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AHOMA/INMU NPUKYCA N HAPYLUEHUE POCTA 3YBOB:
KPUTEPUN ANATHOCTUKU UNN KANHUYECKUE NPOABNEHUA
HACNEACTBEHHbIX HAPYLLEHUU COEAUHUTENNbHOU TKAHW?
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B HacToAllee Bpema Hac/eACTBEHHbIe HapyLeHna coeanHnTensHol Tkanu (HHCT) pasaena-
0T Ha HacneACTBEHHble CUHAPOMbI — pefiko BCTpeyatolimecs 3aboneBaHns, AnarHoCcTuKa
KOTOPbIX OCYLLECTBAAETCS COMIACHO MEXAYHAaPOAHbIM COF1aCOBAaHHbIM KPpUTEPUAM (CMHAPO-
Mbl MapdaHa, dnepca-faHno, CTuknepa, /ibtomca-Auntua 1 gpyrue), n pag AMCnNacTUYecKmnx
deHoTUNOB (MapdpaHoMaHAA BHEWHOCTb, MaphaHonoaobHbIN U 31epconoaobHbIi GeHoTUMbI,
nobpokayecTBeHHas rMnepmobunbHocTb cyctasoBs). Ans 6onbwnHcTea HHCT xapakTepHo
BOB/IeYEHME KOCTHOW CUCTEMbI B AMCNAACTMYECKUA npouecc. OAHMMKW M3 KOCTHbIX NpU3Ha-
KOB An3ambpuroreHesa ABAAOTCA aHOMAIUM NPUKYCa U HeNnpaBUAbHbIN pocT 3yHoB. B cTaTbe
npeacTtaBaeH 0630p coBpeMeHHbIX pekomeHaaumi no pagy HHCT, oueHeHa poab AMLEBbLIX
AnM3mopduit B AMarHOCTUYECKMX aNropuTMax 3Tux 3abonesaHuit. [oka3aHa 40CTaTOYHO HU3-
KaA NPOrHOCTMYECKaA LLEHHOCTb TaKMX MPU3HAKOB KaK aHOMaIMM NPUKYCa U HapyLLIEHWA pOCTa
3y060B B BbIABJEHUM HACNEACTBEHHbIX CUHAPOMOB M AMCNAACTUYECKMX deHoTMNoB. MpoaHa-
NIN3NPOBaHbl KanHudeckmne nponasaeHns HHCT co CTOpPOHbI YentocTHO-AnLeBon obnactn —
NpPOAEMOHCTUPOBAHO YacTOe BblAB/IEHWE PA3/IMYHbIX aHOMAUI Pa3BUTUA YestocTel n 3yHoB
npun HHCT. O6ocHOBaHbI TPYAHOCTM OPTOAOHTUYECKOrO NeveHns 60NbHbIX C HAaCAeACTBEHHbI-
MW CUHAPOMaMMU.
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MALOCCLUSION AND DENTAL GROWTH DISORDERS:
DIAGNOSTIC CRITERIA OR CLINICAL MANIFESTATIONS
OF HEREDITARY CONNECTIVE TISSUE DISORDERS?
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Currently, hereditary connective tissue disorders (HCTD) are divided into hereditary syndromes —
rare diseases that are diagnosed according to internationally agreed criteria (Marfan, Ehlers-Danlos,
Stickler, Loeys-Dietz syndromes, and others), and a number of dysplastic phenotypes (marfanoid
habitus, marfan-like and Ehlers-like phenotypes, benign joint hypermobility). The involvement
of the bone system in the dysplastic process is typical for most HCTD. The bone signs of dysem-
briogenesis include malocclusion and dental growth disorders. The article presents an overview
of current recommendations for a number of HCTD, assesses the role of facial signs of dysem-
briogenesis in the diagnostic algorithms for these diseases. A rather low prognostic value of such
signs as malocclusion and dental growth disorders in the detection of hereditary syndromes and
dysplastic phenotypes is shown. The clinical manifestations of HCTD in the maxillofacial region are
analyzed — the frequent detection of different types of the malocclusion and dental growth disor-
dersin HCTD is demonstrated. The difficulties of orthodontic treatment of patients with hereditary
syndromes are substantiated.

Keywords: hereditary disorders of connective tissue, connective tissue dysplasia, malocclusion,
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HacnenctBeHHble HapylleHWa coeamHUTeNb-
HoW TKaHu (HHCT) ocTatoTcs ogHoM 13 Hanbonee
CMIOXKHbIX M HepelleHHbIX nNpobnem coBpemeH-
HOM KAMHMYecKon meauumHbl [1]. B HacToswee
BPEMA MPUHATO BbIAENATb HACNEACTBEHHblE
CUHAPOMbI U PAS, ANCAAACTMYECKMX GEHOTUMOB
[2]. K HacneacTBeHHbIM CMHAPOMAM OTHOCAT
[OBOMbHO peaKo BcTpedatoumeca 3abonesa-
HMA — cuHApombl MapdaHa, dnepca-faHio,
HEeCOBEpLUEHHbIN  OCTeoreHes,  MepPBUYHbIN
Npofanc MMWTPaNbHOrO KaamnaHa, CUHAPOMbI
Ctuknepa u flbtonca-Antua M mMHOrve apyrue.
[uarHocTnKa 3Tux 3aboneBaHWn OCHOBaHa Ha
MEXAYHAPOAHbIX COMIAcoBaHHbIX KPUTEPUAX,
pPenakTUPyeMbIX C YYETOM MOABAAIOWMXCA KAK-
HUYECKMX W MONEKYNAPHO-TEHETUYECKMX AaH-
HbIX. HECMOTPA Ha reHeTUYecKyto BepuduKaLmio
OONbLWMHCTBA 3TUX 3aboneBaHWn, peLlatolmm
B UX BbIABJAEHUM OCTAETCA BbIABMEHWE CMeLu-
bUYHBIX BHELIHMX NPU3HAKOB AM33MbpUHoreHesa
M U3MEHEHUI CO CTOPOHbI BHYTPEHHMX OPraHoBs.
[na 6oNbLIMHCTBA HAaCNeACTBEHHbIX CUHAPOMOB
XapaKTepHO BOBJEYEHWE B AMCMNAACTUYECKUIA
NPOLECC Pa3/IMYHbIX CUCTEM OpraHu3ma — cep-
[e4YHO-COCYANCTOM, AblXaTeNbHOW, HEPBHOMW, NK-
LLeBapPUTENbHOM, MOYEBbLIAENNTEIbHOM, @ TaKKe
3puTeabHOrO aHanusatopa. lepeyeHb NpusHa-
KOB, WCMONb3yeMblX A1A BbIABAEHWUSA Hacnea-
CTBEHHbIX CMHAPOMOB, YYMUTbIBAET NPOABAEHUA
an3ambpuroreHesa Co CTOPOHbI KOCTHOM, KO-
HOM, MbIWEYHOM 1 cycTaBHOW cucTem. Aducnna-
CTUYeckMe GEHOTUMNbI XapaKTepUsyloTcs Temmu
e BHEWHWMMM MpU3HaAKaMK, 4YTO M Hacnen-
CTBEHHble CMHAPOMbI, HO, KaKk NpaBunio, B MeHb-
el cTeneHn BbipaxeHHocTn — mapdaHouaHas
BHEWHOCTb M MapdaHonoaobHbI  peHoTMn,
anepconoaobHbit  dpeHoTnn, A0bpoKayecTBeH-
HaA r’MNepmMobuAbHOCTL CYCTaBOB, CMeLlaHHbIN
deHoTtun [3].

Hanbonee pacnpocTpaHeHHbIMM MPU3HAKaMM
HHCT aBnstoTcA KOCTHble MPU3HAKKU AM3aMOpu-
oreHesa — KunesBMaHaa M BOPOHKOOHpasHas
nebopmaumnmn TpPyAHOW KAeTKW, aebopmaumn
MO3BOHOYHWMKA, apPaxHOAAKTUAMA, [OO0JAMXOCTe-
HOMeNWA (HapylleHWe COOTHOLWEHWI pas3nuy-
HbIX YacTel cKkeneTa), NA0CKOCTONME, NMLEBbIE
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anmsmopdumn  [4]. KocCTHble MpuU3HAKM Xapak-
TepHbl Ana cuHApomoB MapdaHa, CTuknepa,
Jlbtonca-[AnTua, HEeKOTOpbIX TMUMNOB CUHAPOMA
Snepca-aHno, HECOBEPLUEHHOrO OCTeOreHesa,
a TaKkXe paja AMChNacTMYeckmx GeHoTunoB —
MapdaHonogobHoro ¢peHoTMna U MapdaHoua-
HOWN BHELUHOCTY.

CuHapom MapdaHa (CM) — ayTocomHO-f10-
MWHaHTHOe 3aboneBaHWe COeAMHUTENbHOM
TKaHW, XapaKTepusytolleecs B NepPBY0 o4epenb
QHOMANMAMK, MOPAXKAKOLMMM  OMNMOPHO-ABUra-
TENbHbIK annapaT, CepaevyHO-COCYAMUCTYH Cu-
ctemy M rnasa [5]. PacnpocTtpaHeHHocTb CM
coctasndaeT 1:5000 1 He MMeeT CyLLEeCTBEHHbIX
reHAepHbIX M 3THUYECKUX pas3nnyunii [6]. [oka-
3aHa cBA3b CM c myTaumei B reHe dbubpunam-
Ha-1 (FBN1), koampyowem obpasoBaHue 3sna-
CTUYECKMX BOJIOKOH, OCHOBHOTO KOMMOHEHTa
COEIMHUTENBHOM TKaHW; IOKANM30BaH 3TOT reH
B xpomocome 15 (15g21) [7]. MyTauun B reHe
dnbpunamHa-1 moryt npucytctBoBaTb Yy 92%
naumeHtoB ¢ CM [8]. ®ubpunamH ssnaetca
Ba)KHOM YaCTblo COEAMHUTENbHOW TKaHM, NaTo-
JIOrUA KOTOPOM MOXKET B Pas3/IMYHOMN CTemneHu
NnopaskaTb HECKO/IbKO CUCTEM OPraHoOB, TaKWX
KaK KOXHO-MbIleYHas, OMNOpPHO-ABMraTesbHas,
OblxaTeNbHasA 1 cepaevyHO-CoCyAMCTan CUCTEMDI.
MaumeHTbl ¢ CM MMEIOT TUMUYHbIE KAMHUYECKNE
NpPoABAEHMA, BKIKOYAA BbICOKOE U CTPOMHOE Te-
NIOCNIOXKEHWNE, aPAXHOAAKTUAMIO, MAOCKOCTOMNMNE
C BanbrycHol gedopmaumeit cTonbl, Nponanc
MWTPANbHOrO KNanaHa, paclWupeHue aopThbl,
3KTOMUIO XpycTanuKa [9]. B HacTosAwee Bpemsa
amnarHoctmka CM ocHOBaHa Ha BbIABNEHWUN ABYX
«BonblUMX» NPU3HAKOB 3TOro 3aboseBaHua —
paclUMpPEeHNA aopTbl WM 3KTOMUU XPyCTanuKa.
B oTcyTcTBME «HONBLIMX» MPU3HAKOB Y4YMTbIBa-
eTCA HaCNeACTBEHHbI aHaMHe3, MOJeKynap-
HO-TeHeTUYeCKMe AaHHble (moATBepKAeHHas
MmyTauma ¢dbubpunnmHa-1). Bcem cneunduyHbim
ona CM BHEWHWMM U BUCLLEPaNbHbIM MPU3Ha-
KaM MNPWCBOEHbl AMarHocTuyeckne 6Hannbl (oT
1 no 3); npu Habope 7 1 bonee 6annos creayet
roBOPUTb O CUCTEMHOM BOB/IEYEHUWN COEAMNHU-
TENbHOM TKaHW, YTO TaKXKe YYMUTbIBAETCA KaK Ca-
MOCTOATENbHbIN Npm3Hak CM [10].
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B anroputm anarHoctukn CM BXOAAT AMLEBbIE
OM3MOPPUN, K KOTOPbIM OTHOCAT adonuxoueda-
Mo (4MHHaA 1 y3kaa Gopma ronosbl), sHOG-
TanbM (rybokoe MnonoskeHue rasHbIXx S610K),
CKOLIEHHble BHM3 asHble Weau, TMnonaasuio
CKY/IOBbIX KOCTEMN, @ TaKXKe peTporHaTumio (cmelle-
HWE HUKHEM YeNtocTu B 10p3a/IbHOM Hanpas/e-
HUM — Ha3ag). CneundUYHOCTb STUX NPU3HAKOB
HeBenMKa — B [eHTCKMX KpuTepunax CM yKasaHo,
YTO BbIABJEHNE HE MEHEEe TPex NepeyncaeHHbix
NNLEBbIX AM3MOPPUA A0OaBAAET Aullb OAMH
6ann CMCTEMHOTO BOB/IEYEHWA COEANHUTENBHOM
TKaHW, obHapy»KeHne oAHOM UAKU ABYX AM3MOP-
duih BoBCe He BAMSET Ha anarHoctuky CM. Takoi
NPW3HaK, Kak apkoBuaHOe HEDO, NpUBEAEHHbIN
B NepBOM peaakumm [eHTCKux Kputepues (1996),
OTCYTCTBYET B NepecmoTpe pekomeHaaumin 2010
r., U3-3a8 HM3KOWN cneumdUYHOCTN B BbIABNEHUM
CM [11]. B page cnyvaes y Aetein M AuL, MOSO-
[oro Bo3pacrta BbiasaeHne CM moxeT HbITb 3a-
TPYAHEHO BCNEACTBME MO3AHEro pPasBUTUA He-
KOTOPbIX MPU3HAKOB, Hampumep, paclinmpeHune
aopTbl HEPEAKO BbIABAAETCSA TOMbKO Ha TPETbEM
[eCcATKe M3HU. B aTom cnyyae Beaylyto posib
B [AMarHOCTMYECKOM asrOPUTME UrpatoT Creuu-
bUYHbIE KOCTHblE NPW3HAKKM AM3aMBpuoreHesa,
B 4aCTHOCTM — auMuUeBble anamopdun. Moso-
aoom ans obcnenoBaHMA pebeHKa y reHeTuka ¢
nocneaytoLlein oUeHKOM COCTOAHMA BHYTPEHHMX
OPraHOB HepefiKo CAyXKaT CTOMaTojorM4yeckme
N OPTOAOHTUYECKME aHOMANNN — CKYYEHHOCTb
3yboB, 3a4HWI NoNepeYHblt NPUKYC, NaToNorm-
Yyeckue COCTOAHMA MapoAoHTa. B To ke Bpems
B COBPeMeHHOl nuTepaTtype opodalmanbHble
npossneHms CM onucaHbl HeAOCTaTOYHO.

Mpn CM Hepeaxo GUKCUpyeTcs afeHTUs, Kop-
HWM 3y60B 06bI4YHO HO/lee AIMHHbIE, BbITAHYTbIE U
330CTPEHHbIE, peKe 0OHAPYKMBAOT PaCLLEINHbI
HEDA M A3blYKA MArKoro HébBa. M3 nnueBbIx An3-
MOPOUI Y TakUX BONbHbIX BbISBAAIOT BbICOKOE U
WKMpoKoe HEBO, PeTporHaTuMto, aTpoduIo HUK-
Hel 4YentocTn C BbiPaXKeHHbIM AeduuMTOM Me-
CTa B Hel ans 3y0OB U, KaK CNeACTBUE, TANKEble
HapyLeHna NPUKyca 1 CKy4eHHOCTb 3y6oB. Kpo-
Me 3TOTO HepeaKo OBHapPY)KMBAOT HapyLleHWA
bYHKLMM  BMCOYHO-HUMKHEYENOCTHOrO CyCTaBa

(24,2%), ero noasmeuxu (51,6%). An30KKAO3MUA
npPMBOAMT K HEepaBHOMEPHOW Harpyske Ha OT-
OenbHble 3ybbl, YTO MPUBOAUT K UX PacLLaTbIBa-
HWIO, UCTUPAHWIO, @ TaKKe TMHTUBUTY W, B UTOTE,
MHOeCcTBeHHOMY Kapuecy. C MHOXeCTBEHHbIM
Kapuecom CBA3aHa rMnomniasuna amanan, a Takxe
nereHepaTuBHbIE M3MeHeHua nynbnsl [12, 13].
B eqMHWYHbIX Cly4asx OMNWMCaHbl TakMe aHOMa-
JIMM KaK Hanuume AonosHuUTenbHoro 3yba B aec-
He [14]. Mpu 3TOM NPaKTUYECKM BO BCEX CAy4YasX
noBoAOM AN 06paLleHna K CTOMAToNory Nocny-
KWW aHOMaNMKM NPUKYCa U KenaHne nauueHTa
MCMpPaBWUTb KOCMEeTUYeckne aedeKTbl, AMarHos
CM B nopasnsawwem OONbWKMHCTBE CAyvaes
Obln ycTaHOBNEH paHee. OQHAKO B OTAENbHbIX
cuTyaumax CM 6bin 3anofo3peH M nosgHee
NOATBEPKAEH NPU NepBUYHOM 0BCAe0BaHUM
nauyeHTa y CTOMaToNora-opToAoHTa, YTo Aena-
eT npobnemy BbIABAEHUA HACNEACTBEHHbIX CUH-
apomos HHCT mexaucumnamHapHom. Mpu aTom
BCNEe/ACTBME YACTOro BbliABAEHUA Y 60abHbIX CM
nponanca MWUTPasbHOrO KnanaHa OTMeyatoTcA
TPYAHOCTM OMNepaTUBHOIO Nle4YeHns — npu He-
06X0AMMOCTM IKCTPaAKLMK 3yDOB UM YCTAaHOB-
KM MMMAAHTATOB BO3pPacTaeT PUCK MHOEKLUMOH-
HOro 3HAOKapAMTa MUTPASbHOrO KnanaHa [15].
B aTux cnyvasax Ans ymeHbleHMA YMcaa 3num3o-
noB HaKkTeprMemmm Bce MHBA3MBHbIE BMeLLATe 1b-
CTBa NPOBOAAT OHOMOMEHTHO C 0653aTe/IbHOM
AHTMBUOTUKONPOPUNAKTUKOMN.

CuHapom dnepca-faHno (C3[) — retepo-
reHHasa rpynna MOHOreHHbIX 3abonesaHui, ob-
YCNOBAEHHbIX HapylweHnem meTabonmsma Kosn-
nareHa, CTPYKTYpbl M GYHKLUMM MMOMATPUKCA,
CMHTEe3a MNpOTeorNMKaHoB. JlaHHas naTonorua
XapaKTepU3yeTca TUMNepanacTUYHOCTBIO  KOXKM,
MOAKOXKHbIMKW  chepynamu, rMnepmobuibHo-
CTbtO CYCTaBOB, PaHMMOCTbIO TKaHel W remop-
parMyeckMm cuHAPOMOM. WCTUHHAA pacnpo-
CTpaHeHHocTb C3/] HemnsBeCcTHa — HepeaKo OH
npoTeKaeT CTepTo, B /IeTKon dopme; YyacToTa Au-
arHOCTMPOBAHHbIX C/y4aeB Y HOBOPOXKAEHHbIX
coctasnaet 1:5000 [16, 17]. B mexkayHapoaHon
KAMHUYECKOW KnaccuduKkaumm onmcaHo 13 Tu-
NMoB C Pa3HbIM TUMNOM HACAeLOBaHWA, KAWMHW-
YeCKMMKU OCOBEHHOCTAMM M BUOXMMUYECKMMM
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nedbekTamu, ANA Ka[Aoro M3 KOTOPbIX paspa-
60TaHbl 6onblUMEe U Manble KPUTepUU, AMarHo-
CTMYECKM 3HAYMMble KAMHUYECKME, MONEKYNAP-
HO-TeHETUYECKME M BUOXMMUYECKME MapKepbl
[17]. NMuuesble anamopdUM UCNONL3YIOTCA B AN-
arHOCTUYECKMX aNnropuTMax: aHOManum 3ybHo-
ro pAda, peueccum feceH ABAATCA MasbiMK
OMAarHOCTUYECKMMWU  KPUTEPUSMM  COCYAMCTOTO,
CMOHAMNOANCNNACTUYECKOTO U AepmaTocnapak-
CMCHOTO TUMOB 3Toro 3abonesaHuA. Mpu aTom
XapaKTep yKasaHHbIX HapylleHuit 3ybHoro paaa,
MX BblIpaXeHHOCTb, Heobxoaumasa Ana sepudu-
Kaumum C3/1, He yTOYHAETCA.

Mpu C3[, BbIABAAIOT aHOMaIUN KOPHEM 1 us-
MeHeHWs NapoAOoHTa BPEMEHHbIX M MOCTOAHHbIX
3y60B, aTpPOdUIO KOCTHOM TKaHW, Gonblie Bbl-
PaXKeHHYIO B nepeaHeln rpynne 3y6oB BepxHeW
N HUXKHeN dentocten. [na Takux naumMeHToB
XapaKTepHbl TaKKe pasinyHble AuLeBble AMU3-
MOpdUM — BbICOKOE apKoBMaHoe HEDO (33%),
aHoManuu npmkyca (29%) n dopmbi 3y6os (20%),
Heaopa3BuTne 3y6oB (11%), MuKporHaTua (7%),
HapylweHna muHepanmsauun 3ybos (15%), va-
CTO Y TaKux BOMbHbIX BbIABAAAN TMHIMBUT (31%)
[18]. KnuHunyeckme HabnogeHua O pasinyHbIX
OPTOAOHTUYECKMX aHOMANIUAX OMUCaHbI NPKU He-
KoTopbIx Tunax C3/[1, B YaCTHOCTM — MpW Kaac-
CMYECKOM U TUMepmMobunbHOM Tunax. Y naum-
€HTOB C Knaccuyecknum tunom C3/ Bcneacrame
BblpaXkeHHoro aedekta KonsnareHa Habnoaa-
OTCA TaKMe MPOSBAEHMUS KaK XPYMKOCTb KOXM,
NPy 3aXKMBAEHUN NOBPEXKAEHWI KoTopon dop-
MUpYIOTCA aTpoduyeckme pybLbl; aHaaorMyYHble
M3MEHEHMA OMMCaHbl U CO CTOPOHbI CAN3UCTbIX
obonoyek, B TOM umcne pneceH. Bcneacrteue
CK/IOHHOCTU K TeMopparmieckomy CMHAPOMY W
M/IOXON 3aXKMBAAEMOCTU PaH arpeccuBHble XU-
pypruyeckme MeToamKu KOppPeKLmn aHOManun
npuKyca y Takux BGOAbHbIX He MNpoBOAATCA —
XOPOWWA M AO0CTAaTOYHO YCTOMYMBbLIA 3bPeKT
[OCTUraeTcs WMCNosb3oBaHMEM BpeKeT-cucTem
[19]. TMnepmobunbHbiM TN C3/[1 conpoBoXxaa-
€TCA 4YaCTbIMM MOABbIBUXAMM HUMKHEN 4Yesto-
CTU, ANCHYHKUMEN BUCOYHO-HUMKHEYENOCTHOrO
CycTaBa, MOABUXKHOCTbIO 3yboB B aecHe. [pwu
3TOM MOMbITKM HOPMANN30BaTb MPUKYC, Kak npa-
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BW/IO, 3aKaH4YMBatoTCA He3ycnelHo; 3akpenunTb
3ybbl, pacnpenenms ux B AecHe, He yaaetcs [20].
YnaneHue 3y6oB conpoBoKaaeTca O06WMAbHbIM
KpoBOTeYeHuem, 3ameaieHMeM penapaTMBHbIX
MPOLECCcoB, a Ha mMecTe paH GopmMupytoTca xa-
paKkTepHble aTpoduyHble pybuUpl. HanoxeHue
LBOB MPU XUPYPTMYECKMX MaHWUMyAAUMax co-
cTasnseT npobnemy, a OpTOAOHTMYECKOE fleve-
HWe gaeT xopolune pesynbtathl [19].

CuHapom Ctuknepa (CC, cuH. ApTpoodTanb-
MmonaTtus) — 3To 3abonesaHme CoeANHUTENBHOM
TKaHW, KOTOpoe BK/oYaeT B cebs HapylleHus
3peHuna, BAM30PYKOCTb, KaTapaKTy WU OTC/IOMKY
CEeTYaTKM; XapaKTepHbl TaKKe noteps ciyxa, He-
[0pa3BMTME CpeHein YacTi MLa M pacLlLevHbI
HébBa [21]. B HacToAwee Bpema reHeTnyeckas
OCHoBa 3Toro 3abonesaHWsA A0 KOHLUA He AcHa —
BblAENEH PAJ, reHOB, MyTaUMA B KOTOPbIX Mpu-
BOAMT K 3TOMY CMMMTOMOKOMMAEKCY. [duarHo-
cTMka CC ocHOBaHa Ha BbISBNEHUW OONbLINX
(no 2 6anna) n manbix (no 1 6anay) NpM3HaKoB..
K 60/blWMM NpM3HAKamM OTHECEHbl pacLievHa
HEBA MM pPa3ABOEHHbIN A3bIYOK, U3MEHEHUs
CTEKNOBUAHOMO Tena UAW aHOMAAMKU CEeTYaTKM
(mereHepalys ceT4aTKM, OTCIOMKA CETYATKU UK
pa3pblB CETYATKM), HEMPOCEHCOPHAA TYrOyXOCTb.
K ManbiM mpr3Hakam OTHeCeHbl rmnepmobuib-
Hble HGapabaHHble NepenoHKKU, OCTEOXOHApPOMa-
TMa 6eapeHHON KocTu (3nndunseonns), peHTre-
HONOMMYECKN MOATBEPMKAEHHbIA OCTEOAPTPUT B
Bo3pacTe A0 40 fieT, CKOAMO3, CNOHANAOANCTES
nan KndoTtmdeckana gedopmaumn, a TakKe Xa-
paKTepHble YepTbl AMLA — WKPOKas WAM Mo-
CKas NepeHocuLa U MUKPO- UK PEeTPOrHaTUA U
rMNonAasma CKYJIOBOM KOCTU.

CuHapom Jlbtouca-Aurtua (C/14) — 370 ay-
TOCOMHO-IOMMHaHTHOe 3aboseBaHne coeau-
HUTENbHOW TKaHM, XapaKkTepwuaylolleeca cep-
OEeYHO-COCYAMCTbIMM  MpoABAEHUAMM  (Yalle
BCEro aHeBpU3MaMu rpyaHoin u 6ptolHom aop-
Tbl, @ TaKXe UepebpanbHbix apTepuit), mMame-
HEeHMAMMK CKesleTa, TaKUMM Kak dedopmaummu
rPYAHOM KNEeTKKM, CKOAMO30M, C/1aboCcTbio CycCTa-
BOB, apaxHOAAKTUAMEN U YepenHOo-ANLEBbIMU
NPOABAEHUAMM (FTMNEPTENOPU3M, Pa3aBOEHHbIN
A3bIMOK MM pacliennHa Héba u/uanm KpaHuo-
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cuHocTo3). Mocne maeHTUOUKaUMKM CUHAPOMA
B8 2005 roay [22] 661710 ONKMCAHO NATb Pa3/IMYHbIX
noatunos C/1[, a Takxe MATb PasAMUYHbIX NpKU-
YMHHbIX FeHOB. Y TaKMX GOMbHbIX HEpeaKo Bbl-
ABNAOTCA AMLUEBbIE AM3MOPOUM — TunepTeno-
pW3M, pacllenvHa TBepaoro Héba, pasaBoeHue
A3blKa, TMMOMAA3MsA CKY/JI0BbIX KOCTeM, peTpo-
THaTUA, KAMHUYECKUMM NPOABAEHUAMM KOTOPbIX
MOTYT ObITb HapyLUEHMA NMPUKYCa M HapyLleHua
pocTa 3ybos [22].

CuHapom JNapceHa (C/1) — reTeporeHHas
rpynna peakux HHCT; cywecTsytoT M ayTocom-
HO-peLeCcCuBHbIE, U AayTOCOMHO-AOMWHAHTHbIE
TMMNbl  HacnedoBaHMA 3abonesaHua. Pacnpo-
cTpaHeHHocTb C/1 coctasndaeT 1 Ha 100000 HoBoO-
poxKAeHHbIX B roa [23]. Ana CJ1 xapaKTepHbl 1n-
LeBble AN3MOPOUN, TaKMe KaK TUMepTenopm3m,
TMNONNA3nAa W PETPOTHATUS HUMKHEN YentocTy,
a TaKkXKe TUMOAOHTUA WU CyKeHue 3yBHbIX Aayr,
B pAfe cnyvaes oTcyTcTBMe 3y6os (1,6-10,1%)
[24, 25], pacuwennHa TBepaoro Héba. KnuHu-
yeckoe 3HauyeHue CJ/1 0b6ycnoBreHO MHOXKe-
CTBEHHbIMW BPOMKAEHHbIMM  BbIBUXaMM Ta3o-
6eapeHHbIX, KONEHHbIX M JIOKTEBbLIX CyCTaBOB,
aHOMaNIMSAMM MO3BOHOYHMKA, BKIOYAsA CKOMMO3
1 Kndo3, BanbrycHol aedopmalimen cTonsl.

B Poccuiicknx pekomeHaaumsax no HHCT B Ka-
yecTBe KOCTHbIX MPM3HAKOB JAM33ambpuoreHe-
33 YNOMAHYTbI, KPOME BbICOKOrO apKOBUAHOMO
HEDOa, HapylleHne pocTa U CKy4eHHOCTb 3yHoB,
0AHaKO B KayecTBe AMAarHOCTUYECKOro Npu3HaKka
TaKUX AMCANACTUYECKMX GEHOTMNOB Kak map-
daHoMaHas BHELIHOCTb M MapdaHonoaobHbIn
beHoTMN yKa3biBaeTcA Ha HEOBXOAMMOCTb BblfB-
NIeHWUA He MeHee ABYX M3 NATU IMLEBbIX AN3MOP-
bUI, NnepedyncneHHbix B leHTCKMx kputepmax CM
(monuxouedanus, sHodTaNbM, CKOLLIEHHbIE BHM3
rnasHble LWenu, rMnonaasmna CKyIoBbIX KOCTEN,
peTporHatus) [2]. B To e Bpemsa OTCYyTCTBYHOT
YyeTKMe AMarHOCTUYECKME KPUTEPUM U Koude-
CTBEHHAA OUEHKa /AMLEBbIX AM3MOPOUI, 4TO
co37aeT NPeAnochbiKM AR Pa3MYHON TPAKTOB-
KW MOPOroBbIX 3HAYEHUI 3TMX Npu3HaKos. Kpo-
Me TOro, NepeymncsieHHble anLesblie aAn3mopodun
BCTPeYatoTca B MONYAALUMM AOCTAaTOYHO PEeaKo,
BbISIBNEHME MX HE BCeraa noaaaeTca 06bekTMBM-

3alMK, YTO AenaeT UX HU3KOMHOOPMATUBHbLIMM
08 BbIABNEHMA AMCMANACTMYECKMX GEHOTUMOB.
PekomeHaauum PHMOT, npeanaratouime 6annb-
HbIM noaxon AmarHoctikm HHCT, npucsamsatoT
HenpasuabHOMY NMpuKycy 3,42 1 apKOBUAHOMY
HEBY — 4,3 6annos., Aenas 3TM NPU3HAKN MeHee
MOLLHbIMW B BbISiIBNEHUM AebeKTa coeanHUTENb-
HOW TKaHM, YEM, CKaXKeM, BApPMKO3HOE paclmnpe-
HMEe BEeH HMMHMX KOHe4yHocTen, X-obpasHoe uc-
KPUBAEHME HUXKHMX KOHEYHOCTeM nnn apadnas,
BANAA KOXa [26].

EAMHWYHbIE MCCNef0BaHUA MOCBALLEHbI M3Y-
YEeHWUo reHeTu4eckn o6yc/NoBAEHHON MaToNo-
MK YentoCTHO-MLEeBon obiacT y naumeHToB
¢ Heknaccuduumpyembimn HHCT (aucnnasmsa-
MW coeamHuTenbHoM TkaHK, ACT). Y naumeHToB
¢ ACT BbifABNEHbI 3HaYMTENbHO HBONbLIME pasme-
pbl M Macca KOPOHKOBOW 4YacTu 3yba [27]. Tak-
e BbIIBNEHO OoT/MuMe Gopmbl 3yHoB: Hosee
BbITAHYTble B BecTMOy/00panbHOM Hanpas/e-
HUW KOPOHKM MEPBbIX MONAPOB, K/bIKOB, LEH-
TpaNbHbIX PE3L0B BEPXHUX YENOCTEN, KAbIKOB
M pesLoB HMXKHen udentoctn [28]. AHoOManuum
NPWUKyca BbIABAAIOTCA Yy OONbLIMHCTBA NauMeH-
ToB ¢ JACT — rnybokoe pe3LoBoe nepekpbiThe
(52%), nepeKkpecTHbln Npukyc (15,3%), npamoit
npuKyc (8%). AHOManuM NOMOXeHUs 3yHoB 3a-
pPerncTpmMpoBaHbl y NoaoBuHbI auy, ¢ ACT, Yaule
3TO AMCTONMA KNbIKOB (32,7%), pexe — AuMcTO-
nua pesuos (16,7%). Cpean AUUEBbIX AU3MOP-
dunin — apkosmaHoe HéBo (20,7% obcnenosaH-
HbIX), aHOdTanbm (56,7% naumeHTOB B BO3pacTe
15-20 net, 36,7% B 21-30 neT); runepTesopnsm
(yBennueHHOe paccTosiHMe Mesay rnasamu) —
y 40% naumeHTos B Bo3pacTte 15-20 net, 23,3%
B 21-30 neT; M3meHeHne pa3mepoB, NONOKEHUA
3y60B 1 AMacTeMbI Y NOMOBMHbI NaUmeHToB [29].

OTcyTcTBME 0OLLENPUHATLIX MOAXOA0B K Knac-
cudukaumm n amarHoctuke HHCT B8 Poccum He
No3BO/IAET COMOCTaBAATb Pe3y/bTaTbl, MNOsyYa-
emMble pPasHbIMKM UCCNefoBaTeNAMM, KOTOpble
NPUMEHAIOT Pa3/INYHbIE aArOPUTMbI BbISBNEHWA
OCT — B H6OAbLIMHCTBE UCC/AeA0BaHMIA NUCMOSb-
3YHOTCA YCTapeBLIME YNPOLLEHHbIE KONUYECTBEH-
Hble M BannbHble NOAXOAbl AMArHOCTUKM, Hes
yyeTa BOB/IEYEHMA B AMCNNACTUYECKMI NpoLecc
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OTAE/bHbIX CUCTEM OpraHM3ma, 6e3 BblaeneHuns
amcnnactTuiecknx deHotunos [1]. EQUHUYHbIE
paboTbl NOKa3bIBAOT MHGOPMATUBHOCTL TAKOrO
amcnnactuyeckoro GeHoTuna Kak mapdpaHoua-
Has BHELWHOCTb B BbIABAEHMM 3HAYMMOW NaTo-
NIOTMM CO CTOPOHbI YETIOCTHO-MLEBON obaacTu.

ANrOPUTM  AMATHOCTUKM  mapdaHouAHOM
BHewWwHoctu (MB) ocHOBaH Ha BbIABJIEHUN He
MeHee YeTblpex KOCTHbIX MPU3HAKOB: KMAeBUA-
Hasf 1 BOPOHKoObpasHaa gedopmalms rpyaHoi
KNETKM, apaxHOAaKTUAWA, A0NUXOCTEHOMENNS,
MNIOCKOCTOMME, CKOMMOTMYEcKan aedopmaums
MO3BOHOYHMKA, apKoBWaHoe HEDHO, NuueBble
ansmopodun, npu 0b6A3aTeNbHOM  COYETaHWUK
apaxHO4AKTUANK (BbISBNIEHME NO KpaliHel mepe
OAMH M3 CMMNTOMOB — 60/1bLWOro Nasabla Uan
3anAcTbaA) U A0MXOCTEHOMENUM (BbINONHEHME
no KpalHel mepe 04HOro 13 KO3GPUUNEHTOB —
COOTHOLLIEHWE pa3maxa pyK K pocTty >1,03 n oT-
HOWEeHWe BEPXHEro CermMeHTa Tefla K HUKHemy
<0,89). B 2017 roay anropuTm BbisiBneHna MB
Obl/l YTOYHEH C Y4YEeTOM TeHAEpHbIX Pasinyunii
OTAE/bHbIX KOCTHbIX MPW3HAKOB M HEOoAMHaKo-
Bol cneunduiHoctn [30] — Hambonblieln npo-
FTHOCTUYECKOM 3HAYMMOCTbIO 0061a4atoT, Kpome
apaxHOAAKTUAMM U AOANXOCTEHOMENNN, TaKme
MPU3HAKM KaK BblCOKOE apKoBMAHOE HEBO U
nedopmalmm rpyaHon KneTku (BOpoHKoobpas-
Has WAM KunesuaHas). PacnpocTpaHeHHOCTb
MB coctasnaet okono 15% cpean npaktudye-
CKM 300pOBbIX NtOoAEel MOM0AO0r0 BO3pacTa C
npeobnafaHnem cpeau WL MYXKCKOTo nona
(M:}K 2:1) [30]. B HacTosLWee Bpems AOKa3aHbl
natoreHetTnyeckme ceAsnm MB c HacnencTBeH-
HbIMW CMHAPOMamm — aHanormyHo CM un C/14,
ONA naumeHToB ¢ MB xapakTepHa aKTMBauuA
TpaHchopmupytoulero daktopa pocta (TGF-B)
[31]. Onsa TakMx NauUMEHTOB XapaKTepHbl pas-
/IMYHbIE MO BbIPAXKEHHOCTM aHOMAMK NPUKYCa,
y 60oMbLIMHCTBA TaKMX Atodeln Habntogaetcs ap-
KoBMAHOE HEBO M peTporeHuna (HeaopassBUTUE
yentoctn) [32]. OTmevaeTcsa TakKe HapylleHue
nponopuMin nepeaHmx W 3aaHUX 3yOHbIX Ayr
BEPXHEMN M HUKHEN YentocTel ¢ M3ObITKOM me-
CTa B 3ybHOM pAady B 3adHel YacTv U gebuum-
TOM Ha ypOBHE MO/IAPOB W MPEMOSIAPOB, YTO
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NPUBOAMT K BbIPa*KEHHOM CKYYEHHOCTW nepes-
Hux 3yboB. K npoasneHmam ACT oTHOCAT Amc-
GYHKLUMIO BUCOYHO-HMMKHEYENIOCTHOTO CyCTaBa,
BO3HUWKAIOLLYHO BCNEeACTBME HEMOAHOUEHHOCTU
CBA30YHOrO anmnapaTa, BOB/JeYeHMA B Aucnna-
CTUYECKUIN MPOLECC MbILLEYHON CUCTEMbI C K-
NOTOHMWEN KeBaTENbHbIX MbILWL,. 3TN U3MEHEHNA
NPMBOAAT K yBENUYEHUIO 0ObeMa MaCCUMBHbIX
OBMMKEHWN HUXKHEN YentocTM M AucKoopauHa-
UMW ABUNKEHUIN HUXKHEN YentocTu. MNpu aTom oT-
MeYaeTCcs CUMMETPUYHBIN XapaKTep U3MeHeHNA
CYCTaBHOWM NOBEPXHOCTU, MPMBOAALLMNA K Pa3BU-
TUIO BTOPWYHOIO OCTEOAPTPO3a BMCOYHO-HMMK-
He4YyentoCcTHOro cycTasa [33].

NabopaTopHble meTabonmyeckne  CcaABuUrK,
OMWMCaHHbIE Y MOMIOABIX MYMKYMH C MapdaHoua-
HOWM BHELIHOCTbIO, CBMAETENbCTBYOWINE 06 aK-
TMBALMM MPOLIECCOB O0cTeope3opbumnn Ha doHe
YCKOpPEeHMA KOCTeobpasoBaHMA, MOTYT TaKwKe
CTAHOBMTCSA MPUYMHON HEAOCTAaTOYHON MUHe-
panusaumMm TKaHel 4YentocTen U NpUBOAUTL K
HapylleHuto pocTa 3y60oB, 1x cKky4eHHoCTH [34].

3aknoueHune. TakMm obpasom, HapyweHua
npuKyca u pocta 3yboB Kak CamocToATeNbHble
ONArHOCTUYECKME MPU3HAKU MPAKTUYECKU He
YUYMTBIBAIOTCA B AMATHOCTUYECKMX anropuTMax
HHCT. Mexay Tem, Takne AU3MOPPUM KaK y3-
Koe 1L, PeTPOrHaTuA, r’MNomnaasmna CKy/N0BbIX
KOCTeM, YyKasaHHble B [EHTCKMX KpuUTepuAx U
pekomeHaaumax PKO no HHCT, moryt npuBo-
ONTb K AePULNTY MecTa B BEPXHEN U HUKHER
YestoCTAX M, COOTBETCTBEHHO, K HapylleHuto
npasuabHOrO pocTta 3y6oB M Bbi3blBaTb aHOMa-
nmn npukyca [35]. OaHaKko, BEpPOATHO, B CUAy
LUIMPOKOM PACcMnpOCTPAaHEHHOCTM B MOMNyAALMM,
3TV NPU3HAKM ABAAIOTCA HU3KOCNeUnOUYHbIMK
B BbifiBAeHMn HHCT. B 1O e Bpems CBA3b aHO-
MasIni1 NpUKyca U pocTa 3yHoB C pasnYHbIMK
HHCT onucaHa pagom uccnegosaTenei. AHo-
Maanun NpMKyca 1 HapyleHns pocta 3y6oB., mx
CKYYEHHOCTb, aHOMaZMW Pa3BUTUA YentocTei
[OCTAaTOYHO 4acTO BbIABAAKTCA Yy OOMbHbLIX C
HHCT, nebtoTupya, Kak NpaBuio, B NOAPOCTKO-
BOM BoO3pacTe [36]. Bbicokaa pacrnpocTpaHeH-
HOCTb Opa/ibHbIX aHOMaNWn CBA3aHa C Hapylle-
HUAMM GOPMMPOBAHMA KOCTHOWM TKAHM Y TaKmx
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naumeHToB, AedUUMTOM KONareHoBbIX 6€KOB  BbISIBAEHHbIX Y MaLMEHTa CTOMaTO/IOMMYECKMX
B TKAHM [OeceH W HeaoCTaTOYHOM MUHepann- npobnem B BUAE HapyLEHWIM NpUKyca M pocTa
3aUMelt KOCTel, a TakKe AMCOYHKUMEN BMCOY- U APYrMX aHOMaAuii 3ybo4yentocTHol obnactu
HO-HUMHEeYeNtoCcTHoro cyctasa [33, 36]. Mpu  creHeTUYeCKMMU aedpeKTamu, MNPUBOAALLMMM
3TOM CTeMneHb BblIPaXKEHHOCTM 3TUX HapylleHun K pa3sututo paga HHCT. CBoeBpemeHHOe BbisB-
334acTylo 3HauYMTeNbHasA, Tpebylollaa MHOros- JieHMe Takux 3aboneBaHuit Kak cuHapomsl Map-
TanHoW W A/NTEeNbHON OPTOAOHTUYECKOW Kop- daHa, dnepca-faHno, fibionca-AuTua No3BoAUT
pexkumun [14, 15, 19, 23]. NPOBOANTL PaHHIOW MPODOUNAKTUKY U KOppeK-

Cnenyet obpallaTb BHUMaHME BPaYen-CTOMA- LMIO HKM3HEYTPOXKaIOLWIMX COCTOSSHUIM CO CTOPO-

TO/IOrOB M OPTOAOHTOB Ha BEPOATHOCTb CBA3M  Hbl BUCLIEPA/IbHbIX OPraHOB M CUCTEM.
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