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CuHapom Aaamca—-OAMBEPA FBAIETCA PEAKO BCTPEYAIOLLLEMCS FTEHETUHECKOM MATOAOTHMEN C AYTOCOMHO-
AOMMHOHTHBIM TUMOM HOCAEAOBAHMA, XAPAKTEPUIYIOLLLEMCH COYETAHMEM AECDEKTOB PA3BMTMA KOHEYHOCTEM
M QNAC3MEM KOXM M KOCTHBIX CTPYKTYP B OOACCTM FOAOBbI. B HOCTOdLLLEE BPpEMS CleLndonyeckoe AeveHue oT-
CYTCTBYET, HO MPOrHO3 AAS MALLUEHTOB B OCHOBHOM OAQrONpPMSATHbIM. AHTEHOTAABHAS AMArHOCTMKA 3ATPYAHEHA,
AMATHO3 B OOABLLMHCTBE CAYHOEB YCTAHABAMBAETCH MOCAE POXAEHWI HO OCHOBOHMM KAMHMYECKOM KAPTUHbI U
AOTIOAHUTEABHBIX METOAOB MCCAEAOBAHMA. AMAIEPEHLUMAABHAN AMATHOCTUKA CHUHAPOMAO MPOBOAMTCS C ye-
PEMHO-MO3rOBOM MPbIKEM, MPU KOTOPOM MMEETCH AedDEKT COEAMHEHMS KOCTEM Yependa (MPEeMMYLLLECTBEHHO B
3ATbIAOYHOM OBACCTH), Yepe3 KOTOPLIM MPOAABUPYIOT OOOACHKM MO3TA M MO3TOBbIE CTRYKTYPbI. OTAMYUTEABHOM
4EPTOM IHLEMAAOLLEAE FBAFETCS MOKPbLITME AECDEKTA KOXEM MAM TOHKOM MeMBPOaHOM. B NPEeACTABAEHHOM
HOMM CAY4OE AMATHOCTUPOBAH CUHAPOM AAAMCO-OAMBEPA, MOCKOABKO Y4ACTOK AMAQ3MKM KOXM COYETAACH C
AnAQ3Men anoHeBpPO3d M KOCTEM B 30AHETEMEHHOM ODAQCTU (AHO AEJDEKTA MPEACTABAEHO MO3TOBbIMM OBO-
AOYKAMM C MEAKMMM KPOBOMSAMAHUAMM C MPOACOUPOBAHMEM TKAHU TOAOBHOTO MO3IQ C CHUAbHBIM MCTEYEHUEM
AMKBOPQ) C NOMNEPEYHbIMU AETDEKTAMM HMPKHUX U BEPXHMX KOHEYHOCTEM — OT AMAQ3MM MOABLLEB AEBOM CTOMbI AO
TMAOMAQ3MM TEPMUHAABHBIX OAACHT M HOTTEBBIX MACQCTUH HO MPABOM CTOME, MTMMOMAQ3UM TEPMUHAAbHBIX OAAQHT
M HOITEBbIX MAQCTUH HO OBEeUX KMCTAX.

KAlo4eBbie cAOBA: AECOEKT TREPAOM MO3TOBOM OBOAOYKM, AMNAQ3MI KOXM, BDOXKAEHHBIM MOPOK PA3BUTMS.

Adams-Oliver syndrome is a rare genetic pathology with an autosomal dominant type of inheritance
characterized by a combination of limb development defects and aplasia of the skin and bone structures in
the head area. Currently, there is no specific freatment, but the prognosis for patients is generally favorable.
Antenatal diagnosisis difficult, and in most cases the diagnosis is established after birth based on the clinical picture
and additional research methods. The differential diagnosis of the syndrome is performed with a craniocerebral
hernia, in which there is a defect in the junction of the bones of the skull (mainly in the occipital region), through
which the brain membranes and brain structures are weakened. A distinctive feature of an encephalocele is the
covering of the defect with skin or a thin membrane. In the case presented by us, Adams-Oliver syndrome was
diagnosed, since the area of skin aplasia was combined with aplasia of aponeurosis and bones in the posterior
parietal region (the bofttom of the defect is represented by meninges with small hemorrhages with prolapse of
brain fissue with severe cerebrospinal fluid leakage) with fransverse defects of the lower and upper extremities
— from aplasia of the fingers of the left foof to hypoplasia of the terminal phalanges and nail plates on the right
foot, hypoplasia of the ferminal phalanges and nail plates on both hands.

Keywords: dura mater defect, aplasia of the skin, congenital malformation.

BBeaeHne. CHAPOM AAOMCO-OAMBEPO CAEAYET OTHECTM K Fpyrne BPOXAEHHbIX AMNAQ3UIM KOXM,
BKAIOYQIOLLLEN LLEABIM PAA 30B0AEBAHUIM, OOBEAMHEHHBIX OBOLLIMM MPU3HOKOM — HOAMYMEM AETDEKTOB
PA3BUTUA KOXM PASAMYHOTO pa3mepd. HacToTa BcTpedyaemocTtn aocturaet 1:10000. HenocpeAacTBeH-
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HO COM CUHAPOM BCTPEYAETCH ELLLE peXE. B 3apyBexXHOM AUTEPATYPE ONMUCAHO OKOAO 200 CAy4YQEB
CUHAPOMA AAaMCa-OAMBEPA, €ro YACTOTA COCTABASET NpumepHOo 1:300000. XapaKTEPHOM YepToMr
ABAIETCSH HOAMYME AECDEKTA BOAOCUCTOM YACTM TOAOBbI, BKAIOYAKOLLLETO AMAQ3MIO HE TOABKO KOXM, HO
M MOAKOXHO->KMPOBOM KAETYATKM, HOAKOCTHULLBI, KOCTM U TBEPAOM MO3roBOM OBOOAOYKM. Kpome Toro,
AAS CUHAPOMA XOPOKTEPHbI A€JOEKTbl KOHEYHOCTEM (TMMOMAQ3MS HOTTEBLIX ADAAQHT, OAMUTOACKTUAMS,
BMNAOTb AO QMAQ3MM KMCTH).

Brnepsble AQHHbIN CUHAPOM ObiA onMmcaH B 1945 roay F.H. Adams u C.P. Oliver. Yactota BCcTpeya-
€MOCTU HO TEPPUTOPUKM POCCHMCKOM PeaepaLn HEU3BECTHA, ONMYDAMKOBAHbBI EAMHUYHBIE KAMHMYE-
CKME CAYHOM.

Ha ceroaHAWHMN A€Hb OMMCAOHO 6 TEHOB, ACCOLMMPOBAHHBIX C PA3BUTMEM CUHAPOMA AACM-
ca-OAMBEPQA, OAHAKO MYTALLMM B HUX MOATBEPXKAEHbBI TOABKO AMLLb B 60% CAYHOEB KAMHUYECKOM Npe-
3EHTAUMM AQHHOTO CUHAPOMA [2]. MyTaumm B reHax RBPJ, DLL4, NOTCH n ARHGAP31 nepeaatotcs
AYTOCOMHO-AOMMHOHTHBIM TUMOM HACAEAOBAHMS, A B reHax EOGT n DOCKé6 — ayTocomHo-peLec-
cmBHbIM [3]. ONMCAHHAS BAPMABEABHOCTb DEHOTUMMYECKMX MPOIBAEHMIN BCTPEYAETCH Y OOAbHbIX HE
TOABKO B OTAEAbHbIX FTEHETUYECKMX BAPUAHTOX, HO M C MYTALMIMM B OAHOM TFEHe. DTO 3ATPYAHSET
KAMHUYECKYIO M TEHETUYECKYIO AMATHOCTUKY CUMHAPOMA. OCHOBHOE KAMHMYECKOE MPOIBAEHUE B BUAE
AMNAQ3MU KOXM U KOCTEM BOAOCUCTOM YACTM TOAOBbI OTMedaeTcsd Y 80% ©OAbHbIX C PA3AMYHOM CTEME-
HbIO BbIDCXKEHHOCTU — OT HEOOABLLIMX Y4OCTKOB AMAQ3MKM pasmepom 0,5 CM A0 PACTPOCTRAHEHHbIX
AEOEKTOB MPOTIHKEHHOCTHIO A0 10 cm [4].

LLeAb. MNpeACTABUTb KAMHUYECKMIA CAYHAM MALMEHTA C CUHAPOMOM AAAMCA-OAMBEPA B YCAOBMUAX
MHOTFOMPOMOUABHOTO CTALMOHAPA C MOMEHTA MOCTYNAEHMA AO KATAOMHECTUYECKOTO HaBAIOAEHUS.

MaTepuanbl U METOABI. B CTATbE PACCMOTPEHBI 3TAMbI AEYEHMA M HODAKOAEHMA PEBEHKA OT POX-
AEHMA AO 1,5 ToAQ. Y pOoAMTEAEN MOAYYEH AOBPOBOABHOE MHAOOPMMPOBAHHOE COrAQCKME HA AHO-
HUMHYIO MyDAMKALMIO PE3YABTATOB OOCAEAOBAHMS MU AEYEHMS.

Pe3yAbTATbI UCCAEAOBAHUSA. AOHOLLIEHHbIM MOABYUK POAMACS B YHPEXAEHMM 3-TO YPOBHA. MaTepm
pebeHka 26 AeT (paboTaeT yymteaem). Hactoawas 6epemeHHoOCTs — lll. B aHOMHeE3e: poAbl CPOYHbIE,
CamonpomnsBoAabHble, B 2015 1. B 38 HeaeAb — aeBodka 3350 r, 6e3 ocobeHHocTen, 2018 r. — AEBOYKA
3100, 6e3 ocobeHHocTeN. HacToaLLad 6EpPEMEHHOCTb MPOTEKAAQ HA JOOHE KOAbMUTA, SPO3MM LLIEN-
KM MOTKM, FECTALMOHHOIO CAXAPHOro AMabeTa, MHCYAMHONOTPEBHOrO (OT TEPANMU MHCYAMHOM MATb
OTKO3AAACH), MOAOBOAMS, HOPYLLEHUS XXMPOBOTO OOMEHA MEPBOM CTENEHM, AMADIDY3HOTO 3064, MU-
oMK CAQBOM CTEMEHM, YIPO3bl MPEPLIBAHMI BEPEMEHHOCTU B 12 HEAEADL; CTALMOHAPHOE AEYEHME,
AHEMME, pECNMPATOPHAS MHApeKLMI B 33 HEAEAM. HA y4eTEe B XKEHCKOM KOHCYALTALMM HOXOAMAQCH
C 8 HeAEAD.

PoAbl COMOMNPOU3BOAbHbIE HO Cpoke 38 HEAEADL, B TOAOBHOM MPEAAEXAHMU. [TPEHATAABHO MOPOK
HE ObIA AMATHOCTMPOBAH.

Bce yAbTPA3BYKOBbIE MCCAEAOBAHMSA OblAM BBIMOAHEHbI B CPOK. POAMACS MAOAbYMK BECOM 2970 T, pO-
CTOM 51 CM, OKPY>XHOCTbIO TOAOBBI 33 CM, OKPY>KHOCTbIO rpyam 31 cm. OueHKa Mo Lwkaae Anrap — 7 6.
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Puc. 1. ToExmepHas MOAEAb CTPOEHMUS Yependa
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Puc. 2. BHeLLHWIM BUA AECDEKTA KOXM FOAOBBI M KOHEYHOCTEM MPU POXKAEHUM

Meponpuatig B POAMABHOM 3AAE — AYYUCTOE TEMAO. COCTOHUE C POXKAEHUS THKEAOE M13-30 BPOXKAEH-
HOroO MOPOKA PA3BUTMA. HO TOAOBE B TEMEHHOM OBAQCTU C 2 CTOPOH HA MPOTHKEHMM 6X8 CM onpeae-
ASETCH AECDEKT KOXM, AMOHEBPO3A, TEMEHHbBIX KOCTEN. AHO AECDEKTA — BU3YAAM3MPYIOTCH MO3TOBbIE
O0BOAOHKM, UMEOLLIMMCT AedeKT pasmepom 0,5%1,0CM, C CUAbHBIM MCTEYEHMEM AMKBOPA. OTCYT-
CTBYIOT MOAbLLBI HO AEBOM CTOME. MMMOMAQ3MA HOITEBLIX ADAAQHT KUCTEM (pPUC. 1, 2).

MNepeBeAEH B OTAEAEHME PECHUMALMU U MHTEHCUBHOM TEPAMMU AAT HOBOPOXXAEHHBIX M HEAO-
HOLLIEHHbIX AETEN MeAnaTpuyeckoro kopnyca CamapCKom OBAACTHOM KAMHMYECKOM OOAbHMLLbI M.
B.A. CepeaaBMHA. [TOCAE POXAEHMI OCMOTPEH AETCKMM HEMPOXMPYPIOM, MPOBEAEHA KOMMbIOTEPD-
HOS TOMOTrPAdOMs, MO AQHHBIAM: O4ATOBOM MATOAOTMM TOAOBHOTO MO3rA HO MOMEHT MCCAEAOBAHMA HE
BbIABAEHO. Status localis: B 3cAHETEMEHHOM OBAQCTM MO CPEAHEN AMHMM OMPEAEAIETCH AECDEKT KOXM,
AMNOHEBPO3d, TEMEHHbIX KOCTEM Pasmepom 10x12 cm. AHO AECDEKTA — TBEPAbIE MO3rOBblE OOOAOHKM
C MEAKMMM KPOBOM3AMAHUIMM C AEFEKTOM ODOAOHEK AMAMETPOM 3 CM C NPOACBUPOBAHMEM TKO-
HW FTOAOBHOTO MO3rd. BbIAG BBIMTOAHEHO Onepaumi: pe3ekums PPArMEHTOB MO3ra HOA TBEPAOU MO3-
FOBOM OBOAOYKOM, AECDEKT MOCAEAHEN BbIA YLLIMT Y3AOBBIMM LLIBOAMU. MHTPAONMEPALMOHHO NALMEHT
MOAYYOA DPUTPOTAPHYIO B3BECH. Yepes 2 AHS DKCTYOUPOBAH, MEPEBEAEH HA CMOHTAHHOE AbIXAHME.
B 0BAQCTU HOAOXXEHHbBIX LLIBOB OTMEYAAOCH YMEPEHHOE NPOMNOTEBAHNE AMKBOPA. Bpayom HEMPOXM-
PYPIomM MPOMU3BOAMAACH EXXEAHEBHAS CMEHA MOBA3KM C MPOUMMEHEHUEM TEAS HO OCHOBE MOAMIEKCO-
HUAQ M CYPJOAKTOHTA.

B nocaeonepaumMOHHOM MEPUOAE Mbl CTOAKHYAMCb C BO3ODOHOBAEHMEM UCTEYEHUT AMKBOPA MU
MPOAQBUMPOBAHMEM TKAHEM TOAOBHOTO MO3ra HO dOOHE MAQYA, HATY>KMBAHMSA M COCAHMSI HA 14 CYTKM
MOCAE MEPBUYHOM ONEPALMM. BbIAQ BBIMOAHEHO MAQCTUKA MMMIAQHTOM TBEPAOM MO3TOBOM OBOAOYKM.
Ha 11 cyTkn nOCAE MOBTOPHOTO BMELLATEALCTBA U HO 27 CYTKM MOCAE POXAEHMA BHOBb OTMEYAAOCH
MPOAABUPOBAHME TKAHM TOAOBHOTO MO3rQ.

Y4UTbIBAS THKECTb TEYEHMI 3AOOAEBAHMS, ObIAQ MPOBEAEHA TEAEMEAMLIMHCKASN KOHCYAbBTALMS C
EAEPTABHBIM LLEHTPOM. BbIAG MPEAAOXKEHA TOCTUTAAM3ALME, OAHOKO POAMTEAM OTKA3AAMCb OT
NepeBOAQ, A€YEHME BObIAO MPOAOAKEHO HO MECTE. NPUHATO PELLEHUE O 3AMEHE MMMAOHTA HO BOAb-
LMK PA3MEP C YACTUYHBIM YKPBITMEM AYTOTPAHCIACQHTAOTOM KOXM C 3ATBIAOYHOM OBAQCTU. Nocae
MOBTOPHOM MAQCTUKM TBEPAOM MO3FOBOM OOOAOYKM BObIAO MPUHATO PELLEHME O MPOAOHIMPOBAHHOM
QHAATOCEAALMM M PEAAKCALMU B TEYEHME 7 AHEM, YTODBI MCKAIOYUTL DMM30AbLI MOBLILLEHMS BHYTPUYE-
PEMHOTO AGBAEHUS U PELLMAMBA OCAOXKHEHMM. TAKXKE EXEAHEBHO MPOM3BOAMAMCH MEPEBA3KM C MA3bIO
HO OCHOBE PEKOMBUHAHTHOIO YEAOBEYECKOTO SMMAEPMOABHOTO OAKTOPA POCTA M CYABADAAMA3UHA
cepebpa. Ha aTom dooHE OTMEYAACS MOCTEMEHHBIM POCT IMMAEPMMUCA, HO TKAHEM HE XBATAAO AAS
MOAHOLLEHHOM AYTOMNAQCTUKM.

B AMHOMMKE COCTOHME PEDBEHKA YAYYLLIAAOCH, YCBAMBAA MUTAHME M3 OYTbIAOYKM, CTABUABHO MPU-
OOBAJA B BECE. B BO3PACTE ABYX MECILLEB MEPEBEAEH B OTAEAEHME MATOAOTUU HOBOPOXKAEHHbBIX U
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Puc. 3. MpoAaBUPOBAHME MO3TOBbIX CTPYKTYP Puc. 4. Pe6GEHOK B KPAHUMAABHOM
yepes AedoeKT TBEPAOM MO3roBOM OBOAOHKM opTese

BbIXQDKMBAHMS HEAOHOLLIEHHBIX AETEN. B BO3pACTE TPEX MECALLEB ObIA BLIMMCAH AOMOM B YAOBAETBOPMU-
TEABHOM COCTOSHMU. AedPEKT MOKPbLIACS POBHbLIM CTPYMOM, SMUTEAMIALMU HE HADAIOACAOCH TOABKO
B 30HE MMMAQHTA. B BO3pACTE LLECTU MECALLEB MOCTYMMUA B MACHOBOM MOPIAKE B OTAEAEHUE AETCKOM
HEMPOXUPYPIUK, ObIAG MPOOBEAEHA PEBU3MS, DMUTEAMIALMS MOA CTPYMOM BCEWM MAOLLLOAM MOBEPX-
HOCTM A€JPEKTA, 30 UCKAIOYEHUEM UMMACHTA. MMMOAGHT YAQAEH, MPOBEAEHA MAACTUKA AYTOTKAHSIMM
n3 doacumm 6eapa. NMNoCAEONEPAUMOHHbIM MEPUOA MPOTEKAA BE3 OCAOXKHEHMM. B HOCTOsLLLEE BpE-
M3 pebeHKky 1,5 road. HEMPOKOTHUTUBHOE PA3BUTUE COOTBETCTBYET BO3PACTY. AJOEKT KOXM FOAO-
Bbl MOAHOCTbIO 3MUTEAMIMPOBAH, OAHAKO, Y4MTbIBAS AMAC3MIO KOCTEM Yepena, pebEHOK HAMPABAEH
K AETCKOMY OPTOMEAY AAS M3FOTOBAEHMSA MHAMBUAYOABHOTO KPOHMAABHOIO OPTE3A C LLEABKO 3ALLLMTHI
AEdDEKTA OT CAYHAMHbIX MOBPEXAEHUI (pUC. 4).

3akAloyeHue. TakMm OBPA30OM, BEAEHME MNALMEHTA C CUHAPOMOM AAaMCa-OAMBEPA IBAIETCH
MYABTUAMCLUMMNAMHAPHOM 30AQHEN, C BOBAEYEHUEM AETCKOTO XMPYPIa, HEMPOXMPYPrd, OpToneAd. B
NPEACTABAEHHOM KAMHUMYECKOM CAYHOE OAHOM M3 MEPBOCTEMNEHHbIX 30AAQY ObIAO MPEAYNPEXAEHUE
MHAOUMULMPOBAHMS LLEHTPAABHOM HEPBHOM CUCTEMBI B YCAOBUSX COXPAHSIOLLLEMCA AMKBOPPEN. B mo-
CAEOMNEPALMOHHOM MEPUOAE AAS MCKAIOYEHUS BMMU3OAOB MOBbILLEHMS BHYTPUYEPEMNHOIO AOQBAEHMS
LEeAeCOO0BPA3HA NMPOAOHIMPOBAHHAS AHAATOCEAALMSA. MICMOAB3OBAHME MA3M HO OCHOBE 3MUTEAM-
AABHOTO OOKTOPA POCTA MO3BOAMAO AOOUTLCS ObICTPOM SMUTAAMIALMU AedoekTa. M3roToBAEHME
KPAHMAABHOTO OPTE3A LLEAECOODOPA3HO B CAY4YAE OBLLIMPHOIO KOCTHOTO AEJOEKTA C LLEABIO MPEA-
YNPEXAEHUS CAYYOAMHOTO TPABMATU3AMA.
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