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AHHOTALIUA

CvHppoM MopnanHa-Tonbua (CIT) — penkas MynbTUCUCTEMHAs NATONOTMS C ayTOCOMHO-LOMUHAHTHBIM TUMOM Hacnef0Ba-
HWS 1 BO3PACcTHOM BapuabenbHOCTbI0 MaHUbeCcTaLUMM KIMHUYeCKUX NposiBneHnin. OGHAM 13 OCHOBHBIX MPU3HAKOB CUHAPOMA
ABNSAOTCA 0AOHTOrEHHbIE KEPATOKMCTLI YENOCTel, KOTopble B AETCKOM BO3pacTe MOryT MpefLIecTBOBaTb PasBUTUK ApYruX
CMMNTOMOB 3aboneBaHus. B HacTosLlee BpeMs OTCYTCTBYET eIMHOE MHEHWE O TOM, ABNSETCS M Map(haHoNoA0bHbIN heHo-
TMN pesKuM nposeneHreM camoro CIT unu oTpaaeT coyeTaHue IBYX FEHETUYECKM He3aBUCUMBIX Au3mopduit. Lienb uccne-
A0BaHNS — MOAYEPKHYTb AUArHOCTUYECKYH 3HAUYMMOCTb MHOXECTBEHHBIX KEPaTOKMCT YeNCTe A1 PaHHEro BbiSBEHNSA
CIT, a Takxe npoaeMoHCTpUpoBaTh peakoe codetaHue CIT v HeanddepeHUMPOBaHHON AUCNNA3UN COEAMHUTESNIBHOM TKaHH
MapdaHonofobHoro Tuna y pebénka. lNpencraBneHo KIMHUYECKOe HabntofeHre nauneHTKW 11 feT ¢ peLanBMpPYIOLLMM MHO-
rooyaroBbiM KUCTO3HbIM MopaxeHneM yeniocteld, CIT n HegnddepeHUMPOBaHHOW Aucnnasuen coeUHUTENbHONM TKaHN Map-
daHonofobHoro TMNa. B [aHHOM KIIMHUYECKOM Clly4ae MHOr00YaroBoe PeLuavBUPYHOLLEE KUCTO3HOE MOpaXeHUe YemocTel,
pa3BMBaBLUEECH C 4-NETHero BO3pacTa, NOC/YXWUI0 0CHOBaHUEM Ans nofo3penus Ha CIT ¢ nocnepyowmM noaTBEPKAEHM-
eM auarHosa. lpu MefanKo-reHeTMYeCcKOM KOHCYNbTUpOBaHUK Y npobaHza BbisBNeHa ceMenHas HeauddepeHLMpoBaHHas
AMCNNa3ns COeLMHUTENBHOM TKaHM MapdaHonogobHoro Tuna. MHOXeCTBEHHbIE KEPaTOKUCTLI YeOCTEN Y AeTeil SBNATCA
3HauMMbIM pPaHHUM JuarHocTuyeckuM MapkepoM CIT v TpebytoT MexaucumMnaMHapHOro NoAXoAa K AMarHoCTUKE M JIEYEHUH.
OcobeHHOCTb NpeAcTaBneHHOro HabnwaeHs — paHHAs MaHudecTaums KUCT yentocten u covetanue CIT ¢ HeguddepeHum-
POBaHHOM AMUCMNa3neil CoeSUHUTENbHON TKaHU MapdaHonogobHoro Tuna.

Kniwouesble cioBa: CMHAPOM FopnMHa—Fonbua; MHO}EeCTBEHHbIE KUCTbI YeJICTeN; 0 0HTOreHHas KepaToKuUCTa, paHHAA
OMArHoCTMKa; AMCNNasnua coeauHUTENIbHON TKaHK; Map(baHOI'IO,llOﬁHblﬁ CbeHOTVII'I.
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Multiple Odontogenic Jaw Cysts as an Early Sign
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ABSTRACT

Gorlin-Goltz syndrome (GGS) is a rare multisystem disorder characterized by autosomal dominant inheritance and age-de-
pendent variability in clinical manifestations. Odontogenic keratocysts of the jaws represent a hallmark feature of the
syndrome and, in pediatric patients, may precede the development of other systemic symptoms. Currently, there is no
consensus on whether the Marfanoid phenotype is a rare manifestation of GGS itself or a phenotypic co-occurrence of
two genetically independent dysmorphologies. This study aimed to highlight the diagnostic significance of multiple jaw
keratocysts in the early detection of GGS and to demonstrate a rare clinical association of GGS with Marfanoid-type undif-
ferentiated connective tissue dysplasia in a child. We present a clinical observation of an 11-year-old female patient with
recurrent multifocal cystic jaw lesions, GGS, and undifferentiated connective tissue dysplasia of the Marfanoid type. In the
reported case, the presence of multifocal and recurrent cystic jaw lesions, progressing since the age of 4, led to clinical
suspicion and subsequent confirmation of GGS. Genetic counseling further identified familial undifferentiated connective
tissue dysplasia with a Marfanoid phenotype in the proband. Multiple odontogenic keratocysts in children serve as a critical
early diagnostic marker for GGS, necessitating a multidisciplinary approach to diagnosis and management. The presented
case is distinguished by the early onset of jaw cysts and the concurrent presentation of GGS with Marfanoid-type undif-
ferentiated connective tissue dysplasia.

Keywords: Gorlin—Goltz syndrome; multiple jaw cysts; odontogenic keratocyst; early diagnosis; connective tissue dysplasia;
Marfanoid phenotype.
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KJIMHVHECKAA CTOMATOTIOMAA
W HETHOCTHO-TIMLEBAA XNPYPTIAA

Ob0CHOBAHUE

CvHppoM TopnuHa—Tonbua (CIT, 6a3anbHOKNETOYHOM
HEBOWJHON KapuMHoMbl cuHapoM, Gorlin—-Goltz syndrome,
nevoid basal cell carcinoma syndrome, NBCCS) — peakas
HacnefCTBEHHas MyNbTUCUCTEMHAsA NaTomorus ¢ ayToCOMHO-
LAOMWHAHTHBIM TUMOM HAc/efl0BaHus, XapaKTepu3yoLLascs
MHOFQYUCNIEHHBIMW  0a3aNbHOK/IETOUYHBIMU KapLMHOMaMM,
MHOMECTBEHHBIMW KWUCTaMW YemlocTeil U MOpPOKaMW pas-
BUTMA OMOpHO-ABuraTensHoro annapata. NBCCS otHocar
K rpynne ¢dakomato3oB [1]. PacnpocTpaHéHHoCTb 3abone-
BaHus coctasnset ot 1:57000 go 1:256000 [2]. CIT cuu-
TaeTcA pe3ynbTatoM MyTaumi B reHax PTCHI, PTCHZ wnm
SUFU v nepefaéTtcs ayTOCOMHO-A0MUHAHTHO C BbICOKOW Nne-
HETPaHTHOCTbI0 M BapuabenbHOM 3KCMPeCCUBHOCTLIO [3, 4].
Y 70-80% naumenToB ¢ NBCCS BbiSBNSIOT Hac/eCTBEHHYIO
MyTaLMio, B OCTasIbHbIX C/ly4asx 0BHapyXMBalOT MyTaUuio
de novo [5]. Bnepstle naumeHTa ¢ npusHakamu NBCCS onu-
cann W. Jarisch n J.C. White B 1894 rogy. G.W. Binkley
1 H.H. Johnson (1951) J.B. Howell u M.R. Caro (1959) npea-
MONOXWUAM CBA3b MeXAy D6a3anbHOKIETOYHBIMU HEBYCaMM
M apyrumm mnopokamu passutus. B 1960 roay R.J. Gorlin
1 R.W. Goltz onmcanu cuHapoM, BKIIOYAOLLMIA MHOMXKECTBEH-
Hble HEBOWAHbIE Ba3aNbHOKNETOYHbIE 3MUTENMOMBI, OLOHTO-
reHHble KepatokucTbl yentoctert (OKK) u aHoManum pétep,
MOJYYMBLLIMI B NOCNEACTBUM 3MOHMMUYECKOE Ha3BaHue [6-8].

KnuHnyeckue mpusHaky, CBOMCTBEHHbIE AaHHOMY CWH-
ApOMY, pa3fensioT Ha CneaylliMe rpynnbl: CKENeTHbIe
aHOMasnuy, YemoCTHO-/IULEBbIE aHOManuK, HeBpomoruye-
CKMe HapyLLeHus, odTanbMONOrUYECKMEe HapyLUEHUs, aHo-
Manuu PenpoLyKTUBHOM CUCTEMbI M KOXHble aHOMauu
[9-12]. InarHocTMKy NpOBOAAT UCXOASA U3 COYETaHWA oc-
HOBHbIX W BTOPOCTEMEHHbIX KPUTEPUEB — Haubosee YacTbix
U cneunduyecknx NPU3HAKOB CMHAPOMA, MpefJIoKEHHbIX
D.G. Evans u coasT. B 1993 roay [13]. Auarxo3 CIT moxeTt
BbITb YCTaHOBMIEH MPU HalM4YMKM [BYX OCHOBHbIX MSIM OfIHO-
0 OCHOBHOIO M [BYX BTOPOCTEMEHHBIX KPUTEPUEB, @ TaKKe
O[JHOr0 OCHOBHOO KpUTEpUS C MOATBEPMAEHHON MyTaLu-
en PTCH1, PTCHZ wam SUFU [3, 4, 6, 8, 9, 13]. K ocHoBHbIM
AMarHocTuyeckuM KputepuaM CIT oTHOCAT: MHOXECTBEHHbIE
unn panHue (no 20 net) 6azanbHOKIETOYHbIE KapLMHOMBI,
MHOXECTBEHHbIE UM paHHWe (fo 20 NeT) 0fOHTOreHHbIe Ke-
PaTOKUCTbI, aHOManuu pebep, NOAOLIBEHHO-TAA0HHbIE IMKM,
KanbLM@uKaumio cepna Mo3ra (namennspHoe 0bbi3BecTene-
HWe, BbisiBNIeHHoe peHTreHonornyecku) [10, 11, 14]. Hannume
CIT y cubcoB v poauteneii npobaHaa Takxe ABNseTcsa oc-
HOBHbIM AMarHOCTUYECKUM KPUTEPUEM CuHApOMa [3, 4, 13].
K BTOPOCTEMEHHBIM AMArHOCTUYECKUM KPUTEPUSM OTHOCAT:
MaKkpoLedanuio, opodaumanbHble pacLLennHbl, GubpoMbl
ANYHMKOB, NMMbOMe3eHTepUanbHble KUCTbI Mefynnobna-
cToMy, 0TanbMONIOrMYecKne aHoManuu, Apyrue CKeneTHbIe
MOPOKM PasBUTUA.

MapdaHononobHble CKeneTHble MPU3HaKKM, TakWe Kak
BbICOKMI POCT, aCTEHUYECKWUI TWUM KOHCTUTYLMM, LJIUH-
Hble Nanblpl, AedopMaLmu TpyLAHONA KIETKW U Ap., BXOAAT
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VHMBGDCMTQTCKGH CToMartonormd
M HeI0CTHO-NTMUeBan xmpyprma

B paclumpeHHble deHotunuyeckue Mapkepbl CIT. B knac-
cuyeckoii pabote Pobepta lopnmHa (R.J. Gorlin Nevoid
basal-cell carcinoma syndrome, 1987) aBTop yKas3bliBaer,
yto marfanoid habitus Bctpeyaetcs npumepHo y 5-8% na-
umeHToB [8]. VMeloTcA efMHUYHbIE CBEAEHUS O COYETaHUM
LVMCNNa3uu COeLUHUTESIHOM TKaHW, B 4acTHOCTM MapdaHo-
nopfobHoro peHotuna u CIT. B HacTosLLee BpeMS HET YETKMX
NPeACTaBNEHWH, ABNSETCA N TaKoe COYeTaHWe CNydaliHbIM
COBMafieHNeM Wi BapuaLmen aKcnpeccuBHocTU reHa PTCHT.
06LLas MHTepnpeTaums Takoro GeHOTUNMYECKOro CoYeTaHns
otcytcTayeT [15]. HeobxoaMMo 0TMETHTB, YTO CMIUCOK OCHOB-
HbIX Knaccuyeckux Kputepues CIT, onucanubin D.G. Evans
1 coaBT. B 1993 roay, n3MeHsieTcs Co BpEMEHEM, TaKKe [0-
0aBnAOT HOBbIE BTOpOCTENEHHbIe Kputepum [12, 13].

MHoxectBeHHble OKK npu CIT BcTpevatotes B 65-75%
cnyyaes, pocturas 100% B oTaenbHbIX (B YacTHOCTH, cre-
UManusnpoBaHHblx) Bbibopkax [2, 16—18]. OpoHTOreHHble
KepaTOKUCTbI Yalle pa3BMBalOTCS B HKHEN yentocTu (69%).
Ha HuxHel yentocTv B 43% KucTbl BbISBNAIOT B 06nactv Ma-
nspos, B 18% — B 0bnactv pe3uoB v KbIKOB U 7% — B 06-
nactu npemonspos. Ha BepxHeii yentoctn 14% npuxogutcs
Ha obnacTb pe3uoB M KbIKOB, 12% — Manspos u 3% —
npemMonsapos [19]. MakcuManbHoe KoMYecTBO KUCT, KOTOpble
Mory BbITb 06HapyeHbl BO BpeMs 06Cnej0BaHNA NaLMeHTa,
moxkeT gocturate 30 [20]. ¥ 13% naumentoB ¢ CIT KucTbl
yentocTu BoisBNAT B cpegHeM B 10 net, ay 51% — B BO3-
pacte ot 20 net. TeHAEHUMS K POCTY HOBBIX KUCT W peLmansy
cTapbIx coxpaHsietcs Ao 30 nieT, mocne Yero TeMMbl BbiSBNS-
€MOCTU KUCT HauMHaKT yMeHbluaTbes [21].

KnuHuueckn MHoxecTBeHHble OKK MoryT passuBatbcs
HE3aMeTHO [10 TeX Mop, MOKa He AOCTUTHYT BoMbLUMX pas-
MEepOB, YTO MOXET NMPUBECTU K aCUMMETPUM JIULLA, CMELLEHNID
n/wnu peTeHuum 3yboB. Peiko 0TMevaloT nosiBnexue cnabon
Bone3HeHHOCTV B 0611aCTV NOKanM3aLmMm KUCTbI U HEOBbIYHBIN
MPUBKYC BO PTy Nocie eé BCKpbITvA [21]. BbisiBneHne MHOXe-
CTBeHHbIX U/unn paHHux OKK HekoTopble aBTOpbI cuuTaloT
OCHOBHbIM NEPBUYHBIM AMarHoCcTUYecknM mapkepoM CIT [16].
B amarHocTvKe MHOXECTBEHHBIX KUCT YESTHOCTEN BaXHYHO POJib
UrpatoT PEHTIEHONOTMYECKME U TUCTONOMMYECKME UCCNe0Ba-
HWA. Ha peHTreHorpamMMe napakepaTUHW3WpYIOLLAs OLOHTO-
reHHas KepaToKUCTa Yallle BCero BbIMMSAUT KaK KpyrnHoe 0fi-
HOKaMepHoe 0JJHOPOJHOE PEHTTeHONpo3payHoe 0bpa3oBaHme
C POBHbIMM KpasiMW, PacnpoCTpaHsioLLeecs BAOMb AJMHHON
ocW HUHel yemtocTi. B 35% cnyyaeB oHa cBs3aHa ¢ peTu-
HWPOBaHHBLIM 3yHOM U MO3TOMY MOXET PEHTTEHONOTMYECKH
UMUTMPOBaTb QonnmkynapHyto kucty [19]. OpoHToreHHas
KepaToKWUCTa UMEET TEHAEHLMIO K POCTy B NepefHe-3ajHeM
HanpaeieHny, 3aMeLLas rybyaTyto KoCTb U COXPaHASA N1 3TOM
A3bIYHBINA 1 LEYHBIN KOpTUKanbHbIe cnou. Mo Mepe yBennue-
Hua pa3Mepa OKK MoxKeT cTaHOBUTLCS MHOTOKaMepHbIM Wi
MCeBJOMHOTOKaMepHbIM 00pa3oBaHMEM MO TUMY «MblbHbIX
ny3bIpeii», UCTOHYAs KOPTUKa/bHYI0 KOCTb W Bbi3biBasi CMe-
LeHMe, a B PeAKUX Crydasx — nm3uc 3y6oB. Kucta Moxet
[0CTUraTh 0YeHb HOMbLUMX pa3MepoB, Nopaxas Lawe BCH
BETBb HUXHEMN YENHCTU L0 BEHEYHOr0 0TPOCTKa [22, 23].
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Mo MHEHMIO HEKOTOPbIX aBTOPOB, PEHTrEHOOMNYECKMUIA
CKPUHVHT 110 BbISIBNIEHMIO KUCT YeNtocTeli (opTonaHToMorpaMm-
Ma) Npy Nof03peHun Ha cemenHyto dopmy CIT Heobxoanmo
npoBoauTh C 5 NieT [4]. TucTonornyecKoe UccnefoBaHue Ku-
CTbl ABNseTCA 06A3aTeNlbHbIM AMarHOCTUYECKUM Meponpu-
ammeM [9, 14]. Mopdonornyecku Kepatokuctol npu CIT sB-
NAOTCA NapaKepaTUHU3UPYIOLLMMM 00HTOrEHHBIMU KUCTaMK
[5, 23]. NMockonbky CIT cuntaetca 3aboneBaHneM c ayTocoM-
HO-[LOMWHAHTHLIM TMMOM HacnefoBaHus, y AeTeil 6onbHOro
YesloBEKa WM HOCUTENS MyTaLmMK PUCK 3abosieBaHus cocTaB-
nseT He MeHee 50%. MeawKo-reHeTUYeCKOe KOHCYNBTUPO-
BaHWe [O0/DKHO BXOAMTb B MOPALOK AMArHOCTMKM AaHHOro
3abonesanus [18, 24]. leHeTU4eckoe uccnefoBaHue U Mo-
NeKYNAPHO-reHeTUYeCKoe TECTUPOBaHME NPOBOAAT B Cily-
yasx, KOrAa y nauMeHTa He[oCTaTOYHO KIMHWUYECKUX Aua-
FHOCTUYECKUX KpuTepueB [25]. MoneKynspHo-reHeTuyeckoe
TECTUPOBaHME HaMpaBMeHO Ha MOWCK NaTOreHHbIX MyTaLuii
B reHax PTCH1, PTCHZ2, SUFU [6, 15], npexpe Bcero C Le-
Nbto cekBeHnpoBaHua reHa PTCHT [18]. AuddepeHumantHas
AVarHoCTUKa NpOBOAMTCA C Pa3fMYHbIMW OJOHTOTEHHBIMU
KUCTaMM M HOBOODPa30BaHWUAMM YemocTelt: (GonmMKynsp-
Has KUCTa, pagMKynapHas Kucta, amenobnactoma u ap. [14].
KpoMe TOro, MHOXECTBEHHbBIE KUCTbI YeNtocTeN MOryT ObiTb
MPU3HAKOM M [pYrvX CUHAPOMOB, TaKUX KaK CUHAPOM 3nep-
ca-[laHno, cuHapoM HyHaHa. 310 HeobxoaMMo y4WTbIBaTb
B AvarHoctuyeckoM noucke [15, 16, 26].

MeTopl neyeHns KepaToKUCT pa3HoobpasHbl — 0T npo-
CTOr0 BbUTYLLMBAHUSA KUCTbI C KIOPETaXeM, Mapcynuanusa-
LMW [0 LMCTIKTOMUM C Nepudepuyeckoi ocTeoToMUel niu
pe3eKuMM KOCTW eauHbIM bnokoM. MocnepHuii MeToA fo-
CTaTOYHO PafiMKasieH, HO MpU 3TOM 3HAYMTENbHO CHUXKAeTCS
PUCK peunavBoB, KoTopble npu bonee LWagsLleM noaxone
moryT pocturatb 62%. [14, 27]. Mo HEKOTOPLIM CBEAEHMAM,
MecTHoe npuMeHeHue pacteopa Kaphya (Carnoy’s solution)
unm 5-cbTopypaumna npu LMCTIKTOMMM U MapCynmanm3aumm
3HAUMTENIbHO CHMXAeT BEPOATHOCTb peunamsoB [16, 27].
Bo3moxeH HoBbIM MeToA niedeHus CIT ¢ nomollbio TapreT-
How Tepanum [18].

OMUCAHUE CNTYYAA

B KnmHMKy obpatunmnck poautenm aesodku 11 neT ¢ xa-
nobamu Ha acuMMeTpuIo Niua pebeHKa B 0bnacTv Tena HUK-
Hell YesKoCTH CNeBa U B MeHBbLUEN CTEMEHN CMpaBa, a TakKe
NepuoaMYecK BO3HMKAIOLLME BOCTaNUTENbHbIE U3MEHEHUS
B 06/1aCTU HWKHel yentocTn cnesa. CeMbs MOCTOSHHO Npo-
JKMBaeT B 0T[aNEHHOM permoHe Poccuitckoii ®epepaumn.

AHaMHe3 3aboneBanus. Co cnoB MaTepy, acCUMMETPUIO
nmua pebeHka 3amMeTunu B Bo3pacTe 4,5 roga. 0bpatmnuch
B CTaLMOHap MO MECTY XUTeNbCTBA C Xanobamu Ha 0bpa3o-
BaHuWe B 061acT1 BepxHeli YentocTu crieBa. Ha KoMnbloTepHoid
TOMOrpaMMe BbISIBIEHO KUCTO3HOE 0bpa3oBaHue BEpXHeN ye-
noctn cnesa. 06bEM M BUL NPOBEAEHHOTO XMPYPrUYecKoro
BMeLLATeNbCTBa He YTOYHEH. B mocnepyoweM, go 9 ner,
pebEHKY MpoBefeHbl IKCTPEHHbIE U MNIaHOBbIE OMepaLuu
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(Bcero — Tpu) No MOBOAY PELUAMBUPYIOLLMX KUCT BEpXHeH
M HUXHEN YeNiocTU cneBa. 3aK/loYeHW TUCTONOMMYecKoro
UCCe0BaHUA U BbIMUCHBIX 3MWUKPU30B CTaLMOHApHOrO fe-
YeHus He npefocTaBneHo. AHaMHe3 cobpaH Ha OCHOBaHMM
BbINWUCOK M3 aMbynaTopHoi KapTbl «McTopus passutus pe-
OEHKa» M co cNoB MaTepu pebeHKa.

AHaMHe3 u3Hu. PebeHoK 0T nepBoit bepeMeHHOCTH,
NPOTEKaBLLE Ha OHEe XPOHMUECKOI heTonnaLeHTapHOMN He-
pocrtaroyHocTv. Poabl cpoyHble, caMonpon3BofibHble. Macca
Tena npu poxaeHun — 4210 r, paMHa — 57 CM, OLEHKa
no Anrap — 7/9 6annos. [lnarHocTupoBaHb! LiepebpanbHas
UweMms 2-i cTeneHu, BHYTPUMKENYA0UKOBOE KPOBOU3USHME
1-2-1 cTeneHun cneBa M 2-i cTeneHW Cnpasa, MMNepTeH3un-
OHHbIN CMHAPOM. MukpodTansM cnesa. CocTouT Ha AucnaH-
CEPHOM YYéTe y HeBposiora (pe3uayanbHas sHuedanonatus),
odTanbMonora (MuMonus cpefiHel cTeneHu, ambivonus),
3H[L0KpUHONOra 1 opTonefa (BbICOKOPOCNOCTb), Kapauosora
(pyHKUMOHANbHBIA CUCTONIMYECKUIA LUYM, LOMNOJHUTESbHAS
XOpAa NeBOro JKeyfouka), raTpoaHTHeponora (CMHApOM
pa3apaKEHHOr0 KULLEYHMKA CMELLEHHOr0 TUNa).

CeMeliHblii aHaMHe3. MHOXeCTBEHHbIE KUCTbI YeNHOCTel
Y POLCTBEHHUKOB NEPBON JIMHUM He BbisiBNeHbl. OTMeyaeTcs
PaHHASA BbICOKOPOCNOCTb MO MEHCKOW JIMHUM.

OcobeHHocTn obwiero cratyca. Obuiee cocTosiHue
YL,0BNIETBOPUTENIbHOE, CO3HaHWe ficHoe. WHTenneKTyansHoe
1 KOTHUTUBHOE pasBuTMe COOTBETCTBYIOT Bo3pacTy. Poct —
178 cM, Bec — 50 kr. TenocnoxeHue acteHnyeckoe. Bbi-
fiBNeHbl gonuxouedanus, 40OAUXOCTEHOMENUS, NOCTypanb-
HbI Kndo3 (CyTynocTb), BOpOHKooOpasHas AedopMaums
rpyaHon knetkn 0-1-n crenenn. TmnepMobunbHOCTb Cy-
cTaBoB — 6—7 6annoB no wkane beiitoHa (ana 11 ner —
Bbile HopMbl). MonoBoe passuThe no TaHHepy — Il cTagms
(cootBeTCTBYET BO3pacTy). Ha 0630pHO/ peHTreHorpaM-
Me TPYAHOW KNeTKu BbiBsneHo pebpo Jliowko (IV pebpo
cnesa). Ha anekTpokapamorpagum — QyHKUMOHaNbHas
bpaamaput™ms.

MecTHbIM cTaTyc. JIMLO acMMMETpUYHOe 3a CYET yBe-
NMYeHNs 06bEMA HUMKHEN TPETU, MPEUMYLLECTBEHHO CrEBa.
KoxHble MoKpoBbl Gr3nonornyeckon okpacku, 6e3 runepe-
MWW, UHQUIBLTPALMM M CBULLEBLIX X0L0B. [locneonepauu-
OHHbIV rUNepTPOGUUECKMIA pybeL, Ha Koxe NeBoi noaye-
niocTHOi obnacTu. B obnactu Tena HUXHeN yenocTn ¢ 0benx
cTopoH, boniblle cneBa, onpefenseTcs BblpaXeHHoe Bbiby-
XaHWe KOCTHOM TKaHW MIOTHON KOHCUCTeHUMK, 6e3bonesHeH-
HOe, C YETKUMM rpaHuLamMu. PervoHapHble nMMbaTnyeckue
y37bl He yBenu4eHbl. OTKpbIBaHWE pTa U LBUMKEHUS HUMKHEN
yentocTn cBoboaHble. B nonoctu pra: cnusuctas obonouka
Ha BCEX y4acTKax 00bI4HON BNAXHOCTH, 6€3 NaToNorMYecKux
aneMenToB. OtcyTcTByloT 25, 26, 27, 36, 37 3ybbl. PoTaums
KOPOHKM 23, KOHBEPreHUMs KOPOHOK 23 U 34, He3HaumTeNb-
Has AvBepreHuMs KOPoHOK 34 n 35. 3ybbl ycToiuMBLI, Nep-
Kyccus 6onm He Bbi3biBaeT. CnimaucTas obonoyka Hap, nato-
NOTMYECKUMMN KOCTHBIMW 06pa30BaHMAM BEPXHEN W HUMKHEN
YenlocTen He M3MeHeHa. YMepeHHas aedopMauus anbBeo-
NAPHOro OTPOCTKA BepxHeW YentocTu cnega. [edopMauus
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Puc. 1. Buzyanusauns MynbtucnupanbHOM KOMMLIOTEPHOM TOMOrpaMMbl KocTeld yepena, 3D-pedopMaums. CTpenikaMu yKasaHbl naTonoruyeckue no-
nocTHble 06pa3oBaHus: | — BepxHel YemoCTH CrieBa; 2 — HUKHEN YeNCTU CNeBa; 3 — HUXKHEI YenlocTy crpasa.
Fig. 1. Visualization of a multispiral computed tomography scan of the skull bones, 3D reformation. The arrows indicate pathological cavities:

1, upper jaw on the left; 2, lower jaw on the left; 3, lower jaw on the right.

Tena HWKHEW YemioCTU CNieBa 3a CYET KOCTHOTO BblbyXxaHus
B BECTMOYNAPHYIO CTOPOHY C YETKUMM rpaHuuamu. Mopane-
)allas KoCTHas TKaHb B Me3uanbHbIX 0TAenax BblbyxaHus
He nanbnupyetcs. MonoxutenbHbl cumnToM [ionueTpeHa
B AMCTanbHbIX OTAenax obpasoBaHus. YMmepeHHas aedop-
MaLms Tena HUXKHeW YemloCTU CpaBa 3a CYET KOCTHOTO Bbl-
ByxaHus B BECTMOYNAPHYI0 CTOPOHY C YETKUMM FpaHuLiaMK.
CumnTom [onueTpeHa oTpuLaTenbHbIN.

3aknioueHue MynbTUCNUPANbHON KOMMbIOTEPHOM TO-
Morpacmu. Ha KoMnbloTepHOW TOMOrpaMMe NIMLEBOro Ye-
pena, BbINOSIHEHHOM MO CTaHAApPTHOM NPOrpamMMe, NoJyyeHbl
aKcuanbHble cpesbl U 2D- n 3D-pedopMaumu. Brisenatotcs
TPY MONOCTHLIX 0BpPa30BaHWA: CrieBa B BEPXHEN YesOCTH
2,7x1,9 cM C ypoBHEM XMAKOCTY; CNEBa B HIKHEN YeNocT
3,7x4,2 cM C HEOQHOPOAHBIM COAEPIKMMBIM; CMpaBa B HUK-
Hel yentoctn 3,8x1,8 cM ¢ HEOAHOPOLHLIM COLEPHKUMBIM.
BepxHeuentocTHble nasyxv Bo3gyLuHbl (puc. 1).

lpeponepaunorHbIi anarHo3: «Kucra BepxHeit YentocTu
CeBa, KUCTa HUXHEN YemioCTW CNeBa, KUCTa HUXHEN Ye-
ntoctu cnpasa. CIT. Mmneptpoduyeckuin pybel Koxu neson
noAYentocTHO obnacTuy.

Moa 0bwmM obe3bonnBaHneM NpoBeseHo yaaneHne KUCT
¢ 000M104KaMK (LMCTIKTOMMSA) U UCCEYEHMEe TunepTpoduye-
CKoro pybua JieBoii NoaYeNtocTHOI obnacTw.

MocneonepaumoHHbIi Nepuof npoTekan 6e3 ocobeHHo-
CTel. 3aXKMBJIEHWE NOCE0NEePaLMOHHbIX paH — MepBUYHBIM
HaTSAXKEHWEM.

3aKJTi4eHne rucToNIorMYecKoro UCCNeA0BaHNs — 0f0H-
TOrEHHblE KEPATOKUCTBI.

B cBAi3n C 3KCTpeManbHO BBICOKMM POCTOM, rUnepMmo-
BUNBHOCTBIO CYCTaBOB M APYrUMW KIIMHUYECKUMM NpU3Ha-
Kamu OMCniasum CoeIUHUTENIbHOM TKaHW pebEHOK KOHCYMb-
TUPOBaH BpPa4yoM — MeULMHCKUM FeHETUKOM. 3aKJloueHne
Bpaya — MeAMLMHCKOro reHetuka: «HeguddepeHumposa-
Has AMCnnasua coeMHUTENbHOM TKaHU, MapdaHoNoA00HbIk
deHoTHn; cuHapoM MopanHa-Tonbuax.

https://doiorg/10.17816/uds/03452

[lnarHo3 npu BbinucKe M3 cTauymoHapa. OcHoBHOM:
«0p0HTOreHHbIE KEepaTOKMCTbl BEPXHEW YEeNoCTU CreBa,
HUXHeW YentocTn ceBa v ciipasa (K09.0)». ConyTcTByrowwmi:
«mnepTpoduyeckuin pybew KoM NeBOI NOAYENOCTHON 06-
nactu (L91.0); Cunapom Mopnuna-Tonbua (Q87.8); Heandde-
PeHLMpOBaHHasA AMCNNa3ns COeAUHUTENbHOM TKaHU, Mapda-
HoMoAo6HbIN deHoTun (M35.8)».

[leBouKa BbINMCaHa B yL,0BNETBOPUTENTBHOM COCTOSIHUW.

PexoMeHpoBaHo: HabniofeHue y cToMaronora (YentocT-
HO-NIMLLEBOTO XMpYpra); PEeHTreHONOrMYECKUA CKPUHUHT
(opTonaHToMorpacdms) He pexe 1 pasa B rof; HabnwogeHue
Yy OHKOLEpMAToNora; MOJeKyNApHO-reHeTUYECKoe TeCTUpO-
BaHMe — MCCNeJ0BaHWe NaHenm reHoB-CynpeccopoB ony-
xonen (PTCHI, PTCHZ, SUFU), a TaKe naHenm reHoB, acco-
LMMPOBaHHBIX ¢ MaphaHonofobHbIM heHOTUMNOM; NOBTOPHas
KOHCyNbTaums Bpaya-reHeTUKa no pesynbTataM TecTupoBa-
HWS; 0YHOE KOHCYNIbTUPOBAHMWE YNIEHOB CEMbM MEPBOIA U BTO-
PO NIUHWM POLCTBA BPAYOM-reHeTUKOM (Tabn. 1).

OBCYXXAEHUE

Mpu aHanuse MeLULMHCKOM IUTEpaTypbl NOATBEPKAEHO,
YTO MHO}ECTBEHHbIE O[JOHTOTeHHbIE KePaTOKUCTbI ABASIOTCS
PaHHWM 1 OJHUM W3 OCHOBHbIX AMarHOCTUYECKUX KpUTEpHEB
CIT, mocturas 100% yacToTbl B HabnogeHnax cuHapoma [18].
OnHako paHHsia BoisenseMocTb OKK y neten npobnematnyHa
B CBA3W € JoNrMM 6eccuMnToMHbIM TedenueM [23]. CpenHuii
BO3pacT MaHMdecTaLun KepaToKUCTbI YENCTU Y pebEHKa
npu CIT — 10 net [21]. B npuBeLEHHOM KIIMHUYECKOM Cilyyae
MHOr004aroBbIe 1 PeLMAMBUPYIOLLME KUCTO3HbIE MOPaXEHMUs
YestocTelt passuBasmch ¢ 4 net. Hawe HabnoneHne crano
OJJHAM W3 PaHHWX OMKCaHHBIX B IMTEpaType CiyyaeB Kepa-
TokucTel npu CIT [28]. Y npeacTaBneHHOM NauMeHTKU auma-
FHOCTMKA CMHAPOMa OCHOBAHA Ha COBOKYMHOCTU OCHOBHbIX
1 BTOPOCTENEHHbIX AMArHOCTUMECKUX KPUTEPUEB, MPUHATBIX
B HacToswwee BpeMs [10, 11]. OCHOBHbIMK AMArHOCTUHECKUM
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Bospact Kniouesble cobbITUS U KNIMHUYECKUE [lnarHoctnyeckue n neyebHble

NaLWeHTKM NpOABNIEHNS MeponpuaTUA

[lebioT 3aboneBaHms: NOSBEHWE BbIPAKEHHOM .
45r0pa Het cBepeHumi

acMMMETpUM NnLia
5 et BbisSiBNEHME KMCTO3HOrO 06pa30BaHs BEPXHEN Xupypriyeckoe BMeLLATENbCTBO. [laHHbIE 0 XMpYPriuyecKoM BMELLATENbCTBE
YenioCTu crieBa W TUCTONOMMYECKOM MCCNe0BaHNS OTCYTCTBYHOT
PeumavBypytoLLiee TeYeHVe NpoOLLECCa; NosIBEHNe Cepws 3KCTPEHHBIX 1 M/1AHOBLIX ONepaLyiA Mo NOBOAY PELMANBOB KMUCT

7-9 net HOBOW KUCTbI Ha HUXHEW YemioCTW CeBa M eé HarHoe- BEPXHEW YeNOCTM 1 BOCMaNMTESNbHBIX OCTIOXHEHWI. BbINMCHBIE 3MMKPU3bLI

HWe; peLunanB KUCTbI BerHEI;I YescTK cneBa

MaHmecTaLmsa MHOXKECTBEHHOTO NOPaXeHus: KuCTa
HVDKHEN YeNtoCTU CrpaBa, PeLyanBbl KUCT BEpXHeN
W HUXKHER YeniocTen cnesa

11 net
11 net

Bepudukaums amarHosa

11 net ['eHETUYECKMI CKPUHUHT

11 net ConyTcTBYtOWas natonorus

OTCYTCTBYIOT. [laHHble MCTOMOrMYeCKOro UCCneaoBaHNs OTCYTCTBYKOT

YnaneHve KMUCT BCex JIoKanm3aumit

['McTonornyeckoe nccnefoBaHye: 0fJOHTOreHHble KePaToKUCTbI

KoHcynbTaLus reHeTuKa. YcTaHoBeH 0CHOBHOM AMarHo3:
«CuHapoM MopnmHa—TonbLia (CMHAPOM HEBOMAHOM 6a3anbHOKIETOYHOM
KapLUMHOMb)»

KoHcynbTaums reHeTuka. [lnarHocTvipoBaHa HeamddepeHUMpoBaHHast
AMCNa3ns CoeMHUTENbHOM TKaHW (MaphaHonoa0bHbIN GeHoTM)

MapKepoM B [laHHOM Cilyyae cuuTaeTcsi paHHee W nocnefo-
BaTe/lbHOe BO3HMKHOBEHWE KepaTOKWUCT YenlocTen, a Takke
BbIfBIEHHas no3aHee aHoManus IV pebpa. BropocTeneHHble
AvarHoctuyeckue npusHaku CIT y naumeHTKM — BPOXKAEH-
Hblii MUKpO(TaNnbM CNeBa, BbICOKOPOCIOCTb U [pyrue CcKe-
NEeTHble aHOMaTuM.

O6palLaeT BHMMaHWE BbICOKMIA POCT MaLMEHTKM, acTe-
HWYECKOe TENOCNOXEHWE, BbIpaXeHHas Aonuxouedanus.
B Bo3pacte 11 net poct 177 cM COOTBETCTBYET KaTero-
PUM «0YEHb BbICOKUN» («3IKCTPEManbHO BbICOKWI», Bbille
97-ro npoueHTuns). B aaHHOM HabnogeHun paHHAS Bbl-
COKOPOCNOCTb, aCTEHUYECKOe TENOCOXKEHNE U HapYLLIEHMS
0CaHKM WMEIOT CEMEWHbIA XapaKTep MO XEHCKOW JIMHMW.
B cBAi3M ¢ HanuumMeM CKeneTHbIX, BUCLepasbHbIX, Kapamo-
NOTUYECKUX W 0(TaNbMONIOrMYECKUX NPU3HAKOB AMCNIa3um
COEAMHUTENBHOW TKaHU PEOEHOK M MaTb KOHCYNbTUPOBaHBI
BpayoM-reHeTUKoM. [lucnnasum coeamMHUTENbHON TKaHN —
3TO FEHETUYECKU AEeTEPMMHUPOBAHHbIE COCTOSHUSA, CBA3aH-
Hble ¢ AedeKTaMn BONOKHUCTBLIX CTPYKTYP M OCHOBHOTO Be-
LLeCTBa COEAMHUTENTBHON TKaHWU, KOTOPbIE MOTYT MPUBOAMT
K HapyweHuto hopMoobpa3oBaHus opraHoB U cucteM. [uc-
Mnnasuy COeAMHUTENTBHON TKaHW UMEKT NpOorpeaneHTHoe Te-
YeHWe M MOTYT OMnpejensTb 0C0BEHHOCTM accoLMMpOBaHHOI
KoMopbuaHoii natonorum [29]. B npuBe 4EHHOM KIIMHUYECKOM
HabnloLeHNM OMarHo3 Bpaya MeAMLMHCKOrO reHeTMKa —
«HegnddepeHumpoBaHHas aucnnasus coefuHUTENbHON
TKaH1, MaphaHonoo6HbIN GeHOTUM» — OCHOBaH Ha daKTax
MOJIMCUCTEMHOCTM U NOSIMOPTraHHOCTU, XapaKTepHbIX ANS Nno-
PaXeHWU AUCNA3WM COeAMHUTENBHOM TKaHWU, W Ha LaHHbIX
CeMeliHoro aHamHesa. Hanuume npusHakoB Aucniasum co-
eIMHUTENIBHON TKaHU MOXET MacKupoBaTb WNM, Haobopor,
LONONHATb KNWHKMYecKyo KapTuHy CIT u tpebyet 6onee
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TLLATEeNbHOrO0 00CNeA0BaHNA CUCTEM W OpraHoB, XapaKTep-
Horo Ans MaphaHonoAobHbIX cocTosHWMA. B oTaenbHbIX ny-
bnmkaumax obcyxaaertcs, aBnseTca M MapdaHonogobHbIN
GheHotnn peakum nposeneHneM CIT unn pesynbtaToM co-
YeTaHMs ABYX HE3ABMCUMbIX FEHETUYECKMX cOCTosHuMA [15].
B npeactaBneHHOM HablofeHU UMeeTcs YETKas ceMenHas
JINHUSA BbICOKOPOCNOCTM WU ApYrUX Map®haHonoaodbIx npu-
3HaKoB 6e3 Kakmx-nmbo AaHHbIX 0 cumntoMax CIT y pog-
CTBEHHMKOB. Ha OCHOBaHMM 3TOr0 MOXHO NPEANOJIOKUT,
4TO B MPUBELEHHOM K/IMHWYECKOM Clydae AMCNia3un Co-
eIMHUTESbHOM TKaHM ABNAKOTCS (GOHOM, a He OJHMM U3 NPO-
asnenui CIT.

lpoBefEHHOE XMpYprUyecKoe feyeHne B 00bEMe Ly-
CT3KTOMMIA B JaHHOM CJly4ae He SIBNAETCA rapaHTUPOBaHHO
yCMeLHbIM. IMeeTcs BbICOKUI PUCK peunanBoB. TeM He Me-
Hee CumMTaeM, YTo BblbpaHHas TaKTUKa onpasaaHa. NpumeHe-
Hue Bonee paguKanbHbIX METO0B XMPYPrUYECKOr0 IeYeHUS
0e3 NoATBEPHAEHHOrO MMCTONOMMYECKOr0 AMarHo3a Hepo-
nyCTUMO.

3AKJTIOYEHUE

MpencraBneHHas nocnefoBaTesbHas KIMHUYECKas, Me-
DMKO-TEHETUYECKas, rucTonorndeckas auarHoctuka CIT,
npoTeKaroLLero Ha GoHe HeandpepeHUMPOBaHHOW aucnNa-
3UM COBAMHUTENBHOM TKaHW (MapdaHononobHbI heHoTun),
onpefenuna CTpaTernio fanbHenLLero MynbTMAMCLUMNINHAP-
Horo nevyenns pebéHka. Hawe HabniogeHne mnmocTpupyet
HeobxoAMMOCTb MeAMKO-TeHETUYECKOI OLIEHKY NPK Ciyyaii-
HbIX peHTreHonormyeckmx Haxoakax OKK y neten n obpatua-
€T BHMMaHWe Ha Bo3MOXHoe codeTanue CIT u HegnddepeH-
LMPOBAHHOMN AUCMNIa3uM COEAUHUTENTBHON TKaHMW.
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N0NOJIHUTE/IbHAA UHOOPMALIUA

Bknap aBTopoB. V1.B. MypatoB — onpegenenne KoHuenuuu, pabota
C [aHHbIMK, BanMAaLMs, HanucaHWe YepHOBMKA PYKOMWCHK, NepecMoTp
1 pedaKTVpoBaHWe pykonucy; P.B. Kaparaues — Bu3yanusaums, Hanwca-
HWe YepHoBUKa pyKonucy; VLA, JTenéLUKMH — aHanW3 faHHbIX, Banuaaums,
nepecMoTp ¥ peflaKTpoBaHue pyKonvcu. Bee aBTopbl 0406pum pykonuch
(Bepcuio Ans nybavKaumm), a TakKe COrnacuimch HECTU OTBETCTBEHHOCTb
3a BCE aCreKTbl HacTosLLLEN paboTbl, rapaHTVPYIOT HaZ/eNalLlee paccMoTpe-
HWe W peLLeHVe BOMPOCOB, CBA3aHHbIX C TOYHOCTbIO 1 [JOOPOCOBECTHOCTLI
nioboi eé vacTw.

Cornacme Ha ny6nukaumio. ABTOPbI NONYYMAN NUCbMEHHOE MHPOPMUPO-
BaHHOe J0DOPOBONbHOE COracKe 3aKOoHHbIX MPefCTaBUTeNen NaumeHTa Ha
nybnnKaumio ero KoHbMaeHUManbHbIX AaHHbIX, B TOM Yncre hoTorpadui,
B HaY4HOM JXypHarie, BKIoUas ero a71eKTPOHHYH BEpCUIO (AaTa noanmcaHmus
01.10.2019). 06bEM NybAMKYEMBIX AaHHBIX C 3aKOHHBIMY NPEACTABUTENSMM
naLmeHTa corliacoBaH.

WcTouHnkM dpuHancmpoBaHus. OTcyTCTBYHOT.

PackpbiTe uHTepecoB. ABTOpbI 3asBNAIOT 06 OTCYTCTBUM OTHOLLIEHUI, fe-
ATESIbHOCTV W WHTEPECOB 3a MOCcNefH1e TpU rofa, CBA3aHHbIX C TPETbUMM
mUaMK (KOMMEPHECKUMM 11 HEKOMMEPYECKVMM), UHTEPECH! KOTOPbIX MOTYT
BbiTb 3aTPOHYTLI COZEPKAHMEM CTaTbU.

OpuruHanbHocTb. [1py co3aaHUM HacTosLLe paboTbl aBTOPbI HE UCMOMb-
30Bas paHee onybsIMKOBaHHbIe CBeLeHNs (TEKCT, UMOCTpaLmMK, AaHHbIe).
JlocTyn K AaHHbIM. ABTOpbI NPefoOCTaBNAT MOMHBIA OTKPbITHIA (He-
OrpaHMyeHHbIN) [OCTYN K [AaHHBIM, Pa3MeLLEHHbIM Ha BHELLHEM pecypce
(penosutopun).

['eHepaTUBHBIN MCKYCCTBEHHbI MHTeNneKT. [1na nepeBofa aHHOTaLMK
Ha aHrNWNACKWIA A3bIK B aKaleMUYECKOM CTUNE W NPUBEAEHUS CMCKa K-
TepaTypbl K cTaHgapty Vancouver (Vancouver style) ncnonb3osanu hyHk-
uvto Al Overviews nowvckoBoit cucTembl Google. Meprof Mcnonb3oBaHms —
despanb 2026 1.
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PaccMoTpeHue 1 peueH3upoBaHue. HacTosian paboTa nogaHa B xypHan
B MHMLMATWBHOM MOPAZKE M paccMoTpeHa no obbl4HoM mpoliesype. B pe-
LieH3VPOBaHWM y4acTBOBaNM
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