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CUHAPOMBI N CHHAPOMOKOMM/EKCDI
C MOPAXXEHNEM YENIOCTHO-INLIEBON OB/IACTH

BpoxkneHHble paclleJWHbl JIMLA, BPOXIAEHHbIE nechopMalyu JULEBO-
o0 M MO3TOBOIO OTJAEJIOB yepemna, AedopMaruy IpuKyca, HapylieHHe KO-
JmyecTBa, (bOpMbI M CPOKOB IIPOPE3bIBaHUS 3y0O0B, TOOPOKAYECTBEHHBIC U
JaXxe 3710KaueCTBEHHBIE OIYXOJIM U BPOKICHHBIE IIOPOKU Pa3BUTHST KOCTE
M MSITKUX TKaHeW Jula BcTpeyaloTcs B coctaBe Oosee yeM 250—300 (a 1o
MHEHUI0 MHOTUX aBTOpoB — 500) CMHAPOMOB BPOXIEHHBIX MTOPOKOB pa3-
BUTUSA YenoBeka. Mx onucanus ecth B cipaBouHukax V. Mc Kusik, JIaBuga
Cwmura «Recognizable Patterns of Human Malformation», KOMIIbIOTEpHBIX
nuarHoctuueckux cucrteMax POSSUM u LONDON DATABASE, oreue-
ctBeHHbIX cnipaBouHuKax C.M. KosznoBa ¢ coaBropamu «HacinencTtBeHHbIe
CUHIPOMBI U MEIMKO-TeHEeTUYecKoe KOHcyJlbTupoBaHue» (2007) u B apy-
rux m3naHusx. OmHako OOJBIIMHCTBO HACIEICTBEHHBIX CMHIPOMOB Ha-
THOCTUPYIOTCSI TOJBKO B XOJ¢ MEIWKO-TeHETUISCKUX KOHCYJIbTAllMi BCEi
CeMbM M Ha OCHOBAaHMU XapaKTepHOI KJIMHUYECKOW KapTUHBI ((heHoTHIIA).
YBUAeTh XapakKTepHbIe MPU3HAKKU (CTUTMBI IM33MOpHUOTreHe3a, BPOKIeHHbBIE
IMOPOKM Pa3BUTHS, U3MEHEHUS B aHAJIM3axX U Apyrue KIMHUYECKUE KPUTe-
pUM CUHIPOMA), OLIEHUTh TUII HACJIEMOBAaHUS B XOJIe aHaIM3a POIOCIOBHOM
(KIMHUKO-TeHeallornueckoe odcienoBaHue) U Bce Apyrue creuuuieckue
TFeHETUIECKME UCCIISTOBAHMUS MOXET 1 JOJIKEH TOJIBKO Bpady-reHeTuK. OH xXe
MHTEPIPETUPYET BCE TaHHBIC M CTABUT AMArHO3 CUHAPOMA, 3HAKOMUT CEMbIO
¢ IMarHO30M, pPUCKaMM HACJIeICTBEHHOTO 3a00J1eBaHMS, IIPOTHO30M KU3HH,
JICYEHMST, BO3MOXHOCTSIMU TTPOMIAKTUKH.

CrienMann3upoBaHHass MeIUKO-TeHeTUYecKasi KOHCYJIbTalusl, (PyHK-
LIMOHUpYIoIIas Ha 0a3e Kadeapbl AETCKON YeTIOCTHO-JIMIEBON XUPYpPIUU
MI'MCY umMm. A.M. EBnokuMOBa, B 3TOM CMbIC/IE YHUKaIbHA. TaM cocTo-
WUT Ha IMCIIAaHCEPHOM Y4YeTe M IIPOXOIUT peaduiInTaluio B Bo3pacte ot 0 10
18 net 6onee 4000 nmeteit ¢ BpOXIEHHON M HACJAEACTBEHHOM IaToJioruei
YeJTIOCTHO-JIUIIEBOI 00sacTu. TaM pOBOAUTCS M3yYeHHE STUOIAaTOTeHe3a,
3(h(GEKTUBHOCTA U CPOKOB MX JISYCHUS M peabuInTalluu, pa3padaTblBalOTCs
U BHEAPSIIOTCSI COBPEMEHHBIE METOIBI JIeYeHUsI ¥ TTPOMMIAKTUKI BPOXKIEH-
HBIX CUHIPOMOB C TIPOSIBIICHUSIMU B YEJTFOCTHO-JIUIIEBOI 00JIACTH.

B Ha1ieM pyKoBOICTBE MBI IOMBITAIUCHh COBMECTUTh OTIMCAHUE HanboJIee
YacTO BCTPEYAIOIIUXCS CUHAPOMOB C BPOXXACHHBIMU ITOPOKAMU Pa3BUTHUS B
YeJTIOCTHO-JIUIIEBOI 00J1aCTH, MPEACTaBUTh I'paUIECKYIO U TEKCTOBYIO MH-
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dbopmanmio o HuX (hOTO, PEHTTEHOBCKME CHUMKHU, JAHHBIE KOMITBIOTEPHOIA
ToMmorpaduu u T.4.). YKaszaHbl COBpEMEHHbIE JaHHbIE O TUITaX HACJIEA0Ba-
HUSI CUHIPOMOB, CBEJIEHUS O TOM, [Je KAPTUPOBAHBI T€HbI MPEACTABIEHHBIX
CHUHIPOMOB.

Bce 310 MoMoXeT B peabuInTaLiK IeTeil, COBPEMEHHOI MpeHaTaIbHOIA
JUATHOCTUKE U TPO(MUIAKTUKE CUHAPOMATBHOM MATOJOTUU B CEMBSIX.



CUHAPOMbI C MOPAXXEHUEM KQCTHOVI CTPYKTYPbI
YENIOCTHO-NNLIEBON OBJIACTI

Camyo 00JIbLIYIO TPYIINY CUHIPOMOB C MOpaXX€HWeM KOCTHOM CTpPYyK-
TYypbl YETIOCTHO-JIULEBOI 00JIACTU COCTABISIIOT CUMHAPOMBI C TTOPaXKeHUEM
MO3TOBOTO U JIMLIEBOTO OTAENOB yeperna (KpaHUO- 1 1U30CTO3bI).

KpannocruHocTO3 (KpaHUOCTEHO3, OT IPey. cranio — 4eper U synostosis —
cpalleHue KocTelt) — paHHee (pexke — IMo3AHee) 3aKpbITUE YUePEITHbIX IIBOB,
YTO CHOCOOCTBYET OrpaHUYEHHNIO 00beMa yepemna, ero aedopmMaln U BHY-
TpUYepenHO# runepTeH3nn. 3adoeBaHre BCTpeUaeTcs y OMHOT0 HOBOPOXK-
neHHoro Ha 2000—10 000.

Hu3zocto3 — (dysostosis; rped. dys- + osteon — KOCTb + 0sis) yalle BCEro —
aHOMaJIMM pa3BUTUS KOCTeH yeperna B COUeTaHUM C IPYTUMU CUMIITOMaMMU,
i€ BCTPevyaroTCsi MHOXKECTBEHHbBIE U TeHepaTu30BaHHbIE TTOPAXKEHUS APYTUX
KOCTel U BCEro cKejeTa.

OCHOBHbIE Pa3HOBUAHOCTU AU30CTO30B: UYEPEHO-KJIIOUMYHBINA, Yepern-
HO-JIULIEBOM, YETIOCTHO-JIULIEBOM.

HopmanbsHas hopma vepena “
TpuroHouedanus
p Led Ckaghouetanus
Bpaxuuedanus
paxuued 3aTblno4Has
nnarvouedanuns
®poHTanbHas
nnarvouedanus

Puc. 23. BapunanTbl pOpMbI Yepena, CBA3AHHbIE C MPEeXAEBPEMEHHbIM 3aKPbITUEM OTAEMbHOI0
KOCTHOrO LLIBA (CTPeNKaMu 0603Ha4eHbl HanpaBeHns pocTa Yepena)



YEPENMHO-KNIOYUNYHBIA AN30CTO3

YepemHo-KIIOUNYHBIN a1u30cTo3 (cuHapom llleiitxayspa—Mapu—CeH-
TOHA) MPeNCTaBIsIeT CO00I reHepaIM30BaHHYIO CKEJIETHYIO TUCILIA3UIO.
CHUMIOTOMBI:

» TUIIO- WM aIlia3usl OMHOM miau ooeux kmounil. [Tpu oTcyTcTBUM Mu
HEeIOpa3BUTUHU KJIIOUUIIHI TUIEUEBOM IOSIC Pe3KO CYXKEH, HaAILICUbs
MOKAaThl U omylleHbl. OTMeuaeTcsl M30bITOYHAS MOABMKHOCTD B TLJIe-
YEeBBIX CYCTaBaX, BO3MOXHO Jaxke COMPUKOCHOBEHUE IIeU CIIepeau
TPYIUHBI;

» JUINTEJIbHO OTKPBITHIC YEePEITHBIC IIIBBI ¥ POMHUYKHU ITPUBOIAT K Upe3-
MEPHOMY Pa3BUTHIO JJOOHBIX, BUCOYHBIX 1 3aTbUIOYHBIX OYyTPOB; MOTYT
¢dopMUpPOBATLCA TOIOIHUTEIbHBIC KOCTHBIC BKIIIOUYEHMUS. Bosbloi
POTHMYOK MOXKET OCTaBaTbCsl OTKPHITHIM B TeueHMUE 3—35 JIeT U Jaxe
BCEM XXKU3HU;

» co3peBaHME CKejleTa 3aMEIJICHO, 4YTO IPUBOAUT K aAedopMaivsiM
IMO3BOHOYHMKA, KOCTeHl BEPXHUX M HIKHUX KOHEYHOCTEH, CTOII,
Ta30BbIX KOCTEM, CKOJIMO3Y, IIOBBILLIEHHOM JIOMKOCTU KOCTEM, HU3KO-
POCJIOCTH.

CToMaTOIOTUYECKUII CTATYC:

» necdopmalnsi MO3TOBOIO U JIMLIEBOTO OTAEJIOB ueperna: Opaxu-, J0JIM-
xouedanus, TUIEPTEIOPU3M;

» TIO3IHEE MPOPE3bIBAHME TTOCTOSTHHBIX 3y0OB;

» BPOKIEHHAsI TUITOIUIA3MSI AMaIu 3yOOB BPEMEHHOIO U MOCTOSIHHOTO
MIPUKYCOB;

» MHOXECTBEHHBIN OCJIIOKHEHHBIN Kapuec,

» MHOXECTBEHHBIC CBEPXKOMILJICKTHBIC 3YOhI;

» paclIeIUHBI TBEPIOrO U MSITKOTO HEDA;

» nedopMaliuy MPUKYCa;

» PUCK I1aTOJOTMYECKUX ITePEIOMOB YETIOCTEH.

Peabunuranus:

» caHalMs IMOJIOCTU PTa, B TOM UMCJIE MO HAPKO30M Y IeTei MJIaaIIero
BO3pacTa;

» MHOT0O3TalTHOE OPTOJOHTUYECKOE JICUCHHUE;

» ypaHOIUIACTHKA U JJOTOTEpaIus IMpYU HATUIMM pacileIMH HEOa;

» TIO3TAIHOE yIaJeHUE CBEPXKOMIUICKTHBIX 3yOOB BEpXHEU M HIDKHEMU
YenocTell, 0OHaXKeHUe KOPOHOK PETUHHUPOBAHHBIX M AUCTOIMPOBAH-
HBIX KOMIUIEKTHBIX TTOCTOSIHHBIX 3YOOB (COIIAaCHO CpOKaM M peHTTe-
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HOJIOTMYECKOI KapTUHE OKOHYaHUs (hOPMUPOBAHMSI KOPHEil 3y0OB
IOCTOSIHHOT'O TIPUKYCa) U OPTOAOHTUYECKOE ITepeMEIIEHIE UX B 3y0-
HOI psiIT ¢ UCIIOJIb30BaHEM HECheMHOM OPTOIOHTUYECKON TEXHUKH,
MUHMUMILIAHTOB, 3aMEIeHUEM KOCTHBIX Ie(eKTOB OCTEOMHTErpa-
TuBHbIMU MaTepuanaamu U PRGF ;
» THATO-XUPYpTrU4ecKasi PEeKOHCTPYKIIMS IIPUKYyCa.
Tun HacieAoBaHUSI — ayTOCOMHO-IOMWHAHTHBIA, TeH B JIOKyce 6p21.
Bo3moxkHbI MyTaluu de novo.

Puc. 24. Pe6eHOK C 4epenHOo-KIHYMYHbIM AN30CTO30M: a8, 6 — BHELLHWUIA BUA; B — NONOCTb pTa
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Puc. 24. Okox4anme. Pe6EHOK C 4epenHO-KM4MYHbIM JU30CTO30M: T — OPTOMAHTOMOrpam-
Ma — BM3YaNnu3npyroTCs CBEPXKOMMIEKTHbIE 3yObl HA BEPXHEN N HIDKHEN YEeNHCTAX; i — KOM-
NnbtoTEpHasA TOMOrpamma B 3D-peKOHCTPYKLMN TOrO e 60NbHOM0, 0TMEYatoTCs anna3ns npasoil
KNHOYNLLbI 1 TUNONIA3nsa NeBON KNoYNLbI, AedyopMaLs MO3roBoro 1 IMLEeBOro 0TAen0B Yepena
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Puc. 25. Pe6eHOK C 4epenHO-KN04YNYHbIM AM30CTO30M: @, 6 — BHELUHWA BUA; B — NONOCTb
pTa; r — 06bEeM [BVKEHMIA B NNE4eBbIX CyCTaBax; [ — OPTOMAHTOMOrpamma ToM e 60/bHON,
BI3YaNIM3NPYIOTCA CBEPXKOMMIIEKTHbIE 3YObl HA BEPXHEI 1 HUDKHEI YeNoCTaX
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Puc. 25. OkoHyaHue. Pe6eHOK C YepenHOo-KNoUNYHbIM AN30CTO30M: € — KOMMbIOTEpHas To-
MOrpaMma; X, 3 — KOMMbIOTePHbIE TOMOrpaMmbl B 3D-pPEKOHCTPYKLINK; U — PEHTTeHorpaMma
OpraHoB rpyaHON KNeTKI TOi e 60/bHOM, 0TMEYaeTCa annas3na KNYuL, cnpaea 1 ciesa
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Puc. 26. Pe6eHOK C YepenHO-KNUMYHbIM AM30CTO30M: @, 6 — BHELLHWIi BUA; B — 00bEM ABU-
)KEHWIA B NNIEYEBbIX CyCTaBax; r — OPTONAHTOMOrpaMma, BU3yanu3nupyroTcs CBEPXKOMNIEKTHbIE
3y06bl HA BEPXHEN N HUKHEN YeSTHCTAX



