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PaccmoTpeHb! 06Lme 3aKOHOMEPHOCTH, GopMUpPYIOLLIME MHOrO0Bpaane KnHuYe-
CKWUX NPOSIBNEHUI HAaCNeACTBEHHbIX HAapYLLUEHWA coeauHuTenbHoit TkaHn (HHCT).
MpeanpvHsTa NOMbITKA NPUBELEHNS NCNONb3yeMoii Ans o6o3HaveHns HHCT tep-
MUHONOrMN B COOTBETCTBUE C MPUHATLIMW MEXAYHAPOAHLIMU noaxonamu. Mpea-
JIOXEHO paccmaTpuBaTb PacnpoCTPaHeHHbIi B Poccuy TepMyH aucnnasws Kak
cuHoHnm HHCT, penntb Bce HHCT Ha HacneacTBeHHble cuHapomsl (HC) v gmcnna-
cTnyeckme deHotunel (4P). Ha npumepe GrubpunnmnHonaTtnii pacCMOTPeHbI Bapu-
aHTbl KJIMHUYECKOro noavmopduama n reHeTuyeckon rereporeHHoct HC, obey-
XAEHa KIMHNYecKkas 3Ha4MmoCTb MapdaHOMAHON BHELLHOCTM Kak heHoTMna.
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[MomBoxst mTorm M3ydeHUs MPOOJIEeMbI HaCICACTBCH-
HBIX HapymeHWi coemmHutenbHoit TKanu (HHCT)
3a MPOIIEIIINe ASCITh JIET, CIeIyeT OTMETUTD, 9YTO OTE-
YeCTBCHHBIC MCCIICIOBAHMS 3TOM, OMHON M3 Hambojee
CITOKHBIX MPOOJIeM KIMHWUYCCKOW MEIWIIMHBI, TECHO
CBSI3aHHOI C TeHETUKOM, BHECIN 3HAUYNTEILHBIN BKIIAI
B pa3BUTHE JaHHOW oOiacTu 3HaHuWi. HauHem c ToOTO,
qTo enié B Havase XXI Beka B Poccuu rocroacrsoBaia
KOHIICTIINS TUCIUIa3nu coequHuTepHOM TKaHu (JICT),
COMTACHO KOTOPO¥ HaJIWYMUSI HECKOJIBKUX IPU3HAKOB
IUCOMOPUOTeHe3a WJIM YCJIOBHO M30paHHOTO ITOopora
0aJUI0B, PACCYNTAHHBIX C ITIOMOIIBIO (POPMaIbHOM MaTe-
MaTU4YeCKOU MpoLeaypbl, ObLIO JOCTATOYHO, YTOOBI
noctaBuTh auarHo3 “cuaapoM ACT”. PacmpoctpaHe-
HUE TaKOTO IIOAXOIa CTajo IIPUIMHON HEBEPOSITHOMU
runepanarHoctukun HHCT, koTtopas BBISIBIISIIACH CTO-
POHHUKAMM 3TOI KOHLENUUU Y 85% HpakKTUUECKH 300~
POBBIX JIML] MOJIOAOTO Bo3pacTa [1].

MegunmHcKass o0IIecTBEHHOCTh cTpaHbl g0 2007T
He ObUTa 3HaKOMa ¢ MEXIYHAapOTHBIMU KOHCEHCYCaMU
10 TIpo0JIeMaM TMArHOCTUKU W TAaKTUKH BeICHUS OOJIb-
HBIX C HamboJyiee pacIpOCTPaHCHHBIMU MEHICIMPYIO-
mumu cuaapoMaMu HHCT. JIumrs mocie myoamKamy
Hameil MoHorpaduu “JumcruracTuyeckue CUHIPOMBI
u eHoTUNnb” [2] cTajao BO3MOXHBIM KOHCTPYKTUBHOE
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oocyxnenmne mnpoosembl HHCT u pa3paboTrka TepBbIX
HAIIMOHAIBHBIX PEKOMEHIOAIMIA, KOTOphIe OBUIM BIICP-
BBIC TIpeAcTaBiIeHBI Ha PoccuiickoM HaIlMOHAJIbHOM
KoHTpecce KapauojoroB B 2009r [3]. OTtMermMm, 49TO
paboTra Ham TEPBHIMM PEKOMCHIAUMSIMM, YIUTHIBAS
MEXIVCIUTUIMHAPHBINA XapaKTep MOTHSITON ITPOOIEMEI,
moTpedoBaja yJacTHsI CITCIIUAICTOB Pa3HBIX CITCIIH-
agbHOCTe M B KomMuTeT DKCIIEpPTOB BOIUIM KapauoO-
JIOTH, TepalieBThI, IeAMATPhI, aKyIIePhI-THHEKOJIOTH,
reMarojioru, UMMyHojoru u ap. [leprie HanmoHamb-
HBIC peKOMEHIAIINN CO3Ialn 0a3y IUIST MCITOJIb30BaHMUS
eIWHBIX TTOAX0M0B K m3ydeHuto npoodsembsl HHCT crie-
OUAJTNCTAMHU Pa3IUYHBIX MEIWUIIMHCKUAX CICIMATbHO-
creif. Ilepecmorp Poccmiickmx HaIlMOHAIBHBIX PEKO-
MCHIAIMIA OBLJT OpPMEHTUPOBAH YK€ Ha pelIeHNe KapIm-
oJIormyeckux mpoodiem, cBsa3anHbelx ¢ HHCT [4].
CeromHsI, COIVIACHO TIPMHSITBIM PEKOMCHIAIIMSM,
HHCT (tepMuH “aucria3usl COCTMHUTEIbHON TKaHM”
paccMaTpUBaeTCs KaK HE BIOJHE YHAYHBIM CUHOHUM
HHCT) npuHSTO OeIUTh Ha CMHAPOMBI M (DEHOTHUITEL.
Bce moHoreHHBIC (MEHACIMPYIOIINE) CHHAPOMEI, OTHO-
camuecs K rpynine HHCT, (a ux K HacTosimemy Bpe-
MEHU M3BECTHO 256) BbI3BaHbI MyTaLMSIMU T'€HOB Oeli-
KOB BHEKJICTOUHOTO MaTpUKca, PepMEHTOB UX OMOCHH-
Te3a, a TaKke OEJKOB, yJAaCTBYIOIIUX B PETYIISIINU
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MopdoreHesa coeguHuTenbHOil TKaHu |[5]. Wcxoms
W3 CETONHSIITHUX pealii M ITUPOKOr0 PacIpocTpaHe-
HUs B Hamel ctpaHe tepmuHa JCT, MBI cumTaeM BO3-
MOXHBIM HCITOJIb30BaTh MOHITHE “IUCIUIACTAYCCKUI”
KaK CUHOHHMM MOHSITHS “HaCJeACTBEHHBIN TIPUMEHU-
TEJIbHO K COeAUHUTEIIFHOM TKAaHU, pa3ess BCIO TPYIIITY
HHCT Ha reHeTMYeCcKM AeTEpMUHUPOBAHHbBIE HACTIEI -
ctBeHHBIe cuHApoMEl (HC) n nucnnactrnaeckue peHo-
tunbel (J1®P), KoTopble MMEIOT MHOTO()AKTOPHYIO IIpH-
pony [4]. CobctBenHO TOBOps, HC gBisioTcs yxKe
B T€YCHME MHOTMX JIET 0OBEKTOM TIYOOKUX KIMHHUYEC-
CKMX U MOJIEKYISIPHO-TeHETUIECCKIUX WCCIeIOBaHUM
BO BCEM MUpe. 3HAUUTEIbHOE OTCTABAHME MOJCKYJIISIpP-
HOI TeHETUKHU B HAIIIEW CTpaHE CTAJIO IIPUYMHON IIUPO-
KOT'0 pacIpoCTPaHEH M YIIPOLLIEHHOTO MOAX0Aa K Auar-
Hoctuke HHCT Ha ocHOBe ImoacyeTa KOJIMIeCTBa IIPH-
3HAKOB IMCOMOpHUOTEHE3a, 4TO MIPUBEJIO
K TUTIEpAINATHOCTUKE HACIIeACTBCHHBIX HAPYIICHUIA.

Hamm m3maH aBTOpM30BaHHEIN TepeBon Ilepecmo-
Tpa TeHTCKO HO3070rUMM [6] W BBIMTOJHEH IEPBBIA
mepecMoTp Poccmiickimx HallMOHAIBHBIX PEKOMEHIA-
it mo HHCT [4]. MBI npUCTyIIIIN K CO3TaHUIO PEeTH-
cTpa OOJIBHBIX C 3TUM KpaifHe BaXXHBIM M JOCTATOYHO
pacIpocTpaHECHHBIM HACICACTBEHHBIM CHHIPOMOM, 9TO
ITO3BOJISICT HAACSATHCSA Ha OBICTPOE HAKOIUICHUE 3HAHUI
B 9TOI 00JIACTH, BO3MOKHOCTD TTPO(PMIIAKTUKHY (haTallb-
HBIX OCJIOXKHEHUM 1 TIPOUICHNE XU3HU 00IbHBIX ¢ CM.

Yto kacaetcsa miydeHmst P, To 3mech pedb UACT
0 TIOTPAaHWYHBIX COCTOSIHUSIX, U MMEHHO 3Ta 00JacCTh
cTajla TPUOPUTCTHOM IUIST HAIIWX WMCCICHOBAHUIA.
Ha ocHoBe M3I0XKEHHOIO ITOAXOAAa OBUIO IIPOBEICHO
o0cIenoBaHNEe MPAKTUICCKH 3MO0POBEIX JIMI] MOJIOIOTO
BO3pacTa, KOTOpOe IOKa3ajo, YTO Hamboliee pacrpo-
CTpaHCHHBIMM BHEITHMMHM TIpU3HAKAMU OHCIMOpPHUOTEe-
He3a, OTHOCSIIMMMCS K TPYIIIe HapyHIeHU CO CTO-
POHBI COEIMHUTENbHON TKaHU, SIBJISIIOTCSI U3MEHEHUS
KOCTHOHW cucTeMmbl (cKeneronatuu). Hamo oTMeTUTb,
YTO CKEJICTOIATHH SIBJISTIOTCSI OCOOCHHO YacTOM HaXOm-
KO HE TOJNBKO Cpedr IPAKTUICCKN 3MOPOBBIX JIHII
MOJIOAOTO BO3pacTa, HO W CPEOd JIWI, CTPaTalOIINX
HacCJICACTBEHHBIMA MOHOTCHHBIMHM 3a00JIeBaHUSIMU
COCIMHUTENIbHOI TKaHW. PasHWIIAa JIWIIb B YacTOTe
BBISIBJICHUSI M CTCIICHU BBIPAXKEHHOCTU CaMMX CKEJIETO-
MaTuiu.

HMHTEepecHBIM U BaxKHBIM U1 TOHUMAHWST KIIMHIYC -
CKOI 3HAUMMOCTH W MOJICKYJISIPHO-TEHETUICCKOM TTPH-
pOOBI CKEJIETOMIATUIA SIBJISICTCS YCTAHOBICHHBIN B pabo-
Tax Hallleil MCcCaeqoBaTeIbCKOM TPYIIIHEI (PaKT CyIIecT-
BOBaHUS  B3aMMOCBSI3M  MEXHy  CKEJICTHBIMU
HapyIIeHUSIMU 1 U3MEHECHUSIMU CTPYKTYPHI M (PYHKIINU
cepama. Takme WM3MEHEHMSI OKa3bIBAaIOTCS TeM 0OoJiee
BBIPaXKCHHBIMH, YeM OOJIBIIIC YKMCIO W CTCIICHb BBIpa-
JKEHHOCTH CKEJICTOIMaTUA. YIaloch BBISIBUTH B3aWMOC-
BSI3b MEXIY HEKOTOPBIMU M3 MaJbIX aHOMAJWil cepaia
(MAC) 1 nX KOJIMIECTBOM 1 YMCJIOM U CTEIICHBIO BEIpa-
XKEeHHOCTU cKejieronatuii [7]. CrieumajabHOe MCCIIEN0-

BaHME OBLIO ITOCBSIIEHO M3YYCHUIO aCUMMETPUH TPEX-
cTBOpUaToro aopraibHoro kimamaHa (ATAK), koTtopoe
MO3BOJIMJIO pPa3paboTaTh YETKHE KOJIUICCTBEHHEIC
OxoKI kputepnnt TMarHOCTUKH STON aHOMAJINH U TOKa-
3aTh €€ B3aMMOCBSI3b CO CKEJICTHBIMHU IIpH3HaKaMM,
CONYTCTBYIOIINMHU Map(aHOUIHON BHEITHOCTH [8].
MateMaTnyeckoe MOAeIUpoBaHNEe (PYHKIIMU aopTaib-
HOTO KJIallaHa TPU aCUMMETPHHU €TI0 CTBOPOK IT03BO-
JIVJTIO TIPUITH K 3aKTIOYCHUIO, YTO HAUMEHBIIIA 110 TITO-
1IaA1M CTBOPKA MCIIBITHIBAET HAWOOJBIIUN MexaHuye-
CKHI1 cTpecc W B TIEpBYI0 oOdepedb IOABEpraeTcs
CKJIepO-IeTeHepaTUBHBIM U3MEHEHUSIM [9].

YTo KacaeTcs BOIpoca O pacIpOCTPaHEHHOCTH pa3-
JIMIHBIX TUCIIACTUICCKUX CHHIPOMOB M (heHOTHUIIOB,
TO, KaK ITIOKa3ajyd Hallll HMCCIIeIOBAHUS, Pe3yIbTaThl
BO MHOTOM 3aBHUCSIT OT TOTO KaKMMH IHATrHOCTHYC-
CKUMH KPUTEPUSIMU IIOJIB3YyeTCSl MCCeHOBaTeIb. Peub
HUIET O TOM, YTO IJI OLEHKUA CUCTEMHOTO BOBJICUCHUS
KaK TIpuU3HaKa cuHIpoMa Mapdana, cormacHo IeHT-
ckoit Hozomorum [10], MPUHATO TOIB30BATHCS ITOCTA-
TOYHO XECTKUMHU JUATHOCTUICCKUMHU KPUTECPUSIMU CKe-
nmeronaTtuii. st BeISIBICHUS MaphaHOMIHON BHEIIHO-
CTM CUYMTAeTCSA IOIYCTUMBIM WCIIOJb30BaHUE O0oJjce
Msrkux kputepues [11]. Bompoc o ToMm, Kakum Kpute-
pUSIM CJIeAYyeT OTAaTh MPEANOUYTeHUE MPU MPOBEACHUM
TMOIYISAIIMOHHBIX HWCCICIOBAaHUI, SBISCTCS HaJCKO
HE OTBJICUCHHBIM, TTOCKOJIBKY OT €TO PeIIeHUST 3aBUCUT
OlIeHKA KIMHWYECKOI 3HAUMMOCTH TOTro vin nHoro HC
v JO.

ITpu ouenke pacnpoctpaneHHoct HC n JI®D cpenn
JINIT MOJIOZOTO BO3pacTa HAMU MCIOJIb30BaHBI “MSIT-
Kne” KpPUTEepHU OUATHOCTUKM, TOAPOOHOE OITMCAaHUE
KOTOPBIX HE BXOIUT B OTpaHUYCHHBIC paMKHU CTaThH [3].
OTMETUM TOJBKO, YTO IIEPBUYHBIN IPOJIATIC MUTPAJIhb-
Horo kmanaHa (ITMK) mmarnoctupoBancs mo 3xoKI
TIpY BBHITTAACHUW OTHOW WJIM O00CMX CTBOPOK MHTPAITh-
HOTO KJIallaHa 3a YPOBEHb MUTPAIILHOTO KOJIbIIa HA 2 MM
¥ OoJiee IpU MPOBEISHNN TpaHCcTOpaKalIbHOTO DX0KI -
WCCJIeAOBAaHUS B TTapacTePHAIBHON MO3UIINHU 10 IUTUH-
HOIT ocu. MapdaHonTHAass BHEITHOCTh TUaTHOCTUPOBA-
Jlach TIpM HaIMIUKM HEe MeHee 4 KOCTHBIX IPU3HAKOB,
XOTSI ObI OIMH U3 KOTOPHIX ObLT KOA(PGUITUEHTOM HOJIU -
XocTeHOMe K. [1OHATHO, YTO TMPW BHIABICHUM IIPHU-
3HakoB [IMK wmnu pacuimpeHus: aopThl, BBISIBJICHHBIC
OTKJIOHEHUS TPaKTOBAJINUCh KaK cooTBeTcTByIommii HC
¢ MapdaHononoOHbIM (heHOTUIOM. Pe3ynbraThl OLleHKU
pacmpoctpaneHHocT HC u JI® mpencraBieHBI
Ha pucyHke 1.

Kaxk BumgHO M3 pucyHKa, HanboJjee pacIpocTpaHeH-
HeiM HC gBngerca I[TMK, KoTophlif pu MCITOJB30Ba-
Hum DxoKI' nmarHoctrmyeckoro mopora B 2 MM U 6oliee
JMaTHOCTUPYETCS Y JIML MOJIOAOro Bo3pacta B 10% ciy-
gaeB. O4YeBUIHO, YTO CTOJb BBICOKASI BCTPEYACMOCTH
IIMK o6ycnoBieHa n3dopanHbeM TToporom DxoKI™ gma-
THOCTHKH, a TakKXe BO3PACTHBIMM OCOOCHHOCTSIMU
BeIOOpKHU. [Tpu ncnonb3oBanuu DxoKI'-kpurtepus 3 Mm
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Puc. 1. Pe3ynbrathl oLeHku pacnpoctpaHenHocTt HC v Ad.

u Oojiee HA TOM Xe KOHTHMHTeHTe 234 JIMII MOJIOZOTO
Bo3pacta [IMK Opi1 BeIsIBIeH y 10 00OciIemoBaHHBIX
(4,3% cnyuaeB). Knaccuueckuit [IMK (¢ yromeHuem
CTBOPOK B 5 MM U 0oJjiee, CBUAECTEIbCTBYIOIIUM 00 MX
MHKCOMAaTO3HOM IeTeHepallii) BBISIBJICH Y TPEeX M3 HUX
(1,3%), 4TO COOTBETCTBYET pe3yabraraMm PpeMHUHIeM-
ckoro uccinegosanus (1,3%, p=1,0) [12].

Hexnaccuueckuit I[IMK (mposabupoBaHue 6osiee
2 MM, 6e3 YTONIIECHUS CTBOPOK) BCTpedascs B 00CIeH0-
BaHHOM HaMU MOJOION ITOMYJISIINM JOCTOBEPHO YaIlle
(7 uenoBex, 3% ciyyaeB), 4eM B MOIYJISIIIMOHHOM Dpe-
MuHreMckom wucciaegosanuu (1,1% caygaes, p<0,01)
[11]. Cam ¢axT BeIIBIeHUS HekJaccuyeckoro ITMK
cpeau JIUIL MOJIOZOTO BO3pacTa ¢ 9acTOTOM, SIBHO IIpe-
BBIIIAIONICHT YacCTOTY 3TOM MATOJOTHHU CPEAU JIMII 3pe-
JIOTO ¥ TIOXWJIOTO BO3pacTa, He MOXET HE HaCTOpPaXKH-
BaThb M TacT OCHOBAaHMUE JJIST IIPEATIOIOKECHUS O BO3MOXK-
HOCTH BiusSHUA Ha dactoTy [IMK npyrux cdaxTopos,
HE CBSI3aHHBIX ¢ MyTallUsIMU TeHOB 0eskoB DLIM.

Bo B3pociyoit poccuiickoil monyasuuu (CpeaHuit
Bo3pact — 50,1£19,5 neT), cormacHO HaIIEeMy MCCICI0-
BaHMIO, B KOTOPOM OBLIO PETPOCTICKTUBHO IIPOAaHAJH-
supoBaHo 16185 sxokapamorpaMM, BBIITOJHEHHBIX
0 KIMHWYECKUM IIPUIMHAM B KOHCYJBTaTHBHO-IHA-
rHoctndyeckoMm 1eHTpe PIICKD mM. B. A. AimasoBa
¢ 2008 mmo 2011rr, pacrpoctpaneHHocTh [TMK cocta-
Buia 1,3% [13—15].

Hu B xoeit Mepe He cTaBd ITOA COMHEHUE HEOOXOIU -
MOCTB MCIIOJIb30BaHUS COBPEMEHHBIX ITOIXOA0B K IHar-
HocTuke nepBuyHoro [IMK, ormMeTm BaxkKHbIN 1 UHTE-
pecHBIN (aKT, IMOJYYCHHBIN B HAIINX MCCICIOBAHUIX.
Jaxe mpu ncnoab3oBaHUM MATKoro DxoKI kputepus
muarHoctuku [IMK (mporun6 B 2 MM 1 60JIee) CyTOUHOE
MOHUTOPHMPOBAHNE TTO3BOJIMJIO BRISIBUTh Y 00C/ICIOBaH-
HBIX C TaKAM IIPOJIAIICOM CKJIOHHOCTh K TaXWKapOuw,
a TaKKe M3MCHEHUS BPEMEHHb/X U CIIEKTPAJIbHBIX TTOKA-
3aTesIci BapnaOeIbHOCTH CEPICUYHOTO pUTMA, XapaKTep-
Hble [JIs1 MOBBILICHMSI CUMIIATUYECKOro ToHyca [16].
DTU JaHHBIC JIUIIb MOATBEPXKIAIOT TOUYKY 3PCHUS TEX
aBTOPOB, KOTOpBIE ITOTYCPKHMBAIOT HEOOXOIMMOCTb,
nmomuMo DxoKI kpurtepueB muarHoctuku [IMK mmg

OILICHKM €T0 KJIMHUYCCKONM 3HAYMMOCTH, MCII0Ib30BaTh
Ipyrue KIMHWUYeCKHEe M (heHOTUINUECKUE KPHUTCPUH.
Peub mmer o HEOOXOTMMOCTH OLICHKM BBIPAXKCHHOCTHU
MPU3HAKOB CHCTEMHOTO BOBJICUCHUSI COCTMHUTEIBHOMN
tkaan (CBCT), mpu3HaAKOB BOBJICYCHMS KOCTHOU
CHCTEMBI M BBIPAXKCHHOCTHU BETETATUBHOU TMCHOYHKIINT
(cM. HUXe).

Cpenu o0ciiemoBaHHBIX HAMU JIMIL MOJIOIOTO BO3pa-
cra B 1% cayyaeB ObUI BBISIBJIEH CUHIPOM TUIIEPMO-
ounbHOCTH cycTaBoB. [pyrue HC He ObUIM BBISIBICHBI
W 3TO TOHSITHO, IOCKOJBKY MX PacCIIpOCTPaHEHHOCTD,
KaK M3BECTHO, COCTABJISCT JIMIIb JOJIM IIPOIICHTA.

Hawmbonee pacmpocTpaHEHHBIM IWCILIACTUYECKUM
¢deHOTHIIOM cpear 00CIeIOBaHHBIX, €CJIN UCIIOIh30BaTh
IUIST eTO oIpenesieHus Kpurtepun beiitoHa (4 m Gomee
0asuioB) oOKaszajlach JOOpOKAuYeCTBEHHAasi TUIIEPMOOUIIb-
HocTh cyctaBoB (JITMC), — 44% cnydaeB. CTOJIb BBICO-
Kasl pacIpOCTPaHEHHOCTb 3TOr0 (DEHOTHUIIA CPEIM JIHIIL
MOJIOIOTO TT03BOJISICT TOBOPHUTH O HEOOXOTMMOCTH TIepe-
CMOTpa OUarHOCTHUYeCKMX ToaxomoB mist JITMC ¢ yde-
TOM Bo3pacTta. JIpyruM BechbMa pacIpOCTPaHCHHBIM
TUCTUTACTUICCKUM (DEHOTHUIIOM Cpeard OOCICIOBAaHHBIX
oKaszajach MapdaHouIHasT BHEIIHOCTb — 15% Bcex
obcnemoBaHHBIX (puc. 1), 31epcomomoOHbINH (HeHOTHIT
BBISIBJISITICS Bcero Y 2% 00ciie10BaHHbBIX.

Heob6xon1MMo OTMETUTD, YTO OOJILIIMHCTBO UCCIIEI0-
BaHu# nnepsuyHoro [IMK nocBsiieHo u3ydeHuo MoJjie-
KyJISIPHO-TEHETUYCCKNX, KIMHUYCCKUX U MHCTPYMEH-
TaJIbHBIX TTOKa3aTeIel y CHMIITOMHBIX OOJBHBIX C BBIpa-
JKEHHOU MUTpajibHOU peryprutanueit. McciaegoBaHuid,
TMOCBSIIEHHBIX aHaIN3y MOPGOMETPUUCCKUX TaHHBIX
W TIoKa3aTesIei IIEHTPaJbHON TeMOOWHAMHWKHU, Y Oec-
cuMnTOoMHBIX 001bHBIX ¢ [IMK paHee He MPOBOAUIOC.

IIpnu obGciemoBaHnM 78 GECCUMITOMHBIX MOJIOIBIX
nauueHToB ¢ [IMK (cpeanuii Bo3pact —19,7%£1,6 jert)
C TIOMOIIIBI0 KJIACTEPHOTO aHaJM3a HaM yIajloCh BBIIE-
JUTh ABa kKiactepa nauueHToB ¢ IIMK [16]. Baxuo
oTMeTUTh, uyTo [IMK, oTHeceHHBbI K 1 KitacTepy, xapak-
Tepu3oBajiics OoJjiee BBIpaXXCHHBIMU ITIpU3HAKaAMU
CHCTEMHOT'O BOBJICUCHHUSI, OOIBIICH YaCTOM BBISIBICHUS
MHMKCOMATO3HOM IereHepalli, 3KCTPACUCTOINICCKUX
ApPUTMHUIA.

B mepBom kiactepe (17 yenosek, 28% oT Bcei
rpynibl [IMK) Haboganoch 3HaYMMOe CHUXKEHME TJI0-
0albHOW IIPOHOJABHONW medopMallMM MHUOKapaa
(—15,5£2,9%) 1o cpaBHEHMIO CO BTOPbIM KJIACTEPOM
(61 gemosek, 72%) (—20,6%3,8%, p=0,00001) u KoHT-
poabHOI rpymnmoit n3 80 3MOPOBEIX JIUI] COITOCTABIMOTO
Bo3spacta u mojia (—19,6%+3,4%, p=0,00001). ITpu sTom
cucronnueckass (®B: 67,3£5,4% vs. 67,416,6%,
p=0,94) u mmacronmueckas pyakuun JIXK (E/e’: 4,9+1,7
vs. 4,8+1,2, p=0,79) He ObLIM M3MEHEHHI. K3BecTHO,
YTO OIpenesiecHre medhopMalis MIOKapaa IIpy aHalln3e
IBYXMEPHOTO CEpOIIKAIHFHOTO M300paxkeHUsSI C ITOMO-
mbio MeToguky speckle tracking (ToKagpoBOe OTCIICKM -
BaHME IBYDKCHUS HEOTHOPOIHBIX “KPAITMHOK” B TOJIIIIE
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MHOKapaa) MOBBIIIACT YYBCTBUTECIHHOCTh BBISIBICHMUS
cyokinmHuyeckoir auchyHkumu JI2K. Y mnamueHTOB
2 Kiactepa HaAOJIOMATOCh CHIDKeHHE OedopMalnu
TOJIBKO B CeNTaJIbHBIX CETMEHTAX IT0 CPAaBHECHUIO C KOHT-
poibHoOi rpynmoit (—14,4%3,6% vs. —20,7£3,1%,
p=0,00001) [17, 18].

JaHHBIe W3MEHCHUSI, BBIABISICMBIC C ITOMOIIBIO
COBPEMEHHBIX BBICOKOTEXHOJOTHUYHBIX METOIOB
HCCIICIOBAHUS, MOTYT OBITh IEPBBHIMU IIpU3HAKAMU
yXyAlIeHUsI cucTonndyeckoit pyukuuu JIZK u cymect-
BoBaHudg kapaunomuonatuu npu [IMK. ITpu psane HC,
IIPOTEKAIOIINX C BOBICUYCHUEM CEPACUYHO-COCYINUCTOMU
CUCTEMBI, HaIpumep, IIpH cuHIpoMax MapdaHa
u Jlyuca-/lutua, paHee OblJ10 OOHaApy>KeHO Hapylle-
HUE CUCTOJMUYECKOM (PYHKIUU JIEBOTO KEJIyIOuKa
(JIXX). Takme HapymeHHUS KilacCH(PUINPOBAINCH
aBTOpaMM Kak Kapanomuonatus [19, 20].

IeHe3 Takoii BTOpMYHOI KapJAHMOMUOIATUM, MO BCei
BUOMMOCTH, CBSI3aH C IIaTOJIOTHEH COCOIUMHUTCIBHOMU
TKaHW MMOKapmaa, KoTopas He HM30JMpOoBaHA, a IIpei-
CTaBJIsIET CO0O¥ eOWHBIM KOHTHMHYYM C COCOUHUTEIh-
HOM TKaHbIO cTBOpoK MK [21]. DyHkmMsa mMuoxapaa
IIPY 3TOM B 3HAYUTEIBbHOM CTCIIEHU 3aBUCUT OT COCIU-
HUTEIIbHON TKaHU, KOTOopas He TOJBKO OIpeaessieT
MIPOCTPAHCTBCHHOE PACITOJIOXKCHNE KapINMOMUOIIUTOB,
HO W OTPAaHNYMBACT X PACTSKCHHE B TMACTOIY, a TAKKE
obecIeunBacT nepeaady yCUInus U COXpaHCHUE SHEPTUHT
IIPY COKpAIIeHUM B cucToly [22, 23].

BnustHrme MHWKCOMATO3HBIX WM3MEHEHWIl COCOUHMU-
TeJIbHOI TKaHUW Ha ¢pyHKUMIO MuoKapaa JIZK 6b110 mipo-
JIeMOHCTPMPOBAHO HAMM M Ha rpyIIme u3 233 malneHTOB
(cpenHuii Bo3pact 53,8%12,9 1meT), KOTOpPBIM
IO TTOBOIY TSDKEJIOM MUTpalbHOU peryprutaunu (MP)
BcaeactBre ITMK Oblia BeIMTOJIHEHA TIJIAaCTHKA WY TTPO-
tesupoBaHue MK. I1o pesynbsratam naromopdoaoruue-
CKOTO MCCIICAOBAHUS PE3CIIMPOBAHHBIX CeTMeHTOB MK,
MMAIMEHTHI OBUIN pa3Ie/IcHBl Ha IBE TPYIITEL. BeIipaxkeH-
HBIE MHUKcoMaTro3 cTBOpoK MK Obir BbIsIBIEeH y 60
naueHToB (25,8%), pubposnacTMHOBas HEIOCTATOY-
Hocth (POH) — y 173 nmauuenrtos (74,2%). Y nauueH-
TOB C MHUKCOMAaTO30M CTBOPOK MMEJIO MECTO CYIIECT-
BEHHOC CHIDKEHHE IIPOIOIBLHOM CUCTOIMYECKOM nedop-
Maruu (—13,5£2,2% nporuB —16,6%2,3%; p=0,008)
U paHHE! IWACTOJMICCKON CKOpOCTH medopMaruu
(1,14%0,20 c-1 mpotms 1,34+0,18 c-1; p=0,04) 1o cpas-
HeHuto ¢ maumeHTamMu ¢ MOH [24]. Takum obpa3oMm,
MMAllMCHTHl C BBIPAXXCHHBIM MHKCOMATO30M CTBOPOK
MUTPAJIBLHOTO KJIallaHa UMEIOT XYIIIYI0 CUCTOJINYECKYIO
U aMactoanyeckyo @yHkiuio JIZK, 4To MOXET ObITb
00YyCIIOBJICHO TIOpaXkeHWEM WHTPaMUOKapAUaIbHOTO
BKCTpAlCIITIONIpHOro MaTpukca (DLIM).

OCHOBHOC peryaupyloliee BIMSHUE Ha CTPOCHUE
DIM oka3piBacT TpaHCHOPMUPYIOMINNA (DaKTOp
pocra — B (TGF-B), koTopslii, siBisisich TpohuOpoTH-
YeCKUM IIMTOKWMHOM, IIPUBOAUT K IIOBHIIICHUIO
SKCIIPEeCCUU TeHOB 6esikoB DM, 4To MOXKET COTIPOBO-

TaGnuua 1
HekoTopblie pa3mepsbl cepaua v nokasaTenu LeHTpanbHOM
reMoAuHaMMuKN Yy NpakTU4eCcku 340pOBbIX JIUL, MOJIOAOr0
BO3pacTta ¢ Map¢haHOMAHOM BHELLUHOCTbIO

Mokasartenn MB KoHTponb p

(n=90) (n=90)
YCC (yn/mMuH) 88+7,0 68+6,0 0,00000002
KopeHb aopTbl, MM 29,529 27,2£1,8 0,0000002
YO, mn 55,8+2,7 65,6%2,1 0,000002
PB,% 61,3+2,3 68,9+1,3 0,00000002
MXTT, Mm 9,4+2 5 8,1+1,2 0,00000002
3apHss cTeHka, MM 8,5+2,7 7,5+1,3 0,0000005
VMM, r/m° 95,9+11,6 87,6%7,3 0,000005

KIAThCS YXYAIICHUEM COKPAaTUTEIBHOUN CIIOCOOHOCTHU
Mmuokapma JIK [25].

Yposuu TIr'®-f1 m TI'®-B2 B CHIBOPOTKE KPOBU
OBLIM JOCTOBEPHO BbIIIE Y MOJIOABIX MalMeHToB ¢ [IMK
MO0 CPaBHEHWIO C KOHTPOJbHOU rpynmoit (TTd-B1:
15,2+12,3 npotus 9,3+7,7 ar/mn, p=0,004; TCD-B2:
3,0x1,9 mpotus 2,5*1,2 ar/mia, p=0,04). [ToBeimeHne
KOHIEeHTpauuu obeux mnzopopm TI'D-f y maiMeHTOB
¢ ITMK oxa3anoch B3aMMOCBSI3aHHBIM ¢ Mopdoaorueit
MK. Tak, mossiienne TGF-f1 koppenuposaino ¢ Tom-
muHoM 3amHei ctBopku MK (r=0,43; p=0,01), a koH-
uentpanus TGF-B2 — ¢ rmiybuHo#t miposiabupoBaHust
ctBopok MK (r=0,32; p=0,05). Takke HabOmromamrach
cwJIbHAsI Koppensiuust Mexay KoHueHTpamueir TGF-2
1 TJIO0AJbHOM MPOIOJILHOM AMACTOJIMUYECKON CKOpO-
cthio geopmanuu (r=0,76; p=0,0001) [26].

Y npoonepupoBanHbix nmanueHToB ¢ [IMK, koH-
neHtpamus obenx nzopopm TGF-B Takke okazamach
B3anMMOCBsI3aHHOU ¢ mopgosorueit MK mocne onepa-
nur. B monrpymme mpoomneprpoBaHHBIX MAIlMCHTOB
¢ BbicokuM conepxanuem TGF-B1 un/unu TGF-p2
HaAOJIIOAAJIOCh MTOCTOBEPHOE CHIKCHHE IIPOIOJIHLHOMU
CUCTOJMYECKON W OMACTOJMYECKON medopMamuu
W CKOpOCTH AedopMalliid MHUOKapaa II0 CPaBHEHUIO
C TalMeHTaMM, WUMEIOIIMMHU HOpMaJIbHbBIC 3HAYCHHUS
TGF-B1/2. Ot nanHble yKa3bIBAaIOT HA CYIIECTBEHHOE
prmusinue TGF- Ha mporpeccupoBaHre MUKCOMATO3-
HBIX U3MEHEHUI MUTPAJbHOTO KjIallaHa W CHIDKCHUE
cokpaTtuTeabHOU crnocobHoctn JIZK y Bcex rpynn
nanueHToB ¢ [IMK [27].

TakuM o6pa3oM, HaAIIW WMCCIACAOBAHUS ITO3BOJIMIIN
MMOJIYYUTh HOBBIC HAHHBIE O pPaCIIPOCTPAHECHHOCTU
TIMK, xputepusgx ero TMarHOCTUKU, Pou TpaHchop-
mupyouero gakropa pocta — [ B €ro mnaToreHese,
BIICPBBIC BBISIBUTH paHHWE MPU3HAKW BTOPUYHON Kap-
OTHUOMUOTIATUM Y 6€CCUMIITOMHBIX OOJBHBIX TTPU JaHHOMU
MTaTOJIOTHM.

CyMMHUpYS pe3yJIbTaThl POBEACHHBIX HAMM MCCJIe-
pmoBaHuii [IMK, MOXHO 3akKJIHOUYUTh, YTO MMEIOIIUE
MECTO y OIIpeACcICHHONM YacTU OOJBHBIX C IEPBUIHBIM
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IIMK npuzHaku HapylleHUs [00aJbHOW U peruo-
HaJIbHOM COKPATHUMOCTH CBSI3aHBI C Ie(heKTaMU CTPOe-
Husg n dyakuun DM cepmia. Takme HM3MeHEHUS
BIIOJTHE YKJIAObIBAIOTCS B KJIMHUYCCKYIO KapTHUHY BTO-
puanHoii Kapauomuonatun (KMII), BeI3BaHHOU 3TUM
HacJIeICTBeHHO merepMuHUpoBaHHBEIM HC. Kpome
TOTO, PE3yJIBTAaThl MPOBEACHHOTO HCCICIOBAaHUS IAIOT
OCHOBaHHE CACIATh BaXKHBI BBIBOI O HEOOXOIMMOCTHU
BBIICICHUS KIMHUYCCKA 3HAYMMOU (POPMBI TIEPBUI-
Horo I[TMK, npoTekartoliero ¢ npu3HakaMu CUCTEMHOTO
BOBJICUCHMSI COCOMHUTEIBPHOM TKAaHU WU ¢ MapdaHO-
nogo0HbIM peHoTuroM. [locneqHuii oTpaxkaeT CUCTeM-
HBI IeeKT COCAUHUTENPHOM TKaHM, YTO HE MOXKET
HE BIMSITH Ha KIMHUYECKYIO KapTUHY U IIPOTHO3 3a00-
JICBaHUS.

KpaitHe BaxkHBIe W TEPCIIEKTUBHBIC IS TalbHEi-
IINX HAYIHBIX MCCICOOBAaHWI HAaHHBIC IOJIYYCHBI IPU
aHanu3e MapdaHonnHoi BHemrHocTH (MB) Kak (eHO-
tunax [28]. Kak mu3BectHo, K MB mpuHATO OTHOCUTH
cITy4ad BBISBJICHUS OIIPeACcICHHOIO Habopa CKeJIeToIa-
TUIA, HE COMPOBOXIAIOIIETOCs CKOJIbKO-HUOYIb 3HAYM-
MBIMUA HM3MEHEHHUSIMU CO CTOPOHBI CEepHCIHO-COCYIN-
CTOM CHCTEMBI 1 3pUTEIBHOTO aHAJIM3aTopa.

Hamm mccremoBaHmsT moKa3aiad, U4TO IPAKTUICCKH
3IOPOBBIC JIUIIa MOJIOIOTO Bo3pacTa ¢ MB xapakrepu3y-
I0TCsT 00JIee BBICOKMM YPOBHEM aKTUBHOCTH CHMITATO-
aIpeHAJIOBOM CHUCTEMBI TI0 CPAaBHEHUIO C KOHTPOJEM
[28]. Bro moaTBepxKmaeTcs pe3yabTaTaMHM aHalIm3a
BapualeNbHOCTA PUTMA CEPALA MO JAHHBIM CYTOYHOTO
MmouutopupoBanust OKI u Al (CMA). V¥ aun ¢ MB
OBUTO BBISIBJICHO CHIDKEHHME a3pOOHBIX CITOCOOHOCTCH
opraHmsMa, 110 CPaBHEHMIO C KOHTPOJIEM, M BBICOKAS
YacTOTa HapyIICHUH IIPOLIECCOB PEIOISIPU3AIIAN U Cep-
IEeYHBIX apUTMU 110 pesynbrataM CMAJL 1 Harpy3od-
HBIX IIPO0.

BrepBbie umcrmonbp30BaHHAS HaMW IJISI U3YyJICHUS
BeTreTaTUBHOM perymsnun B mpoiiecce CMA/L y ipakTH-
YeCKHd 3IOPOBBIX JHII MOJIOZOTO Bo3pacTa Oarapes
TecToB MBUHra mo3BoJinjia BbIIBUTH Ipu MB cyiect-
BEHHO 00Jice YacThle HapYIICHHUs BETETaTUBHEIX peak-
I Ha TECTHI, XapaKTepPU3YIOIINe peaKTUBHOCTh CUM-
MMAaTUIECKOTO OTHeIa BEreTaTUBHOM HEPBHOM CHCTEMBI
B CTOPOHY €ro MTOBBIIICHHON peaKTUBHOCTH [29].

He MeHee BaxkHBIC PE3YABTATHI OBUIM ITOJIYICHBI
HaMH TIpU W3YYEHUU OCOOCHHOCTEH MopdoMeTpude-
CKHMX MOKa3aTeJIeil W IapaMeTpoB LIEHTPaTbHON TeMOo-
IWHAMWAKA y JIMI MoJjiogoro Bo3pacta ¢ MB [30].
B Tabaume 1 mpemcTaBiIeHBI Pe3yJABTAaThl COMOCTaBIIC-
Hust OxoKI mokasareneit B rTpymmax amim ¢ MB
1 B KOHTpPOJIE.

IIpu ananmuze TaOMuMIBI, IIpeXae Bcero, oodpaiiaeT
Ha ce0s BHUMaHME pa3IMdre B UCXOTHOM 9acTOTe cep-
JIIEYHBIX COKPAIICHUI ¥ OTICTINBASI CKIIOHHOCTD K TaXM-
CHUCTOJIMH, XapaKTepHas mid jgun ¢ MB (88 ymo/mumn).
HecmoTpst Ha TO, 4TO Bce IIpMBEICHHBIC B TaOJIUIIC
ImoKa3aTeJIM He BBIXOIAT 32 paMKHU ITHAIla30Ha JOITYCTH-

MBIX KOJIcOaHWMIA, HeNb3sd HE OTMETUTHh BBIPAKCHHBIC
pa3Imurs BceX NMPUBEACHHBIX ITOKa3aTelieil B TpyImax
i ¢ MB 1o cpaBHEHUIO ¢ KOHTPOJIEM.

TakuMm ob6pa3oM, CKIIOHHOCTh K TaXUKApPIWH, BBISIB-
neHHas npu MB u xapakTepusyromias IOBBIIICHHYIO
CHMITaTO-aIpeHAIOBYI0 aKTUBHOCTh Y TaKWX ITallMCH-
TOB, TIOATBEpPXIAeTCSI HE TOJNBKO pesyiabratamu CM
OKI u AJl, HO ¥ JAaHHBIMU, TTOJIy4eHHBIMHA TIpu DXoKT
HUCcCcaeaoBaHUM. BeposTHO, BBISIBIICHHOC HAMU Y JIMII
¢ MB camxenne @B 1 YO M0OXHO 0TY4acTH OOBSICHUTH
BKJIIOUCHUEM PETYISITOPHBIX MEXaHM3MOB IIOIIepXKa-
HUS TOMeocTa3a B oTBeT Ha yBenmueHue YCC, ogHako
yBeJIMYCHNE Pa3MepOB KOPHS aOPTHI, TOJNIINHBI CTEHOK
M Macchl MUOKapaa, oOHapy>KeHHOe HaMu y Jiul ¢ MB,
OYCBHUIHO, MMEET MHOE OOBSICHECHHE.

Peun, 1o Bceit BUIMMOCTH, MOXKET MITH O XapaKTep-
HOM It iuil ¢ MB HapymeHnu cTpyKTypsl M (PYHKIIMT
OIUM cepnia. KocBeHHBIM TMOATBEPKIEHUEM TaKOTO
HapyIIeHUSI MOXET CIYKUTh TO OOCTOSITEJIbCTBO, UTO
TOJIOBMHA BCeX IPM3HAKOB, OTOOPAaHHBIX IJISI OICHKU
BeIpaxkeHHocTn CBCT aBTopamu nnepecmotpa [eHTCcKOI
HO30JIOTUH, COCTABJISIOT NMPU3HAKWA, B TOW WU WHOM
Mepe XapaKTepu3YIoIIne CKEeJICTONMAaTHH. 3aMeTUM, 9TO
MaKCHMAaJIbHOE YMCIIO 0aJUI0B, KOTOPOE MOXET HabpaTh
HalreHT ¢ Map(haHOUIHON BHEITHOCTHIO TIPH MCIIONb-
30BaHMU TOJBKO CKEJIETHBIX IPU3HAKOB, cocTaBsieT 10
(mecatp). Peub maer 00 apaxHomakTwinu — 3 Oaiia,
KWICBUIHON nedopMalliy TPyIHON KJIETKN — 2 Oajia,
BaJILIYCHOU AedopMamuy CTOIBI — 2, TOJIUXOCTCHOME-
Jn — 1 a1, ckoano3e M Kudo3se — 1 0aynr, TUIeBBIX
nu3smopdusax — 1 6amn. Takum obOpasom, nuua ¢ MB
MoTyT u 9acto umerot npusHaku CBCT, cymecTBeHHO
TPEBHIIIAIOIINEC TUATHOCTUICCKUI MTOpor B 7 0ajuIoB,
NPEOOXEHHBI I OWaTHOCTUKU BBIPaXXCHHOTO
CHCTEMHOTO BOBJICUCHMUSI.

Ecmm Hamm paccyxkmeHus BepHbl n DM cepmia
¥ MarucTpaJbHBIX COCYHIOB y IUIl ¢ MB meiicTBUTEIbHO
XapaKTepU3yeTcsd HapYIMICHUSIMU €Tro CTPYKTYPHI
¥ GYHKIINT, CTAHOBSITCS TOHSITHBIMH IIPUYNHBI YBEIH -
YeHMs pa3MEepOB KOPHS aopThl M MacChl MHOKapmIa
JIEBOTO Xeaymouka. Mcxoms W3 3HAHUM 00 yJacTUH
TGF-B curnanpHOTO TIyTM B (HOPMUPOBAHUU CUH-
npomMa MapdaHa 1 Apyrux CUHAPOMOB ¢ MapdaHOIIO-
TOOHBIM (DCHOTHIIOM, MOXHO IIPEAIIONIOXUTH, UYTO
noBeienHas nponykuust TGF-f u npyrux npodubdpo-
THYCCKUX IIMTOKMHOB CITOCOOCTBYET HAPYIICHUIO AUa-
CTOJIMICCKON (DYHKIIMA Cepalla U pa3BUTHUIO TUIIEPTPO-
¢um. JIpyroit mpuuamHONW (GOPMUPOBAHUS HeEpalmo-
HaJbHOIO MYyTU ajJanTallMd cepala MOXeT ObITh
TUTIepaIpeHepTUsI, XapaKTepHasi, B IeJOM, IJIsI CHH-
npomMa MapdaHa u Apyrux CUHAPOMOB ¢ MapdaHOIIO-
TOOHBIM (DEHOTHUIIOM.

BrissBneHHBIC HAMU TIPU3HAKHY TTOBBIIIICHHOM CHMITA-
THYECKON aKTUBHOCTH M HEpAIlMOHAIBHOM amanTalliiy
CepACYHO-COCYINCTON CUCTEMBI ITPAKTHIECKU 300PO-
BBIX JIUI] MOJIOZOTO Bo3pacTa ¢ M B KaxXyTcs HaM He CITy-

42



K 50-JIETUIO POCCUACKOrO KAPAMOMOMMYECKOrO OBLLECTBA

YalHBIMI W XOPOIIO COOTHOCSTCSI C JAaHHBIMU, TTOJY-
YEeHHBIMU TIPA OOCIIEIOBAHMU JIMII CTapIIMX BO3PacT-
HBIX Tpymn ¢ MB. BTm wucciemoBaHHWs Tanum HaM
OCHOBaHHE paccMaTpuUBaTh Map(haHOUIHYIO BHEITHOCTD
B KadecTBE IMPEIMKTOpa Pa3BUTHUS ITapOKCU3MaJIbHOMU
dopMBl GUOPMIIALINY TIPEACEPANIl M CKICPO-IereHe-
paTUBHBIX OPaKeHMIi aopTajJbHOro Kiaamnana [8, 31].
CyMMUpYysT BBIIICU3I0KECHHOE, MOXHO IIPUNTH
K 3aKJII0YCHUIO, YTO YCHJIMSIMU HAyYHOTO KOJIJICKTHBA
yIaJoch BBINTA Ha MOHMMaHHWE HEOOXOAUMOCTU YeT-
KOTO pa3IesIecHUsI HACIIeACTBEHHBIX CUHIPOMOB, CpeIn
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The paper reviews general factors underlying the variety of clinical manifestations of
inherited connective tissue disorders (ICTD). The authors make an attempt to
harmonise the existing ICTD terminology with the standard international
classification. It is proposed to use the Russian term “dysplasia” as a synonym of
ICTD and to divide all ICTD into inherited syndromes (IS) and dysplastic phenotypes.
An example of fibrillinopathies is used to consider the clinical polymorphism and
genetic heterogeneity of IS. The clinical significance of Marfanoid habitus as a
phenotype is also discussed.
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