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B nHacmosawem uccnedoganuu 0as ymoyHe-
HUS NnpeHamaabHozo 0uazHo3a npu MHONMCe-
CMBEHHbLX 6DOHCOCHHbLX NOPOKAX PA3BUMUS
HeXpOMOCOMHO20 2eHe3d Obll UCNOAb308AH
KJAUHUKO-CUHOPOMALbHOLIL n00X00, 8 X00e KO-
mopozo NOUCK 803MONCHOZ0 CUHOPOMA NPOBO-
Juncsa no yabmpas3seyxKosvim OAHHbLM C UC-
nonv308aHuem OUAZHOCMUYLECKOU A8mMoMa-
mu3suposannoil cucmemvt OMIM. B nocaedy-
owem 0as 8cex cayiaes Ovlia nposedeHa
eepuuKrayus npeonoioXumensbHo20 NpeHa-
manbHoz0 Ouazno3a. OCHOBHLLM MAMEPUATLOM
05l UCCae008AHUSL NOCIYHCULU Pe3YLbmambl
YaAbmpa36yrK06020 006¢c1e008aHUSL GepeMeHHbLY

aceHwun Mockosckoii obracmu 3a nepuood
2011-2015 z2. c npeHamaabHO 8bLABLEHHLLMU
HeXPOMOCOMHULMU KOMNJIEKCAMU MHOMCe-
CMBEHHbLX BPOHCOCHHBLX NOPOKOE PA3BUMUS Y
naoda (n = 678). Memodamu uccnedo8arus
nao0H020 MaAMepuaLa SA8AANLUCL ULMOzeHe-
muueckue (n = 530 ), MOLEKYAAPHO-ULMOZE-
Hemuueckue (n = 45), a maxoce moaexynap-
Ho-zenemuyeckue (n = 103). 337 (49,7% ) us
678 cayuaes MHOMECMBEHHBLX B8POHCOCHHBLX
NOPOK06 PA3BUMUS HEeXPOMOCOMHOU Npupodsvl
ObLIU OMHECEeHb. K HeKLACCUDUUUPOBAHHBLM
Komnaexcam, a 6 341 (50,3%) cayvae 6viru
ycmawnossenvl 175 useecmuuvlx Haciedcmeen-
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KflVIHVIKO-CI/IH,ﬂpOMaﬂbeIﬁ nogxoa v 3Ha4nMMOCTb BPOXAEHHbIX NMOPOKOB Pa3BUTHAL. ..

J1.A. XKy4eHKo v coaBT.

HblX MOHOZEHHbLX CUHOPOMOB C AYMOCOMHO-
OOMUHAHMHBLM U AYMOCOMHO-DEUCCCUBHBLM
munamu HacredosarHus u 166 uszgecmubLx
HeHacaiedCMBEeHHbLX CUHOPOMOB U accoyua-
yuii. IIposedena oueHka 8cmpeuaemocmu
pada nopokos pazsumus (ckenrema, nanvles,
Auya, nepedHeil OpPHOWHOIL CMEHKU).
BuviagnenHnvle npu Yabmpa3gyKo80M UCCLedo-
B8AHUU NOPOKU PA3BUMUSL CKeJlema, Naabvles U
Auya umenu 6oJiee 8bLCOKYI Yacmomy acmpe-
yagemocmu 8 zpynne HACLeOCMBEHHbLX MOHO-
2EHHbLX CUHOPOMOE C AYMOCOMHO-00MUHAHNI-
HbLM MUNOM HACAED08AHUS, NOPOKU nepedHell
OPIOULHOUL CMeHKU — 8 2PYNne HeHACAe0CMEeH-
HblLX cuHOpomos u accouyuauuil (P < 0,0001
0as 8cex o0WUX CPABHEHUU NPU UCTNOJLb306a-
Huu Kkpumepuasa x? ).

Kniouesvie cnosa: npenamanvHas yaompa-
38YyK068ass OUAZHOCMUKA, MHONCECMBeHHbLe
8pONCOeHHble NOPOKU PA3BUMUS, YJAbMPa3ay-
KOBble MapKepbl, HEeXPOMOCOMHbLE CUHOPOMbL,
MeduKo-zeHemuyecKoe KOHCYIbmuposatue.

BBEJEHUE

CerogHs HaKOILJIEHO OOJIBIIIOE KOJMUYECTBO
JaHHBIX ¥ IMEeTC OoIIpeaeeHHOe KOJIMUeCTBO
TyOJUKAIA O BBIABJICHUU HACJEICTBEHHBIX
1 HeHacJeICTBEHHBIX HeXPOMOCOMHBIX CHHJ-
POMOB U acconuanuii TPy IIpeHaTaJIbHOM 9X0-
rpaduu [1-4]. Ogaaxko gopomoBas ugeHTU M-
KaIus HO30JIOTHUYECKUX (POpM CHHIPOMOB He
BOIILJIa B PYTUHHYIO IPAKTUKY Bpaueil mpeHa-
TAJbHOW MMATHOCTUKHN M HOCUT CJIyYaNHBIN
xapakTep. B 1uTepaTrype oTCyTCTBYIOT YeTKIIEe
peKoMeHIaIuy 0 CUCTEMHOM IIOAXOAe K Auar-
HOCTHKE HEeXPOMOCOMHBIX CHHIPOMOB, HET
IHMATHOCTUUYECKUX aJITOPUTMOB UM OIPEIeJIeH-
HBIX CXeM B3aMMOIeMCTBUA Bpauell yJabTpa-
3BYKOBOW IpeHaTaJbHON AMArHOCTHUKU, T'eHe-
THUKOB, aKYIIIePOB-THHEKOJOTOB.

Kinanuecku Ba)KHBIN (PAKT BO3MOYKHOIO
HacJeqOBaHUA pPafa (POpM MHOIKECTBEHHBIX
BPOXKAEHHBIX IMMOPoKOoB pasButusa (MBIIP)
ompegeaseT aKTyaJIbHOCTb TeHeTUUeCKOIl Bepu-
duKamuy OpeHaTaJbHOTO OHMATHO3a C ycTa-
HOBJIEHHEM OTHOJIOTHU MaKCHUMAaJbHO BO3-
MOKHOTO KOJIMUEeCTBa IPeHATAIbLHO BBISIBJIEH-
HBIX HEXPOMOCOMHBIX CHHIPOMOB. B aKTHBHO
pasBuBaloIelicsa IPeHATAJIbHON CHHIPOMO-
JIOTHH BeJyIllee MeCTO CeTOLHA OTBOAUTCS Oe3-
OIIacHOMY, OOCTYIHOMY 1 BBICOKOMH(OpPMA-

THBHOMY YJbTPAa3BYKOBOMY METOIY HPH IIOX-
TBEPIKJEHUN NpPEeHaATaJIbHOTO JuarHosa pas-
JUYHBIMUA METOAaMMU: JabopaTOPHBIMH, JIyUe-
BBIMU, IIaTOJIOTOAHATOMMHYECKMM HCCJIe0Ba-
HUEeM, aHaJn30M (peHOTHuIla M POJOCJIOBHOIA.
W3yueHre XpoMOCOMHOTO Habopa sABJAeTCA
00A3aTeJILHBIM U KpaliHe BayXHBIM BO BCEX CJIY-
yadgxX YJAbTPa3BYKOBOTO BBIABJIEHUS ITOTEHITM-
aJIbHO CUHAPOMAaJBHOTO (DeHOTHNA TLIoAA IJIA
MOATBEPIKACHUA JUO0 HCKJIIOUEHUSI XPOMO-
COMHOM 5THOJOTUU MaTOJIOTUH, B CBA3SU C UEM
npeHaTaJibHOE KapMOTUIIMPOBaHMeE IIpejJjiara-
eTcd BO Bcex cJaydasx BbiagBaeHus MBIIP.
IIpuMmeHnTEIPHO K HEXPOMOCOMHBIM CHHI-
poMaM ITUTOTE€HEeTHMUecKOoe UCCJeJOBaHUE II0-
3BOJIAET JIUIIHb OTBEPTHYTh XPOMOCOMHYIO IIPH-
poAy MTaHHOTO KOMILJIEKCa TTOPOKOB Pa3BUTHUA,
HO He yCTAaHOBUTH AmarHod. IIpm sTom Taprer-
veIi ananusd [JHK, HampaBieHHBIN Ha IOWCK
M3BECTHO! M ONMCAHHOM B JUTepaType mMyTa-
IV KapTUPOBAHHOTO I'eHa, HAJM4YUe KOTOPOM
MOXKeT OBITH IPUUYUHOMN 00JIe3HU, ABJIAETCA He
Bcerga nH(GpOPMAaTUBHBIM, a 3HAUNT, M HAZIEK-
HBIM MeTomoMm paumarHocTuku [1]. Kiammuko-
CUHIPOMAJBbHBIN IIOAXOH K NIpPeHaTaJbHOM
nuarHoctuke MBIIP moskeT mo3BOJIMUTH AuAar-
HOCTHUPOBATH PAJ HEXPOMOCOMHBIX HAacCJem-
CTBEHHBIX 1 HEHAaCJIeACTBEHHBLIX CUHIPOMOB
W acconualuii, MCIoJIb3yd AaHHBIE YJIbTpa-
3BYKOBOTI'O ICCJIEIOBAHNUA. ¥ TOUHEHHBIN Auar-
HO3 oIIpeieAeT STUOJOTUIO TaTOJIOTUUECKOT0
COCTOSHUS, UTO HEOOXOAMMO KaK s PopMu-
POBaHUS aJeKBaTHOU ITpeHaTAIbHON TAKTUKN
IpU BeJeHUM HACTOAIIeH 0epeMeHHOCTH, TaK
W IJIAd MeIUKO-TeHeTUYEeCKOT0 KOHCYJIBTUPO-
BaHUS 110 IPOTHO3Y IIOTOMCTBA B 3aBUCHUMOCTH
OT TUIIA HACJEIOBAHUA BLIABJIEHHOTO 3ab0Jie-
BaHud [2, 3].

Ilesnbro HacTOAIIETO UCCTIENOBAHUA ABUIOCH
onpeegeHe 3HAUNMOCTU BPOXKAEHHBIX IIOPO-
KoB pasButus (BIIP) niona, BLIABIEHHBIX ITPU
YIBTPA3BYKOBOM 0OCJIeTOBAHUU B COCTaBe
MBIIP, B KauecTBe HOTEeHIINAJIbHBIX IPU3HA-
KOB IJIA TUATHOCTUKY HEXPOMOCOMHBIX CHUHI-
POMOB U aCcCOIUAINN C I3BECTHOU 3THOJOTHEHN
¥ Pa3JIMYHBIMUY TUIIAMU HaCJIeLOBaHUS.

MATEPHUAJI 1 METO/JAbI
HCCJIEJOBAHUA

HcxogupiM MaTepuajaoM [IJs AaHAJIU3a
ABUJIACH CJIyYayd JOPOJOBOI AUATHOCTUKU
MBIIP. Pa6ora poBegena uHa 6aze I'BY3 MO
“MocKkoBCKUII 00JIaCTHONM HAYYHO-MCCJIEI0BA-
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TeJIbCKUI MHCTUTYT aAKYIIEePCTBA 1 I'MHEKO0JIO-
run”’. Bcero 3a mcciaenyeMblii mepuon B pas-
JUYHBIE CPOKM OepeMeHHOCTH IIpeHaTaJIbHO
656110 BBISABJIEHO 1 693 coryuasa MBIIP pasauu-
HOro reHesa, 1 015 cuHEAPOMOB XPOMOCOMHOM
aruosioruu (60,0% ) ObLIM HCKJIIOYEHBI W3
JaJbHeUIIero aHaJausa.

B pamMkax mMeguKoO-TeHETHMUECKOTO IIpumeMa
BCEM IIAIlMEeHTKAaM, BKJIIOUEHHBLIM B HCCJIEIO-
BaHMWe, 3aBOAUJINCH aMOyJaTOpHBIE KAapThI.
Bcero npoananusupoBaHo 678 amOy1aTOPHBIX
KapT O0epemeHHBIX ¢ MBIITP HexpoMocoMHOTO
reHesa y ILJIOfa, I'le ObLIM coOpaHbl TaHHBIE
POIOCIOBHOM, aHAMHE3a, CBeJIeHUS O TeUeHU N
ITaHHOM O0epeMeHHOCTH U 000 BCeX IIPOBEIEeH-
HBIX 00CJeJOBaHMAX, BKJIOUAS HTPOTOKOJEI
YJIBTPa3BYKOBBIX uccienoBanuii. IomosHu-
TeJbHBIM MATEPHAJIOM B KCCJIEIOBAHUU SIBU-
JHWCh AapXWBHPOBAHHBIE YJIbTPA3BYKOBBIE
CHUMKU ¥ BUJIEOKJIUIEI B pesxkume 2D/3D.

OCHOBHBIM METOJIOM B HACTOAIIIEM UCCJIEO0-
BaHUU SBUJOCH YJIbTPAa3BYKOBOE WCCJEIOBA-
HUe. YJIbTPa3BYKOBBIE HCCJIENOBAHUA IIPOBO-
IUJINCh Ha YJIBTPA3BYKOBBIX CKaHepax Voluson
E8 (GE Healthcare, CIITA), Accuvix XQ,
Accuvix XG, Accuvix V20 (Samsung Medison,
IO:xuasa Kopes) c ommueir 06beMHOI sXorpa-
¢uu B pesxumMe peaJabHOTO Bpemenu. Ilpu mpo-
BeJeHUU HCCJIeIOBAHUA IPUMEHANNCH JATU-
KM TPaHCAOLOMHUHAJIBHOTO U BHYTPUIIOJIOCT-
HOTO CKAHUPOBAHMUS, B TOM YKCJIEe B PEKUMAX
o0beMHOI sxorpaduu. PeXmM IIOBEpPXHOCT-
HOM PEKOHCTPYKIIMU WCIOJb30BAJCI [IJId
M3YUYeHNUs IIOBEPXHOCTHBIX CTPYKTYP ILIOZA
(Muia, yIIHBIX PaKOBWH, 00JiacTH IleM, Ha-
PY’KHBIX TeHUTAJIUi, KoOHeuHocTel). [lia Bu-
3yaqmaanuy KOCTHOM CHUCTEMBLI IIJIoIa IIPHU
OCTEOXOHJPOAUCILIABUAX, PEIYKIIMOHHBIX
IIOPOKax KOHEYHOCTel, aHOMaJuAX II03BO-
HOUYHHKA U pedep IPUMEHSAJICS CIelnalbHbII
pe:xuM. IIpoToKOS IpeHaTaaIbHOTO 3X0Trpadu-
YecKOoro mccijenoBanusa B I Tpumectpe Gepe-
MEHHOCTY BKJIOUAJ B ce0s OIeHKY aHATOMUU
mwroza (B TOM YucJie HaJuune UIN OTCYTCTBUE
HOCOBBIX KOCTel M MX 9XOreHHOCTBb) W pPsaa
deToMeTPUUECKUX TTAPAMETPOB: KOMUMKO-TE-
MEHHOM pasMep, BeJIWUYMHA BOPOTHUKOBOTO
IIPOCTPAHCTBA, MJJWHA HOCOBBIX KOCTEH.
Tak:Ke IIPOBOAMJIACH OIlEHKA KPOBOTOKA B Be-
HO3HOM IIPOTOKE M Ha TPUKYCIUIAJIBHOM
KJamaHe. [Ipu mpoBemeHUU yJIbTPA3BYKOBOTO
ucciaenoBauua Bo II u III TpumecTpax OGepe-
MEeHHOCTM TIPOM3BOAMJIACHL PacIIUpPeHHAad
deTomMeTpusa ¢ M3MEpPEeHUEM MeEKTEeMeHHOTO,
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JIOOHO-3aTBIJIOUHOTO PA3MepPOB, OKPYsKHOCTHU
TOJIOBHI ILJIONIA, OKPY*KHOCTU I'PYIHOM KJIETKU,
OKPY:KHOCTU JKMBOTAa, NJIUHBI TPyOUATHIX KO-
cTell, ITOIIEPEeYHOr0 pa3dMepa MO3:KeUKa, a TaK-
JKe TeTaJbHas OIleHKAa BCeX JOCTYIHBIX BU3ya-
JU3aNU aHATOMUUYECKUX CTPYKTYP ILIoja.
Bo Bcex ciyuadx OIleHMBAJNCH JIOKAJIM3AIINA
1 OCOOEHHOCTHU CTPOEHUS ILJIAITeHTBI, KOJU-
YeCcTBO COCYIIOB B ITYIIOBHHE, a TaKiKe KOJIU-
YeCcTBO OKOJIOILIOAHBIX BOA. B psAme ciayuaes
JTOTMOJHUTEIHHO UCIIOJIb30BAIACH JOIILIepPOMe-
Tpusd. Ilo mokasanuaM abopTycaM U HOBOPOIK-
ITeHHBIM (n = 12) ¢ 1eabi0 BepUPUKAIIUU IIpe-
HATaJbHOTO AWAarHO3a IIPOBOAUJIOCH IIOCTHA-
TaJbHOE PEHTTeHOBCKOE UCCe[oBanme (A1 co-
IIOCTaBJIEHUA C AAHHLIMHU YJIbBTPA3BYKOBOTO
HWCCJIEIOBAHMUSA ILJIOAA, MOJYYEHHBIMHU C IIOMO-
IIBI0 pPeXuMa O0BeMHOM BHM3yaJau3alluu
(3D/4D) n3yueHUA KOCTHOI CUCTEMBI ILIOMA).

B menax BepuduKanmmu IIpeHATATHLHOTO
IuarHosa B rpyiIie HexpomocomMHbBIXx MBIIP
(n=678) B 488 cryuaax OBLIU UCTOJIb30BAHBI
MEeTOIbl MHBA3WBHOI IIPEHATAJBbHON AMAaTrHO-
ctuku (TpaHcabmoMuHaJIbHAA acOupamusd
BopcuH xopumoHa B I Tpumectpe (n = 303)
UJIN aMHUOIeHTe3 (B3ATHE OKOJOIJIOTHBIX
Box) Bo II Tpumectpe (n = 185) GepemeHHO-
CTH), OCHOBAHHBbIE HA BHYTPUMATOYHON MaHM!-
TYyJAAIUYA IO YJIbTPA3BYKOBBIM KOHTPOJIEM
IocJie IIPeABAPUTESIBHOTO KJIMHUYECKOTO 00-
CJeIOBaHUA, B ACEITUYECKUX YCIOBUAX, C UC-
[M0JIb30BAHKEM OIHOPA3OBBIX HYHKIIMOHHBIX
uria. B 190 cayuasax Ha jabopaTopHOe MCCIIe-
mToBaHMe OBIJT IIPeACTaBJeH ITOCTA0OPTHBIN
MIJIOAHBIN MaTepuaJ.

MeromamMu mcciieJoBaHUS ILJIOLHOTO MAaTe-
puajia SBIAJNCH ITuToreHeTruecKue (n = 530),
MOJIEKYJIAPHO-IIUTOTeHeTUUecKue (n = 45),
a TaKiKe MOJIEKYJIsIpHO-TeHeTndueckue (n = 103).
W3yueHre XpoMOCOMHOTO Habopa IJI0o1a 1 HO-
BOPOKJEHHOTO ITPOBOINJIOCH C UCIIOJIL30BAHM-
em MmukpockomnoB CX-4L (Olympus, I'epma-
Hus), Axio Lab (Carl Zeiss, 'epmanust) u Kom-
MIBIOTEPHOT0 KOMILIeKCa aHajJm3a XPOMOCOM
Ikaros (MetaSystems, I'epmanus).

HduarHocTruecKuii IIOMCK BO3MOYKHOTO
KaHIUTAaTHOTO CHUHIPOMA HPU HEXPOMOCOM-
HBIX KoMmInTekcax MBIIP npoBoguicsa Bo Bcex
n3ydyaeMbIX caydasax (n = 678) mpu momortu
€eKeTHEBHO OOHOBJIAEMOTO MEXKIYHAPOIHOTO
kaaccudpuraropa OMIM (Online Mendelian
Inheritance in Man ), roe mpeacTaBJIeHbI BCe
M3BECTHBIE Ha CeTONHAIIHUN MeHb (PeHOTHUIDI
Y TeHOTUIILI HacjeoyeMbIX 0oJie3Hell uesoBe-
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ka. Omnaiia-epcuss OMIM (http://www.
omim.org) 6p11a cozgana B 1985 r., craB mo-
CTYIHOHU IJIS BCeX IoJib3oBaTesaeil MuTepHeTa
¢ 1987 r. B 11e19X yCTaHOBJIEHS BO3MOYKHOTO
HacJIeICTBEHHOTO XapaKTepa IaTOJIOTUH
U OIpeleIeH’sA IMIOTeHITNAJIbHOTO TUIIA HacJe-
ITOBaHUS TaKJKe MCIIOJb30BaJICSA reHeaJoruye-
CKUII MEeTOJ aHaJI3a POJOCJIOBHOM (n = 678).

B cayuae npepriBaHUsS 6epeMeHHOCTH C Jie-
TaJbHBIMU U TAMKEJIBIMU (MHBAJIUIUIUPYIO-
mumu) HexpomocomMHbIMu MBIIP (n = 400)
B cpokax Il TpumecTpa 6epeMeHHOCT JI0O0 IIPH
MEPTBOPOKICHUY UJIN CMEPTH HOBOPOKIEHHO-
ro ¢ MBIIP HexpoMOCOMHOTO I'eHe3a, AUAarHO-
CTUPOBAHHLIMHU IpeHaTasbHO (n = 20), 1y1a Be-
puduKaIuy yIbTPa3ByKOBBIX JAHHBIX MCIIOJIb-
30BaJIOCh IIaTOJOTOAHATOMHUYECKOE WCCJIe0-
BaHue (n = 420), BrIMOJTHEHHOE Ha 0asax mpo-
3eKTyp MOCKOBCKOI 00JIaCTH TIO0 CcXeMe
IIaTOJIOT0aHATOMUYECKOT'0 MCCIeIOBAHNA, IIPU-
HATOU B NpPaKTHUKE JeTCKON IIaTOJOTMUEecKOM
aHaroMuu. B cayuae :KUBOPOKIeHUS peOeHKa
¢ MBIIP mpoBommjicad ero OCMOTP BpauoM-
TeHEeTUKOM C IIOAPOOHBIM ommMcaHueM (PeHOTH-
na u (ororpa@upoBaHUEM HOBOPOKIEHHOTO
(n = 69). Bce mpeHaTaJabHO yCTaHOBJIEHHBIE
BIIP, Bxogsamnire B KOMILIEKC HEXPOMOCOMHBIX
MBIIP, 66111 TIOATBEPKACHEI KAK P IATOJIO-
roaHATOMUYECKOM WCCJIEeJOBAHUU B CJyuae
mpepbIiBaHuA OepeMeHnHocTu Bo II Tpmmectpe,
TaK U IIPU OCMOTPe pebeHKa BpauOM-TeHETTKOM
B cJIyYae JKUBOPOKAEHUA. B cayuasax mpepsI-
BaHUA 0EPEeMEHHOCTHU II0 MEeAUITMHCKUM ITI0Ka-
3aHUAM B cpokax | TpumecTpa GepeMeHHOCTH
(n = 189) muaruocturka BIIP 6bL1a moaTBep:k-
IeHa MeIUIIMHCKUMU TOKYMEHTAMU, CBUIE-
TeJILCTBYIOIITMY O IIPEHATAJILHO JUATHOCTUPO-
BaHHOM HexXpomMocoMHoM cuHApome mpu MBITP
y IJIOZAa, apXUBUPOBAHHLIMU YJIBTPA3BYKOBBI-
MU CHUMKAaMU 1 BUJEOKJINIIaMU.

Bcem ceMbAM ¢ mpeHATAIbHO BHIABJIEHHBI-
mu MBIIP HexpoMocOMHOTO reHesa y IIIoda
(n = 678) mocTHATAIBHO TIO MTOATBEPKICHHOMY
INarHo3y OBLIO ITPOBEAEHO MEeAUKO-TeHeTUYe-
CKOe KOHCYJbTHUPOBAHUE B IIEJIAX OIIpeIeIeHU ST
IaJbHeNIel penpoIyKTUBHON TAaKTUKHU CEMbM,
3aBUCAIIEH OT TUTIA HACJIEJOBAHUS BHISTBJIEHHO-
T'0 CUHIPOMA U CTEIIeH! ITOBTOPHOTO PUCKA.

CraTucTuuecKmuii aHaams OBIT HPOBeIeH
¢ wmcrnoJsb3oBaHumem mnporpammbl MedCale.
JoCTOBEPHOCTDh PA3JIUUYNUA MOJTYUEHHBIX TaH-
HBIX OBLIa OIleHeHa ¢ TOMOIIbI0 KPUTEepUus ¥ 2.
Paszanuma cumTainuch MTOCTOBEPHBIMHU WIPU
P <0,05.

PE3YJbTATDBI HCCJIEJOBAHUSA
N X OBCYXKIEHUE

WNsBecTtHo, uto MBIIP HexpomMoCOMHOIO
refesa II0 CBOed MTpPUPOJie TeTepPOTeHHBI.
BeigensioT HacjaeacTBeHHBIE U HeHACJem-
CTBEHHBIE CUHAPOMBI, aCCOMAIINY U HEKJac-
CUPUIIMPOBAHHLIE KOMILJIEKCHI. KIMHUKO-
CUHIPOMAJIbHBIN IIOAXOM K IIPEeHATAJIbHOU M-
armoctuke MBIIP mosBosisgeT B pAge ciaydaeB
OIIEHUTH STUOJIOTUYECKYIO HPUPOAY IIaTOJIO-
TUU 1, KaK CJIeICTBUE 3TOT0, PUCK IIOBTOPEHUA
ITaHHOTO 3aboJieBaHUA, UTO HEOOXOAUMO [IJIs
(hopMupOBaHUSA PETPOAYKTUBHOTO ITPOTHO3A B
cembe [2, 3]. CuHAPOMBI C U3BECTHBIM TUIIOM
HacJedOBaHUA, TaK HasbIBaeMble HacJem-
CTBEHHBIE CUHAPOMBI, ITPEACTABJIEHBI MOHO-
TeHHBIMU CUHJIPOMAaMM, B CTPYKTYPE KOTOPBIX
HamboJiee YaCcTO BCTPEUYalOTCI ayTOCOMHO-
IOMUHAHTHBIE W ayTOCOMHO-pPeIleCCUBHBIE
Ho3oJioTuu. KpoMme TOTO0, CYIIIEeCTBYIOT 3BECT-
Hble HeHaCJIeICTBeHHbIe CUHIPOMBI M aCCOIH-
aluu, 3aperUCTPUPOBAHHBIE B MEXKIYHAPOI-
HOM KJlaccuuKaTope HaCJeICTBEHHBIX U He-
HACJIEICTBEHHBIX CHUHIPOMOB M acCOIMAIUi
(OMIM ). Cyouts 0 Tulle HACJeLOBAaHUA He-
KJaccu(puimpoBaHHbIX KoMmIiLiekcoB BIIP mHa
CeTONHAIIHUIN eHb He IIPEeICTaBJISIETCS BO3-
MOKHBIM B CBS3U C OTCYTCTBHEM OITyOJIM-
KOBAHHBIX JAHHBIX O MPUUYNHAX UX BOSHUKHO-
BeHUA.

I Bcex 678 cayuaeB mpeHATaIbHO BBIAB-
JeHHBIX pas3andHbIX KoMmIiekcoB MBIIP we-
XPOMOCOMHOT'O TPOMCXOKIEHUS OBLI IIPOBE-
IeH KJINHUKO-CUHIPOMAJBLHBIN IIOMCK BO3-
MOJKHOTO KaHAMAATHOTO CHHAPOMA Ha cauTe
OMIM, ncronab3ys BBISIBJIEHHBIE VIBTPa3BY-
KOBBIE IIaTOJIOTUYECKWe NPU3HAKU HapyIle-
HUS CTpPOeHUusA OpraHoB y mjoma. B 341 us
678 (50,3%) cayuaeB IpeHATAJbHO IHATHO-
CTUPOBAHHBIE HEXPOMOCOMHBIE KOMIIJIEKCHI
MBIIP wumenum perucTpamuoHHBIA HOMED
B OMIM c ommcaHueM STHOJOTUU CHUHIpPOMA
U Tuna HacaemoBanus, 337 (49,7%) cayuaes
ObLIM pacIleHeHbI KaK HeKJiacCu(pUIImpoBaH-
Hble KOMILJIEKCHI 1 B JAJIbHEUIINNA aHaAJIU3 He
BKJIToueHbI. Coueranme pasnauuabrx BIIP mpu
HUX OBIJIO OTHECEHO K CAYUYaWHBIM BApUAaHTaM,
IMOCKOJIBKY OHO He BXOJUJIO HU B OAUH U3 OIU-
CAaHHBIX Ha CETONHAIIHUHN IeHb CUHIPOMOB
u accoluamnuii. BesycioBHO, UTO OoJbIIas
YacTh OTUX KOMIIJIEKCOB IeHCTBUTEJIBHO
IpeAcTaBIsIeT CO0OM cayualHOoe coueTaHUe
2—3 BpPOKIEeHHBIX IOPOKOB PAa3BUTUI, OSHAKO
HEeKOTOpPbIe 13 HUX MOTYT OBITH He CAYUYAHBI,
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48,7 %

(] HacnencTBeHHbIE MOHOMEHHbIE CUHAPOMbI
C ayTOCOMHO-A0MWHAHTHbBIM TUMOM HacnengoBaHUA

] HacnencTBeHHbIE MOHOMEHHbIE CUHAPOMbI
C ayTOCOMHO-peLeCCUBHbIM TUMNMOM HacsiegoBaHUSA

[J HeHacnencTBeHHbIE CUHOPOMbI 1 accoLmaumm

Puc. 1. CTpyKTypa IIpeHaTaJdbHO YCTAHOBJIEHHBIX
nuaraos3oB npu MBIIP HeXpoMOCOMHOM 3THOJIO-
ruu (n = 341).

a IpeJcTaBJIATh cOO0U HOBBIE, HE BHIIEJIeHHBIE
IIOKa B CaMOCTOATEJIbHbIe HOB0JIOTUUECKUE
¢dopmbl, cmEApOoMBbI. Ha cerogmAamHuii IeHb
MBIIP HeXpOMOCOMHOM STHOJIOTHH TPeOYIOT
IajbHeNIero M3ydyeHUA HCCJIeoBaTeIAMU,
ONVCAHUA U BbIJIEJIEHUA UX B KaUeCcTBe HOBBIX
CUHIPOMOB U aCCOIMAINH, UTO OyIeT BOSMOK-
HO TpPW HAKOILJIEHUU OOJbIIEeTro KOJIMYecTBa
cayJdaeB U ux aHanuse [4].

OreHKa 4acToThI OTAeabHBIX BIIP, ncmomn-
3yeMbIX IPH KJINHUKO-CUHIPOMAJbHOM IIOM-
X0Jle B KaueCcTBe KJIMHUUYECKHX MIPH3HAKOB
OJIs TPeHATAJIbHOM OUATHOCTUKN HEeXPOMO-
COMHBIX CHHIPOMOB, OBIJIa IIpoBemeHa IJs
IpeHaTAIbHO YCTAHOBJIIEHHBIX 1 BePUPUITIPO-
BaHHBIX ciydaeB (n = 341). I3 341 mpoananm-
3UPOBAHHOTO C HCIOJL30BAHNEM KJINHUKO-
CUHAPOMAJBHOTO IIOAXO0JAa HEeXPOMOCOMHOTO
cuaapoMa B 91 ciyuae OBLIM YCTAHOBJIEHBI
HacJIeJCTBEHHBIe MOHOTE€HHBIE CHHIPOMBI
C ayTOCOMHO-AOMUHAHTHBIM THIIOM HAacCJeLo-
BaHUsSA, B 84 — HacJ/IeACTBeHHLIE MOHOTE€HHEBIE
CHUHAPOMEBI C ayTOCOMHO-PEI[eCCUBHBIM THUIIOM
HacJaeqoBaHUA. 'pynny M3BeCTHBIX HeHacCTaemd -
CTBEHHBIX CUHIPOMOB I aCCOIIMAIUI COCTABU-
au 166 cayuae. CTpyKTypa IIpeHaTaJbHO
yCTaHOBJIEHHBIX nuarxHo3oB mpu MBIIP me-
XPOMOCOMHOI OSTHOJIOTUH IIPOJEMOHCTPHM-
poBana Ha puc. 1. Hozosoruueckme (PopMbl
BBISIBJIEHHBIX HACJIEJCTBEHHBLIX MOHOT€HHBIX
1 HeHacCJIeJ[CTBEHHBIX CHUHIPOMOB M acCoIlua-
nuii IpeacTaBJIeHbl B Taba. 1-3.

[ mpeHaTaIbHO YCTAaHOBJIEHHBIX HEXPO-
MOCOMHBIX HACJIEeICTBEHHBIX MOHOT€HHBIX
1 HeHaCJIeJ[CTBEHHBIX CHUHIPOMOB M acCOIlMa-

Ta6auna 1. Hozomornueckre (GopMbl BBIABIEHHBIX HACJIEICTBEHHBIX MOHOTEHHBIX CHHAPOMOB C ayTOCOMHO-
JTOMUHAHTHBIM TUTIOM HACJeIOBAHUA C PETUCTPAIIMOHHBIM HOMepoM B OMIM (n = 91)

HasBanwue cuagpoma AGCOoTI0THOE KOJTUYECTBO OMIM
Apert syndrome 8 101200
Achondroplasia 5 100800
Cornelia de Lange syndrome 1 122470
Hypochondroplasia 10 146000
EEC syndrome 4 129900
Klippel-Feil syndrome 2 118100
Contractural arachnodactyly, congenital 1 121050
Osteogenesis imperfecta, type I 10 166200
Split hand/foot malformation 1 4 183600
Thanatophoric dysplasia, type I 15 187600
Frontonasal dysplasia 1 6 136760
Holt—Oram syndrome (] 142900
Beckwith—Wiedemann syndrome 1 130650
Ablepharon-macrostomia syndrome 1 200110
FFU syndrome 1 228200
Lymphedema, hereditary, IA 1 153100
Noonan syndrome 1 2 163950
Larsen syndrome 1 150250
Arthrogryposis multiplex congenita, distal, type 1 1 108120
Polycystic kidney disease, adult type I 2 173900
Campomelic dysplasia 9 114290
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Ta6auna 2. Hososmoruueckue (HopMbl BHISBJIEHHBIX HACJIEACTBEHHBIX MOHOTEHHBIX CHUHIPOMOB C ayTOCOMHO-
PEIleCCUBHBIM THUIIOM HACJEAOBAHUA C PETUCTPAIMOHHBIM HoMepoM B OMIM (n = 84)

HasBanwue cungpoma AGCOJIIOTHOE KOJIMUYECTBO OMIM
Agnathia-otocephaly complex 3 202650
Acrocallosal syndrome 1 200990
Polycystic kidney infantile type 1 11 263200
Achondrogenesis, type IA 8 200600
Hydrolethalus syndrome 1 236680
Diastrophic dysplasia 3 222600
Short-rib thoracic dysplasia with or without polydactyly 7 263520
Escobar syndrome 2 265000
Meckel syndrome 1 6 249000
Fetal akinesia deformation sequence 11 208150
Seckel syndrome 1 1 210600
COFS syndrome 1 3 214150
Muscular dystrophy-dystroglycanopathy 6 236670
(congenital with brain and eye anomalies), type A
Ellis—van Creveld syndrome 3 225500
Spondylocostal dysostosis 1, autosomal recessive 6 277300
Short-rib thoracic dysplasia 1 with or without polydactyly 4 208500
Fryns syndrome 3 229850
Fraser syndrome 1 219000
Fibrochondrogenesis 1 1 228520
Robinow syndrome 2 268310
Prune belly syndrome 1 100100

Ta6auna 3. Hozosmornueckre hopMbl BEISABICHHBIX HEHACIEICTBEHHBIX CHHIPOMOB U aCCOIUALUMA C PErucTpa-

oHHBIM HOMepoM B OMIM (n = 166)

HasBanue cungpoma AOGcoII0THOE KOJIMYECTBO OMIM
OEIS complex 15 258040
VATER/VACTERL association 8 192350
Heterotaxy, visceral 22 606325
Hemifacial microsomia 4 164210
Caudal regression syndrome 12 600145
Klippel-Trenaunay—Weber syndrome 3 149000
Maxillonasal dysplasia, Binder syndrome 3 155050
Thoracoabdominal syndrome 18 313850
Amniotic bands syndrome, ADAM complex 67 217100
Renal hypodysplasia/aplasia 1 with sirenomelia 6 191830
Pierre Robin syndrome 6 261800
CHARGE syndrome 2 214800

muii (n = 341) B caryuae mpepbIBaHuAa OepeMeH-
HocTu B cpokax II rpumectpa (n = 132) subo
IIPU MEPTBOPOKIAEHUU UJIU CMEPTU HOBOPOIK-
menHoro (n = 15) mna BepudmHKaAIUU IIpeHa-
TAJIBLHOTO AUAarHO03a MCIIOJIb30BAJINCH JAaHHBIE
IIaTOJOTOAHATOMHYECKOTO  MCCJIeTOBaHUA
(n = 147), mpu KOTOPOM OBIIN ITOATBEPKIEHBI
BCe IIpeHATaJbHO BBISIBJIEHHBIE B COCTaBe

MBIIP moporku, mcIoJb30BaHHBIE B IIpeHAa-
TaJbHBIN IEepPHoOJ MIJIS IIONCKA BO3MOXKHOTO
KaHIUZATHOTO cHUHApoMa Ha caiite OMIM.
B cayuasx mpepniBaHUS OepeMeHHOCTH B CPO-
kax I rpumectpa (n = 160) apxuBUpPOBaHHBIE
YJIBTPA3BYKOBbIE CHUMKHN U BUIEOKJIUIILI
aHAJIM3VPOBAJIUCH HECKOJIBKUMHU CIIEI[aJICTa~
MU IIpeHaTaJbHOHM yJIbBTPAa3BYKOBOI gmar-
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Ta6anua 4. BecrpeuaeMocTs aTOJIOTNH CKeJIeTa, IMaIbIEeB, JNUIa, epeJHell 6PIONIHOM CTeHKY B IPyNIax ycra-
HOBJIEHHBIX HEXPOMOCOMHBIX (HACJIEeACTBEHHBIX MOHOT€HHBIX ¥ HEHACJE[CTBEHHBIX) CHHIPOMOB U aCCOI[MAIAIT

ITokasarennu

C ayTOCOMHO-TOMUHAHTHBIM

HacaencreBeHHbBIE
MOHOI'€HHbI€ CUHIPOMBI

THUIIOM HacJIeJOBAaHHUA
(n=91)

HaciencTBennnie
MOHOT'€HHBbI€ CHUHIPOMBI
C ayTOCOMHO-PEeIeCCUBHBIM
THUIIOM HACJIeJOBAHUS
(n=84)

HenaciencrseHHBIE
CUHJIPOMBL
¥ acCOI[MaIlK
(n =166)

ITaTosorus cxkemera
ITaTosrorus maJjblieB
ITaTosorus nuia

ITarosorusa nmepenHei
OPIOIIIHOM CTEHKU

71 (78,0%)

35 (38,5%)

50 (55,9%)
4(4,4%)

54 (64,3%)
22 (26,2%)
32(38,1%)

81 (48,8%)
13 (7,8%)
51 (30,7%)
80 (48,2%)

Ilpumeuanue: ompenenseTca JOCTOBEPHOCTH PA3INUNil MeK Y TpeMA rpynmnaMmu B uactore npu P < 0,0001.

Ta6auna 5. BctpeuaemMocTh TOPOKOB PA3BUTUA AJTUHHBIX TPYOUATHIX KOCTeH, I'PYIHOI KJIETKHU U IO3BOHOUHUKA
B IPYIIIaX YCTAaHOBJIEHHBIX HEXPOMOCOMHEIX (HACJIEICTBEHHBIX MOHOT€HHBIX 1 HEHACJIEICTBEHHBIX ) CHHIPOMOB

¥ accoIuaImi

HacnencrBenubie HacnencrBenubie HenacsencreenHbIe
MOHOTEHHbBIE CUH/IPOMBI MOHOTEHHBIE CUH/IPOMBI CUHIPOMBI
Ilorasarenn C ayTOCOMHO-TOMUHAHTHLIM | C @yTOCOMHO-PEIeCCUBHBIM ¥ accoIuaIuu
TUIIOM HaCJeJOBaHUS TUIIOM HacJeJOBaHUS (n =166)
(n=91) (n = 84)
YKopoueHme AIUHHBIX 25 (27,5%) 9 (10,7%) 2(1,2%)
TPpyOUaTHIX KOCTEH
C UCKPUBJIEHUEM
YKopoueHUe IIUHHBIX 24 (26,4%) 16 (19,0%) 3 (1,8%)

TPyOUaTHIX KOCTei
0e3 UCKPUBJIEHU

PenyxknuonmbIe MOPOKU
KOHEUYHOCTeHl

T'unomnrasusa/nedopmanus
TPYIHOI KJIETKU

ITaTonorusa
TIO3BOHOUHUKA

10 (11,0%)
24 (26,4%)

9(9,9%)

1(1,2%)
24 (28,6%)

23 (27,4%)

30 (18,1%)
3(1,8%)

62 (37,3%)

IIpumeuarnue: onpenenseTca JOCTOBEPHOCTH PA3INUNI MeK Yy TpeMA rpynmnaMu B uactore npu P < 0,0001.

Puc. 2. BoipakeHHOe YKOPOUEHNEe KOHEUHOCTEMH.

Thanatophoric dysplasia.
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OMIM: 187600.

3.
Thanatophoric dysplasia. OMIM: 187600.

Puc. Tunonnasus

TpyaHON

KJIeTKHU.



KﬂMHVIKO-CI/IH,ﬂpOMaﬂbeIﬁ nogxoa v 3Ha4nMMOCTb BPOXAEHHbIX NMOPOKOB Pa3BUTHAL. ..

J1.A. XKy4eHKo v coaBT.

HOCTHUKMN He3aBHUCUMO. lIpm poKmeHuUu nereint
¢ MpeHaTaJbHO YCTAHOBJICHHBIMI HEXPOMOCOM-
HBIMIU HACJIEICTBEHHLIMI MOHOT€HHBIMU WJIN
HEeHACJIeICTBEHHBIMI CUHIPOMAMU U aCCOIIHA-
UMY IPEHATAJIbHBIN JUATHO3 ObLI IIOATBEPIK-
IIeH IIPX OCMOTPE BpauoM-TeHeTUKOM (n = 34).

IIpu aHaaM3e CIEeKTPa 3HAUNMBIX IJIS YTOU-
HeHHus OUarHosa IIOPOKOB Pa3BUTUS Yy ILIOAA
YCTaHOBJIEHO, UTO 13 341 BepudUIIIPOBAaHHOTO
ciaydyas IpeHaTaJbHON IHMATHOCTUKU WN3BECT-
HBIX HEXPOMOCOMHBIX (HACJIeACTBEHHBIX MOHO-
FeHHBIX U HEHACJEJCTBeHHBIX) CHUHIPOMOB
u acconuarnuii B 206 (60,4% ) ciayuasax Berpe-
yajiach IIaTOJIOTHSA CKesera, B 133 (39%) —
[aToJIOTuA Julla, B 84 (25% ) — maroJiorus ie-
pernHei 6promuoi creHku, B 70 (20,5% ) — ma-
TOJIOTUA IIaJblleB. dacToTa BCTPEYaEMOCTH
IaHHBIX IOPOKOB ObLJIa pas/iMdyHaA B I'PYIIIax
HACJIEICTBEHHBIX MOHOT€HHBIX CHUHIPOMOB
¥ HEHACJIEACTBEHHBIX CHUHAPOMOB M acCCOI[HA-
muii (P < 0,0001) (Tabu. 4).

INamonozus ckenema

IIpu aHanmuse mpeHATAJIbBHO IHMATHOCTHPO-
BaHHBIX HEXPOMOCOMHBIX KoMILsIeKcoB MBIIP
C YCTAHOBJIEHHOH aTmosiorueir (n = 341) BbI-
SBJIEHO, UTO IIATOJIOTUS CKeJIeTa BCTPeUaach
B 71 u3 91 cayuas HacJaeqCTBEHHBIX MOHOTEH-
HBIX CHHIPOMOB C ayTOCOMHO-IOMUHAHTHBIM
TUIIOM HAacJemoBaHusa, B 54 u3 84 ciayuaeB
HACJIEICTBEHHBIX MOHOT€HHBIX CHUHIPOMOB
C ayTOCOMHO-PEIEeCCUBHBIM TUIIOM HaCJIeI0Ba-
Hus, B 81 us 166 cayuyaeB HeHACIeICTBEHHBIX
cuuapomoB u accommanuii (P < 0,0001). Hac-
TOTA YJIbTPA3BYKOBOT'O BBISIBJIEHUS IIATOJOT AN
CKeJieTa B JUATHOCTUKE HEXPOMOCOMHBIX CHH]-
pomoB coctaBuyia 60,4% . B maTosoruio ckee-
Ta HAMU OBLIM BKJIIOUYEHBI MOPOKU PA3BUTUS
IJINHHBIX TPYOUATHIX KOCTEM, TPYLHONA KJIETKH
U IIO3BOHOUYHMUKA Y IIoAa. Ilpu aToM B paMKax
OIHOTO KJIMHUYECKOTO CJIy4yas MOIJIO HaOJIo-
IaThbCsAd OJHOBPEMEHHOE COUeTAaHHe HEeCKOJb-
Kux BugoB BIIP, oTHeceHHBIX B MCCJIeSOBAHNN
K IaToJjioruu ckeJjera (tabia. 5, puc. 2, 3).

ITo auTepaTypHBIM AAHHBIM, THIIOILIAZUSI
u gedopMaiiuAd TPYIHOH KJIETKHU SBJSAIOTCS
KJINHAYECKUMHU IIPU3HAKAMU pPsga HaCeI-
CTBEHHBIX MOHOT'€HHBIX CUHIAPOMOB. I3BecTHO,
uyT0 KpaboobpasHasd rpygHasa KJaeTKa ¢ gedop-
MaIueil m acuMMeTpueii pebep HabJromaeTcs
mpu Spondylocostal dysostosis 1, autosomal
recessive (OMIM: 277300) [5], rumonnasusa
rpynHoi KJjeTKu Bcrpedvaercsa mnpu Cerebro-
oculofacioskeletal syndrome 1 (OMIM:

214150), Short-rib thoracic dysplasia with
or without polydactyly (OMIM: 263520),
Ellis—van Creveld syndrome (OMIM: 225500),
Achondrogenesis, type IA (OMIM: 200600),
Campomelic dysplasia (OMIM: 114290),
Thanatophoric dysplasia, type I (OMIM:
187600) [6—8].

ITaToyiorus TO3BOHOUYHHKA BKJIOUYAET €ro
medopmanuio (CKOJIMO3), OTCYTCTBUE YaCTHU
OT[eJjia IO3BOHOUHNKA, HAJNYNE IOJIYIIO3BOH-
KoB. Boubiioe sHaueHwme ajisi IPeHATATIBHOM
CUHIPOMOJIOTUY MMeeT JUATHOCTUKA II0JIYIIO-
3BOHKOB, IIOCKOJIbKY 9Ta IIaTOJIOTUS HE TOJIb-
KO SBJISETCS IMPUYNHON CKOJIMO03a, HO U BXO-
mut B coctaB VATER/VACTERL association
(OMIM: 192350), KoTOpBIE COITPOBOKIAIOTCSA
MBIIP. HazBanme acconuamniiy CKJIagbIBAECTCS
u3 komiexkca BIIP pasauuHBIX OpPraHoB
u cucteM: “V” mogpasymeBaeT Hamuuue BITP
MO3BOHOUYHUEKA (puc. 4), “A” — aTpesun anyca,
“C” — mopokos cepana, “TE” — Tpaxeossoda-
raJIbHOTO CBHIIlAa IIPU aTPe3uu MIHUIIEeBOAA,
“R” — pasauunsix BIIP mouek, “L” — maroJo-
iy KoHeuHocTelr. Hanmume MUHUMYyM Tpex
13 BBIMIEIIEPEUNCICHHBIX IIOPOKOB IO3BOJISAET
HCCJIeIOBATEII0 BBICTABUTH OUATHO3 TAHHOM
reHeTUYecKou accomuamuu [9].

Ilamonozusa nanvyes

Ilo onyO6IMKOBAHHBIM B JHUTEpAType mTaH-
HBIM, IIATOJIOTHS IIAJIbIEB YaCTO BCTPEUALTCS
Ipu HacJeICTBEHHBIX cuHApomax [1, 10].
B HacTosimem ncciiefOBaHUY IaTOJIOT U IIaJIb-
1meB mroza Berpevasack B 70 u3 341 (20,5%)
caydasi, TO €CTh B KaKJAOM ISITOM cJydYae.
IIpu HeHacJ/ieCTBEHHBIX CHHIPOMAX M acco-
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Puc. 4. ITonynossourku. VATER association.
OMIM: 192350.
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Ta6auna 6. BecTpeuaeMoCTh TUIIOB IATOJOTHY MAJNBIIEB B IPYINAaX YCTAHOBJIEHHBIX HEXPOMOCOMHBIX (Hacjes-
CTBEHHBIX MOHOTEHHBIX U HEHACJIEICTBEHHBIX) CHHAPOMOB U aCCOIIMAIINI

Hacaencreenunie HaciencTBennnie HenacnencrseHHBIE
MOHOT€HHBIE CHHAPOMBI MOHOTEHHBIE CHHAPOMBI CHHIPOMBI
TToxasarenu C AyTOCOMHO-JOMUHAHTHEIM | C ayTOCOMHO-DPEIeCCUBHBLIM 1 aCCOIMAIINU
THUIIOM HacJieJOBaHUA TUTIOM HacJIeTOBaHUA (n=166)
(n=91) (n=84)

BpaxugakTuansa 3(3,3%) 2(2,4%) -
KamnromaxTunus 2(2,2%) 4 (4,8%) -
OuuromakTuans,/ 7(7,7%) - 9(5,4%)
PEeAYKIMOHHbBIE
MOPOKY HAJbIEB
TlonmupaxkTuams - 11 (13%) -
CUHAAKTUINSA 9(9,9%) 2(2,4%) 2(1,2%)
OKTPOAAKTUINA 9(9,9%) - -
Ilpyroe 5(5,5%) 3(3,6%) 2(1,2%)

IIpumeuarue: onpenenseTca JOCTOBEPHOCTh PA3INUUil MeK Iy TpeMA rpynmnaMmu B uactore npu P < 0,0001.

UANUAX I[IaTOJOTHUsS HaJbIleB BCTPEUYaIaCh
B 13 (7,8%) cayuasax, B Ipyliie HacJIeICTBEH-
HBIX MOHOT€HHBIX CHHIPOMOB C ayTOCOMHO-0-
MUHAHTHBIM  THUIOM  HACJEeJOBAHUA  —
B 35(38,5% ), B rpyIine HACJAEACTBEHHLIX MOHO-
FeHHBIX CHHPOMOB C 8yTOCOMHO-PEI[eCCUBHBIM
TUIIOM HacjemoBaHusd — B 22 (26,2% ) cayuasax
(P < 0,0001). B Tabx. 6 u Ha puc. 5, 6 mpoxe-
MOHCTPHPOBAHBI PA3JINYHBIE TUIIBI IIATOJIOTIUN
majblieB (umcia, (QOPMBI, IOJOMKEHUA), KOTO-
pble BCTPETUJINCEH IPU MPEeHATAJIbHON UIeHTH-
¢puranuu MBIIP pasianuHOi 5THOJIOTHUH.

Kax BUAHO M3 IIpeACTABICHHBLIX JTAaHHBIX,
OTMEYAITCA JOCTOBEPHBIE PA3IUUYNS B YACTO-
T€ PAa3JIUYHBIX THUIOB IIATOJOTUU IIAJIBLIEB
B HMcclaeAyeMbIX rpynnax. Eciam npoanaimnsu-
poBaTh YACTOTY OTAEJbHBLIX TUIIOB IATOJOIUHI
[IaJIbIIEB, TO OJUTONAKTHUINA (BKJIIOUAS MOHO-

Ellis—van Creveld

Puc. 5. Tlonmmpaxtuiaus.
syndrome. OMIM: 225500.
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IaKTUJINIO) BCTPeUaeTcs [TOCTOBEPHO dYarlle
[IPU HACJIEACTBEHHBIX MOHOTEHHBIX CHHAPOMAaX
C ayTOCOMHO-ZOMHHAHTHBIM THUIIOM HACJIEIO-
Bauua (IPU CPAaBHEHUU C HACJEACTBEHHBIMU
MOHOTE€HHBIMHU CHHIPOMAMU C ayTOCOMHO-
peliecCHBHBIM THUIIOM HACJIeLOBAaHWS U HeHa-
CJIEICTBEHHBIMY CHUHAPOMAMU UM ACCOIIHAIMSI-
mu mpu P < 0,05), cuHZaKTUINSA — OpPU Ha-
CJIEICTBEHHBIX MOHOTEHHBIX CHHIPOMAaX C ay-
TOCOMHO-IOMHUHAHTHBIM TUIIOM HACJIEJOBAHUS
(TOJIPKO IIPM CPaBHEHUM C HEHACJIEICTBEH-
HBIMI CHHIPOMAMHK U AacCOIHANUAMU IIPU
P < 0,05), skTpomakTuANA — IIPU HaCJIEm-
CTBEHHBIX MOHOTEHHBIX CHHIPOMAX C ayTo-
COMHO-IOMUHAHTHLIM THUIIOM HacCJeIOBaHUS
(Ipu cpaBHEHHH C HACJEICTBEHHBIMU MOHO-
FeHHBIMU CHUHIPOMAMHI C ayTOCOMHO-peliec-
CHUBHBIM THIIOM HaCJeIOBAaHUA U HeHaCJel-

Puc. 6. 9xrpomakTunus kuctu. EEC syndrome.
OMIM:129900.
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CTBEHHBIMUW CUHAPOMAMU U AacCCOIUATUAMU
mpu P < 0,001), mosmmuagakTHInsa — Ipu HacJem-
CTBEHHBIX MOHOTEHHBIX CHHIPOMAaxX C ayTo-
COMHO-PEIleCCUBHBIM THUIIOM HacJeJ0BaHUsI
(Tpu cpaBHEHUM C HacCJIeIACTBEHHBIMU MOHO-
TeHHBIMU CUHAPOMAMU C ayTOCOMHO-IOMU-
HAHTHBIM THUIIOM HACJIETOBAaHUS U HeHacJem-
CTBEHHBIMUW CUHAPOMAMHU U acCCOIUATUAMU
npu P < 0,01), KaMOTOZAKTUINA — IPU HAa-
CJIeJICTBEHHBIX MOHOTE€HHBIX CUHAPOMAX C ayTO-
COMHO-PEIIeCCUBHBIM THUIIOM HacCJIeI0BaHUSI
(TOJILKO IPU CPABHEHUHU C HEHACIEICTBEHHBLIMU
cuHapoMaMu u acconmanuamu mpu P = 0,02).
JocTOBEpHOCTh PA3JIUUYUIT B YACTOTEe Opaxu-
TaKTUJINY U OPYTUX THUIOB IIATOJIOTUU THaJIb-
1eB, YUTEHHBLIX B Tabj. 6, mpu cpaBHEHUH
TpexX TPYII He omupenpeasercsa. llomoOHoro
poma 0600IIAIOIIINX HCCIeTOBAHUNI CO CPAaBHU-
TeJILHBIM aHAJM30M YaCTOTHI ITATOJIOTUH ITAJIb-
IeB IIPW CHUHAPOMAaX PA3JIUUYHON ITHOJOTHUU
B JIUTEpPaType HAaUTU He yIaJioCh.
3aperucTpupoBaHHbIE B T'PYIIIle HeHACTIEHI-
CTBEHHBIX CHUHIPOMOB UM acCOIMAIINU CcIydaun
OJIUTONAKTUINY BXOIUJIN B CHHIPOMBI aMHIO-
TUYEeCKUX TsaxKel. IIpoxons uepe3d aMHIOTIYE-
CKYIO IIOJIOCTh, aMHUOTUYECKHNE TIIKU MOTYT
CBA3BLIBATH MEXKAY C000Ii OTAeJbHbIE YUACTKHU
ILJIAaIleHThI, ITYIIOBUHLI U TeJia IJIoAa, (OpMu-
pys BTOpuUYHBIe aHOMasnu. Haubosee uacto
Y HOBOPOKJEHHBIX O0HAPYKUBAIOTCA KOJIbIIE-
Bble IIEPeTSAKKU Ha OJHOM MM HECKOJNbKUX
KOHEUHOCTAX, AUCTaJbHEe KOTOPBIX OOBIYHO
HabJI0aeTCA yBeJIUnUeHe KOHEUHOCTH B 00'b-
eMe BcJIeACTBUE JUM(pOCTasa MM OTeKa IIOJ-

KOJKHO-’KMPOBOI KJeTuaTKu. Kpome 5TOro,
cIaaBJjeHue repru)epUIeCKX HEPBOB BbI3BLIBAET
mapajnd KOHEUHOCTell II0 mepu()eprIecKoMy
TUIY U aTPO(MUIO MBIIIL, TOPAYKEHHON KOHeY-
HOCTH, a COaBJIeHNEe MAruCTPAJIbHBIX apTepuii
BeleT K HINEeMUHW U HEeKpol3aM TKaHeii. B or-
IeJIbHBIX CJHAyYasX TSKKU MOTYT IIPUBECTHU
K IIOJIHOM aMIryTanuu (ajaur HajablleB HJIN
Bcell KoHeuHocTH. IIpu 9TOM aMIyTHPOBAHHBIE
YaCTH HAXONSATCS CBOOOJHO B aMHHOTHYECKOI
JKUIKOCTH. Bee ontmcanablie BapUaHThI He IIPej-
CTaBJSAIOT cO00Ii OTHAeNbHBIe (hOPMBI, SIBIAACH
CTAIUSIMU OLHOTO U TOTO K€ IIaTOJIOIMUYECKOr0
mpoliecca, STUOJOTUUECKUM (paKTOPOM KOTOPO-
T'0 CIIY:KUT MexXaHndeckoe caaBienue [11-13].

ITamonozua nuuya

B 133(39,0% ) us 341 cayuas HEXPOMOCOM-
HBIX KoMILIekcoB MBIIP ¢ npenarajibHO yTOU-
HEHHOM OSTHOJIOTHMEeN HaMu Obljla BLISBJIEHA
maToJioTudA Julla IJojla, KoTopad BKJIIOUasa
TaKsKe pas3InyHbIe N3MEHEeHU CTPOSH’ IJIas,
yIieit, HoOca, BepxXHeEH U HUIKHEN UeJIOCTH.
Tax, B IrpyIlie HACJIeACTBEHHBIX MOHOTEHHBIX
CHUHIPOMOB C ayTOCOMHO-IOMWHAHTHBIM TH-
TIOM HAacCJIeSOBAHUSA IaTOJIOTUA JUIlA BCTpeua-
Jdacse B 50 u3 91 ciayuas, B rpynme HacJe[-
CTBEHHBIX MOHOTE€HHBIX CHHIPOMOB C ayToO-
COMHO-PEI[eCCUBHBIM THUIIOM HAaCJIeJOBAHUI —
B 32 u3 84 ciyuaes, B IPYIIIe HeHACIEeICTBEH-
HBIX CHUHIPOMOB M accomumamuii — B 51 u3s
166 cayuaes (P < 0,0001). Bugsr maTosormuyue-
CKHUX WM3MEHEHUU JINIEeBOro (peHOTHIA IIIOOA
IPOAEeMOHCTPHUPOBAHEI B Ta0JI. 7.

Ta6auna 7. BcTpeuaeMoCTh THUIIOB IATOJOTHUYECKUX M3MEHEHUHN JUIEeBOro (DeHOTHUIIA B IPYIIIAX YCTAHOBJIEH-
HBIX HEXPOMOCOMHBIX (HACJIEICTBEHHBIX MOHOTEHHBIX U HEHACJIEACTBEHHBIX) CHHAPOMOB 1 aCCOITUAIIIA

HacaencrBenunie Hacaencteenunie HenacnencrseHHBIE
MOHOT'€HHBIE€ CUHIPOMBI MOHOT€HHBIE CUHIPOMBI CUHIPOMBI
Ilokasarenn C ayTOCOMHO-TOMUHAHTHBIM | C ayTOCOMHO-DPEIeCCUBHBIM U accoIuanuu
TUIIOM HacJIefOBaHUA TUTIOM HacJIeIOBaHUA (n=166)
(n=91) (n=84)

ILmockoe muto/ 6 (6,6%) 3(3,6%) 6 (3,6%)
TUIIONLIA3Us CPeIHer
TPeTH JIAIA
ITarosorus rias 18 (19,8%) 9(10,7%) 3(1,8%)
Paciennnaa ryosr/Heba 9(9,9%) 4 (4,8%) 33 (19,9%)
Ilarosorus cTpoeHus 3(3,3%) 8(9,5%) 6(3,6%)
yien
ITarosorus cTpoeHus 24 (26,4%) 6 (7,1%) 5(3,0%)
HOCA/IIePEeHOCHITHI
Muxkporuarus 12 (13,2%) 18 (21,4%) 7(4,2%)

IIpumeuarue: onpenenseTca JOCTOBEPHOCTh PA3INUnil MeK Ay TpeMA rpynmnaMmu B uactore npu P < 0,0001.
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Puc. 7. Tuneprenopusm. Frontonasal dysplasia.
OMIM: 136760.

Puc. 8. 3anaBiiee nepeHoche, AIUHHBIN QUIBTD,
TUIIOILIA3USA CpemHeld Tperw Juma. Frontonasal
dysplasia. OMIM: 136760.

Puc. 9. T'umoniasusi HOCa, HU3KO PACIIOJIOMKEH-
mele ymu. Thanatophoric dysplasia. OMIM:
187600.

Kak um B cayuadax ¢ maToJioTHe# cKeJera,
B psane HaOMIOJeHHNII OBLIO OJHOBPEMEHHOEe
coueTaHWe HECKOJbKHX BUAOB IIaTOJIOTHUE-
CKUX m3MeHeHHUU auna (puc. 7, 8). CorsacHo
IaHHBIM JINTEPaATyphbl, Hambojiee 4acTo B CO-
cTaBe HeXPOMOCOMHBIX CHHAPOMOB BCTPEUAIOT-
cA TUIOILJIA3UA HUKHEHW Jubo cpegHel TpeTu
JINIIA, ILJIOCKOEe JIMITO, 3alaBIllas IepPeHOCHUIla,
HaBUCAWIIUHA JI06, maToJormueckue (QOpPMbI
crpoeHus Hoca m ymienn [14] (pme. 9, 10).
OgHAKO eciau HpU PYTUHHOM T'€HETHUYECKOM
IIpreMe B MOCTHATAJIbHOM IIePHOe OIMCAHNE
9TUX U3MEHEHUU He BhI3bIBAET TPYAHOCTEH, TO
OlleHKa WX B IIPEHATAJbHOM IIePHOJe IIPHU
sxorpauu AuUCKyTabelbHA BBUAY CYOBHEK-
THBU3Ma, CBABAHHOI'O C OTCYTCTBHUEM UYETKUX
KPUTEPHUEB OIEHKU TeX MW WHBIX dXorpadu-
YeCKUX IMPU3HAKOB.
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Puc. 10. Tumnoniasusi cpegHell TpeTu JUIa, IIJIO0-
CKOe TIepeHoChe, YyMeHbIIeHHAas BepPXHAA
vemocthb. Maxillonasal dysplasia, Binder
syndrome. OMIM: 155050.

Ocoboe MecTO B OIleHKe JUIIEBOTO (peHOTH-
Ia IPUHALIECHKUT TUATHOCTUKE MUKPOTHATUN
Kak Hambojiee U3YUYEHHOMY U OOBEKTHUBHOMY
MIPU3HAKY C JOBOJBHO UETKO OIpeAeIeHHbIMIU
KpuTepusamMu auarsoctuku (puc. 11). B ma-
IIIeM WCCJIEJOBAHUYN MUKPOTHATUSA BCTPETH-
Jack B 37 ciaydasx: B IPYIIIe HACJIeACTBEeHHBIX
MOHOT'€HHBIX CHHJIPOMOB C ayTOCOMHO-JOMMU-
HAHTHBIM THUIOM HAacJemoBaHUA — B 12 ciy-
yasgx, IIPU HACJIEeICTBEHHBIX MOHOTI'€HHBIX
CUHIPOMAX C ayTOCOMHO-PEIeCCUBHBLIM THUIIOM
HacjJemoBaHuA — B 18 cayuasax, B TpyIIe
HeHACJIeJCTBeHHBIX CHUHAPOMOB M acCOIMa-
muii — B 7 cayuasax (P < 0,05 gaa Bcex cpaBHe-
Hui). g 00beKTUBHON ITpeHaTaJIbHOMN OIeH-
KU TIOJIOJKEHUS W pasdMepa HUKHeH YeJiocTH
B CBO€el paboTe MBI MCIIOJIb30BATIN PEKOMEH 0~
BaHHBIE IIOKA3aTeJUW PAa3JUYHBIX WHIEKCOB
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Puc. 11. Mukporuarusi. Pierre Robin syndrome.
OMIM: 261800.

n3MepeHud HIUKHeH uemtocTu [15], olmeHKY
yria HuKHel destocTu [16] 1 HUKHeUe roCT-
HoTO ITpoMeXkyTKa (mandibular “gap” ), Bu3y-
aJu3UPyeMoro yKe B CPOKaX MepPBOTO CKPU-
HUHTOBOTO YJBTPA3BYKOBOTO MCCJIEMOBAHUSA
(11-14 men 6epemerHoctn) [17, 18]. Onna us
caMBbIX KPYOHBIX paboT B MUPeE MO U3YUEHUIO
sTOr0 Mapkepa npuHamiaexur D. Paladini
et al. [14], rme upexcraBaerno 50 ciayuaes
OIUATHOCTUKNA MUKPOTHATUU TPU PA3TUUHBIX
CUHAPOMAaX KaK XPOMOCOMHOTO, TaK U HEXPO-
MOCOMHOTO TeHe3a. OmHAKO make B CaMOM
MHOTOYMCJIEHHOM Ha CerOAHAIIHUN MeHb UC-
cJIeOBAaHUY MUKPOTHATHUYM HET JAaHHBIX O ua-
CTOTE BCTPEYaeMOCTH IPU3HAKA TPU HEXPOMO-
COMHBIX CUHAPOMAaX C PA3JUUYHBIMHU TUIAMU
HacJIeOBaHUS.

ITamonozus nepedneil 6prowWHOU cCMeHKU

Cpenu Bcex CIy4aeB HEXPOMOCOMHBIX KOM-
miexkcoB MBIIP c¢ mpeHaTtaibHO yTOUYHEHHOM
atmosiorueit (n = 341) matosorusa mepenHei
OpIOIITHOM CTeHKU OblJIa 3apernucTpUpoOBaHa
Hamu B 84 (24,6% ) caydasx: Tpu HacIe[-
CTBEHHBIX MOHOTEHHBIX CHHIPOMAX C ayTo-
COMHO-IOMHUHAHTHBLIM THUIIOM HACJIEIOBAHUS —
B 4 cayuasix, IPU HEHACJIENCTBEHHBIX CHH[I-
pomax u accomumanuax — B 80 cayuaax
(P <0,0001). ITaronorusa nepegHei OPIOITHOMN
CTEeHKH MpeACTaBJIeHa PA3JIMYHBIMU aHOMAJIK-
AMHU: TacTpomnus, omdasornene (pumc. 12),
obmupHble AeeKThl (BIJIOTH OO IIOJHOTO
OTCYTCTBUSA IIepeaHeli OPIOIIIHOM CTEHKY C 9BeH-
Tparuell BHYTPEHHNX OPTraHOB IPU aHOMAJINU
cTebJIs TeJia, OIpeae/sTIOI[UM MOMEHTOM B JU-
arHOCTHKE KOTOPOIl SBJISAETCSA OTCYTCTBUE IIY-
moBuHEL y miaozaa) [19]. O6mupHble gedeKTh

Puc. 12. Owmdasorene O6OJBIINX pPasMepoB.
IrTonusa cepama. Thoracoabdominal syndrome.
OMIM: 313850.

Puc. 13. Ompanorene, skcrpodpusa kiaoaku. OEIS
complex. OMIM: 258040.

mepenHeil OPIOITHON CTEeHKU OBIBAIOT COCTaB-
Hoit uacteio OEIS complex (OMIM: 258040)
(“O” — ompauoniene, “E” — sxcTpodus Kioa-
Ku, “I” — HemepdopupoBaHHBIH aHyc, “S” —
Ie(peKThl II03BOHOUYHNKA), 3a0L03PUTH KOTO-
PBI MOXKHO B II€PBYIO OUepelb II0 TAKUM Ma-
Hu(ECTHBIM NPU3HAKAM, KaK 9KCTPOPUA KJIO0-
axu u om@aJoiieiae (puc. 13).

B mpenaTanpHON AUMAarHOCTHUKE eqUHCTBEH-
HBIM AUATHOCTUYECKUM METOIOM BU3YaJbHOM
UAeHTU(PUKAIIUN CTPYKTYPHOH IIATOJIOTUU
mjIofa ABJAETCA YJIbTPa3BYKOBOe MCCJIeI0Ba-
Hue. IIpu mpoBemeHNN YILTPA3BYKOBOT'O IIC-
cJIeIOBaHUS, HAIPAaBJEHHOTO HA IOCTAHOBKY
IpeHaTAJIbHOIO IUarH03a, BasKHa TOUYHAS YJIb-
TpasByKoBasag Bepu(UKaIms BCero CIeKTpa
BelABJIeHHBIX BIIP — Tax HasbIBaeMBIX YJIb-
TPa3BYKOBBIX IPU3HAKOB (MapKepoB) IaTOJIO-
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ruu. B maHHOe mcciemoBaHMe OBLIN BKJIOUE-
HBI CJy4YauW IIpeHaTaJbHOU YJIbTPasBYKOBOM
IUarHOCTUKM HexpomocoMHuBIX MBIIP y mio-
Ia 3a 5-JIeTHUU IIepUOo]l, B KaKJIOM U3 KOTO-
PBIX IS YTOUHEHUA AUarHo3a ObLI IPUMeHeH
KJIMHUKO-CUHIPOMAJIbHBIHA ITOIX0T, KOTIA BbI-
ABJIEHHBIE YJIbTPA3BYKOBbIE IIPU3HAKU TIATO-
JIOTUY COOTHOCHJNCHL C (PEHOTUONUECKUMU
IIpU3HAKAMU BO3MOYKHOTO W3BECTHOT'O CUH-
mpoma. Tak, B KauecTBe KJIMHUUECKUX IIOUC-
KOBBIX MapKepoOB B aBTOMAaTU3UPOBAHHOM CHUC-
reme OMIM cnyxunu BIIP, BuisgBiIeHHBIE
IIPU YAbTPA3BYKOBOM MCCJIeTOBAHUN.

VYTouHeHMe IpeHATAJIbHOTO AUarHo3a IIpu
HexpomocoMHBbIX MBIIP nmeer orpoMmHyio me-
IVKO-COIMAaJIbHYI0 3HAUNMOCTE. IloMuMoO BJIHI-
AHUSA AUarHo3a Ha BbIOODP HpPeHaTAJIbLHON TaK-
TUKU HacJIeJICTBeHHbIe MOHOTE€HHBIE CUHIPO-
MBI C ayTOCOMHO-IOMUHAHTHBIM 1 ayTOCOMHO-
pellecCUBHBIM TUIIAMU HACJIEJOBAHU S, U3BECT-
Hble HeHacJIeICTBeHHbIe CUHIPOMBI W aCCOIU-
alliy WMEIOT PAa3JIUYHBIN PUCK ITOBTOPEHUI,
YTO OIlpelesser cruenuduuecKkrue MepPOIPUI-
TUSA IEPBUYHON M BTOPUYHON TPOPUIAKTUKHA
IIATOJIOTUH B ceMbe B JAaJbHEHIIIeM.

Ilo pesyabTaTam omeHKm poJum psaga BIIP
IS TpeHaTaJbHOU MAeHTUPUKAIUU HEeXPOo-
MOCOMHBIX CHUHIPOMOB M acCOIMAIIUN C pas-
JUYHBIMU TUIIaMHU HACJIeTOBAHUS YCTAHOBIIE-
HO, UTO BBISIBJIEHHBIE TIPU YJIbTPa3BYKOBOM
nccygenoBanuu B cocraBe MBIIP mmopoxku pas-
BUTHUSA CKeJieTa, MaTOJOTUs MaJbIleB U IaTo-
JIoTuA JuIila uMesu 0oJjiee BBICOKYIO YACTOTY
BCTPEUYaeMOCTH B TpPYNIe HACJeICTBEHHBIX
MOHOTEHHBIX CUHJIPOMOB C ayTOCOMHO-TOMU-
HAHTHBIM THUIIOM HacJIeTOBaHUS, IIOPOKU IIe-
penHeil OPIOIIIHOI CTeHKM — B I'PYIIIle HeHa-
CJIeICTBEHHBIX CHUHIPOMOB ¥ accoIualiui
(P < 0,0001 gms Bcex OOLIMX CpPaBHEHIH)
(cM. Tabu. 2).

IIpu Gosiee meTalbHOM aHaIM3e TOCTOBEP-
HOCTH Pa3JINYUi BLIICHEHO, YTO MOPOKU Pas-
BUTHUSA CKeJieTa BCTPeYasuch ITOCTOBEPHO
yaie JIUIb NPU CPaBHEHUU TPYOHO HaCJe[-
CTBEHHBIX MOHOT€HHBIX CUHIPOMOB C PA3JIAU-
HBIMYW THUIIAMU HACJeZOBAHUSA U HeHACJen-
CTBEHHBIX CHHIPOMOB U acCCOITMAIINI, MEXKIY
o001 TT0 YaCcTOTEe BCTPEUAEMOCTH I'PYIIIIELI Ha-
CJIeICTBEeHHBIX MOHOTE€HHBIX CUHIPOMOB C ay-
TOCOMHO-TOMUHAHTHLIM U ayTOCOMHO-peliec-
CUBHBIM THUIIAMHU HACJIeIOBAHUA He Pas3iuva-
auck. OO0bemVHEHHAs TPYIIa HACJIeICTBEH-
HBIX MOHOTEHHBIX CUHIPOMOB C Pa3JIUYHBIMU
TUIIAMYW HACJeZOBAHUA IO YACTOTE TaKiKe
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IOCTOBEPHO pasjmyvajiach ¢ TPYNNON HeHa-
CJI€ICTBEHHBIX CHHIPOMOB U aCCOITUAIIAA.

ITaTonorusi masablieB JOCTOBEPHO UAaIlle
BCTpeUasiach B I'PYINaxX HaCJIeICTBEHHBIX MO-
HOTeHHBIX CHUHAPOMOB (C ayTOCOMHO-IOMMU-
HAHTHBIM ¥ ayTOCOMHO-PEI[eCCUBHBIM THUIIAMU
HacJIeJOBaHUS) B CPABHEHUU C T'PYIIONA HeHa-
CJIeICTBEHHBIX CUHAPOMOB U accoIuaIui (mpu
OTCYTCTBUU PA3JIUUNIN MEXKIY cO00Ii).

ITaTosmorusa auia MOCTOBEPHO Uallle BCTpe-
yajach B T'PYIIIle HACJEICTBEHHBLIX MOHOTEH-
HBIX CHHIPOMOB C ayTOCOMHO-TOMHHAHTHBIM
THUIIOM HACJIeAOBAHUSA IPU CPABHEHUU C TPYH-
O HacJeICTBEHHBIX MOHOTEHHBIX CHHIPO-
MOB C ayTOCOMHO-PEIleCCUBHLIM THUIIOM HAaCJIe-
JOBAHUS 1 I'PYIIIION HeHAaCJIeCTBeHHBIX CHH/I-
poMOB 1 accortuaIiuii (IIpu OTCYTCTBUM Pa3JI-
YMH MeXXKAY TPYNIaMu HACJIeACTBEHHBIX MO-
HOTE€HHBIX CUHIPOMOB C ayTOCOMHO-PEIeCCUB-
HBIM THIIOM HACJIeJOBAaHUS U HeHaCJeICTBeH-
HBIX CUHIPOMOB U aCCOIMAIINI).

Yro KacaeTca maTOJOTUH IIepeqHel OPIoI-
HOM CTEHKW, TO IOCTOBEPHO dallle AAaHHBIN
IIOPOK BCTpPeYaJics B COCTaBe HEXPOMOCOMHBIX
MBIIP, BKJIIOUEHHBIX B TPYIIy HeEHacJen-
CTBEHHBIX CUHIPOMOB 1 aCCOIIAIIN, B CpPaBHE-
HUU ¢ 00beMHEHHOH 1 OTAeIbHBIMU IPYIIaMUI
HaCJIeICTBEHHBIX MOHOTE€HHBIX CHHIPOMOB
C Pa3JINUYHBIMU TUIAMU HacJeJOBaHMII.

IlonyuenHble pe3yabTaThl UMEIOT BasKHEM-
Y10 KINHUYECKYI0 3HAUMMOCTD JJIA UCIIOJb-
30BaHUA B MPaKTHUKe, TOCKOJBKY IIepeumc-
JIeHHBIE TTOPOKU Pa3BUTUA, BbIABJIEHHBIE IIPHU
YIBTPA3BYKOBOM WCCJENOBAHUU, TOJIMKHBI
OPHEHTHPOBATh Bpayua yJIbTPA3BYKOBOM guar-
HOCTUKHU Ha HEOOXOAMMOCTD IPOBEAeHUA KJIM-
HUKO-CUHIPOMAJLHOTO TOuCKa (B COOTBET-
ctBuu ¢ OMIM) B 1enaxX YTOUHEHHUS IIPeHa-
TAJIbHOTO [AUWATHO3a NPU HEXPOMOCOMHBIX
MBIIP. YcTaHOBJIEHHBINA JUATHO3 OIpenesIseT
aJeKBaTHYIO aKyIIEePCKYI0 W ITOCTHATAJILHYIO
TaKTUKY U CIYKUT AOCTOBEPHBIM (DaKTOPOM
IS OIeHKM CTeIeH! IIOBTOPHOTO PUCKA HpU
MeIuKO-TeHeTUYECKOM KOHCYJbTUPOBAHUU
CeMbU BPauOM-T€HETUKOM.

CoBpeMeHHass MOpeHAaTaJbHas MeIUIIMHA
B pamMkKax (POpMHPOBAHUS HOBBIX IIOAXOLOB
K paHHeMy COIIMAJIbHOMY U MeIUITMHCKOMY
IIPOTHO3Y TeueHUs OepeMeHHOCTH CTaBUT
KJIMHUKO-CUHIPOMAJbHBIN TOWCK U OIEHKY
3HAUYMMOCTH IPEHATAIbHLIX VJIbTPa3BYKOBBIX
mapkepoB matojoruu npum MBIIP y naopa
B pas3pdAl OepCIeKTUBHBIX M 3P(HEKTUBHBIX
INarHOCTUUYECKUX TEeXHOJIOTUH B NIpeHaTab-



KnuHyko-cuHapoMasbHbIf NoAX04 v 3HAYUMOCTb BPOXAEHHbIX MOPOKOB PAa3BUTH. .. J1.A. XKy4eHKo v coaBT.

HOU yJbTPa3BYKOBO! AMarHOCTUKE U3BECT-
HBIX HEXPOMOCOMHBIX HAaCJI€OCTBEHHBIX 1 HE-
HaCJIeICTBEHHBLIX CUHIPOMOB 1 aCCOIIUAIIINA.
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Clinical and syndromic approach and value of multiple
congenital malformations in prenatal ultrasound diagnosis

of non-chromosomal abnormalities
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Clinical and syndromic approach was used for prenatal diagnosis of multiple congenital malformations
of non-chromosomal genesis. The search for the syndrome was carried out according to ultrasound data
using an automated diagnostic system OMIM. Subsequently, all cases were verified. The results of preg-
nant women ultrasound examination in the Moscow region for the period of 20112015 with prenatally
detected non-chromosomal complexes of multiple congenital fetus malformations (n = 678 ) were ana-
lyzed. Cytogenetic (n =530 ), molecular cytogenetic (n =45), and molecular genetic (n =103 ) methods
were used for investigation. 337 (49.7%) from 678 cases of multiple congenital non-chromosomal mal-
formations were identified as unclassified. In 341 (50.3%) cases 175 known monogenic hereditary
syndromes with autosomal-dominant and autosomal-recessive types of inheritance and 166 known non-
hereditary syndromes and associations were found. Assessed the prevalence of some malformations
(skeleton, fingers, face, and anterior abdominal wall). Malformations of skeleton, fingers and face,
identified with the help of ultrasound, had a higher prevalence in the group of monogenic hereditary
syndromes with autosomal dominant inheritance, defects of anterior abdominal wall — in the group of
non-hereditary syndromes and associations (P < 0.0001 for all comparisons ).

Key words: prenatal ultrasound diagnosis, multiple congenital malformations, ultrasound markers,
non-chromosomal abnormalities, medical genetic counseling.





