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HacnefcTBeHHbIe HApYLUEHUs COEAMHUTENBHON TKAHN — FeHETUHECKN U KIMHUYECKU Pa3HOPOAHas rpynna 3a6onesaHinii, 06beAnHEHHas
06LLUHOCTbIO BPOX/EHHBIX ME3EHXUMaNbHbIX HAPYLIEHWA, — OfHA U3 AUCKYCCUMOHHbIX NPO6GNEM KIMHWYECKOW MeauumHbl. [onroe Bpems 8
cdhepe BHUMAHWS MEANLMNHCKONM HAyKN HAXOAUANC NULWLb «AN(EepeHLNPOBaAHHbIE», MEIOLLNE COTMACOBaHHbIe PEKOMEHAALIMM N0 ANarHoc-
TUKE MOHOTEHHbIE CUHAPOMbI, 3aperncTprupoBaHHbie B 6a3e faHHbIXx OMIM. TMpu 3TOM MHOrouYMCneHHble Heknaccuduumpyembie OpMbI ¢
MYNbTUAKTOPUANIbHBIMI MEXaHU3MaMU PA3BUTUSA, UMW TaK HAa3blBAEMble AUCMIACTUYECKME PEHOTUMbI, HE NPUHUMANUCH BO BHUMAHWUE Mpu
OLIeHKEe NMPOrHo3a W onpefeneHun neve6HON TakTUKW. B 0630pe npuBefeHbl COBPEMEHHbIE MPEeLCTaBNEeHNs 0 HOMEHKNATYpe HacreLCTBeH-
HbIX HapyLUIEHWA COEAMHUTENIbHON TKaHW, PacCMOTPEHbl AMArHOCTUYECKUE KPUTEPUM KNAacCUULMPYeMbIX MOHOMEHHbIX CUHAPOMOB (CUHL-
pombl Mapcbana n Inepca—Lanno, MASS-theHOTUN, NEePBUYHBIA NPONANC MUTPANLHOMO KnanaHa, CUHAPOM runepMoOunbLHOCTM CYCTaBOB) U
Heknaccuguumpyembix gucnnactnyeckux deHotunos (MASS-nofo6HbIA (heHOTMN, MapdaHOMAHAs BHELWHOCTb, 31epconoA06HbIA eHoTHN,
[06pOKa4YeCTBEHHASA rMNepMOo6UIbHOCTb CYCTaBOB, HEKNAacCUUUMpyeMblint (DEHOTMM) B CBETE MOCELHUX MEXAYHAPOLHbIX N O0TEYECTBEHHbIX
pekoMeHAaunii. BpoxaeHHble Me3eHXManbHble HapyLLIeHNs nNpeScTaBneHbl B BUAe HENPepbiBHON NOCNeA0BaTENbHOCTI MO CTENEHU YMEHbLLE-
HUS KIIUHWUYECKON BbIDAXEHHOCTM UX NPOABMEHUIA 1 CHXKEHWS NPOTHOCTUYECKOr0 3HAYeHUA («(HEeHOTUNUYECKNIA KOHTUHYYM>): OT MOHOTEHHbIX
CWUHIPOMOB 4epes3 AUCnnacTuyeckne eHoTUMbl K Heknaccudguumpyemomy geHotuny. Moa4epkHyTbI TPYAHOCTU KNUHUYECKON NAEHTUDUKALUYN
HACMEeLCTBEHHbIX HAPYLIEHUA COEAMHUTENBHON TKaHW, CBA3AHHbLIE C HECMELM(UYHOCTBI0 BHELLUHUX W BUCLEPANbHBIX MApPKEPoB «CnabocTu»
COe[IVHNTENbHON TKAHN 1 C ONPEefeNeHHON YCIOBHOCTbIO AUArHOCTUYECKMX KpuTepnes. OTpaXKeHbl ANCKYCCUOHHbIE BOMPOCHI AMArHOCTUKY 1
TPAKTOBKM KNUHUYECKOT0 3HAYEHNS OTAEMNbHbIX HACNEACTBEHHbIX HAPYLLEHWA COeANHUTENbHON TKaHW.

KntoyeBble cnoBa: HacneCTBEHHbIE HAPYLIEHUS COBAMHUTENbHOM TKaHW; (HEHOTUMNYECKUIA COBAMHNTENbHOTKAHHBIA KOHTUHYYM; AnCH-
NacTNYeCKNe CUHAPOMbI U HeHOTUMbI.
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Hereditary Connective Tissue Disorders:
a Modern Approach to Classification
and Diagnosis (Review)
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Hereditary connective tissue disorders — a genetically and clinically heterogeneous group of diseases united by common congenital
mesenchymal abnormalities — is one of the most debatable problems of clinical medicine. A great while, from the whole variety of hereditary
connective tissue disorders, only “differentiated” (with concerted diagnostic recommendations), monogenic syndromes registered in OMIM,
have been the focus of attention of medical community. However, numerous unclassifiable forms with multi-factorial development mechanisms
or so called dysplastic phenotypes have not been taken into account when estimating the disease prognosis and determining treatment policy.
The review represents the current concepts of the nomenclature of hereditary connective tissue disorders, and considers the diagnostic criteria
of the classified monogenic syndromes (Marfan syndrome and Ehlers-Danlos syndrome, MASS-phenotype, primary mitral valve prolapse, joint
hypermobility syndrome) and unclassifiable dysplastic phenotypes (MASS-like phenotypes, marfanoid appearance, Ehlers-like phenotype, benign
joint hypermobility, unclassifiable phenotype) in the view of recent international and domestic recommendations. Congenital mesenchymal
disorders have been represented in the form of a continuous list in order of decreasing clinical intensity of their manifestations and prognostic
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value reduction (“phenotypic continuum”): from monogenic syndromes through dysplastic phenotypes to unclassifiable phenotypes. The authors
have laid emphasis on the difficulties of clinical identification of hereditary connective tissue disorders related to non-specificity of external and
visceral markers of connective tissue weakness and certain conventionality of diagnostic criteria. The review has shown the debating aspects of
diagnosis and interpretation of clinical significance of some hereditary connective tissue disorders.

Key words: hereditary connective tissue disorders; phenotypic connective tissue continuum; dysplastic syndromes and phenotypes.

HacrnencTeBeHHble HapyLUEeHWU COeQMHUTENBLHOM TKa-
HW (HHCT) — reHeTM4eckn v KIIMHWYECKM pasHopod-
Has rpynna 3abonesaHui, 06beauHEHHas OOLLHOCTbLIO
BPOXIEHHbIX Me3eHXMMarbHbIX HapyLlleHWin, — OfHa
13 Hambornee OWCKYCCUOHHBIX MPOGIIEM KITMHUYECKON
MeauuuHbl. MHorve rofbl B cdepe BHUMaHWA crie-
LManmMcToB HaxoOunucb nub «AuddepeHumpoBaH-
Hble», WUMEIOLLME COrnacoBaHHble peKoMeHpauuu o
LOVarHoCTMKe MOHOMEHHbIE CUHOPOMbI, COMPSXXEHHbIe
C MyTauuen reHoB OeflkOB BHEKNIETOYHOrO MaTpuK-
ca, PeLenTopoB POCTOBbLIX (PAKTOPOB M MAaTPUKCHbLIX
MeTannonpoTrenHas. M xota 4ucrno Takux CUHOPOMOB,
MHOIMe 13 KOTOPbIX 3aperncTpmMpoBaHsl B 6a3e JaHHbIX
Online Mendelian Inheritance in Man (OMIM), K HacTo-
AllemMy BpemeHu npesbiwaet 250 [1], ux pacnpocTpa-
HEHHOCTb B MOMYNALMM N, COOTBETCTBEHHO, MEANKO-CO-
LparibHOe 3Ha4YeHne OTHOCUTENBHO HEBENWKK. [opasaio
Yallle NPUXOAMUTCS CTarnkuMBaTbCs C MHOMOYUCIEHHBLIMU
HeanpdepeHUMPOBaHHbIMY (HEKNaccupuumpyembiMm)
dopmamun HHCT ¢ mMynbTuhakTopranbHbIMU MexaHn3-
MamMu pasBuTUA (Tak HasbiBaeMble AWCNIACTUHECKUe
heHotunbl). Vix nposiBneHuns (06bI4HO He CTOMb ApKUE)
He yKnafblBalTCs HU B OfHY M3 Kraccuuumpyembix
HacnegcTBEHHbIX 60Me3Hen, a KNMMHUYECKU aManasoH
NMpoCTMpPaeTCH BMNIOTb A0 MepexofHbIX, TPYAHO OTNn-
YMMbIX OT HOPMbI BapuaHToB. [1pn 3TOM ecnu KiuHmu-
Yeckoe 3Ha4yeHWe MOHOreHHbIX CUHOPOMOB MOAPOBGHO
N3y4eHo, a OMarHOCTUYECKNE KPUTEPUU U3BECTHbLI, TO
aucnnactmyeckne eHoTUMNbI NPOJOHKAT 0CTaBaThCA
HEKOW OHOPOOHOW Maccon, 06bI4HO UFHOPUPYEMOWN Ha
npakTuke. [epsas nonbiTka ux cuctemaTmsaumm n gop-
MYJIMPOBKM [OMAarHoCTUYECKUX KpuTepues Obina npep-
npuvHaTa B HaumoHanbHbix pekomeHpaumsax no HHCT
(Poccmst), npuHsTeix B 2009 r. [2] 1 NepecMOTPEHHbIX B
2012r. [3].

Llenb o630opa — nokasatb KMMHNYECKOE MHOroo6-
pasve BPOXAEHHbLIX Me3eHXUMarbHbIX HapyLUEeHWUH,
NMoAYEPKHYTb TPYOAHOCTU UX MAEHTUUKALNK, OTPa3nUTb
CMOpPHbIE M HepeLLEeHHbIe BOMPOCHI, KacaroLlimeca ava-
THOCTMKM U KNHMYecKoro 3HadeHns HHCT.

K HHCT, umetomm cornacoBaHHblE peKOMeHAaLnm
no OuWarHoCTWKe, OTHOCATCA cuHapoMbl Mapdhana u
Onepca-HAanno, MASS-theHoTN, NEPBUYHbLIN Nponanc
MWUTPanbLHOro KnanaHda, CUMHOPOM TMNepMOOUITLHOCTU
CyCTaBOB.

Cunpgpom MapghaHa — ayTOCOMHO-OOMUHAHTHASA
naTosiorusi, B OCHOBE KOTOPOW fexaT MyTauum reHa
unbpunnmna-1 (FBN1). HecmoTps Ha o4eBMAaHbIE yCre-
XV NEKapCTBEHHOW Tepanun n XMpypru4eckux MeTofos
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neyexus [4-7], cuHgpom MapdpaHa npogoskaeT npeg-
CTaBNATb CEPbE3HYI0 NPOBIEMY B CBSI3N C PUCKOM pac-
CNOEHUs aopTbl, KOTOPbIA YrpoXaeT Nno KparvHen mepe
Kaxgomy gecsatomy 60nbHOMY B Bo3pacTe 1o 40 ner [8,
9]. YcTaHOBNEHME NATOreHETUYECKOM POSIN TpaHcop-
MupytoLLero B-dpaktopa pocta (TGF-f) no3sonuno nyy-
e MOHATb MPOUCXOXOEHUE W3BECTHbIX KIIMHWUYECKMX
npossneHunin cuHopoma MapdaHa 1 0603Ha4YUTbL HOBbIE
MepCrneKTMBbl KOHCEPBATVMBHOIO NIe4eHNs AaHHOM naTo-
nornn ¢ npuUMeHeHnemM apMakosiorM4eckux CpencTs,
YMeHbLUAKLWMX KoHUeHTpauuo TGF-B [10-16].

OunarHocTnka cuHgpoma MapdhaHa ocHoBaHa Ha
leHTckux kpuTepusx (Ghent nosology, 1996; 2010). B nx
nocnegHen, nepecMoTpeHHON, Bepcuu [17] ynpasgHeHo
[eneHve Ha 60MbluMe U Masble NPU3HaKW, Psg MasbIx
npu3HakoB uckmodeH. OJHOBPEMEHHO BbiAeneHo aga
Hanbonee cneunduyHbIX NpudHaka — gunarauus w/
WM paccrnoeHne aopTbl U SKTONWUA XpycTanuka, npep-
noxeHa 6annbHas oueHKa ocTallbHbIX MPU3HAKoB AJ1A
pacyeta CTerneHW CUCTEMHOrO BOBJIEYEHUSI COEOMHU-
TENbHOW TKaHW U YCTaHOBMEH 3HAYMMbIA AN AMarHoc-
TUKW nopor B 7 6anno.. [JOCTOMHCTBA U OrpaHnYeHus
nepecMOTPEHHOW Bepcumn eHTCKUX KpUTEPUEB NPOAJOIT-
XatoT o6cyxaarbcs. ConoctaBneHvne amarHoCTM4eCcKom
LIeHHOCTM HOBbIX M CTapblX KPUTEPUEB Ha Matepuane
1009 npob6aHOoB C MOATBEPXAEHHOW MyTaLMen reHa
FBN1 nokasano, yto guarHo3 cuHgpoma MapdaHa
no sepcun 2010 r. MOXeT ObITb KOHCcTaTMpoBaH y 83%
obcnefoBaHHbIX, a no Bepcumn 1996 r. — y 89% [18].
[MpvMeHeHne HOBbIX KpUTEPWEB K AMArHoCTUKe 3a60-
nesaHns y 164 60SbHbIX C YCTAHOBEHHLIM CUHLPO-
MoM MapdhaHa He no3BonunoO NOATBEPAUTL OAMArHO3 B
9% cnyyaeB M3-3a MeHbLUEro AMarHoCTM4eckoro seca
3KTa3um TBEpAON MO3roBOW OOOMOYKU U HEeOOOLEHKU
aunarauum aopThbl Y NAUMEHTOB C BbICOKMM 3HAYeHMEM
nrowiaam nosepxHoctun tena [19].

Cungpom Anepca-[laHno — reteporeHHas rpynna
KonnareHonatui C pasnuyHbIMX TUNamn Hacneposa-
HUS U OBLLUMMW KITIMHWUHYECKUMMW NPOSIBIIEHNAMU B BMAOE
rMnepmMobubHOCTN CyCTaBOB U MOBbLILLEHHOW 311acTny-
HOCTV KOXM. B OCHOBE 3TUX M3MEHEHWI NIexar MyTaumm
FEHOB KOMareHoB, NPOTEOrIMKAHOB M TeHacuMHa-X nim
bepMeHTOB, y4acTBYIOLLMX B MOCTTPAHCIALNOHHON MO-
oncbukauum konnarexa [16, 20-24]. uarHoctuka CuH-
opoma Onepca—[daHno ocHoBaHa Ha BunbgpaHLLckux
kputepusax (Villefranche nosology, 1997) [25]. BmecTo
npu3HaBaeMbIX paHee OecATU TUMOB 6ONe3HN B 3TUX
KpuTepusaXx BblOesieHbl LIeCTb: KIacCuyeckuni, rmnepmo-
OUIbHBLIN, COCYAUCTLIN, KUPOCKONMOTUYECKUIA, apTpo-
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XanasuiHbIn U gepmartocnapakTUyecKui; ansg Kaxaoro
U3 HUX onpefesieHbl 60sbLUNE U Masible AnarHocTuyec-
kue Kputepun [3, 23, 25, 26]. Tem He MeHee coobLLie-
HUS O HOBbIX MEHETUYECKMX U KIMHUYECKMX BapuaHTax
CVMHIpPOMA MPOAOMKAOT MOABNATLCSA, NOOGYyX4asd K auc-
KYCCUU O HEOOXOOMMOCTM YTOYHEHNA BunbdpaHLLCKmX
KpuTepues [24, 27, 28]. Hanbonee pacnpocTpaHeHHbIM
CYMTAETCA KNacCUYeCKUn TUM CUHAPOMA, Ha ero [onio
npuxoautcs 0o 90% 6onbHbIX [29, 30]; nprbnmauntens-
HO ¥ 50% 13 HUX nOeHTUULMPYETCA MyTauus B reHe
COL5A1 mnn COL5A2 [31]. BonblumnmMuK KpuTepUsaMm
Kriaccuyeckoro Tvna cuHgpoma Onepca—[aHno ssns-
IOTCS MOBbILLEHHAS PACTSXKUMOCTb KOXW, rMnepMobusib-
HOCTb CYCTaBOB M LUMPOKME aTtpodmyeckune pyoLbl; Ha-
nm4yme Xots 6bl OOHOIO U3 KPUTEPUEB [OCTATOYHO ASIA
KIMMHUYECKON ANarHoCTuKuM [25].

MASS-¢peHornn (MapchaHONOfO6HbIA CUHAPOM) —
aKpOHMM, 0603Ha4aloLLMIn Nponanc MUTPasnbHOro Kra-
naHa, muonuto (Mitral valve prolapse, Myopia), pacLum-
peHune aopTbl (Aortic dilatation), nameHeHust koxu (Skin)
n kocten ckeneta (Skeleton). MASS-cheHOTMN MOXHO
JMarHocTMpoBaTb Mpu NorpaHNYHOM M Henporpeccupy-
IOLLIEM pacLUMPEHNW KOPHS a0pTbl, HANMM4nm XoTs 6bl 0f-
HOrO CKeJlIeTHOro nposiBrieHnsl, 0CO6eHHO aedopmaumm
rpynHomn Knetku [32], n Npu3HakoB CUCTEMHOrO BOBJIe-
YeHUs COegUHUTENbHOM TKaHW Ha 5 6annoB un 6onee.
Mockonbky MASS-theHoTUN, Kak 1 cuHgpom MapdhaHa,
MOXEeT ObITb BbI3BaH TeTepOo3UrOTHLIMU MyTaLUAMM
reHa FBN1 [33], ero TpygHo (eciv BoobLLe BO3MOXHO)
OTNNYUTL OT cuHapoma MapdaHa ¢ HemnosiHbIM Habo-
pOM TMPU3HAKOB UMM OT «BO3HWKAOLLEro» CuHOpoma
MapcpaHa npu o6cnegoBaHMn OTOENBHOrO UHAMBUAYY-
Ma, 0COOEHHO B OETCTBE.

Mponanc MuTpanbHOro KnaraHa JAuarHocTupyet-
CA MpPU CUCTONINYECKOM CMELLIEeHUM OOHON unn obeunx
CTBOPOK MMWTPArnbHOrO KnaraHa 3a JMHUI0 KranaH-
HOro KomnbLua B napacTepHasibHOM NPOLOSIbHON No3n-
unn 6onee 4em Ha 2 mm [3, 34]. Mopdonornyeckum
cybcTpatoM nepBUYHOro rnposarnca MUTPasbHOro
KnanaHa kak ogHoro ua BapuaHtoB HHCT BbicTyna-
eT MWKCOMAaTo3 KJamnaHHbIX CTBOPOK, OTpaxawLyuii
[e30praHn3aumnio KonnareHoBbix uMOpU 1 Hakor-
NIeHNE B HUX KUCMbIX FNNMKO3aMUHOrNnKaHoB [35—-38].
MNpenctasnexuns o BnusaHuM TGF-B Ha nporpeccupoBa-
HMe MMKcomMaTo3HoM gereHepauun [35, 39, 40] nomo-
ratoT 0ObSICHUTL NPUPOAY 3TOMO FBNEHNS N OTKPbIBAIOT
HOBble BO3MOXHOCTW NPOUNAKTUKN MUTPASIbHON pe-
ryprutaumnm y Taknx 60MbHbIX.

MepBUYHbLIN Nponanc MAUTPanbHOrO KnanaHa okasarn-
€Al caMbIM pacnpoCcTpaHeHHbIM Cpeau Knaccuduumpye-
mbix HHCT [41]. [Mpn 3TOM YacToTa €ro BbISIBNIEHUS Cy-
LLIeCTBEHHO 3aBUCUT OT BbIOPAHHOro AMarHOCTUYECKOro
nopora rfiyéuHsl NponabrvpoBaHus, TOMLLMHBI CTBOPOK,
a Takxe Bo3pacTa 1L, BOLIEeAWMX B BbIOOPKY. Y nu
MOOJOro BoO3pacTa Mpu WUCMOSb30BaHWUWU YrbTpas3By-
KOBOro nopora B 2 MM 1 6onee nponanc guarHocTnpo-
Bancs B 10% cny4yaes, 3 MM 1 6onee — B 4,3% cny-
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YyaeB [42, 43]. PacnpoCTpaHEHHOCTb «KMacCU4ecKoro»
nponanca (C yTofweHnem CTBOPOK B 5 MM u 6onee), no
OaHHbIM DPEeMUHIeMCKOro UCCNenoBaHns, cocTaBnseT
He 6onee 1,3% [34, 44]. Heknaccuyecknin BapuaHT na-
Tonoruu (nponabvpoBaHue 6onee 2 MM 6€3 yTOSLLEHUS
CTBOPOK) BCTpeYasncs B MONynsiuuyM MOMOAbIX JHogewn
Yale — B 3% cny4aes [42, 43], 4TO, OfiHaKO, ropasgo
MeHbLUe, 4YeM coobLianock paHee [45-50]. lMpexHue
CcBefleHns 0 60nee BbICOKOW pacnpoCTPaHEHHOCTU Mpo-
nanca MuTpasibHOro KnanaHa ABMsfUCh CIeCcTBUMEM
ero runepanarHoCTVKM Ha 3ape BHeOpPeHUs B KITUHU-
YeCKyt0 MPakKTUKy axokapauorpadumu, akcTpanonsauum
pe3ynsTaTtoB OTAENbHbIX HAOMOAEHUI Ha NOMyNaunio B
LiefloM U OTCYTCTBUSA OOHO3HAYHbIX KPUTEPUEB OMarHo-
3a [51-55].

MepeoLeHke NoaBepranch 1 NpexHue npeacrasne-
HUS O PacrnpoCTPaAHEHHOCTN U TAXECTU OCNOXHEHUN
NnepBUYHOrO nNposianca MUTPanbHOro KnamnaHa. B Bbl-
WeALwmnx Ha pybexe XXI B. cTaTbsx ¢ KpaCHOPeynBbI-
MW Ha3BaHuAMUK: «TalHbl Nponanca», «Bpemsa ang cee-
Xero B3rnaga», «Ctapble nNpepcTaBneHus ycTynawT
MECTO HOBbIM [aHHbIM», «BeHeuuaHCKuUA Kynew unu
MHOIO LLiyMa U3 Hu4ero», «Korga nponanc CTaHOBUTCSA
HacTosiLLen 6one3Hblo?» [52, 56—60] — oTcTamMBanochb
MHEHME O TOM, YTO Cepbe3Hble OCIIOXHEHUS BCTpeya-
0TCS Y NALMEHTOB C NPOAaNcoOM MUTPasibHOro Knana-
Ha He HaMHOro 4atle, 4eM y nuu, 6e3 3Toro fedexra.
B pspe uccneposaHui, B YaCTHOCTU, HE HaLUMW nog-
TBEPXEHNS CBeJEeHUS O TECHOW CBA3U MUTPANbHOIO
nponarnca ¢ MO3roBbIM MHCYNLTOM [51, 61], MHdEeKUN-
OHHbIM 3HAOKaAPAUTOM [62], APYrUMU OCIIOXHEHUAMMU
[51, 52], BNpoyeMm, nHble HAbNIOEHUS CBUOETENbCTBY-
toT 06 06paTHOM [63—66]. He uckno4eHo, 4To natore-
HeTu4eckas CBA3b MepBUYHOro nponanca MMTpasibHO-
ro KranaHa ¢ HEKOTOPbIMW OCJIOXKHEHMAMN (MO3rOBOM
WHCYNbT, Cepbe3Hble HapyLUeHUsi CEPAEYHOro putMa)
MOXeT peann3oBbiBaTbCA M 6e3 MNPAMOro y4acTtus
«KJlanaHHOro» MexaHu3ma, Hanpumep 3a cYeT npucy-
wmx HHCT akTBaumm BeretatTMuBHOM HEPBHOW CUCTE-
Mbl, HEMPOSHAOKPUHHBIX AUCHYHKLUMIA NN HAPYLLEHWI
remoctasa [63, 67-71].

K HacTosilLlemy BpeMeHn paspaboTaHbl YeTKve ava-
FHOCTUYECKME KpUTEpuM nporarnca MUTPasnbHOro Kna-
naHa [34, 63, 72, 73], a Takxe BbleneHbl BapuaHTbl
naTonornm, acCcoUMMpoBaHHbIE C PasfNYHON CTEMEHbIO
pyCKa M pa3HbIM MPOrHO30M, B TOM YMUCSIe CEePbE3HbIM
[52, 63, 74—76]. Ana cTpatuukaumm prcka y 60nbHbIX C
nponancoM MUTPanbHOro KnanaHa CyLLeCTBeHHb! napa-
METPbI rMy6uHbI NPONabupoBaHUs, TOMLLMHBI CTBOPOK U
CTeneHy muTparbHoW peryprutaumm [72]. MNpu BbICOKOM
CTEeNeHU MUTParnbHOW peryprutaumm u TOMLLMHE CTBOp-
Kn 6onee 5 MM (Npu3HaK ee MMKCOMATO3HOW OereHe-
paumun) BEPOSTHOCTb FEMOAVMHAMUYECKMX PACCTPOMCTB
[OCTOBEpPHO noBbiaeTcs [73]. INoka ocTaeTcs HeACHbIM
BOMPOC O MEeHETUYECKON OHOPOOHOCTU, a TaKXe O Kiu-
HUYECKMX U MPOrHOCTUYECKMUX pasnuymnax oudpysHoro
(Barlow's valve) n 4yacTM4HOro MMKCoMaTo3a KranaHHbIX
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CTBOPOK [37, 63]. Kpome TOro, Kak nokasaHo B nutepa-
Type [7, 43, 77, 78], HapyLLeHUs1 O6LLEN reMOAMHAMMKU
npyv NepBMYHOM Nporarce MUTPANbHOroO KramnaHa npo-
NCXOOSAT He TOMbKO MocpedCcTBOM MexaHu3mMa Mutpasb-
HOW HEeJoCTaTOYHOCTU, HO U 4epe3 OMacTONNHECKYIO
OVCMYHKLMIO U CHUXKEHME COKPATUTENBHON CMOCOBHOC-
TV MUOKapa, KoTopble 06YCMNOBIIeHbl MOPaXeHNeM WHT-
pamMuokapamnanbHOW COeaUHUTENIbHON TKaHW.

B ocHoBe cuHApoma runepmMo6usIbHOCTU cycTa-
BOB exaT MyTauuu reHOB, KOOAMPYHOLLMX KonjareH,
3MacTUH, UOPUIINIMH U TeHacuuH-X, NpUBOASALLME K
€naboCTn CyCTaBHbIX CBA3OK. B HacTosLLee Bpems npu
LOWarHocTukKe rmnepmMoOuNIbLHOCTU CYCTaBOB WUCMOMb3Y-
eTca gessaTnbansbHas wkana P. Beighton [79], conoc-
TaBfeHNe C paHee npepioxeHHbiMu kanamu (Carter
and Wilkinson, Rotés-Quérol) npogemoHcTpupoBasno
ee BanuaHocTb [80]. 'MNepMobunLHOCTL CYCTaBoB, COo-
CTaBnsoLlas He MeHee 4 6annos no Lkane Beighton, n
apTpanruv He MeHee YeM B YeTblpex cyctasax Npoforn-
XWTENBHOCTBIO OT TPex MecsiLeB ABNAIOTCA 60MbLLUMMM
[OVNarHoCTUYECKNMU  KPUTEPUSIMU  [AHHOW MNaTosormm.
OCHOBHOW KNMMHNYECKON NpO6IEeMOW, CBA3AHHON C -
NepMOOUNbHOCTLIO CYCTaBOB, CHUTAETCS XPOHUYECKUN
6oneson cuHapom [81-83], yacTo nHoyumpyowmin ne-
npeccuto 1 Tpesory [84-86]. ApTpanrum, CBfi3aHHble
C CMHOPOMOM TUMNepMOBUNBbHOCTN CyCTaBOB, HEPEeaKO
BbICTYNaT MPUYMHON 3aTAHYBLLUErocs AuarHoctuyec-
koro noucka [87, 88] n onarHoctMyeckmx ombok [89,
90]. Npepnonaraemas cBA3b MeXAy rmnepMobubLHOC-
TblO CYCTaBOB W OCTE0apTPO30M [0 CUX MOp OcTaeTcs
HepgokasaHHou [81].

OTpenbHOM npo6nemort gns nauuMeHToB C CUMHOPO-
MOM TUNEepPMOBUNBHOCTN CYCTaBOB ABMSIETCS COMYTCT-
BYIOLLIAS NATONOrMA MOYErOSioBON CUCTEMbI Kak oTpa-
XeHue CUCTEMHOro COEUHUTENIbHOTKAHHOro JedeKTa.
PacnpoctpareHHoCTb nponanca redutanuia [87, 91-93]
1 HedepxXaHua moun [87, 93-96], ny3bIpHO-MOYETOYHN-
koBoro pecpnokca [97] N MHMEKUMM MOYEBLIBOOSALLMX
nyten [87], 4acToe coyeTaHue STUX HapyLUEHWUA C He-
oepxaHuem Kana [91, 94, 95] — Bce 3TO onposepraeT
npefcTasfieHe 0 «J0O6POKa4YeCTBEHHOM» XapakTepe
CUHOpPOMA rMNepMobunIIbHOCTY CYCTaBOB (B aHIIMNCKOM
TpaHckpunuum «benign joint hypermobility syndrome»).

Heknaccudmumpyemble HHCT, wmetowime, Kak
npaBsuno, MynsTUdAKTOPUAnbHYIO MpUPoaRY U  He
nogxonsLine mnop CcornacoBaHHble KpuUTepun f[ua-
FHOCTWKW, BCTPeYalTCs B MOBCELHEBHOW MpaKTUKe
ropasfo 4ate. VIx KnuHu4eckoe MHoroo6pasue cuc-
TEMaTU3MPOBaHO B cregywolme BapuaHTbl: MASS-
nopo6HbIM - doeHoTun, MapaHomaHas BHELLHOCTD,
afiepconofobHbIn heHoTUN, Ao06poKa4YeCTBEHHASA M-
NnepMobUnLHOCTL CYCTaBOB, HeKaccuuumpyembin
deHoTun. lMNepBble ABa U3 HUX PEHOTUNUYECKU Hano-
MUHalT cuHgpomM MapdaHa, gBa crnefyoLime — CUH-
opoMm 3nepca—[aHno, He oTBe4Yas MOSIHOCTbIO Kpu-
TepusiM [MarHo3a ykasaHHbIX COCTOsHWMWA. B ocHoBy
AMarHocTMkn Heknaccuduumpyembix HHCT nono-
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XEeHbl Te Xe MpUHUMMbI (COBOKYNMHOCTb BHELUHUX W
BUCLiEepaNbHbIX (PEHOTUMNUYECKMX MPOSIBIEHWN), HTO
ncnonb3ytotcsa npu BbigeneHun HHCT, nmetowmx co-
rnacoBaHHble pekoMeHpauuu, oOHaKo AuMarHocTuyec-
Kne KpuTtepun npu 3Tom 6onee «msrkue» [41, 98].

MASS-nofo6Hbii (MapghaHONo[o6HbIN) cheHoTHN
XapakTepuayeTcs MorpaHvyHbIM 3HaYeHneM pasmepa
KOPHS a0pTbl B CO4ETAHMM C MMONUER N/nam Nponancom
MUTPanbHOrO KranaHa v Hann4nem Mpu3HakoB CUC-
TEMHOr0 BOBJIEYEHWUA COEOUHUTENIbHON TKaHN MeHee 5
6annoB (B otnmume ot MASS-theHoTHna, Npu KOTOPOM
BOBJIEYEHME cocTaBnseT 5 6annos n 6onee).

MapgpaHonaHasi BHELWHOCTb XapakTepusyeTtcs
TONIbKO MPW3HaKamy BOBJEYEHUA KOCTHOW CUCTEMbI
(He MeHee 4eTbipex Npu3HakoB [41]) npu OTCYTCTBUM
BUCLieparbHbIX U3MeHeHui. [pyn aToM ponyckaroTcs
MeHee CTpOrve CKemneTHble U3MEHEHUs, YeMm Te, 4YTO
HeobxoanMbl NS KoHcTaTauum cuHgpoma MapdaHa,
HO Hanu4yne [ONMMXOCTEHOMENUN N apaxHOO4AKTUIUM
o6s3atenbHo [3]. Barnagam o 6e3061aHOM xapakTepe
MapaHOMZHOMW BHELUHOCTU (BBMAY OTCYTCTBYHOLLMX
N3MEHEHWI BHYTPEHHNX OPraHoB), KaXeTcs, CyXAeHO
MOABEPrHYTLCA MEePecMoTpy B CBETE MOC/eQHNX faH-
HbiX. okasaHo [99], 4To nuua Monogoro Bo3pacta ¢
Map{aHONOHOMW BHELLIHOCTbIO OOCTOBEPHO OTNNYAt0T-
CAl OT CBOWX CBEPCTHUKOB 60Jiee BbICOKOM aKTUBHOC-
TblO CMMMNAaToapeHanoBon cMcTeMbl U 6onee CyLLecT-
BEHHbIMU (XOTS M He BbIXOAALLMMY 32 Npefenbl HOPMbI)
3Ha4YeHUsIMM OnamMeTpa KOpHS aopThbl, TOMLMHBI CTe-
HOK 1 Maccbl MMokappa. HeCOMHEeHHO MHTEepeCHbI Tak-
Xe npefcrtasneHns 0 MapaHonaHON BHELLHOCTU Kak
npegukTope UOpUNIALUM Npeacepoun U ckiepo-
[lereHepaTuBHbLIX MOPaXKEeHU aopTasibHOro KnanaHa
[100-102].

[MaBHOe ycrnoBMe OTHEeCEeHWs nauueHTa K asepco-
nogo6HoMy (heHOTUIy — Hanuuve He MeHee [BYX
NMPU3HAKOB BOBIEYEHNS KOXW, UCKITI0Yas 6omnbLuve Kpu-
Tepun cuHgpoma dnepca—LaHno.

Hob6pokayecTBEHHYO runepmMo6busIbHOCTb C)c-
TaBOB KOHCTaTVPYIOT MPU BbISBNEHNU U3OLITOYHOIrO
OManasoHa OBWXEHWW B CycTaBax, HO (B OTnnyve oT
CUMHOpPOMA TMNepMOBGUIbHOCTM CYCTaBOB) 6€3 KMHU-
yeckon cumnTomaTtuku [3]. lobpokayecTBeHHas runep-
MOOGUIILHOCTL CYCTaBOB OkKasanacb Hambosiee 4acTblM
OMCNNacTUYeCKMM  DEHOTUNOM, OJHAKO MOCKOMbKY
pa3bpoc nokasaTenen ee pacrnpoCTPaHEHHOCTW, MNpu-
BOAMMbIX pa3HbiMK aBTopamu, Benvk (ot 4—13% [103]
00 44-50% [41, 104]), obcyxpaeTcs HeOH6X0OMMOCTb
YXKEeCTOYeHUs anarHoctTm4eckmx kputepmes [41, 105].

K Heknaccudpuympyemomy gheHoTuny npennoxeHo
OTHOCUTb CIly4au BbISIBIEHUS HE MEHee LLeCTU MarsbIX
BHELLHMX 1/Unu BUCLLEPAIbHbIX MPU3HAKOB BPOXAEHHON
«CnabocTu» CoedUHUTENBHON TKaHW, He nognagaroLmx
nof KpUTepum OpYrux BbllLEHA3BaHHbLIX CUHOPOMOB U
dheHoTMnOB [3]. BHMMaHue K HeMy NPOSIBNEHO B CBA3N C
pacnpoCTPaHEeHHOCTbLIO; KIMHNYECKOE 3HaYeHue 3Toro
dheHoTMNA HYXAaeTcs B yTo4HeHun [2, 106].
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HecneunuyHOCTb BHELLHMX U BUCLiEpanbHbIX Map-
KepoB «CnaboCcTn» COEQUHUTENILHOM TKaHW, U3BeCTHas
YCNOBHOCTb [MArHOCTUYECKUX KpUTEPUEB AucCniacTu-
YeCKMX (PeHOTUMOB (HEKOTOPbIE M3 KOTOPbIX OTNMYa-
IOTCSl HEe Ka4yeCTBEHHO, a KOSIMYECTBEHHO — MO YucChy
KOHCTaTUPOBaHHbIX MPU3HAKOB) 3aTPYOHAT pacrnos-
HaBaHue otgenbHbix HHCT. B npouecce OMarHOCTUKM
CnefyeT pyKOBOLCTBOBATLCA CBOEOOPA3HOW nepapxmei
HHCT: OoT MOHOreHHbIX CMHOPOMOB Yepe3 AucnnacTu-
Yyeckne oeHoTUMbI K HeknaccuguumpyeMmomy eHoTu-
ny n Hopme. Benep 3a M.J. Glesby n R.E. Pyeritz [107]
NMOJO6HBIA HENpPepbIBHbLIA MepeYeHb NPUHATO 0603Ha-
yaTb TEPMUHOM «(DEHOTUMUYECKUIN KOHTUHYYM» [108].
B cooTBeTCTBUM C 3TMM MOAXOAOM Hanuyve npusHa-
koB cuHgpoma MapdaHa vnm Anepca—[daHno uckno-
yaeT anarHo3 Heknaccudmumpyembix HHCT. Hanuune
kputepnes MASS-theHoTUNa (B YMCne KOTOpbIX dury-
pYIpyIOT nposanc MUTParnbHOro KrnanaHa v M3MeHeHus
CKeneTa) He faeT OCHOBaHUWA roOBOPWUTb O MEPBUYHOM
nponarice MUTparnbHOro KnarmaHa unv mapgaHongHom
BHELLUHOCTW. TOYHO Tak Xe AuarHo3 MepBUYHOro Mpo-
narca MmUTpanbHOro KrnanaHa oTBepraeT 3aksoveHue o
NO60M U3 AMCnnacTMyYeckux heHoTunoB. HakoHew, Ha-
VUMEHBbLLWIA KIIMHUYECKNUIA U ONarHoCTUHYECKUI BEC NMe-
eT HeknaccuuumpyeMbli eHoTurn.

Taknum 06pa3oM, K HaCTosALLLEMY BPEMEHU KOHLeNuums
HHCT kak O6LMPHOrO U HEeOMUCKPETHOrO0 MHOXEeCcTBa
pa3HoobpasHbIX MO CUMMTOMATUKE U MPOTrHO3Y BPOX-
[EHHbIX HapyLUeHWN COedUHUTENIbHOW TKaHu ogopmu-
naco; chopmupoBanach Knaccuukauma sTux narono-
FMYECKUX COCTOSIHUIA, CAOPMYNMPOBAHLI KPUTEPUN KX
auarHosa. B xofe panbHenwmx uccrnefoBaHui npes-
CTOWUT YTOYHUTb KIIMHUYECKOE 3HayeHue OTAesbHbIX
knaccupmumpyembix HHCT 1 ocobeHHo gmucnnactnyec-
KUX OEeHOTUMOB.

®duHaHCMpoBaHUe ucCcnefoBaHU U  KOHMAUKT
MHTepecoB. ViccnenoBaHve He (hMHAHCUPOBANOCH Ka-
KUMU-NIMO0 WUCTOYHWMKAMWU, U KOH(IUKTbI MHTEPECOB,
CBSi3aHHbIE C JaHHbIM UccrefoBaHeM, OTCYTCTBYHOT.
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