN BEPXHUX AblXa-
TesbHbIX NyTen [7].

MepBUYHBIM NOPOKOM MNPU AaHHOW NaTonorum AsnAeTcA MuUKporeHusa. OcTanbHble
NMopoKy 0bycnoBneHbl 3anaieHnem A3blka B CBA3M C YMeHbLUeHeM POTOBOW MOM0CTH,
UTO B CBOI OUepefb NPenATCTBYET CMblKaHMIO HEOHbIX NNACTUHOK 1 NPUBOAMT K dopmu-
[pOBaHMIo pacluenHbl HEGa [7, 8].

CTeneHb BbIpaXeHHOCTV CMMMTOMOB BapuabesibHa — OT He3HauWTeIbHOM rMnonnasuu
HUXKHEN YenioCTn C apKOBUAHbBIM HEGOM, NPY KOTOPOIN GYHKLMM »K1U3HeobecneyeHns He
HapyLleHbl 1 fedpeKT HOCUT NNLLb KOCMETUUECKNIA XapaKTep, 10 TAXKENION CTeneHn Bbipa-
KEHHOCTV CUMMTOMOB, ABMAKWMUXCA NPUYMHON HapylleHnA GYHKUMM [blXaHWA Cpasy
nocne poxxgeHua. MoKHO NpefanonoXnTb, YTO faHHAA NaTONOrMA BCTPeYvaeTca ropasgo
yalle, HO BCNIeCTBUE BapuabenbHOCTY NPOABIEHNA NPU3HAKM He paccMaTpuMBaloTCA B
COBOKYMHOCTU KaK NposBfieHre eauHoro 3abonesaHus [8, 9].

MNMonynayunoHHana yactoTa aHomanaga lNbepa PobeHa — 1:8500-14 000, cOOTHOLIEHUE
nonos — M1:K1 [10].

AHomanap Nbepa PobeHa MOXeT ObITb Kak M30MPOBaHHON NaToOMOrMel, Tak U COCTaB-
HOW YacTblo BONbLIOrO KONMYeCTBa reHeTUYecKmx 3abonesaHuin. 3onnpoBaHHble chy-
yay B OCHOBHOM Cropajuyeckrie, pa3BrBaloTCA B pesynbTaTe gu3pynuuun/gedopmamm
Ha 3Tane ambpuoreHesa [4-6]. AHomanag NMbepa PobeHa JOCTaTOUHO YacTo coyeTaeTca
C NMOpOKamu pas3BUTUA LPYrx opraHoB 1 cucTeM. YactoTa NogobHbIX coueTaHuin 4OCTU-
raet 36%. Hanbonee yacTo BCTpeYaoTCA COUYETaHNA C aHOMANUAMM YLIHOW PaKOBWHbI 1
BHYTPEHHEero yxa, C aHOManuAMM rnas, C BpoXKAEHHbIMM MOPOKaMu cepaua, ¢ natonormemn
OMOPHO-ABMraTeNIbHOro annapara, C Mo4enonoBbiMu Manbdopmauuamu. Y paga 6onbHbix
OTMeYaeTcA yMCTBeHHasa oTCTanocTb [5-9].

Kak cocTaBnstLwan reHeTmyeckor natonorum aHomanap lbepa PobeHa onuvcaH B
coctaBe 6onee 300 cmHApoMoB (crHapoma CTukepa, KamrnoMennyeckoro CUHAPOMa,
cmHgpoma XaHxapTa, Tpucomun 18 n np.) [5, 6].
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Hacnepyetca 3aboneBaHuve Kak No ayTOCOMHO-JOMUHAHTHOMY, Tak 1 MO ayTOCOMHO-
peueccnBHomy TNy [3, 6].

YactoTa npeHaTanbHOro BbisiBNeHUs aHoManaga lbepa PobeHa coctaBnaeTt 100%
B CEMbAIX C OTArOLWEHHbIM reHeTnyeckum aHamHe3om [11]. o MHeHMO psAfja aBTOPOB,
MUKPOrHaTUA MOXeET ObITb BbIABMIEHa NpeHaTanbHo B 93% cnyuyaes[12]. CoueTaHe MUKPO-
rHaTUK C 3afiHel pacLienHon HEGa B NpeHaTanbHOWM NPaKTKe UMeeT NONOXNUTENbHYO
NPOrHOCTUYECKYIO LIeHHOCTb Ans aHomanaga lNbepa PobeHa B 100% cnyyaes [13]. MHoro-
BOAVE OCIIOXKHAET TeueHre 6epeMeHHOCTY C laHHOW naTonoruei B 60% cnyyaes Habnto-
LEHWI BCNeACTBUE HapylleHUA GyHKUMW roTaHuA Y NIOAOB C NOC/ef0BaTeNIbHOCTbIO
MNbepa PobeHa [14].

OpfHako, No Halemy MHEeHUI0, OCTAaTOUYHO CJIOMKHO OLLeHUTb MPOrHO3 ANA XU3HW U 3[,0-
POBbsA MNIOAA, TaK KaK MUKPOreHUs MOXeT OblTb BblpaXkeHa He3HAUMTENIbHO, KaK B HalLeM
KNUHUYeckom HabntopeHuu (Il-7), a amarHoCcTnKa paclienH MArkoro Héba 1 HebonbLIMX
pacwenvH TBepforo Héba npeHaTanbHO BbI3blBaeT 3aTPyAHEHMSA, AaXKe B CEMbAX C BbICO-
KM reHeTUYeCKM PUCKOM 1 NP NpuLenbHOM aKcnepTHOM Y3,

B 3AK/TKOYEHUE

MpeHatanbHaa guarHoctika BIP nuua ABnAeTcA BaXkHOWM COCTaBAAIOWEN 4YacTbio
npu NPOrHO3MpPoOBaHMK nUcxoda 6epeMeHHOCTU 1 POAOB, MO3BOMAA 3aMNOA03PUTb FreHe-
TUYyeckne CMHAPOMbI. He meHee 3Haunmon Asnsaetca oueHka MAP nuua n wen. U xota
NX OMnCaHne He BXOAUT B MPOTOKOJIbI UCCefoBaHMA, onucaHne MAP MOXeT NoBbICUTb
3¢ $EKTUBHOCTb MpPeHaTalbHON AUArHOCTUKN reHEeTUYECKUX CMHAPOMOB. KnnHunyeckoe
3HaueHne MAP, nx cteneHb BblpaKeHHOCTV B pamKax MONynALuMmM C yYeTOM STHUYECKO-
ro COCTaBa, AMHaMMKa B PaMKax OfHOWN CEMbW HY»KAAIOTCA B MPOBeAeHUN AanbHEenLWmnX
HayuHbIX CCNeoBaHWA, a MONyYeHHble HOBble JaHHble — BO BHEPEHUN B KIIMHUYECKYHO
NpPaKkTrKYy.
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