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O6ocHoBaHue. CuHapom KopHenun ge JlaHre — peakoe reHeTudeckoe 3abosieBaHue, NposiBASIIOLEECS HU3KUM POCTOM,
aHoOMaIMsIMN KOHEYHOCTEH, YEepEerHO-IMLEBbIMU ANCMOPOUAMNU U 3a[EPKKOM MCUXMYECKOro pa3BuTus. [peHaTasibHoe
BbISIB/IEHWE CUHAPOMa SIBJISIETCS aKTya/lbHOW 3afadvyei ynbTpa3BYKOBOW AMAarHOCTMKW. OnMcaHWe KIMHUYEeCKOro ciy-
qas. [Ipy yn1bTpa3ByKOBOM MCCEA0BaHMM MOHOXOPHUaIbHOMW ABOMHM BO Il TpumecTpe 6epeMeHHOCTHU Obiaia ycTaHOBJ/IeHa
3aepKa pocTa BHYTPUYTPOOHbIX AETeH (MoKa3aTem Macchl Tesia — MeHee 1-ro nepueHTus) 6e3 Nnatoa0rmMyecKkux name-
HEHWI MaToYHO-IM/1040BO-1aL€HTapPHOro KPOBOTOKa (M0 AaHHbIM gonsaeporpagumn). OTmMeyeHo mMHorosoame. o gaHHbIM
¢eTanbHOM axoKapanorpadumn obHapyKeHa TPaHCno3M1LmMs MarncTpasibHbIX apTEPUI Yy MePBOro BHyTPMYyTPOBHOIro pebeHKa.
N3y4eHne nuLeBbiX CTPYKTYP BHYTPUYTPOOHbIX AETEN MOKa3a/0 BAaB/I€HUE epeHOCHLbl, B3AEPHYTbIM HOC, AJIMHHbIA GUILTP
M MUKPOrHaTumio. Y BTOPOro BHyTPMyTPOGHOIo pebeHKa onpeaesieHbl peayKLUMOHHbIE MOPOKM BEPXHUX KOHeYHocTen. C neBon
CTOPOHbI OTCYTCTBOBAJIa OfHa KOCTb MPeAnieybsi, MPeAnoI0KUTE/IbHO, JIOKTEBaS, Jly4eBasi KOCTb YKOpOYeHa, MMesiach 0Jin-
rogaktmuaus (Bu3yanusmpoBaau 2 nasbua). Ha npaBov KMCTH OTCYTCTBOBas 6E3bIMSIHHbIN asel, UMenachb KIMHOAaKTUINS
naToro nasabla. [eHeTMYECKOe TECTMPOBAaHUE He Bbl/10 MPOBEAEHO M3-3a HEAOCTYNHOCTH UCCIEA0BaHUS B CTpaHe MpoXunBa-
HWS M PUHAHCOBBIX OrPaHNUYEHUI ceMbM AJ1s1 CCaeoBaHus 3a ee npejenamn. B 35 Heg 6epeMeHHOCTH NpexxaeBpeMeHHO
poannch 6IM3HeLbI My>XCKoro rnosa maccov tena 1680 u 1640 r (noka3aTesin Macchl Teia — MeHbLUe 5-ro nepUeHTUIs).
lMocne poxkaeHus MaageHuUbl 6blM KOHCY/IbTUPOBaHbl FTEHETUKOM, YCTAHOB/IEH KIIMHUYECKMI ANarHo3 «cMHAPom KopHeanun
ae JlaHre». Peb6eHOK ¢ MopoKom cepgla ymep Ha 23-u CyT XU3HU, BTOPOK B yAOBIETBOPUTE/IbLHOM COCTOSIHUM BbINUCaH
aomovi. 3akndeHune. CnHapom KopHenmun ge JlaHre MOXKET MposiBASITbCS Y MOHOXOpUasbHbIX 6JIM3HEL0B. [JuarHocTuKa
3aEepPKM pocTa BHYTPUYTPOOHOro pebeHka Bo lI-Ill TonmecTpax 6epeMeHHOCTH 6e3 HapyLIEHUS] MOKa3aTeaen MaTo4yHo-
171040BO-/1aLje€HTapHOro KPOBOTOKA, OCOGEHHO B COYETAHUM C MHOIMOBOAMEM, TPEOYET MOMCKA CTPYKTYPHbIX aHOMasnm
M OL|EHKM JTNLEBBIX ANCMOPOUI, XapaKTEPHbIX AJ151 XPOMOCOMHbIX UM FTEHETUYECKUX 3a60/1€BaHMH.
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cayqan
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OBOCHOBAHME

CuHapom KopHenuu ge Nanre (OMIM 122470, 300590,
300882, 610759, 614701) — peaKoe reHeTU4ecKoe 3abo-
NleBaHue, Hacnegyemoe no ayToCOMHO-AOMUHAHTHOMY TUMY
1 006ycnoBneHHOe NaToreHHbiMK BapuaHTamu reHos NIPBL,
RAD21, SMC3, HDAC8 wnn SMC1A. 31 reHbl KOAMPYIOT
GEeNlK1, KoTopble ABASIOTCH KOMMOHEHTAMW KOre3MHOBOIO
Komnnekca [1]. Bmecte ¢ Tem y 6onee 25% nauneHToB
C nogospeHnem Ha cuHapom KopHenuu fe JlaHre He yaa-
eTcsl 0GHapPYXWUTb MATONOMMYECKME BapUaHTbl YKa3aHHbIX
reHOB, Y4TO CBWETENbCTBYET O MATOreHEeTUYECKOW POSM
MHbIX reHoB [2]. CuHapoM KopHenun ae JlaHre xapaKktepu-
3yeTcst HapylweHneM PpU3NYECKMX, KOTHUTUBHBIX U NMOBEAEH-
YECKMX XapaKTePUCTUK MHAMBMAA [1], NPOSIBASETCA HU3KUM
pPOCTOM, aHOManusMM KOHEYHOCTEMN, YepemnHo-AuLEBbI-
MW OUCMOPOUAMU U 3a[IE€PHKKOWM MCUXMYECKOro pasBUTUS
[3]. HadBaH cuMHApPOM B 4ecTb rONAHACKOrO neauaTpa
KopHenuu pe Jlanre, Kotopas B 1933 r. BNepBblie OMNu-

cana aHanorunyHole NMOPOKWM PasBWUTUA Yy ABYX MiafeHueB
n 150 neT co AHSA POXKAEHMS KOTOpOW neavaTpbl npasa-
HoBann B 2020 r. [1]. PacnpocTpaHeHHOCTb CUHApPOMa
KopHenuu e JlaHre BapbupyeT B LUMPOKKX Npegenax u, no
pasHbIM AaHHbIM, cocTaBnseT 1 cnydan Ha 10-200 Thbic.
HMBOPOXKAEHHbIX [1, 3].

CUHAPOM NPOSIBASIETCA XapaKTepHbIMKU YepTaMmu nuua,
KOTOpble BK/IOYAIOT CUIbHO M30MHYTble U/UAK rycTble 6po-
BW C CMHODPU3OM, ANMHHbBIE PECHULbI, BAABMIEHHYIO nepe-
HOCULY, B3AEPHYTbIA HOC, WWPOKUM WU ONUHHBIA GUALTP,
TOHKME rybbl C OMyLWEeHHbIMU YroNKaMun pTa, MUKPOrHaTuio
N MeNIKMe LWMPOKO paccTaBieHHble 3y6bl [3—5]. 3aaeprkka
pocTa HavyuMHaeT NpPosABAATbCA B MpeHaTalbHOM nepuoje
[4, 5]. PeayKUMOHHbIE MOPOKKU Npu cuHapome KopHenuu e
JlaHre B OCHOBHOM MopakaloT BepXHWMEe KOHEYHOCTU, OHU
BapbUPYIOT OT HE3HAUYUTENbHbLIX GanaHroBbix aHoOManum 4o
onurogaktunuu [4]. AHoManmMm BepxXHMUX KOHEYHOCTEN Yallle
Habno4aloTcs Y NaLMEeHTOB MYXCKOro nona [6], nopaxeHune



acummeTpuyHoe y 65% nauuneHToB, y 78% n3 HUX Habnoaa-
€TCs BOBNEYEHNE NPaBOM KUCTU, M Yalle OHM BCTpedvatoTcs
y nofen ¢ uameHeHusamn B reHe NIPBL [7]. PeayKuMOHHbIEe
NMOPOKM Pa3BUTUA BEPXHUX KOHEYHOCTEW MPU CUHAPOME
KopHenuu ge JlaHre nposiBNSOTCA OTCYTCTBUEM Mpeannieybs,
Ny4EBbIM CUHOCTO30M, OTCYTCTBMEM JIy4EBOM UMK NIOKTEBOW
KOCTW, onurogaKktunuen [5, 7]. KparHe peako oTmevatoTcs
nonnaakTUnug [7], a Takxke aHoMasnbHOE UCKPUBEHKE (KuU-
HOAAKTUAMS) NATbIX NanbLeB [D, 7]. OnNucaHbl TakKe cnyvyau
noTepu cnyxa, MMONUK, AUCOYHKLIMU KeNyaoYHO-KULWEYHOTO
TpaKTa, HapylweHW NOMOBbLIX OPraHOB (KPUMNTOPXM3M, TMMO-
nnasus), yaBoeHuns matku [4]. BpoxaeHHas avadparmainb-
Has rpbia, aedeKTbl HEGA, BPOXAEHHbIE MOPOKKU cepaua
(AedeKTbl MEXKeNnya0o4KOBOM NEperopoaKkm) 1 MO4emnosoBom
CUCTEMbl — CaMble YacTble, HO HE TUMUYHbIE MPU3HAKK CUHA-
poma KopHenuu ge Naxre [1, 5].

OwnarHos «cuHapom KopHenuu ge JlaHre» MOMET 6biTb
YCTaHOBJIEH MO KAMHUYECKMM Mpu3HaKam [1, 3] n/unmn npu
naeHTMOMKaLMKN NaTOreHHbIX BapuMaHTOB B reTEPO3UIOTHOM
cotosiiun reHos NIPBL, RAD21, SMC3, BRD4, a Takxe
NaToreHHbIX BapuaHTOB B reMU3UTOTHOM COCTOSIHUM FEHOB
HDACS8, SMC1A [4, 6]. Hanbonee 4yacton reHeTU4eCKomn npm-
YMHOW 3aboneBaHusa ABASAOTCA U3mMeHeHnsa reHa NIPBL [6].
B coBokynHocTn nameHeHuns reHos NIPBL, SMC1A v SMC3
naeHTnodunumpytotes y 60-70% nauMeHToB C CMHAPOMOM
KopHenuu e JlaHre, KOTOpbIM AWarHo3 6bi/1 yCTaHOBAEH KIK-
HU4yecKku [5]. OKono 99% naumMeHToB UMEKT NBMEHEHNS FeHa
de novo [2, 5, 8]. MeHee 4eM y 1% 60/bHbIX C CUHAPOMOM
KopHenuu ge JlaHre, 06ycnoBneHHbIM U3MEHEHUAMU reHa
NIPBL, reTep031roTHOe HOCUTENBLCTBO BhISBASETCH Yy poauTe-
newn. Korga poautenun 340p0Bbl, PUCK A/1 6paTbeB U CecTep
nayueHTta oueHuBaetcsd B 1,5% 13-3a BO3MOXKHOCTU MO3au-
un3ma 3apogblweBor nMHum [8, 9. EcTb cooblueHns o nepe-
fJavye M3MEHEHHOro reHa OT OTUa K J04YepM, a TaKKe cny-
yaun X-cuenneHHon dopMmbl cuHapoma KopHenun ae JlaHre,
Bbl3BaHHOW M3MeHeHUusIMK B reHe HDACS, yHacnegoBaHHOM
OT MO3aunyHoM maTepu [9].

OwnarHos «cuHapom KopHenuun age JlaHre» o6bl4HO ycTa-
HaBMBAIOT MNOCME POMKAEHMS, OAHAKO MaTONOMMI0 MOMKHO
3anofo3puTb U B NpeHaTanbHOM nepuoge (Bo ll-Ill Tpume-
CcTpax 6epemMeHHOCTH) C NMOMOLLbIO YNbTPa3BYKOBbLIX METOA0B
AMarHOCTUKW. N9 AEMOHCTpauumn BOSMOXKHOCTM NpeHaTanb-
HOW [AMarHOoCTUKM cuHapoma KopHenuu ge JlaHre npuso-
MM cO6CTBEHHOE HaboAeHME MOPOKa Y MOHOXOpHasbHOM
[BOWHMU.

KNIUHUYECKUIA NPUMEP

O nauueHTe

bepemeHHaa M., Bo3pacT 34 roga, JoMoxo3sarKka. Hac-
TosiWasa 6epeMeHHOCTb (CPOoK 18 Hea 5 CyT) Y XKEeHLWMHbI
TpETbA MO CYETY, NpPeablayliMe 3aBeplnInUCb POXAEHUEM
[OByX 340p0oBbiX aeten. Myxy 40 net, BpeAHbIX NPUBbLIYEK HE
nmeeT, ycnosus Tpyaa 6esspeaHble. Cynpyrn comaTUyecKu
3[10POBbl, HACNeACTBEHHOCTb HE OTAroweHa (Cynpyru u mx
6/IM3KNE POACTBEHHMKN KAKMX-TMBO FEHETUHECKUX CUHAPO-
MasbHbIX NaToONOrMM HEe MMenu), 6paK He POACTBEHHbLIN,
MBYT B MPOMbIWAEHHOM ropoje. pu BTOPOM ynbTpasBy-
KOBOM CKpWHUHre (18 Hep 6epeMeHHOCTH), NMpoBeaeHHOM
NO MECTY WTeNbCTBa, 06HapPYXeHbl BPOXKAEHHbIE MOPOKM
pPa3BUTUA KUCTEW Y OAHOrO BHYTPWUYTPOOHOro pebeHKa M3
OBOWHU. NS yTOYHEHUS AMarHo3a 6epeMeHHas HanpaBieHa
B Hal LLEHTP.

YnbTpa3ByKoBO€E UccneaoBaHue

YneTpa3BykoBoe nccnegosaHue (Y3WN) 6epemeHHoN npo-
BeEeHO C MCMonb30BaHWEM Mpubopa 3KCMEPTHOro Kiacca
RS80A-RUS (Samsung Medison, Pecnybnuka Kopes), ¢ npu-
MeHeHneM KoHBeKcHoro gatymka 4C-RS. B xoae Y3U B nono-
CTU MaTKM OBHapyXeHa MOHOXOpuanbHas AMaMHUOTUYe-
CKasi ABOWHS My)CcKoro nona. [peanonoxutenbHas macca
Tena BHyTpUyTpo6HOro pebeHKka A coctaBuna 209 = 70 r
(18- nepueHTUNb), BHYTPUYTPOOGHOTO pebeHka b —
161 = 50 r (MeHee 1-ro nepueHTrNs), AMCKOPAAHTHOCTb MO
Macce Tena — 23%. BHyTpuyTpo6HbIN pebeHoK A Haxoauncs
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Prenatal Ultrasound Signs of Cornelia de Lange Syndrome
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Background. Cornelia de Lange syndrome is rare genetic disease manifested by short stature, limb abnormalities, craniofacial
dysmorphies, and developmental delay. Syndrome prenatal detection is crucial during ultrasound diagnosis. Clinical case description.
Growth delay of both children (body weight indicators were less than the 1st percentile) without any pathological changes in utero-feto-
placental perfusion (according to Doppler) was revealed during the ultrasound examination of monochorial twins in the Il trimester of
pregnancy. Hydramnious was noted. Fetal echocardiography has revealed transposition of main arteries in the first intrauterine child.
Examination of fetus facial structures has shown nose bridge depression, upturned nose, elongated filter, and micrognathy. Second
child has shown features of heterotypic abnormalities of upper limbs. One forearm bone was missing on the left side, presumably
ulnar, the radial bone was shortened, and there was oligodactyly (only 2 fingers were visualized). There was no digitus annularis on the
right hand, and there was clinodactyly of the fifth finger. Genetic testing was not performed due to the inaccessibility of this method
in the country of residence and the financial limitations of the family to perform it elsewhere. Male twins were born prematurely
on 35th week of pregnancy with weight of 1680 and 1640 (body weight indicators were less than the 5th percentile). Babies were
consulted by the geneticist after birth, clinical diagnosis of Cornelia de Lange syndrome was established. The child with heart defect
died on the 23rd day of his life, the second was discharged in satisfactory condition. Conclusion. Cornelia de Lange syndrome may
manifest in monochorionic twins. The diagnosis of intrauterine growth delay in the II-1ll trimesters of pregnancy, without impaired utero-
feto-placental perfusion, especially associated with hydramnious, requires searching for structural abnormalities and examination of
facial dysmorphies specific for chromosomal or genetic diseases.
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 1. BHyTpUyTPOGHbIN pe6eHoK A U3 MOHOXOPHUanbHOM ABOMHM,
18 Hed 5 cyT rectaumu, ronoBHoe npeanexanve. detanbHas
3axoKapanorpadums. HeTolpexkamepHbli cpe3 cepaLa U CKaH Yepes
TpU cocyfa: A — Kenyaovku U npeacepans HopMasnbHbIX pa3MepoB;
b — Ha cpe3e 4yepes Tpu cocyaa leroYHbli CTBO He onpeaenseTcs
(OH NEeXXUT HUXKe AaHHOro cpesa). Bocxoasilas aopTa yBenvyeHa

1 CMeLleHa Bnepea

Fig. 1. Intrauterine child A from monochorionic twins, 18 weeks

5 days of gestation, cephalic presentation. Fetal echocardiography.
Four-chamber cut of the heart and scan through three vessels:

A — ventricles and atrium of normal size; b — the pulmonary trunk
is not defined on this cut (it lies below). Ascending aorta is enlarged
and dislocated forward

lpumevanue. LV (left ventricle) — neBbin xenygoyek; RV (right
ventricle) — npaBbli enygoyek; LA (left atrium) — nesoe
npeacepave; RA (right atrium) — npaBsoe npeacepave; Ao (aortic) —
aopta; SVC (superior vena cava) — BepxHsas nonas BeHa.

Note. LV — left ventricle; RV — right ventricle; LA — left atrium;

RA — right atrium; Ao — aorta; SVC — superior vena cava.

B rO/IOBHOM npeanexaHuu. Mpun detanbHOM axoKapauorpa-
$un y BHYTPUYTPOGHOIO pebeHKa A 6bll BbISIBNEH MblLLEYHbIN
nedeKT MexrKenygo4ykoBor neperopoaxku (AMMKIM) 2,5 mm
C NpaBOo-NeBbIM WYHTOM. Ha cKaHe cepfua Yepes Tpu cocy-
[la BOCXOASLLas aopTa CMeLLeHa Knepeau, NeroyHblii cTBoN
He onpegensancs (puc. 1). Ha cepuu carnttanbHbIX CPe30B
yAanocb BW3yanusnpoBaTb 06€ MarucrpasibHble apTepuu.
MpuLENbHBIM MOUCK NEFOYHOM apTeEPUM Ha MOMEPEYHbIX CKa-
Hax NMoKasas, YTo KianaH SIErO4HOM apTepun CMeELLEH Kre-
peau, cosgaBas BnevyaTieHne ABOMHOrO OTXOXKAEHUS Maru-
CTpasbHbIX COCYOB OT MPaBOro Xenygoyka (puc. 2). AHanm3a
[aHHOro CKaHa MoKasas, YTO XOA JIErO4YHOro cTBOfa Umen

HEKOTOopbIM M3rné. Hannyme yrna mexay nero4yHbiM CTBOSIOM
W apTepuasnbHbiM NPOTOKOM, MO HaleMy MHEHWIo, ABASET-
CSl XapaKTepPHbIM MPU3HAKOM TPAHCMO3ULMK Marucrpasnib-
HbIX apTepui. lNpu LBETOBOM [AOMJEPOBCKOM KapTUpoOBa-
HUW BBIXOAHbIX TPAKTOB cepfLua 4YeTKo Bu3yannaupoBancs
M30IMPOBAHHbINA NOTOK, BbIXOAALWMI U3 IEBOrO XKenygouyka
(puc. 3). Hannume camoCTOSTENBHOrO BbIXOAHOIO TpaKTa
NIeBOro Xenygoyka UCKIoYano 4BOMHOE OTXOXAEHWe maru-
CTpanbHbIX COCYAOB OT MpaBOro Kenyaoyka. bbuno auar-
HOCTMPOBAHO [AWCKOPAAHTHOE BEHTPUKYIOapTepuanbHoe
COeAMHEHMNE: OTXOXKAEHME aopTbl OT NPAaBOro XKenygouka,
NIEF0YHOro CTBOJSIa — OT JIEBOrO0 Xenyaouka. [Mpu detanbHoM
axoKapaunorpadum BHyTpUMyTpo6HOro pebeHKa b natonornye-
CKMe OTKJIOHEHMUS He BblsiBfieHbl. O4HaAKO y BHYTPUYTPOOBHOIO
pebeHKa b 6bina BbisiBNEeHa ania3us JIOKTEBOM, rMnonaasuns
Nly4eBOM KOCTWU cneBa ¢ GOpMUPOBaAHMEM OAHOCTOPOHHEN
KOCOPYKOCTU. KUCTU BEPXHUX KOHEYHOCTEN C 0BEUX CTOPOH
OblIM @aHOMaNbHbIMM — fleBasi KUCTb BbIragena KyabTen
C ONIUro- U CUHAAKTUAMEN, a cripaBa oTMeYanacb gedbopma-
LMS KUCTKU C OTCYTCTBMEM 6€e3bIMAHHOrO nanbua. Ha ocHo-
BaHWM BbILWEN3NOXKEHHbIX AaHHbIX Obla YCTAaHOBAEH ANArHo3
«bepemeHHocTb 18 Hep 5 cyT. MoHoXxopuanbHas AUaMHUO-
Tnyeckas ABowvHA. BINC nepBoro BHYTPUYTPOGHOrO pebeH-
Ka. TpaHCno3uuusa MarucTpasnbHbiXx apTepun. MbllweYyHbln
OMTI. BMP BTOpOro BHyTpMyTpOo6GHOro pebeHkKa. JlIokteBas
KOCOPYKOCTb cneBa. OnNurogakTuans v CMHAAKTUAUS cnesa
(KMCTb B BMAE KynbTh). [edopmauus KUCTU U OIMFOAaKTHU-
Nns cnpaBan.

BUOXUMUYECKUIA CKPUHUHT MO XPOMOCOMHbIM

3a6oneBaHUAM

B 18 Hen 5 cyT 6epeMeHHOCTH ypoBeHb anbda-deTonpo-
TenHa (API) coctaBun 1,02 MoM (B Hopme 0,5-2,5 MoM),
XOPUOHMYECKOro roHagoTtponuHa (XIM'Y) — 1,22 MoM (B Hop-
Me 0,5-2,5 MoM). o pe3ynbTataM CKPUHWHIA MEHLMHA
Obl1a MPOKOHCYNLTUPOBaAHA KapaAWOXMPYPrOM U FEHETUKOM,
npoBegeHa 6ecefa 0 HEOBXOAMMOCTM OMepaTUBHOrO Neye-
Husa BIC nocne poxkaeHuns pebeHKa, 0 BOBMOXKHOCTU reHe-
TUYeCKKX 3aboneBaHnin. CeMbs OTKa3anacb OT MHBa3WBHOM
[AWArHOCTUKM M peLinna CoxpaHnTb 6epeMeHHOCTb, OCHOBbI-
BasiCb Ha PENUTMO3HbIX YOEKAEHMUSX.

Puc. 2. BHYTpUyTPOGHbIH pebeHOoK A U3 MOHOXOPHanbHOM ABOMHM, 18 Hea 5 cyT rectauuu, ronoBHoe npeanexaHune. PetanbHas
axoKapanorpadus. CKaHbl Yepes MarucTpanbHble apTepun. Mpu M3MeHeHWU AOCTyNa YAanoch OLEHWTb XOA4 U KnanaH Nero4YHon apTepumn.

A — 4yeTblpexKaMepHblit cpes; b — NeroyHblit CTBON € NPOLOMKEHWEM B apTepUasnbHbIi MPOTOK, OTHYETIMBO BUAEH KilanaH ero4Hoin aptepmu
M M3rué B xofe cocyaa; B — aopta
Fig. 2. Intrauterine child A from monochorionic twins, 18 weeks 5 days of gestation, cephalic presentation. Fetal echocardiography. Scans
through the main arteries. It was possible to evaluate pulmonary artery and pulmonic valve. A — four-chamber cut; B — pulmonary trunk
with following ductus arteriosis, pulmonic valve is clearly visible as well as the vessel; B — aorta

lNpumevanme. LV (left ventricle) — neBbin xenyaoyek; RV (right ventricle) — npasbin enygoyek; PA (pulmonary artery) — neroyHasi aptepus;

Ao (aortic) — aopra.

Note. LV — left ventricle; RV — right ventricle; PA — pulmonary artery; Ao — aorta.



Puc. 3. BHyTpuyTpoG6HbIN pe6eHoK A U3 MOHOXOpPUanbHOM ABOWMHW, 18 Hea 5 cyT recTaumu, ronoBHoe npeanexaHue. detanbHas
axoKapanorpadums. YeTblpexkamepHbIv cpes cepaLa, LLBETOBOE A0MNIEPOBCKOE KapTUpOBaHMe NOTOKa KPOBYM Yepes aTPUOBEHTPUKYNSPHbIE
KnanaHbl U NeBbIN BbIXOAHOM TPaKT. OTYETIMBO BU3YyaNuU3UpPYeTCa BbIXOAHOM TPaKT 1EBOrO KeNyaoyKa. A — yeTblpexkamepHbli cpes

B B-pexunme; b — NOTOKM KPOBM Yepesd aTPUOBEHTPUKYNAPHbIE KNanaHbl; B — neBblil BbIXOAHON TpaKT

Fig. 3. Intrauterine child A from monochorionic twins, 18 weeks 5 days of gestation, cephalic presentation. Fetal echocardiography. Four-
chamber cut of the heart, colour Doppler imaging of blood flow through atrioventricular valves and left outflow tract. Left ventricular outflow
tract is clearly visualized. A — four-chamber cut in V-mode; b — blood flows through atrioventricular valves; B — left outflow tract

lNMpumeyvanme. LV (left ventricle) — neBbii xenyaoyek; RV (right ventricle) — npasbin xenygoyek; LVOT (left ventricle output tract) —

BbIXOAHOW TPaKT IEBOrO Xenyao4Ka.

Note. LV — left ventricle; RV — right ventricle; LVOT — left ventricle output tract.

AuHamuka 6epeMeHHOCTH

MNoBTopHoe Y3WU npoBegeHo B 26 Hen 6epemMeHHo-
cti. OTMevanocb HapacTaHWe MHOroBOAMS, MaKCHMMalb-
Hbl BEPTMKaNbHbIM pa3dMmep G0OKOBOro KapmaHa — 11 cm.
Mpegnonaraemass Macca Tena BHYTPUYTPOOHOrO pebeH-
Ka A coctaBun 658 £ 58 1 (< 1-ro nepueHTUnIsA), BHYTPUYT-
po6Horo pebeHka b — 650 = 50 r (< 1-ro nepueHTuas).
Mo paHHbIM gonneporpadmn NoKasaTenn MaTo4HO-MN0A0-
BO-MJ/1aLIEHTAPHOIr0 KPOBOTOKA B npeaenax HopMbl (puc. 4).
Mpn deTanbHON axoKapanorpadum BHYTPUYTPOBHOIO pebeH-
Ka A oTMedanocb npeobnagaHne pasmepoB NpaBbixX OTAEN0B
cepaua Haa neBbIMU, TPAHCMO3MLMA MarucTpasbHbIX apTe-
pui 6blna noateBepraeHa (puc. 5). bonee petanbHO GbIK
M3y4YeHbl pPeayKLMOHHblE MOPOKM BEPXHUX KOHEYHOCTEN
BHYTPUYTPpOBGHOro pebeHka b (puc. 6), a TaKkxe nuueBble
CTPYKTYPbl BHYTPUYTPOOHbIX AeTern A n b. B o6oux crnyvasx
OTMEYEH [IMHHbIM GUALTP, B3AEPHYTbIM HOC, BAaB/EHHas
nepeHocuLua u MUKporHatus. JIOGHble KOCTU He BbICTyna-
nn. TBepaoe HEGO 6e3 aedeKToB (puc. 7). 3aknoveHue:
«bepemeHHOCTb 26 Hep, nporpeccupyetr. MoHoxopuanbHas
[MaMHMOTUYecKasa ABoWHS. MHorosoane. CUHAPOM 3adepiK-
KW pocTa 060MX BHYTpUYTPOOGHbIX aeTen. MBIIP. Y nepsoro
BHYTpUYyTpO6GHOro pebeHka — BIIC. TpaHcno3uuuns maru-
CcTpanbHbIx aptepui. M. Y BTOporo BHYTpUYTPOOGHOIO
pebeHKa — annasus TOKTEBOW KOCTU W rnoniasuns ny4eBom
KocTu cnesa. Onuro- M CUMHOAKTUAMS cneBa (KUCTb B BMae
KynbTh). ONUrogakTnana cnpasar.

YuuTbiBas MHOrOBOAME, @ TaKKe 3aEPKKY POCTa M CTPYK-
TYpHble aHOMaNnuu y BHYTPUYTPOOHbIX AeTen, 6blno 3ano-
[103peHo reHeTu4yeckoe 3aboneBaHue. KOHOTPYHKaNbHbIN
NOPOK, UMEIWMNCA Y OAHOIO BHYTPUYTPOOBHOIro pebeHKa,
yKa3blBan Ha HE06X0AMMOCTb MCCNEefOBaHUSA Ha CUHAPOM
On [HXopaXu, ooHaKO NMOPOKU pa3BUTUSA BTOPOrO BHYTPU-
YTPOGHOro pe6eHka — co4yeTaHWe KOCOPYKOCTH, ONIUIroAaK-
TUINKU U TNLEBBLIX AMCMOPDUI — TpeboBanM pacCMOTPEHUS
APYrvUX peaKkux CMHAPOMOB. HKeHLuHe NOBTOPHO Npeanoxe-
Ha MHBa3WBHas AMarHoCTMKa (KapuotunupoBaHue n FISH-
AMarHocTUKa Ha cuHapom [u [Kopaxu), OT KOTOPOW OHa
OTKa3anachb. YXeHLlnHa aBaxabl (co cnos — B 26 1 30 Heq
rectauuu) 6blna rocnuTanu3anpoBaHa B cTauMoHap no Mecty

Puc. 4. Jonneporpacdua maTo4yHO-N1040BO-NNALEHTAPHOI0O
KPOBOTOKA Y MOHOXOPWabHOW ABOMHM C 3a/lIEPKKOM pocTa

B 26 Hep 6epeMeHHOCTH. [TonyyeHbl HopManbHble pe3ybTaTtbl
CKOpPOCTel KpoBOTOKa npu aonneporpadun. Kpueas ckopocten
KPOBOTOKa B apTepuu NynoBUHbI BHYTPUYTPOBHOIO pebeHka A —
Pl 0,68 (A), BHyTpuyTpo6HOro pebeHka b — P1 1,0

(95-# nepueHTunb 1,44) (b), B Mato4yHOM apTepuu crnpasa —

Pl 1,0 (B), cneBa — P1 0,79 (95-# nepueHTunb 1,24) (I

Fig. 4. Doppler sonography of utero-feto-placental perfusion in
monochorionic twins with growth delay on 26th week of gestation.
Normal results of blood flow rates were obtained during Doppler
sonography. Blood flow rate curve in the umbilical cord artery

of intrauterine child A — PI 0.68 (A), child B— Pl 1.0

(95th percentile 1.44) (B), in the right uterine artery Pl 1.0 (B),

in the left — P1 0.79 (95th percentile 1.24) (I
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Clinical Observation

KnuHunyeckKoe Ha6noaeHue

Puc. 5. BHyTpUyTpOGHbIN peGeHoK A U3 MOHOXOpHUanbHOM ABOMHK, 26 Hep rectalmu, Ta3oBoe npeanexanune. detanbHasa axokapavorpadus:
A — Ha YeTblpexkaMepHOM cpe3e 0TMeYaeTcs yBefMyeHne npaBbix 0TAeN0B cepaua; b, B — 4eTKo BU3yannaunpyeTtcs OTXOXAEHWE aopTbl

OT NpaBoOro Xenyaoyka B B-pexkume v npu LAK

Fig. 5. Intrauterine child A from monochorionic twins, 26th week of gestation, pelvic presentation. Fetal echocardiography: A — right heart
enlargement on the four-chamber cut; b, B — aortic transposition from the right ventricle is clearly visualized in B-mode and on CDI

lMpumevanue. RA (right atrium) — npaBoe npeacepane; RV (right ventricle) — npaBbIvi xenyno4ek; Ao (aortic) — aoprta.
Note. RA — right atrium; RV — right ventricle; Ao — aorta.

Puc. 6. BHyTpnyTpOoOGHbIN pe6eHoK b 3 MoHoXopranbHOM ABOMHU, 26 Hep rectauuun. Y3U, B-pexxnm: A — neBast KUCTb C ONUro-
W cuHAaKkTununen; b, B — npaBas KUCTb ¢ AedopMaumen KUCTU U ONUroAaKTUAnEN

Fig. 6. Intrauterine child B from monochorionic twins, 26th week of gestation. Ultrasound, B-mode: A — left hand with oligo-
and syndactyly; b, B — right hand with deformation and v oligodactyly

lMpumedaHne. KNctv BHYTPUYTPOGHOro pebeHKa AedpopMUpoBaHbl, OTMEYAETCA OMIOAAKTUINS ¢ 06EUX CTOPOH, CUHAAKTUIUS CNeBa,
MHOroBoAMe.
Note. The intrauterine child hands are deformed: oligodactyly on both hands, syndactyly on the left hand; hydramnious.

Puc. 7. BHyTpnyTpOoGHbIN peGeHoK b 3 MoHOoXopuanbHOM ABOMHU, 26 Hea rectaumu. OueHKa NULEBLIX CTPYKTYP BHYTPUYTPOGHOIO pebeHKa.
Y3WU, B-pexkunm: A — npodunb BHYTPUYTPOBHOTrO pe6GeHKa, 0TMeYatoTcs ANMUMHHbIA GUNbLTP, B3AEPHYTLIN HOC, BAABeHHas nepeHocuLa,
MWKpPOrHaTus, MHorosoaue (1); b — HocoryGHbIv TPeyrofibHUK, OTMEYaeTCs AIMHHBIN, LWMPOKUIM GUNbTP (YKalaH cTpenkon); B — t1Bepaoe
HEGO (2) 6e3 nedeKToB

Fig. 7. Intrauterine child B from monochorionic twins, 26th week of gestation. Examination of facial features. Ultrasound, B- mode:

A — lateral view: elongated filter, upturned nose, nose bridge depression, micrognathy, hydramnious (1); b — nasolabial triangle, elongated,
wide filter (shown with arrow); B — hard palate (2) is intact

WUTENbCTBa, Noflydana fieyeHue no nosody MHOroBoAuS Ucxop 6epemeHHOCTH
M OTCTaBaHWS Macchbl Tena BHYTPUYTPOOHbIX aAeTen. OgHaKo B cpoke 35 Hen rectaumu y 6epeMeHHON OTOLWIU
[OCTaTO4HOro NONOXKUTENbHOIO addeKTa OT leYeHUs oTme- OKOJIOM/I0AHbIE BOAbI, Gblna NpoBeAeHa ornepauus Keca-

YyeHo He 6bino. peBo ceuyeHue. Poaunuck MNafeHLbl MYMXCKOro mnona,



Maccon Tena 1680 n 1640 r (MeHbwe 5-ro nepueHTUns).
JlnueBble gUCMOPPUM BHYTPUYTPOOHLIX AETEN BKIIOYaNM
ONMHHbBIW, BbICTYNaoWmMn GUNbLTP, B3AEPHYTbIM HOC, BAAB-
JIEHHYIO NepeHoculy 1 6posu ¢ cuHodpursom (puc. 8). Y nep-
BOI0 HOBOPOXAEHHOrO NOCTHaTaNbHO Gblfa NOATBEPKAEHA
TPaHCNO3ULMSA MarmcTpasbHbIX COCyA0B. Pe6EHOK NPOXKM
23 cyT ¢ neTanbHbIM UCXOAOM. Y BTOPOro HOBOPOXKAEHHOIO
C KOCOPYKOCTbtO, OfIUFO- U CUHAAKTWAMEN cneBa U ONIUro-
JaKTUnMen cnpaBa (puc. 9) nocne poxaeHus 6blia BbisB-
NleHa WeneBuHasa paclenMHa markoro HébGa, Kotopas
He Oblna AMarHoCTMpoBaHa B XoAe NnpeHaTanbHoro Y3W.
BTtopoin MnageHel 6bl1 BbiMMCaH M3 poadoma, COCTOSIHME
npu BbINUCKE yAOBAEeTBOpUTENbHOE. Ha MOMeEHT nocnea-
Hero obueHus ¢ poauTenamm pebeHKky 6b110 2 Mec, Macca
Tena — 2300 r, cocTosiHMe pebeHKa OueHMBaNoOCb Kak
yaosnetBoputenbHoe. PebeHOK B Bo3pacTte 1 mec Obin
NOBTOPHO KOHCYNbTUPOBAH FEHETUKOM, BbISiBNEHbI GeHO-
TUNUYECKME NposiBNeHUs cuHapoma KopHenuu ge JlaHre.
MonekynspHo-reHeTM4ecKkoe obcnegoBaHne He 6bi1o Mpo-
BEAEHO M3-3a HEeOOoCTYNHOCTU WCCedoBaHWsS B CTpaHe
(Y36eKkuctaHe) 1 GUHAHCOBLIX OrpaHUYEHUM CeMbW Ans
npoBefeHUs uccneaoBaHus 3a ee npegenamu.

MporHos

lMporHo3 HebGnaronpusaTHbIK. Hapsagy ¢ HapyleHusmu
NCUXMYECKOrO pasBUTUSA Yy OeTen ¢ cuHapomMom KopHenuu
ae JlaHre MOryT pasBuBaTbCs NoTeps Ciayxa, MUOMUS, AMUC-
YHKUMS KenyaoyHO-KULWEYHOro TpaKTa, HapylweHue noso-
BOro co3peBaHus [4]. [pn HanUunKn TAKENbIX BPOXKAEHHbIX
NOPOKOB cepaua 1 avadpparManbHOW FPbIXKKU MOXKET noTpe-
60BaTbCs XMPypruyeckas NoMollb B paHHEM HeOoHaTalbHOM
nepuoge. Mo Hawmm AaHHbIM (CO6CTBEHHOE HabnoaeHue),
paHee oAWMH MAageHeLl, ¢ KOHOTPYHKanbHbIM MOPOKOM cepa-
L@ He JOXWN A0 XMPYPruyeckon KoppeKunn. edeKTbl HEGa,
aHoManuMn pa3BUTUS BEPXHUX KOHEYHOCTEN TaKKe TpeobyloT
cneundunyecKoro nevyeHns n peabunutauum [1, 3J.

OBCYXAEHUE

OnucaH cnyvyan cuHapoma KopHenuu ge JlaHre y MOHOXO0-
puanbHbIX 6M3HEL0B. [TpK TUNUYHBIX 418 AaHHOrO CUHAPO-
Ma nnueBbIX gucMopdusax (y 060nx MnageHLEeB) y O4HOro 13
HUX HabnoaannCb PeAyKLMOHHbIE MOPOKU BEPXHUX KOHEY-
HOCTer M aedeKT MArkoro HéEGa, a y Apyroro otMevasncs
BPOXX/AEHHbIN MNOPOK cepaLla (nonHaa popma TpaHCNo3nLmn
MarucTpasnabHbIX apTepuin).

ToyHasa ynbTpa3ByKoBasi AMArHOCTMKa cuHapoma Kop-
Henuu ae JlaHre B npeHaTanbHOM nepuode 3aTpygHeHa
[10, 11]. CneundunyecKnx ynbTpa3ByKOBbIX MPU3HAKOB
rnopoka B KOHLe | TpumecTpa 6epeMeHHOCTM HeT, XOTH
HEKOTOpble MccneaoBaTeNn OoTMeYanu yTosueHue BOpoT-
HMKOBOro npocTpaHcTBa [10, 12] U CHUKEHNE CKPUHUHIO-
BblX GMOXMMUYECKUX NoKal3aTtenen — PAPP-A (pregnancy
associated plasma protein A — nnasmMeHHbIW MPOTENUH A,
cBf3aHHbIN ¢ 6epemeHHocTbo), AP, XI'Y [10]. OgHako BO
II-1ll TpumecTpax 6epeMEHHOCTM BCE e MOXHO 3anogo-
3pUTb AaHHbIM MOPOK, ONMPAsCb Ha YacTo BCTpevatoLmecs
npuaHaku [12]. OgHMM U3 TaKKUX BO BHYTPUYTPOOBHOM Mepu-
ofle ABNAETCA 3a4eprKKa pocTa BHYTPUYTPOOHOro pebeHKa
[10, 13, 14]. OanH 13 OMNUCaHHbIX HAMWU MOHOXOPUasbHbIX
6/11M3HeL 0B OTCTaBan B A/IMHE Tena yxKe B 18 Hef rectauuu.
K 26-i Heg 6epeMeHHOCTU 3afepKKa pocTa Habnoganach
y 060UX BHYTPUYTPOOHbLIX AETEN, NPUYEM NOKal3aTenm Mmac-
Cbl Tefa 6binn MmeHee 1-ro nepueHTuna. OgHaKko, HeCMOTPS
Ha oTcTaBaHWe B (QU3MYECKOM pa3BWUTMM, NOKa3aTenu
MaTO4YHO-MI040BO-MNALLEHTAPHOMO KPOBOTOKA COOTBET-
CTBOBANM HOPMasbHbIM 3HAYEHUSAM Yy 060UX BHYTPUYTPOOG-
HbIX AeTew, 4YTO MO3BOASSIO MCKIYUTbL NaaueHTapHYto

Puc. 8. deHoTMN 61M3HEL0B C MLIEBLIMU AUCMOPDUAMMU
npu poXAeHUn: A — HOBOPOXKAEHHbIN 6nn3He, ¢ BIC;

b — 6113HeL, ¢ KOCOPYKOCTbIO

Fig. 8. Phenotype of twins with facial dysmorhia at birth:
A — newborn twin with congenital heart disorder;

B — twin with clubhand

MpumedaHne. OTMeYaloTca ANHHbIE, NyCTble, CIMBHbIE 6POBU

1 BblpaXXEHHOE OBOJIOCEHWE Ha rofioBe, ANIMHHBIN, BbICTYNAlOLWKI
dunbTp, 3anasLias nepeHocuLa, TOHKKe rybbl ¢ OnyLeHHbIMU BHU3
YronKamu U MafneHbKui Noa60POAOK.

Note. There are long, thick, coalesced eyebrows, and significant
amount of hair on the head, long, protruding filter, nose bridge
depression, thin lips with lowered down corners, and small chin.

Puc. 9. Knuctm HoBopoXKaeHHOro 6ansHela ¢ peayKLUMOHHbIMU
NMOPOKaMMU BEPXHUX KOHEYHOCTeM: A — ONMroAaKTUAUS NMpaBoW
KUCTW, annasusa 4-ro nanbla, KIMHOAAKTUAUA 5-ro nanbLa;

B — KOCopyKOCTb, runonnasus npeanieybs, Ouro- U CUHAAKTUINS
cnesa

Fig. 9. Hands of newborn twin with heterotypic abnormalities

of upper limbs: A — right hand oligodactyly, 4th finger aplasia,

5th finger clinodactyly; B — clubhand, forearm hypoplasia,

oligo- and syndactyly on the left

HeJOCTaTOYHOCTb. TaKXKe 0TMeYanoch yBelnyeHne Konuye-
CTBa OKONOMNOAHbIX BOA, KOTOpPOe 6blI0 OTMEYEHO U ApYru-
MW uccnegosatensamu [11, 14].

OueHKa n1ua BHYTPUYTPOBGHOMO pebeHKa MMeeT Hemano-
BayHOe 3HayeHWe Mpu MOCTaHOBKE AMarHosa cuHapoma
KopHenuun ae JlaHre [13], ¥, N0 MHEHUIO MHOTMX aBTOPOB,
NYYLWKUX Pe3ynbTaToB MOXHO A0OUTHCS C MOMOLLbI0 06bEM-
HoW axorpaduu [13, 15]. Y BHYTPUYTPOGHbLIX AETEW C CUHAPO-
Mom KopHenuu ae Jlanre T. Marino v coaBT. [16] Habntoganu
nedeKT rybbl, KOTOpbIK coveTancs ¢ guadpparManbHOM rpbl-
en. HocorybHbIn TpeyrofibHUK y 060MX BHYTPUYTPOOHbIX
geTen B HaweMm HabnoAeHWM BU3yann3uMpoBann 4YeTKo,
6e3 nedekToB. TBepaoe HEGO BM3yannM3npoBaioCh MHTAKT-
HbIM, OQHAKO Yy BHYTPUYTPOGHOro pebeHKa b nocne pox-
[leHns 6bl BbiiBNeH Hebonblon aedeKT MArkoro HeEGa.
B Halem HabnogeHnn npu oLeHKe npoduis BHYTPUYTPOO-
HOro pebeHKa y 6/IM3HELLOB OTMEYEHbl XapaKTepHble YepThbl
nvua: HebonbLIoe YTOSLLEHME KOXMU B MepUMHa3anbHom obna-
CTW, BAa@BNEHHasa nepeHocuua, B3AEPHYTbIM HOC, AJIMHHbLIN
GUNBTP U MUKPOrHATUS. ITU NPU3HAKK HecneundUyHbl ans
KaKon-nnbo naTonornu, U aHanorMyHylo KapTWHY MOXKHO
HabnaaTb NpU APYruX CUMHAPOMaX, Hanpumep CUHApOME
®dpuHca, Nannuctepa—Kunnunana, Po6ruHoBa, Aun JKoparKu.

Curapom ®PpuHca (OMIM 229850) — peaKroe reHeTu-
yeckoe 3aboneBaHMe C ayTOCOMHO-PELLECCUBHBIM TUMOM
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HacnegoBaHUs, NOMNyNsaUMOHHAsa YacToTa KOTOPOro COCTaB-
naet 0,7 Ha 10 Tbic. poxaeHun [17]. Hanbonee pacnpo-
CTPaHEeHHbIW Npu3HaK cuHapoma PpuHca — 310 Anadpar-
ManbHas rpbia [17, 18]; npumepHo y 10% nauueHToB
¢ anadparmManbHoOM rpbixXen MMeeTcs 3ToT cuHapom [18, 19].
NnueBble gucmopdun npu cuHapome PpuHca, UmetoLLmecs
y 25-30% 60nbHbIX, BKIOYaOT cneuudunyeckue rpyoble vep-
Tbl YL@, BbICTynatowne Hag6poBHbIE Ayru, B34EPHYTbIM HOC,
MaKpPOCTOMMUIO, LMPOKYIO BEPXHIOK Y6y, MUKPOPETPOreHUIO,
MWKpPODTaNbMUIO, KOPOTKYIO LWIEK, pacLievHbl ryébl n/wmnm
HEGa [17]. AHOManuUM [UCTaNbHbIX OTAENOB KOHEYHOCTEW
BK/IOYAIOT rMMNonnasuio TEPMUHaNbHbIX GanaHr U HOrTeBbIX
nnactMHok [20], ogHaKo B MeAULMHCKOW nutepatype ony-
6/1MKOBaHbl COOOLLEHMS O CyYanX 3KTPOAAKTUINK C CUHOAK-
TUIMEN, MOPAXKEHUS KMCTU C OTCYTCTBMEM OTAENbHbIX Nasb-
LeB M TepMUHanbHbIX GanaHr [21, 22]. [porHo3 ans *}u3Hu
HebnaronpuaTHbIK, BCce AeTU 0Obl4HO nornbatoT B nepsble
Yyacbl MAM CYTKM NOCNE POXKAEHWS B CBA3M C MOCNEACTBU-
AMU OuadparManbHON TpbiXKK. Y BbIKMUBLUIMX OTMeEYaeTcs
YMCTBEHHAas OTCTaNOCTb pas3/iMyHOM cTenexun [22].

B onucaHHbIX HamK cnydasx OTcyTcTBME Anadparmanb-
HOM TPbIXKKU U HANTMYMeE 3afepPrKKM PoCcTa UCKIYaNM CUHAPOM
®dpuHca.

CuHapom lNannnctepa—KnnamaHa (CUHOAPOM MO3aUyYHOM
nsoxpomocombl 12p, OMIM 601803) — peakoe cnopa-
[MYECKOEe XPOMOCOMHOEe 3abosieBaHue, KOTopoe xapaKTe-
pu3yeTcs TKaHecneuuMPuyHbiM Mo3auum3mom. CuHApOM
Mannuctepa—KnnnnaHa MOXHO 3anogo3puTb Npu O6Hapy-
EHUW B NpeHaTasbHOM Nnepuoge MHOroBoaus u guadpar-
MasibHOM TPbIKKU, a TaKXKe PU30OMENMYECKON MWUKPOMETUU
[23]. MNocne poxKaeHUsa TUMUYHbI TAXKenas yMcTBeHHast oTcTa-
NOCTb, CYAOPOrH, TMMO- WUAW TUNEPNUrMeHTaums, nuueBble
ancmopduKn, BKAKOYaloLWME BbICTynawwmm 106 ¢ pegknmm
BO/IOCaMU, TMNEPTENOPU3M, B3AEPHYTbIM HOC, MTOCKUIN 3aTbl-
JIOK U KOpoTKasa wWwes [23, 24]. TakKe K xapaKTepHbIM NpU3Ha-
KaM CUHAPOMa OTHOCAT AMCMPOMNOPLMOHANbLHOE pas3BuTUE
KOHEYHOCTEN C YKOPOYEHMEM KX MPOKCMManbHbIX OTAEN0B,
COMpPOBOXKAAOLWEECH KOHTPaKTypaMu CyCTaBOB WM CTOMKUM
orpaHuyeHnem o6bemMa aKTUBHbIX ABUKEHUN [23, 24].

CuHapom PobrnHoBa — penKoe reHeTnyeckmne 3abosneBa-
HWe, XapaKTepuayloleecs Me30METNYECKUM YKOPOYEHNEM
KOHEYHOCTEeN, MOPOKaMK Pa3BUTUSA NMLA U FeHUTaNbHbIMU
aHomanuamu. Ero 4yacto HasblBaloT CUHAPOMOM «C SIMLOM
nnoga», NMOCKOMbKY Npoduab NvuUa WM BHELWHWA BMA 3TUX
naunMeHToB HanoMWHalOT 8-HeaeflbHOro BHYTPUYTPOOGHOrO
pebeHKka [25]. JlnueBble AMCMOPOUM BKIOHAIOT LUMPOKKUM
W BbICTynawuwmumn 106, runonnasuvio cpegHen 4vactu nuua,
KOPOTKUM B3AEPHYTbIN HOC, TMNEPTENOPU3M, MEPEBEPHYTYIO
V-06pa3Hyto BEPXHIOLO ryby [25, 26].

B HaleM HabntogeHUW HEBbICTyNatoLWmn 106 Npu oLeHKe
npoduns BHYTPUYTPOOHbIX AETEN NO3BOANI UCKTIOYUTb CUHA-
pombl NMannnctepa—KunnunaHa n PobrHoBa.

CuHapom [u [Kopaxu — XPOMOCOMHas aHOManus, BO3-
HWKalowas B pesynbTate geflelMn Ha AAMHHOM naedye Xpo-
MocoMbl 22 (del 22q11.2) [27]. KOHOTpYHKasbHble MOPOKK
cepaua HabnwgatTtes B 75% cnyyasx, runonapatmpeos —
B 60, 3ageprKKka pa3Butus — B 38, HapylweHue QyHKLUH
MOYenonoBomn cucteMbl — B 36, BO/IYbA NacTb — B 9% BcCex
cnyyaeB [27]. PacnpocTpaHeHHOCTb cuHapoma Au [KopaKu
coctaBnset ot 1: 1000 go 1 : 6000 XnBOPOKAEHHbIX [27, 28].
JleTanbHOCTb Ha 1-M rogy *M3HW cocTaBnseT nopsaka 4%
[27]. CMHOPOM MOMKET ObITb 3anoAo3peH B MNpeHaTasibHOM
nepuvoae Mo HalMyuMil KOHOTPYHKANbHOrO Nopoka cepaua
y BHYTPUYTPOGHOro pebeHKa M Mnpu BbIIBNIEHUU AOMOMHK-
TeNbHbIX XapaKTePHbIX TNLEBbLIX AUcMopdum [28].

B Hawem HabnoaeHUUM Hanan4yne KOHOTPYHKalbHOro
NopoKa M NULEBbLIX AMCMOPOUN Y OQHOIO BHYTPUYTPOBHOIO

pebeHKa M3 MOHOXOpManbHOW ABOMHW AaBaio BO3MOXHOCTb
npeanonaratb y 3TOr0 BHYTPUYTPOOBHOro pebeHKa CUHOPOM
Oun-KoparKu.

B nuTepatype Takxe 6bliv OMMcaHbl ciyd4an CMHApOMa
KopHenuu fe JlaHre ¢ reHuTanbHbIMWU aHOMaNUsIMKU, KUCTOM
OPbIXKENKN U MOpaXKEeHUEM BEPXHUX KOHeYyHocTen [29]. Tak
KaK npu cuHapome KopHenuu ae JlaHre dale nopakatoTcs
BEPXHME KOHEYHOCTW C Pa3BUTMEM JIOKTEBOM KOCOPYKOCTH
W ONIFOAaKTUANMK, TO BO BHYTPUYTPOOBHOM Nepuoae BO3HMKa-
eT HeobxoanmocTb AnddepeHLManbHOW ANarHOCTUKKM AaH-
HOro NopokKa ¢ psaaoM reHeTU4YeCcKnx 3aboneBaHui, KOTopble
TaKXKe xapaKTepuayloTcs NOPoKaMu Npeanieybs U KUCTH.

CuHapom EEC (ectrodactyly-ectodermal dysplasia-clef-
ting syndrome) — pefKkun reHeTUYeCKUM CUHAPOM, KOTO-
pbIi NposBASETCH TpMaaon NPM3HaKOB: pacLlleIMHON nuua,
AKTPOAAKTUINEN KOHEYHOCTEN N MPU3HAKaMK 3KToAepPMalb-
Hon aucnnasumn [30, 31]. SKTpoaaKTUAMA — 3TO aHOMa-
SIS KOHEYHOCTEN, KOTOPas XapaKTepuayeTcs BPOXKAEHHLIM
HeJopa3BUTUMEM MK OTCYTCTBMEM OAHOMO NGO HECKOMbKMX
nanbLEeB Ha pyKax U/Wan Horax. B cnydyae oTcyTCTBMS LiEH-
TpanbHbIX NanbLeB GopMUpyeTCH MMyO6OKUIN MeXnanbLEeBbIN
NPOMENKYTOK — pacliennHa, pasgensiowas KOHe4YHOCTb Ha
[B€ Bblpa)XeHHble 4acCTW, HaMOMWHas «KeWwHeobpasHyto
KncTb» [31]. O4eHb 4acTo y TaKMX NauMeHTOB BCTpeyatoT-
CSl BPOXKAEHHbIE MOPOKM Pa3BUTUS MOYEBbIAENTUTENbHOM
cuctemsbl [30].

AKpo-Kapano-paumnanbHbii cuHapom (OMIM 600460) —
peaKUn TreHETUYECKUN CUHAPOM, XapaKTEPHbIMW MPU3Ha-
KaMW KOTOPOro SIBASIOTCA 3KTPOAAKTUAWA KUCTEM M cTon,
pacluenunHa rybbl u/vmnu Hé6a, AMCMOPPU3M NKLLa, BPOXK/IEH-
Hble MOPOKM cepaLa M 3afep)Ka YMCTBEHHOro pasBuTHS.
Ancmopdunsm nuua HecneumdbuyeH TONbKO ANA AAHHOrO
CUHAPOMa: OTMeYaloTCs pacllenuHbl ryébl U/ unun HEGa, HU3-
KO pacro/ioXKeHHble 60/bluMe aHOMaNbHble YLK, LMPOKas
M MNNIOCKas nepeHocuua, B3AEPHYTbI HOC, MUKpOrHaTus,
BbICTynaoowme rnasa, runeptenopmam M AAUHHbIE PECHU-
ubl [32]. Takke npu aKkpo-kapavo-daumansbHOM CUHAPOME
HabnogaeTca 3agepKa BHYTPUYyTPOOHOro pocTta [32].

CuHgpom Cmuta—Jlemnn—-Onutua — peakoe 3abone-
BaHWe C ayTOCOMHO-PELLECCUBHLIM TUMOM HacnefoBaHus,
CBfi3aHHOE C HapyweHueM meTabonn3ma xonectepuHa
[33]. 3aboneBaHue pguarHoctupytoT y 1 n3 20-40 TbiC.
HOBOpPOXAeHHbIX [33]. MauueHTbl ¢ cuHapomMom Cmuta-—
Nemnn—-0nuTtua B 60NbWNHCTBE Clly4aeB UMEIOT OTCTaBaHue
B YMCTBEHHOM pa3Butuu, y 50% AnarHoctupyercs aytuam
[33, 34]. Tunn4HbIMK NMpU3HaKamu 3abosieBaHUs ABAAIOTCA
HW3Kasa Macca 1 AnnHa Tena Npu poXxaeHnn, Mukpouedanus,
nedopMMpoBaHHbIE M HW3KO PACMOIOKEHHbIE YLIW, KOCO-
rnasve, KOPOTKUI HOC C WMPOKMM KOHYMKOM U OTKPbITbIMU
Bnepes HO3APSIMU, MUKPOTHaTHS U LUMPOKUI anbBEONSPHbIN
Kpav BepxHen 4entocTH, paclienvHa HEGa. TakKe y TaKux
nauneHTOB OTMEeYatoTCa rMnocnaans, KPMNTOPXM3M U runep-
Tpodua Knutopa. HYacto HabnogaTCs BPOXKAEHHbIE MOPOKK
cepaua, aHoManMu MoYeK, NaxoBble MPbiKKM U rrnonnasus
Tumyca [34]. U3 CKeneTHbIX aHOMalWK Yalle BCTpevaeTcd
nocTakcuanbHas NONMAAKTUANS KMCTER M/WUAK CTOM, OAHAKO
BO3MOHa 3KTPO-, MOHO-, OfIUrO- U BGpaxuMaaKkTUNus, paau-
anbHas WK yNbHapHasa AeBuaLMs NanbLeB, KIMHOAAKTUANS
W pasnuyHble CUHAAKTUINK, a TaKKe pU3o- 1 me3omenuye-
CKOE YKOpOYEHME BEPXHMX KOHEeYHOoCcTeN [33, 34].

CuHgpom Xonta—Opama — peAKWrW CUHOPOM C ayTo-
COMHO-JOMWHAHTHbIM TUMOM HacNeAoBaHUs, COYeTatoWmi
NMOPOKKU Pa3BMUTUS OMOPHO-ABUraTeNIbHOMO annaparta U cep-
[e4HO-cocyamcTon cuctemsbl [35]. PacnpocTpaHeHHOCTb CUHA-
poma — 1 Ha 100 TbiC. }XMBOPOXKAEHHbIX [36]. CepaeyHble
NMOPOKKU MOryT ObiTb NPEeACTaBEHbl CeNTalbHbIMU AedeKTa-
MU, KOHOTPYHKaNbHbIMX NOPOKaMMU M aHOMasbHbIM BEHOS3-



HbIM BO3BPAaTOM JiIeroYHblXx BeH [35, 36], NOPOKKU BEPXHUX
KOHEYHOCTEN — CMHOCTO30M JIly4EBOM U JIOKTEBOM KOCTEW,
WX YaCTMYHbIM WMAW MOMHbLIM OTCYTCTBMEM, @ TaKXKe KIUHO-
W CUHAAKTWUANEN, OTCYTCTBMEM MEPBbLIX MACTHLIX KOCTEN MK
OTAEeNbHbIX NanbLues [36].

OOHako B Hallem HabnwaeHuu aHomManua cepgua
W peayKLUMOHHbIE MOPOKKU KOHEYHOCTEN He Oblin 06HapyKe-
Hbl Y OQHOI0 W TOFO YK€ BHYTPUYTPOOHOr0o pebeHkKa, 4To aano
BO3MOHOCTb UCK/TIOYNUTb AaHHbIA NOPOK.

TAR-cuHgpom (thrombocytopenia, aplasia of the radial —
TPOMOGOLMTONEHNUS C OTCYTCTBMEM JNy4eBbIX KocTen, OMIM
274000) aBnseTca CMHAPOMOM C ayTOCOMHO-PELLECCUBHbBIM
TUMNOM HacneAoBaHUS, XapaKTepusyllwmmMes TPoM6GOLKTO-
neHuen n ABYCTOPOHHUM OTCYTCTBMEM Jly4YEBbIX KOCTEW NpU
HanMynum 60NblUMX NafbLEB 06EMX PYK C BblparKEHHOW paau-
anbHOM AeBuauumen Kucten [37]. PacnpocTpaHeHHOCTb —
1 Ha 100 TbiC. HOBOPOXKAEHHbIX [38]. PeakMMu cumnToMamu
INs AaHHOro 3abofieBaHMA BbICTyNnaloT paclienvHa HEGa,
HU3KUI POCT, KOCOrNasune, BPOXAEHHblIE MOPOKKM cepaua,
¥eNyao4YHO-KMLWEYHOro TpaKTa, reHnTanum 1 noyekx [37, 38].

Taknm o06pa3oM, crnekTp anddepeHumanbHOM auMarHo-
CTUKK cuHapoMa KopHenuu ge JlaHre B npeHaTasibHOM nepu-
0Ofle OYeHb LWMPOK W BKIOYAET pasfnyHble reHeTU4ecKkune
CMHAPOMbI, KOTOPbIE XapaKTepu3yoTcs NULEBLIMU AUCMOP-
dMAMM U pPeayKUMOHHBIM MOParKEHMEM BEPXHUX KOHEYHO-
cten [39].

3AK/IIOMEHME
CuHgpom KopHenuu pge JlaHre MOXKET NposiBAATbCSH
Yy MOHOXOpHWasbHbIX BIM3HELOB. ITOT QaKT BaxeH Ans npak-
TUYECKMX Bpayven B CBA3M C OTHOCUTESIbHOW FeHEeTUYEeCKOM
O[HOPOAHOCTbIO TaKMX AeTen. B npeHaTanbHOM nepuoae npu
Y3W Bo lI-Ill TpumecTpax 6epeMeHHOCTU cUHAPOM KopHenuu
ne JlaHre Heo6xoaMMO 3anofo3puUTb U BKIOYUTL B Andde-
peHLUManbHO-ANarHOCTUYECKHI PSA NPU OGHaPYKEHUM TaKKX
NPU3HaKOB, KaK:
® 3ajepxKa pocTa BHYTPUYTPOOGHOro pebeHKka/neTemn ¢ Hop-
ManbHbIMKM MNOKazaTensaMu gonneporpadpun maTtoyHo-
NI0AO0BO-NNALEHTAPHOro KPOBOTOKA;
® coyeTaHWe 3afepPKK pocTa ¢ MHOrOBOAMEM;
° JuueBble gucMopdun B BUAE B3AEPHYTOro HOca C BAaB-
JIEHHOW nepeHocUuUen, ANMHHOIO GWAbTPa, TOHKKUX Y6
C ONYLLEHHbIMKU YrONKamMuK pTa, MMKPOrHaT1u;
® aHoMaliMM BEPXHUX KOHEYHOCTEN B BUAE NOKTEBOW anna-
3UW, OSIUTO- U KIMHOAAKTUANMK;
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