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PE3IOME. [lucmrasus coenquautenpHor TKaHu ([ICT) — 3To reTreporeHHas rpyiia 3adose-
BaHUN MHOTO(AKTOPHON MPUPONBI, OOYCIOBICHHAS BOBJICUYEHHEM B IaTOT€HE3 OoOImMX Qep-
MEHTHBIX CHUCTEM W Pa3JIMYHBIX CTPYKTYPHBIX OelikoB BHekJeTouHoro marpukca CT. B ocHo-
Be (OPMHUPOBAHUS JAHHOHN NATOJIOTHH JISKUT COUETAHHOE JICUCTBUE JIBYX BEAYIUX (HAKTOPOB:
TEHEeTHYECKOH MPeNpacIioNioKeHHOCTH, 00YCIOBIEHHOW CYMMUPYIOIUM JeHCTBHEM (PYHKIIHO-
HaJIBHBIX TIOJUMOP(HBIX alljiedeil O0IBIIOro YUcia TeHOB, M TPOBOIUPYIOIIUM JISHCTBHEM pa3-
JUYHBIX BHEITHUX (akTopoB. Ha ceromusmnunii nenp u3sectHo 6oiee 250 sugos JICT. CBoes-
pemenHas nuarnoctuka u jgedenue JJCT ocTtaeTcs omHUM U3 CIOKHEHIITUX pa3eioB MeIUaTPUH,
MIPEACTAaBIAS HE TOTBKO MEAUITMHCKYTO, HO M CEPhE3HYIO COIUANBHYIO TTPOOIEMY.
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SUMMARY. Connective tissue disorders (CTD) — a heterogeneous group of diseases caused by
mutations of extracellular matrix protein genes or protein genes involved in the morphogenesis
of connective tissue. Today, more than 250 types of hereditary connective tissue disorders are
known. Timely diagnosis and treatment of CTD remains one of the most difficult sections of
pediatrics, presenting not only a medical, but also a serious social problem.
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BBEMEHUE

JCT — 310 rereporeHHas rpynmna 3a0oeBaHHi
MHOTO()aKTOPHOH MpPUPOABI, 00yCIOBICHHAsT BOB-
JeYeHHEM B MaToreHe3 oOmux (pepMEeHTHBIX CH-
CTEM M Pa3IMYHbIX CTPYKTYpPHBIX OEJIKOB BHEKJIE-
TOYHOT'O MaTpUKCa COCTUHUTEIBbHON TKaHu. B oc-
HOBe (HOPMHUPOBAHUS JAHHOW IATOJIOTHM JIEKHT

COYETaHHOE JICHCTBUE JIBYX BEAYIMX (HaKTOPOB:
TeHEeTUYECKON MPEPacIoIOKEHHOCTH, 00yCIIOB-
JICHHOH CYMMHPYIOIIMM JeHCTBUEM (DYHKIHO-
HaJIbHBIX MOIUMOP(GHBIX ajuiesield OONbIIOro YHca
TEHOB, U IIPOBOLMPYIOLINM JAECHCTBUEM PA3IHMUHBIX
BHEIIHUX (akTOpoB. JMarHoCTHKa NaHHBIX 3a00-
neBaHuil TpyaHa. OTCYTCTBHE KOHKPETHBIX 3HAHUH
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MPaKTUYECKUX Bpadel O KIMHUYECKUX MpOsBIIC-
Husix JCT, nporpenueHTHOro pa3BUTUSI CUMITO-
MOB, BO3MOXXHOH TpaHC(OpMAIH B ayTOMMMYH-
HYI0 NaTOJIOTHI0, HEKOMIIETEHTHOCTh B HCIIOJIB30-
BaHWH JIA0OpPaTOPHOW W  HHCTPYMECHTAILHOU
MUAarHOCTHKH yCyryomser curyanuio. HesepHo
BBICTABJICHHBIN MJIM HECBOEBPEMEHHO ITOCTABJICH-
HBII AWarHO3 BIEKYT 32 COOOM OTCYTCTBHE HAIPaB-
JICHHOTO JICYEHU S, TTOJIUTIPAarMa3uio, Kak CIe/ICTBHE
BBIIIECKa3aHHOTO — BO3HUKHOBEHHE OCIIOKHEHUH
U (popMUpOBaHUE UHBAIUIHOCTH Y JJAHHBIX TMallH-
CHTOB, YXY/IIasi KAUeCTBO UX JKU3HU.

Lenbro 0030pa siBIsIETCA OCBELICHHE COBpe-
MEHHOTO MPECTABICHUS O KIMHUYECKUX MPOSIB-
JICHUSIX ¥ NPUHLUNAX JUATHOCTHUKU TaKUX Ha-
CJIEJICTBEHHBIX 3a00JE€BAaHUN COEAMHHUTEIHHOM
TKaHHW, KaK CHHApoM Onepca-Jlanino, cHHIpPOM
Mapdana, cungpom Jlomc-Jlutna u HecoBep-
LIEHHBIN 0CTEOreHE3.

MATEPWAITbI U METO[IbI

C momompo MexayHapoaHbix 0a3 (Pubmed,
E-library, NCBI) mpoBeieH monck JuTeparypsl ¢
MOMOIIBIO KITFOUeBBIX c10B (HacnencrBenHbie Ha-
pyIIeHHUs coemuHHUTeTbHOW TkaHw/Connective
tissue disease, Cunapom Onepca-llanmo/Ehlers
Danlos Syndrome, Cunapom Mapdana/Marfan
syndrome, HecoBepieHHBII o0cTeoreHes/osteo-
genesis imperfecta, Cungpom Jlouc-J/luTia/
Loeys-Dietz syndrome, nucruiasusi COeIMHUATEIb-
HO¥ TkaHu/connective tissue dysplasia) 3a 10 ser.
Haiineno 25104 ucrounuka. J1yiga npoBeneHus Ju-
TepaTypHOro 0030pa 0ToOpaHo 43 UCTOYHUKA.

PE3YJIbTATbI

Hucnunasus coequautensuoi Tkann (JCT) —
9TO reTeporeHHas rpyImna 3a0oieBaHUi MHOTO-
(dakTopHOW mpHpPOABI, KoTopas o0OycIOBIeHA
BOBJICUCHHUEM B MaTOTeHE3 00X (HEepMEHTHBIX
CUCTEM M Pa3jMyYHBIX CTPYKTYPHBIX OCIIKOB BHE-
KJIETOYHOTO MaTPHUKCa COCIUHUTENIbHOW TKaHU.
B ocHoBe BO3HUKHOBEHHS M (HOPMUPOBAHUS
JaHHOH MaTOJIOTHH JISKUT COUYCTAaHHOE JICHCTBHUE
JBYX IJIaBHBIX (DAKTOPOB: F€HETUYECKOH Ipen-
PacCIONIOKEHHOCTH, 00yCIOBICHHONH CyMMHUPYIO-
UM JAeHCTBHEM (PYHKITMOHATBHBIX MOITHMOPd-
HBIX ajuiesiedl 00JIbIIOro YKcia IeHOB, U IPOBO-
HUPYIOIIMM JICHCTBUEM pAa3UYHbIX (HaKTOpPOB
BHEIIHEH cpenwl [4, 8, 9, 14]. Ha cerogusurauii
neHpb u3BectHo 6omee 250 sugos JACT.

Tepmun «HeanddhepeHMpoBaHHAS TUCTIIA3HSI
COCAMHUTEIBHON TKaHW» OOBIYHO HCIIONBb3YEeTCS
JUISL OMTUCAaHUS KIMHUYECKUX OOBEKTOB, XapaKTe-
PHU3YIOIIMXCS KIMHUYECKUMH U CEPOIOTUYECKH-

MU TPOSIBJICHUSMU CHUCTEMHBIX ayTOMMMYHHBIX
3a00JIeBaHM, HO HE COOTBETCTBYIOIINX KPUTEPH-
M JUTSL OTIPEeNIEHHBIX 3a00JIeBaHUI COCIMHHU-
TenpHOM TKanu [2, 3, 10, 15, 18, 19, 21, 23].

Jwuarnoctuka 6onpmuacTBa JICT HaA cerop-
HSIIHUI JIeHb 3aTpyJAHEHA BCIEACTBUE OOJIBIIO-
ro pasHooOpa3usl KIMHUYCCKHUX IPOSIBICHUM,
CBsI3aHHBIX ¢ e€ neekTaMu, U CXOJICTBA CUMIITO-
MOB, YTO 3aTPyAHsCT AU(PPEpeHIIMAIBHYIO Tra-
rHocTuky paznunuasix Buaos JCT [9, 20].

HacnencrBeHHble HapyIICHHUS CTPYKTYpPbl U
(YHKIIUU COCIMHHUTEIbHON TKaHU IHUPOKO pac-
MPOCTPaHEHBI; 3HAHHE OCHOBHBIX KIMHUYECKUX
CUMIITOMOB W TIPUHIIAIIOB WX JUATHOCTHKHU
HE0OXOIMMO BpadyaM CaMBIX Pa3HBIX CIIeIHalIb-
HOoCTell. B manHOM smTeparypHOM 0030pe Tpen-
CTaBJIEHO COBPEMEHHOE TPECTABICHUE O KIIU-
HUYECKHX TIPOSBICHHSIX HAanOoJee 4acTo BCTpe-
YaIOUUXCS U U3YUYCHHBIX HA CETOIHSIIHUN JICHb
ACT — Cunnpome Dnepca-llanio, cuHapoMe
MapdaHa, HECOBEPIIICHHOM OCTEOI'€He3¢ U CHH-
npome Jlouc-/utna.

CHH/POM JNEPCA-[IAHNO (EDS)

EDS — saBmgerca rpymmoi JICT, xoropas
KIMHAYECKH TPOSBILICTCS THIEPPACTIKIMO-
CTBIO KOXH, THUIEPMOOUIHHOCTHIO CyCTaBOB,
XPYIKOCTBIO COCYIIOB U aTpoduyeckumM pyoiie-
Banuewm [11, 24, 26, 27, 33-35].

Yame Bcero, EDS nacneayercs mo ayrocom-
HO-JIOMUHAHTHOMY THITY, HO Y HEKOTOPBIX MaI[1EeH-
ToB (10 50%) EDS MoxeT BBISBIATHCS «De novoy.

JlmarHoctrka JaHHOTO CHHJIpOMa BILIOTH JIO
1997 ronma ocHoBbIBanach Ha BubdpaHmickux
KPUTEPHSX, B KOTOPHIX BBLIEISIOCH IIECTh TH-
noB EDS — kitaccuueckuii, cOCyIuCTbIiA, THIIEP-
MOOWJIBHBIHN, apTpoXaJa3udecKuii, KudoCKoIHo-
TUYECKUN U JIepMarocnapakcuc.

B 2017 r. omybnukoBaHa HOBask MEXKIYHAPO.-
Has knaccugukarms EDS. B el onucano 13 nox-
tunoB EDS (ta6m. 1) [16, 24, 26, 28, 33, 35].

Knaccuueckuit Tun EDS BritouaeT ayrocom-
HO-JOMHUHAHTHBIN TUI HACJIEIOBAHUS, & ACCOLIU-
WPOBAaHHBIE MYTHUPOBAaHHBIC TEHBI BKIIIOYAIOT
COL5A1 w/wmmm COLIAI, KOTOpble KOAMPYIOT
koyutareH tuna V u tuna I coorBerctBeHHO. Oc-
HOBHBIE KJIMHUYECKHE KPUTEPUH BKIFOYAIOT
atpoduyeckoe pyOleBaHHWe, THUIIEPPACTIKHU-
MOCTh KOXXH ¥ TE€HEepaJu30BaHHYIO THIEPMO-
OMIIBHOCTH CycTaBOB. MaJjible KITMHUYECKHE KPH-
TEPHUH BKITFOUAIOT SITUKAHTHIECKUE CKIIAIKH, XPYTI-
KOCTh KOXH, MSITKYIO «PBIXJIYIO» KOXY, JETKOE
BO3HUKHOBEHHE KXHMO30B, TPHDKY B HAJIUYUHU
WM B aHaMHe3€, MOJIITIOCKOIIOA00HbIE TICEB/00-
MyXOJIH, TOAKOXKHBIE CHEPYJIbl U aHATOTUYHYHO
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Tabnuya 1
Mexnaynapomnaas knaccudukarus EDS, 2017 1.
IMoaTun ABOpe- Tun HacienoBaHus T'en Benok
BHATYpa
Kunaccuueckuii cEDS ayTOCOMHO-JIOMUHAHTHBIN COLSAL2 Koznaren V una
Y A COLIAl | Komnaren I tuma (p. (Arg312Cys))
Kiaccnyecku-nomgo0HbIit clEDS ayTOCOMHO-PELEeCCUBHBIN TNXB Tenacuuua X
Knananno-cepaeuHbii cvEDS ayTOCOMHO-PELIECCUBHBIN COLIA2 Kosnaren I Tuna (noxmoe oreyr-
. pA v Y pen NMD CTBHE 0.2 LICTTH)
C . EDS . COL3A1 Konnaren III tuna
OCYIUCTBII v AYTOCOMHO-TNOMHHAHTHBIH | ~or 'y ) Komnares I tuma
I'urepMoOHIBHBIH hEDS ayTOCOMHO-JIOMUHAHTHBIA | HEU3BECTHO HEU3BECTHO
ApTtpoxanazuitHbii aEDS ayTocomHo-gomuHaHTHBIH | COL1A1/2 Komnaren I tuna
JlepmarocniapakCUCHbBIN dEDS ayTocoMHO-peneccuBHbli | ADAMTS2 ADAMTS2
N . PLODI LH1
Kudocrxonmornuecknit kEDS ayTOCOMHO-PELICCCUBHBILI FKBP14 FKBP22
CHHAPOM XPYTIKOH BCS AVTOCOMHO-DELECCHBHAL ZNF469 ZNF469
POTOBHIIBI Y pett PRDMS5 PRDMS5
CHOHIMIONUCTIIACTHYC- B4GALTY B4GalT7
cxuii AION spEDS | ayrocomuo-peueccuBHblii | B3GALT6 B3GalTo6
SLC39A13 ZIP13
MpbI111€4HO-KOHTPAKTy pPHBII mcEDS | ayTocoMHO-peneccuBHbIN CHST14 D4sT1
paxyp Y pett DSE DSE
Muonaruueckuit mEDS ayTOCOMHO_HOMHHaHTHLH:I/ COL12A1 Kosnaren XII tuna
ayTOCOMHO-PEIeCCUBHBII
IleprononranbHbII pEDS ayTOCOMHO-TOMHUHAHTHBIN CIR/S Clrand Cls

KIMHUYECKYI0O CHUMIITOMATUKY Y POJCTBEHHHUKA
MepBOY cTerneHu poacTna [5, 35].

Knaccuuecku-nomo0uslii Tun EDS BximrouaeT
ayTOCOMHO-PELIECCUBHBIM THUIl HACJIEIOBAHUS U
cBsi3aH ¢ myTauueld B reHe TNXB, KOTOpBIM KO-
nupyetr TenacuuH X. OCHOBHbIE KIWHHYECKHE
KPHUTEPHUH BKJIIOYAIOT THIIEPPACTIKUMOCTE, Oap-
XaTUCTOCTh U aTpoPUIECKUe PyOIThI KOXKH, TCHE-
pamn30BaHHYIO THIIEPMOOMIBHOCTh CyCTaBOB H
JIETKOE BOZHUKHOBEHHE YKXMMO30B. MaJjbie KiTu-
HAYECKHUE KPUTEPUH BKIIIOYAIOT HEKAPIUOTCHHBIH
OTeK HIKHUX KOHEUHOCTEH, YMEPEHHYIO MPOK-
CUMAJIbHYI0 M JUCTalbHYIO MBIIICYHYIO Clia-
00CTh, aTPOQUIO MBIIIII KHCTH U CTOIIbI, aKpOTe-
pHI0, aKCOHHYO MOJUHEHPOIaTHIO, NehOpPMUPO-
BaHHBIC CTOITBI M TPOJIANICHI MATKH, BIIaraJIMIIa,
npsMou KuwkH 5, 35].

Cepneuno-knanannelii Tun EDS  Hacnemyercs
10 ayTOCOMHO-PEIIECCHBHOMY THITY M CBSI3aH C My-
tamsiMa B TeHax COLIA2 wvma NMD, xoTopble
KOOMPYIOT KojutareH | twrma. OCHOBHBIC KITMHUYE-
CKHE KpPUTEPHH BKIIOUAIOT THIIEPPACTSHKUMOCTh
KOKHU ¢ arpo(h)UUECKUM PYOLICBaAHHEM U JIETKOCThIO
00pa30BaHMUs CHHSKOB, OTPAHUYCHHYIO I TeHepa-
JIN30BAHHYIO THIICPMOOUIILHOCTh CYCTaBOB M IIPO-
TPECCHUPYIOIIHE CEePACUHO-KIIAMaHHbIC HAPYIICHUS.
Maitble KIMHHYECKUE KPUTEPUH BKITFOYAIOT Jiehop-

Malu# CToII, AehOpMaIy TPYTHOH KIETKH, BBIBH-
XM CYCTaBOB W TTaXOBbIE TPBDKH |5, 35].
Cocymuctsiii Tt EDS nMeeT ayTocomMHO-10-
MUHAHTHBIM XapakTep HAcJIel0BaHUS U CBS3aH C
myTtanusiMu B rene COL3A1 w/wnu COLIAI, xo-
TOpbIE€ KOAUPYIOT KosutareH tuna III u tuna I co-
oTBeTCTBEHHO. OCHOBHBIE KIIMHUYECKHE KpHUTeE-
pUU BKIIOYAIOT — pa3pbiB aOPThl B MOJIOIOM
BO3pacTe, CIIOHTAHHBIA Pa3pblB MaTKU (B 4acT-
HOCTH, B TPEThEM TpuMecTpe 0e3 (pakTopoB puc-
Ka), CIOHTaHHas mepdopanusi CUTMOBHIHOMN
KHIIKA B OTCYTCTBUE IUBEPTHKYJIOB M IPYToit
MaTOJIOTHH, 00pa3oBaHWe KapOTHIHO-KaBEPHO3-
HOH (UCTYIBI 0€3 TPaBMBI 1 CEMEHHBIN aHaMHE3,
MOJITBEPKJICHHBI T€HETHYECKUM TECTUPOBAHU-
em. CuHsIKH, HEe CBSI3aHHBIC C TPaBMOU W/WIIK B
HEOOBIYHBIX MeCTax (TAaKMX Kak IIEKH U CIIMHA),
TOHKas IMOJIyIpo3padHas KokKa ¢ BUJAMMBIM Be-
HO3HBIM PHCYHKOM, aKpOT€pHs, XapaKTepHBII
BHEIIHUU BHJ TUla, AchopMalus CTOM, TUIEp-
MOOHMJILHOCTh MEJKHX CyCTaBOB, BPOXKJICHHBIN
BBIBUX OeZpa, KepaToKOHYyC, peLeccus, Xpyl-
KOCTh JIECEH, paHHEe pPa3BUTHE BapUKO3HOU 00-
JIE3HW W CIIOHTAHHBIN ITHEBMOTOPAKC SBISIOTCS
MaJbIMH KPUTEPUSIMH, KOTOpPbIE JTOJKHBI OBITh
pasyMHO HIEHTH(DHUIIMPOBAHBI IS TPUMEHEHUS
MaTbHEUIINX TUarHOCTHIeCKUX Mep [5, 35].
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l'unepmoOunbublil TN EDS Bruttowaer ayTo-
COMHO-JIOMUHAHTHBI TUI HACIEAOBAaHUA W HE
MMeeT N3BECTHBIX CBSI3aHHBIX MyTallili TEHOB Ha
MOMEHT MyOJIMKALUU CHCTEMBbl KiIacCu(UKALUU
2017 roma [5, 35]. Ayt IOCTaHOBKH JAHHOTO JH-
arHo3a HeoOXOAWMO COYETaHWE TpeX OONBIINX
KpUTEpUEB: TeHepaIu30BaHHAS THIIEPMOOHIIb-
HOCTh CyCTaBOB, CHCTEMHOE BOBJICUECHHE COE/IH-
HUTENBHOW TKAaHW W MBIIIEYHO-CKEJIETHBIE OC-
JoxHeHus. /lnarno3 cTaBUTCS NMPU UCKITIOUYEHUU
JIPYTUX W3BECTHBIX 3a00JIeBaHUI COETWHUTEIb-
HOU TKaHU, NPOSIBISIFOIINXCS CUHAPOMOM THIIEp-
MOOUIIBHOCTH CYCTaBOB.

Aptpoxanazuiinelii Tun EDS nmeer aytocoMm-
HO-JIOMUHAHTHBIN THI HAaCIlleJIOBaHUs U CBS3aH C
myTtammsmu B rene COLIA1/2, kooupyrowem Kon-
aaeen I muna. BoNbIIMMU KPUTEPUSIMU JaHHOTO
THUTIA SBIISIOTCS: BPOJKICHHBIHN JIBYCTOPOHHUH BBI-
BUX Oezpa, TspKeNas THIEPMOOMIBHOCTh CyCTa-
BOB C MHO)KCCTBEHHBIMH BBIBUXAMHU/TIO/IBBIBUXA-
MU U THIEPPACTKUMOCTh KOXKH. JlomonHuTens-
HbIe KPUTEPHUH — MBbIIICYHAS THIIOTOHUS,
KH(OCKOINO3, XPYIKOCTh TKaHEH, BKJIIOYast aTpo-
(uueckue pyOupbl, JIErKO TpaBMUpyemas koxa [5].

JepmarocnapakcucHslii Tunm EDS — umeer ay-
TOCOMHO-PELIECCUBHOE HAacJIeA0BaHue, O0yCIIOB-
JIeH HapyueHueM B rene ADAMTS?. Jlannvit mun
npossisiemcs Ype3BbIYAHON XPYITKOCTHIO KOXKH C
BPOXKJICHHBIMHU WJIH TIPHOOPETEHHBIMH Pa3phIBAMH,
XapaKTEePHBIMU YePETHO-JTUIIEBEIMA 0COOEHHOCTS-
MH, KOTOpBIE TIPOSIBIISIIOTCS TIPY POYKACHUH, B PaH-
HEM MJIQJICHYECTBE WJIM Pa3BHBAIOTCS TO3XKE, W3-
ObITOUHOM crmaboii KoXKel COo CKJIaJKaMy Ha 3arsi-
CTBSAX M IIUKOJIOTKAX, MOPIIUHUCTHIMU JIQJI0HSIMH,
BBIPQKEHHON CHHSYKOBOCTBIO, MOAKOXKHBIMH Te-
MaToMaMH U KPOBOUZIMSHUAMH, MYNMOYHOM IphI-
KeH, 3a1epKKOH (PU3HIecKoro pa3BuThs [S].

Kudockommornuecknit tun EDS mpencras-
JIsieT coO0O0W ayTOCOMHO-PEIleCCUBHOE 3a00IieBa-
HUE COCIUHUTENBHONW TKaHHW, XapaKTepU3yIO-
meecs paHHUM HadalloM, IPOTPECCUPYIONTUM
KU(OCKOITNO30M, THIIOTOHHCH, 3aIepKKOH MO-
TOPWKH, TOBBIMIEHHOW PAaCTSIKUMOCTHIO KOXKH,
JIOMKOCTBIO KOJKH U THIIEPMOOUIFHOCTBIO CyCTa-
BOB. /Ipyrue 0co6eHHOCTH BKITIOYAI0T MUKPOKOP-
HEI0, XPYNKOCTh IVIa3 M CKIephl, Xabutyc Mar-
fanoid, arpoduueckue pyOLbl Ha KOXKE U pa3pbiB
aprepud. PaccTpoiicTBO BOBHUKAET B PE3YJIbTATE
nepunura GepMeHTa KojlareHa JU3WITHAPOK-
cunasbl | u3-3a myranuit B rene PLODI [5, 39].

CHHIIpOM XpYHKOH POrOBHIIBI — HMEET ayTO-
COMHO-PEIIECCUBHBIA THIT HACTIEIOBaHUSA U 00Y-
cioBneH nedexrom reHa ZNF469 (yunk-npogo-
Osiyull NpomeuH ¢ Heu3eecmuou @yuKyuet)
u/unu PRDM5 (IHK-mpanckpunyuonnslii ¢hax-
mop cemeticmeéa PR/SET). Cundpom uauge éceco

NPOABIAEMCA PAHHUM 0eDI0MOoM NPocpeccupyro-
we2o Kepamoznooycd, CUHUMU CKAepamu, MoH-
KOU po2osuyell U paHHUM HaA4aioM npocpeccupy-
roweco kepamokonyca [5].

Cnoummnoaucmuiactudecknii Tun EDS (ayTo-
COMHO-PEIIECCUBHOE HAaCJIEJJOBaHNE) MPOSBIISAET-
Csl MIPOTPECCUPYIONICH 3aJCPKKON (U3NIESCKOTO
Pa3BUTHSL, TSIKEIONU BPOXKICHHOW MBIIIEYHOU I'U-
MOTOHHEH, mepepasrndbanueM kKoHeuHoctei. Jlo-
MOJTHUTEIBHO MOTYT OIPEAEATHCS — IOBBIIIEH-
Hasl JIaCTUYHOCTb, MATKOCTh, HICTOHYEHUE, MTOIY-
MPO3PaYHOCTh KOXKH, IUIOCKOCTOIHE, 3aJepiKKa
MOTOPHOTO Pa3BUTHSI, OCTEOTICHHS H 3a/IEPIKKA KOT-
HUTUBHOTO pa3BUTHsA. 3aboneBaHUE OOYCIIOBICHO
Mmytanueit reaa B4GALT7 (earaxmosunmparncge-
pasza 1) u/unu B3GALT6 (eanakmosunmpancgepa-
sa 1) wumu SLC39A13 (2omooumepnwiii mparic-
Mmembpannvitl npomeun 13 (ZIP13)) [5].

MBpimeuHo-koHTpakTypHbelii Tun EDS umeer
ayTOCOMHO-PEIIECCUBHOE HACJE0BaHNUE, BBI3BAH
MyTalusIMH B TeHe KapOoruaparcynbhoTpancde-
pas3bl  14/nepmaran-4-O-cynsdoTpancgepassr 1
(CHST14/D4STI1, mcEDS-CHSTI4) viu B TeHe
nepmarancynbdarammmepasst  (DSE,  mcEDS-
DSE). K HacTosmiieMy BpEMEHH B JIUTEPAType OITH-
cal 41 marent u3 28 cemeit ¢ mcEDS-CHST14 n
MIATh TIAITMCHTOB W3 YETBIpeX cemeil ¢ mcEDS-
DSE. Knuandeckre pU3HaKH BKIIFOYAIOT MYJIBTH-
CHCTEMHBIE BPOKJICHHbBIE IOPOKH Pa3BUTHSA U MPO-
TPECCHUPYIOIINE TPOSBICHUS, CBSI3aHHBIE C XPYII-
KOCTBIO COEIMHUTENIbHON TKAaHWU. BBISIBIEHO, 4TO
npu myrammu reHa mcEDS-DSE  npossnaiomcs
bonee neckuM eHOMUNoOM, 4em npu Mymayuu 2eHa
mcEDS-CHSTI4 [5, 29, 30].

Muonarnueckuii Tun EDS BwI3BIBacTCS My-
tanueir reHa COLI2AI, oTBedyaromero 3a KoJ-
nareH XII Tuna u nposBIIsSIETCS. BPOKICHHOU MBbI-
MIEYHOW THUIOTOHHEH W/Wiau arpoduei, Mmpok-
CHMaJbHBIMH  CYCTaBHBIMH  KOHTPAaKTypamMu
(xomeHo, 6enpo, JIOKOTH), THIEPMOOUIHEHOCTHIO
nepudepruuecKux CycTaBoB. Takxe MOTYT UMETh
MECTO MsITKas pbIXjasi Koxa, arpoduyeckue pyo-
IbI, 3a/IepKKa MOTOPHOTO Pa3BUTH, MHOMATH
10 JIaHHBIM OMOTICUHU MBI [5].

[epuononraneublii (3yoHO0#) T EDS mpo-
SABIISICTCS TSKEIBIM TIEPUOJJOHTUTOM, XapaKTepu-
3YIOLIMMCS PAaHHUM HauyajoM, claboCThIO 3aKpe-
IUICHUs1 3yO0OB B JECHAX, IMIIEPMOOMIBLHOCTBHIO
CyCTaBOB, THIEPPACTSHKUMOCTBIO, XPYIKOCTHIO
KOXKH, aHOMAaJbHBIMH PyOIamMH (ITUPOKHE WU
aTpodudeckue), MapPaHOTIOTOOHBIMH YEepPTAMH
nmuna. Beean myranueit rena C/R wmm C1S —
cyorequuunbl Clr u Cls mepBoro KOMIIOHEHTA
KJIACCHYECKOTO ITyTH KOMIUIEMEHTa [5].

[ManmenTsr ¢ EDS, oco0eHHO ¢ THIIEpMOOUIIB-
HeIM THIIOoM EDS, yacTo HempaBmIBHO AUArHO-
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CTUPYIOTCS C TAKUMHU COCTOSIHHSIMH, Kak huopo-
MHUAJITUs, CHHJIPOM XPOHUYECKOH yCTalIoCTH
WJIH JICTIPECCHS, YUUTHIBAs COBMAJACHUE CUMIITO-
MOB M TICUXOCOIMAIILHOE BO3/ICHCTBUE, KOTOPOE
OHH OKa3bIBAIOT Ha marueHTa [34].

HECOBEPLIEHHbIA OCTEOT EHES (D)

Ol — reHeTHYEeCKH TETEPOreHHOE HaCIe-
CTBEHHOE 3a00JICBaHUE COCAMHUTEIBHON TKaHU,
KOTOpO€ TMPOSIBIISIETCS. MOBBILICHHONH JOMKOCTBIO
KOCTE U BBICOKOM YacTOTOM NEpEerIoMOB BCIE-
CTBHE TPaBM HECOOTBETCTBYIOIIEH UM CHIIBL. J[py-
THe KIMHUYECKHUEe CUMITTOMBI (TaKhe Kak roiryOoble
CKJIEPBI, HECOBEPIIIEHHBIN JEeHTUHOTEHE3, THUIep-
MOOWIIBHOCTh CYCTaBOB M TPOTPECCHUPYIOMIAs Ty-
TOyXOCTh) BCTPEYAIOTCS B 3aBUCUMOCTH OT THIIA U
CTETICHU TSDKECTH 3a0oseBanus. [lepBrie HaydHBIC
onucanusl 00JEe3HM MOSBWIMCH B 1788 I., ogHako
TONMBKO B mocienuue 10 JeT oTMeuaeTcsl 3HAYH-
TENBHBII ITPOrpecc B IOHUMAHUU €€ TEHETUYECKOU
Y MaTOreHeTUYECKON Tpuposl [25, 36, 43].

3aboneBaHUe  BCTpPEUaeTCs C  4YacTOTOM
1:10000 B obmie#t momynsinuu. Ol xapakTepusy-

€TCsl IUPOKUM CIIEKTPOM KIMHUYECKHUX IPOSIB-
JIEHUN — OT CaMbIX JIETKUX TUIOB TEYCHHS IO
TIePUHATAIBHO-JIETATLHON (OPMBI M TSIKEITBIX
nedopmanmii kocteil. B OonpmnHCTBE CiiydaeB
3a0oeBaHNe HaCleayeTcss ayTOCOMHO-TOMH-
HaHTHO U BBI3BAHO MyTalMell B reHe KoJuiareHa |
THIIA. KJ'IaCCI/I(I)I/IKaIII/IS[ U OCHOBHBIC KIIMHHNYC-
CKHUEC IPOABJIICHUA IO KAXIAOMY THUITY HPCACTaB-
JIeHbI B Tabuue 2 [42, 43].

HecoBepmiennsiit ocreorenes (OI) tuma I
MOKHO CIyTaTh ¢ HEKOTOPHIMH TOJTHUIIAMH CHH-
npoma EDS u3-3a ruriepMoOUIbHOCTH CYCTaBOB.
Tem He MeHee, KOMOMHAIUS CUMIITOMATUKH, B
JIOTIOJTHEHHE K TEeHETUYECKOMY TECTHPOBAHUIO,
MO3BONISIIOT MU (hepeHIInpoBaTh dTH JiBa CHH-
Ipoma [34].

CHH/POM MAP®MAHA (MFS)

DTO HACIEACTBEHHOE 3a00J€BaHNUE COCTUHMU-
TEIBHOW TKaHU, XapaKTePU3YIOLIEECs dKTOMUCH
XpyCTajuKa, paclIuPeHHEM U PACCIOCHUEM KOP-
HS aOpThl M CIeNU(PUISCKUMU O0COOESHHOCTSIMU
ckenera [22, 24, 27, 34, 37, 40].

Tabnuya 2

Kiaccudukanus OI

Tun Ol OCHOBHBIE ITPOSIBIICHUS
I Tun — nerxui, lonyOsbie cknepsl, ymepeHHas aedopMariis KOHEYHOCTEH, KOMIPECCUOHHBIE NIEPEo-
HeaepopMUpyomuit MBI TI03BOHKOB B LITKOJILHOM BO3pacTe, F’HIEPMOOUIBHOCT CyCTaBOB, HECOBEPIIEH-

HBIN JEHTUHOTEHE3 U TYTrOyXOCTb BO3MOXXHBI

II TMnm — nepuHaTanbHbI,
JI0 JIETAIbHOTO UCX01a

Tsxenslie nedopmali KOHEYHOCTEH, BHYTPUYTPOOHBIE TIEPETOMBI, HApyIIECHHE
MHUHEpaIU3alu KOCTell depena, BUCIepaIbHbIE TPBIKU, PAXUTUYECKUE YETKH.

III T — TsHKEbI,
nehOpMUPY oL

KopoTkue nckpuBieHHbIe KOHEYHOCTH, KOPOTKOE TYJIOBHIIE, BHYTPUYTPOOHBIE
1 TIepUHATaIbHBIE TIEPETOMBIL, B T.4. TO3BOHKOB, XapaKTepHas TPeyroiabHas Gpopma
JIUIIA, HECOBEPIICHHBIH JEHTHHOTEHE3, TEMHO-TOTyObIE HITH CEPBIE CKIIEPHI,
THIEPIUIACTUYIECKHE KOCTHBIE MO30JIH, TEIECKOMMUECKHE ePETOMBI
YMmepenHast 3a7iep>KKa pocTa, BHyTPUYTPOOHBIE TIEPETOMBI, HECOBEPIIEHHBIN AEHTH-
HOTeHe3, Oelble Ui CephIe CKIIEPHI, TETECKOMHUECKHE MEPETOMBI

IV tun — cpenneii tsxectu,
nehOpMUPYIOLITHI

YMmepenHast 3aJiep>KKa pocTa, paXHUTOMOA00HbIE H3MEHEHUSI MeTa(r30B, BBIBIIEMbIE
IIpU POXKJCHUH, M03XKe JINHUN CKJIepo3a B MeTadu3ax. Kanpnudurarus MeKKOCTHBIX
MeMOpaH MpeanIedbs U TOJICHH, THIEePTPOPHIECKIE KOCTHBIE MO30IH

V Tun — cpeaHen TSHKeCTH,
nehOpMUPYFOLTHI

T'mneprpoduueckie KOCTHBIE MO30JH B MECTAX MEPETOMOB M OCTEOTOMHH.
benble ckiephl, HECOBEPIICHHBIN ICHTHHOTEHE3 HE XapaKTepeH

VI tun — cpenneit Tshxectn/
TSOKETIBIH, 1e(OPMUPYFOLITHIA

YMmepeHHas 3aiepKKa pocTa. benble ckiepbl, HeCOBEPIICHHbIN ICHTHHOTCHE3
He XapakTepeH. HakormieHne ocTeonia B MECTax MepeioMOB H OCTCOTOMHIA.
IInoxoii orBeT Ha Tepanuto OuchochonaTamu

VII Tun — cpenneit tsxecTH,
neOPMUPYIOLIHIA (0 JIeTab-
HOTO MCXO0/a)

BryTpuyTpoOHEIE IepenoMbl, coxa vara, Oeible CKIephl, PU30MEINnsl.
Hecosepmennstit nentunorenes He xapakrepen. Hamomunaer HO 111 Tuna

VIII T — TSHKENbIi,
nedopMupyromuit
(1o eTaNpHOTO UCX0/a)

Bripaskennas 3aep:kka pocTa, BRIpaKCHHAs IEMUHEepaIU3alysl CKeJIeTa,
IUTaTUCTIOHIMITNS, CKOJINO3, PACIINpPeHNE MeTa(pH30B, IUIMHHBIE (haJlaHTH,
Oerble CKIepHI

IX tum — TsKeNBIN,
nehopMUpYFOIIHit
(1o eTaNbHOTO UCXO0/a)

I'py6ast 3anepskka pocta, cepble HIIH TOIyOble CKIEPhl, KOPOTKHE,
HUCKPUBIICHHBIC KOHEUHOCTHU
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B 1991 rony myrauuu FBNI Obutn UACHTH-
(umpoBaHbEl  Kak TeHETHYecKas MpUYrHA
MFS. MFS o00B9HO WMeEeT ayTOCOMHO-IOMH-
HaHTHBIA TUT HACJIEJIOBAHUS U BBI3BIBACTCS TE€TE-
pO3UTOTHBEIMH MyTanusMu B FBNI. OmHako B
OUYCHb PEIKUX CIydasX ObUIA BBISBICHBI TOMO3H-
TOTHBIC WJIA CJIOKHBIE TETEPO3UTOTHBIC MYTAIIHH.
[Mpubnusurensao 95% mnpobangaoB Mapdana
00BSICHSIOTCS MyTalusiMu FBNI, u K Hacrosile-
My BpeMmeHu ommcaHo Oosiee 1800 paznuuHbIX
myTauuii. [IpuMepHOo y TpeTu NaluueHToB NPUIH-
HO¥1 3a0oseBanus sSBIsIeTCS MyTanus «De novoy.
CymecTByer Takxke HeoHartanpHast gopma MFS
(nMFS). Heonaranpaass MFS o0buHO Xapak-
TEpPHU3yeTCs PaHHUM HAYalIOM, TSDHKEIBIMH Cep-
JIEYHO-COCYAMCTHIME MPOSBICHISIMHE, YTO MOXKET
MIPUBECTH K CEPJACYHON HEJOCTATOYHOCTH —
JaCcTOW MPUIHWHE CMEPTH y TarmeHToB ¢ nMFS.

FBNI xomupyet 6enox ¢pubpmuma-1. MyTa-
nuu B QuOpriUIHHEe-1 HE TOJNBKO BBI3BIBAIOT OC-
na0eHnue CTPYKTYPhl COCAMHUTEIHHON TKaHW,
HO TakXKe BIUAIOT HA PETYISLHIO ITUTOKHWHA
TGFp. B Tkansx aoptsl nauuentos ¢ MFS nepe-
nada curHanoB TGFp moBslilieHa, ¥ 3TO IPHUBO-
JIUT K U3MEHECHHOU TPAHCKPUIILIUKU T€HOB-MHUIIIE-
Hel, BKItO4as (pakTop pocTa COCTUHUTEIBHON
TKaHW MU MaTPUYHBIE METAJUIONPOTEHHAZHI.

B npouutom quarnoz MFS craBuiics Ha OCHO-
Be Hozojorun bepnuHa u I'enra. B Hacrtosiee
BpEMS TMarHO3 CTABUTCS HA OCHOBE ITEPECMOTPEH-
HO¥t HO300THH ['enTa, co3mannoii B 2010 roqy —
HCKIJTFOUEHBI CHHAPOM THIIEPMOOMIEHOCTH CyCTa-
BOB, aPKOBHJIHOE HEOO ¥ TPHIKH B CBS3U C HECTICI-
UPUUHOCTBIO JaHHBIX NpOsBICHUH. BrineneHo
nBa HauOosee cneruduuubix a1 MFS cummto-
Ma — paCHIMPEHUE a0PTHI U DKTOMHUS XPYCTaIH-
Ka. Jms mun monoxe 20 JeT mocTaHOBKa AUArHO-
32 OCHOBBIBAETCS HA Z-KPUTEPUH, CEMEIHOM aHa-
MHe3€ 1 Ta0JuIle 0aJllIOB CHCTEMHOTO BOBIICUCHUS
COeIMHUTENbHON TKaHu [31].

Jlronu ¢ cuanpomom Mapdana 0OBIYHO OYEHB
BBICOKOTO pOCTa C JUTMHHBIMH KOHEYHOCTSIMH,
JUTHHHBIM JIAIIOM W JUIMHHBIMH MalblaMid PYK U
HOT, TUIIOMYCKYJIATypOH, a Takke nedopMarmsi-
MH TPYIHOW KJIETKH, MO3BOHOYHHUKA, Oempa u
CTOTIBI. Ba)KHBIM M TTOTEHITMATHFHO OMACHBIM IS
JKU3HU aclleKTOM CHHJIpoMa MapdaHa sSBISETCS
aHeBpHU3Ma KOPHS aOpPThl C PUCKOM IOCIEIYIO-
mero paspeiBa. Jpyrue KIMHUYECKUE MPU3HAKU
BKJIIOYAIOT MPOJIAliC MUTPAJIBLHOIO KJIalaHa,
MMHEBMOTOpAaKC, MUONUI0. TkaHU, MOpakKeHHBIE
cuHApoMoM Mapdana (aopTa, KOCTHO-MBIIIEY-
HbIE TKaHH, TBepJasi MO3roBasi 000JI09Ka, JIETK1e
" poroBuma), 6orarsl GUOPHIITHHAMHA. DKTOIHS
XpyCTaJ¥Ka SIBISIETCS eIle OTHON XapaKTepHUCTh-
KoH cuHIpoma MapdaHa, TPUCYTCTBYIOMEH

npumepHo y 60% nanuenToB. OHa BbI3BaHA cla-
00cThIO CBSI3KU XpycTanuka. Co CTOPOHBI JbIXa-
TeNbHOU cuctemsbl y nauueHToB ¢ MFS wyacto
(42%) wnalOmromaeTcsi OOCTPYKTHBHOE W IIEHT-
paJIbHOE alHO® BO CHE, CIIOHTAHHBIM IHEBMO-
TOpaKc.

Cunapom MapdaHa uMeeT MHOTO CXOJHBIX
XapaKTEePUCTUK C PA3IINIHBIMH MOJTHIIAMU CHH-
npoma EDS (B yacTHOCTH, THIT THIIEPMOOUIIBHO-
CTH), OJHAKO OOINMU JUArHo3 cuHapoma Map-
(daHa MOXHO pa3feNuTh KaK KIMHUYECKH, TaK
U TCHETHYEeCKU. | eHeTHYecKH, MyTallu 4acTo
UACHTUOUIUPYIOTCS B TreHe ¢(uOpuiuHa-1.
Knunnuecku, korga runepMoOMIBHOCTh CycCTa-
BOB NPUCYTCTBYET y manueHTa ¢ marfanoid-xa-
OUTYyCOM, DKTONHEH XpyCTalnKa /WA TaToJo-
THEH KOPHS aopThI, ClIeayeT momo3pearb EDS u
cuanpoMm Mapdana, oqaako npu EDS maronorus
KOpHSI a0pThI BBIpaXKEHA MEHBIIE W BPSI JIH OY-
JIET TIPOrPEeCcCHpOBaTh C BO3PACTOM, B OTIHYHE
ot MFS [34].

CMHAPOM JIOUC-AWTLIA (LDS)

LDS Owur BmepBeie ommcan B 2005 romy
baprom Jloucom u INappu Jutem. CHHAPOM BBI-
3BaH MyTalle B reHax, KOAUPYIOIIUX PeIenTo-
pel  TpaHchopMupyromero ¢akropa pocra
(TGFBR1 unu TGFBR2). Hacnenyerca LDS no
ayTOCOMHO-JIOMUHaHTHOMY  Tumy. CuHapom
Jlolica-/I[uTiia B 3aBUCUMOCTH OT TOATHUIA MO-
JKET MPOTEKaTh B JIETKOU WM TshKeNoi (popmax.
Cymectsyet 6 nmogrunoB LDS (tabnuna 3).

OCHOBHBIMHM KJIMHUYECKUMHU MPOSBICHUIMU
SIBIITFOTCSI — OCOOCHHOCTH JIMIIEBON YacTH de-
pena (THIEPTEIOPU3M, pa3IBOEHUE TBEPAOTO
HeOa MM HEOHOTO SA3BIYKa), MOpaKEHUE cepey-
HO-COCYIUCTON CHCTEMBI (BPOXKIEHHBIE TTOPOKHU
cepaua (OAII, JIMIIII), aoptanpHBIe U apTEepH-
aJbHBIE AaHEBPHU3MBI), TMOPaKEHHE KOCTHO-CY-
CTaBHOW CHCTEMBI (CKOJINO3, Ae(OpMaluu TPpy-
HOHM KJeTKH, nedopmaiuy HaibleB KUCTEH u
CTOIl, THNEPMOOMIBHOCTD CYCTaBOB, BO3MOXKEH
KPaHHOCTEHO3).

Knunanueckun LDS Bo muorom cxox ¢ MFS
(ckoMo3, TIocKocTonue, nedopMarus nepegHen
YacTU T'PYAHON KIIETKH, CIIOHTaHHBIH ITHEBMOTO-
paxc), OTIMYUTETHHON 0cobeHHOCTRIO LDS siBiis-
eTCS HaJNuue THUIEepPTeNIOpru3Ma, pa3IBOCHUS
S3bIYKa M pACHICTHHBI Heba, a TakkKe ITUPOKO
pactpoCTpaHEeHHON aHEeBPHU3MBI U M3BUIIMCTOCTH
aopTel 1 aptepuit [32, 35, 40]. Baxxusie 1omoHu-
TeJIbHBIE CUMITOMBI, KOTOpBIe oTingaoT LDS ot
MFS, BKITI09AIOT KPaHUOCHHOCTO3, KOCOJIANOCTh,
KOHTPAKTYypbl CyCTaBOB M HECTaOWJILHOCTH IlICH-
HOTO OTJesia I03BOHOYHMKA. Ilo cpaBHeHMIO C

UNIVERSITY THERAPEUTIC JOURNAL

TOM?2 N3 2020

EISSN 2713—1920



36

REVIEWS

Tabnuya 3
Knaccudukarus LDS
IMoaTunsr LDS I'en YacToTa BCTpeUaeMOCTH
LDS Tum 1 TGFBRI 20-25%
LDS tun 2 TGFBR2 55-60%
LDS tun 3 SMAD3 5-10%
LDS tun 4 TGFB2 5-10%
LDS Tun 5 TGFB3 1-5%
LDS Tun 6 SMAD?2 1-5%

MEFS cepaeuHo-cocyqucTbie MpPOSIBICHUS SIBJIS-
I0TCs1 OoJiee Cepbe3HbIMU, U AHEBPU3MBI A0PThI
AMEIOT TEHJCHIHIO PAacCIanBaThCS HMIIN pPa3phl-
BaThCs [IPU MEHbBLIEM JMaMeTpe U B Oosee MoJIo-
oM Bo3pacte. Kpome Toro, aHeBpru3MbI a0pThI HE
OTPaHUYHMBAIOTCS KOPHEM MJIM BOCXOASIIEH aop-
TOM, YacTO 3aTParuBaroT OOKOBbIE BETBH aOPTHI U
cocy/ibl TosloBHOTO Mo3ra. Kpome Toro, 1omonHu-
TEJBHO MOTYT NPOSBJIATHCS TaKWe Majible KpUTe-
pHUH, Kak MaxoBasi, Mylo4Has TpblXka, TOHKAas IO-
JyNpo3payHas KoXa, TUIOXO€ 3aKMBJIEHHE paH U
arpo¢puueckue pyous! (B ommune ot MFS). Ha-
MPOTUB, HET HUKAKOU CBs3U Mexay LDS u skro-
nue Xpycrajuka (KoTtopasi sBISIETCS OTJIMYH-
TeapHON ocobeHHOCTRIO MFS) [34, 40].

Cunapom Jlomc-/lutma MOXXKHO CHyTarh C
cuHApoMoM Dnepca-/lannoca n3-3a ero ayroco-
MHO-JIOMUHAHTHOTO THIIa HACIEJAOBAaHUSA M PaH-
HeW NWarHOCTHKHU TaTOJIOTUU aopThl, 0COOEHHO
aHeBpu3M. TeM He MeHee, CYIIEeCTBYEeT KIIMHNYe-
cKasg Tpuaja, koTopas xapakrepHa st LDS, ko-
TOpas MOMOTraeT Bpauy MOCTaBUTh JUarHo3. Tpu-
aja BKJIOYAET pa3BOCHUE S3bIYKA/pacIIeNIuHy
Heba, TUIEepTEeNIOpU3M U aHEBPU3MY aopThl [34].

IToMuMO mopaxeHus KOXHOH, KOCTHOM, MbI-
LIEYHOM, CYCTaBHOM, IIa3HOU CHUCTEM, KOTOPBIE
Owmn onucansl Beite, mpu JJCT ¢ Takoii xe gac-
TOTOW TOPa))aroTCsl OpraHbl OPOHXOJIETOUHOU
CHUCTEMBI, CEPAEYHO-COCYAUCTON, MOYEBBIBOIS-
el CUCTeMBI U KeITyJOYHO-KUIIIEYHOTO TpaKTa
[2,4,8,9, 14, 19].

HaunGonpiiee KoIU4eCcTBO U3MEHEHUMH, BBI-
3BaHHBIX JICT, HaOII01aI0Ch CO CTOPOHBI COCY-
qucToi cuctemsl (n=76; 79,1%) u cepaua (n=35;
36, 45%) [3].

Y o6onpubix JICT ormeuaercs nedopmanus
cepila Mo THUIy «KaleJIbHOT0», HECOCTOATENb-
HOCTb BHEKJIETOYHOTO MaTpHKCa CEpPALA U COCY-
JI0B, MUKCOMATO3Hasl JIereHepanns CTBOPOK XOP.
W  TOAKJIANaHHBIX  CTPYKTyp, aHEBpU3Ma
MEXIIPEICEPAHON MEPETOPONKH, aHOMAIIUHU MPO-
BOJSILIEH CUCTEMBI (K IPUMEPY — MUTpaLUsl BO-
TUTENsT PUTMa BCTpedaeTcs y Kaxjaoro 3—4 ma-
nuenta ¢ JICT), runormiasus aopThl, THIIOILIA3HUS

JIETOYHOI'O CTBOJIA, OIYXOJIM cepiaua (MHUKCOMA,
pabmoMuoma), CHCTeMHAas HECOCTOSTEIHLHOCTD
BEHO3HOH CTEHKH (BaApUKO3HOE PACIIUPEHHE BEH
BEPXHMX M HIDKHMX KOHEYHOCTEH, Majoro Tasa,
BapHUKolleJie) — JaHHbIE M3MEHEHUsS SBIISIOTCS
Takke (aKTopaMH PUCKa Ui BO3HUKHOBEHUS
XPOHHUYECKON CepAeYyHOM HEJOCTaTOuYHOCTH Y
TaKUX MalMEeHTOB.

Cunnpom JICT Hepenko coderaercs ¢ MaTono-
THEH MOYEBBIBOJSIIEH CHCTEMBI: aHOMAJIUHU pa3-
BUTHS (TaKME KaK YIBOCHHE MOYKH MJIM MOYEBbI-
BOJSIIUX IIyTeH), IOIMKHUCTO3, IUBEPTHKYIIE3
MOYEBOTO ITy3BIPsI, AaTOHUS YaIIEYHO-IOXaHOYHON
CHCTEMBI, IIy3bIPHO-MOYETOYHUKOBBIN pediIrokc,
HEHPOTEHHBI MOYEBOW MY3BIPh, AUCMETA0O0IH-
yeckre Hepomatun. Ha GoHe maHHBIX Hapyie-
HUW MOBBIIIAETCS 4YacTOTa Pa3BUTUM OCTPBIX U
XPOHUYECKHX MHUETOHE)PHUTOB, TIIOMEpPYIOHE]-
pUTOB, WHCTUTOB. HWHGpEKIMOHHBIE MPOIECCHI
MPOTEKAIOT TshKellee U TpeOyIoT KaK npaBuio 6o-
Jee 4acToil u cepbe3Hoil Tepanuu. Kpome Toro,
nuenoHepur y nereil Ha (OHE BPOKICHHBIX
AQHOMaJUil pa3BUTHs OPraHOB MOYEBON CHCTEMBI
UMEET XapaKTepHble OCOOEHHOCTH TEUCHHUSL:
yalle MPOTEKAET CKPBITHO W MalOCUMITOMHO,
KaK MIPaBWIIO, MPOSABIAETCS M30IHPOBAHHBIM MO-
YEBBIM CHHJIPOMOM, JIByCTOPOHHOCTBIO MOpaxKe-
HUS, HAIMYHEeM MeMOpaHO-/1eCTPYKTHBHOTO TPO-
1ecca, HeJI0CTaTOYHOCTHIO MHPHUI0KCHHA.

Hapymienue CTPYKTYpbl COEIMHHUTEIBHOMN
TKaHU MPUBOJUT K CYLIECTBEHHBIM MOpdosioru-
YECKUM U (DYHKIIMOHAJIBHBIM U3MEHEHHUSIM Opra-
HOB JIbIXaHWsi — HapylleHue (HOPMUPOBAHUS
3IIACTHUYECKOTO Kapkaca Jerkux (oOpasoBaHue
SM(pHU3EMaTO3HBIX Oy/UI, MOJIMKUCTO3a, CIIOH-
TaHHOTO IMHEBMOTOpPAKCA, T'MIIOIUIA3HS JIETKHX);
Ie(eKT XpALIeBOr0 U COCOUHHUTEIbHOTKAHHOIO
Kapkaca TpaxeHn U OpoHXOB (TTOBBITIICHUE UX TTO/I-
BUXHOCTH — TpaxeoOpOHXHaJIbHAsI IUCKUHE-
3Ms, TPaxeoOPOHXOMAISIHNS, TPaxeoOpOHXOMe-
rajvsi, BOSHUKHOBEHHE OpoHX03KTa30B) [17, 38].

Pe3ynbraThl mocineaHUX HMCCIEAOBAaHUNA CBU-
JeTenbeTBYIOT 0 ToM, uto JACT nuarHoctupyer-
¢ npuMepHO y 75% NalUEeHTOB C MEPBUYHBIM
cnoHTaHHbIM nHeBMoTopakcoM (CII). Takxe y
nanueHToB ¢ JCT BBIABIsETCS SKCIUPATOPHBII
IIPOJIATIC C BHICOKOM 4acTOTOM pa3BUTHSI OPOHXO-
obcrpykruBHOTO cuHApoma (BOC) ¢ anm3omamu
00CTPYKTHUBHOTO amHO? Bo cHe [21, 35, 36]. Tu-
nuuHo npucoeanHenrne bOC npu MHEBMOHUSX.
AHOMamuu CTPOCHUS OPOHXOJIIETOUYHON CHCTEMBI
Ha (one [ICT crmocoOCTBYIOT yXyAIIEHUIO DITH-
MUHAIlMM TTaTOTEHHBIX areHTOB B YCIOBHAX H3-
MEHEHHOM MMMYHHOM PEaKTUBHOCTH, YTO BEJET
K YBEJIWYEHHUIO YacTOThl IMHEBMOHMWI, BBI3BaH-
HBIX aTHNUYHOH (opoii. MHTepcTHnnaTbHAS
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00JIe3Hb JIETKUX SIBJISIETCS OJHUM M3 HaumbOosee
CEPBE3HBIX JIETOYHBIX OCIIOKHEHHH 3a0ojeBa-
HUW COCTUHUTENBHON TKaHW U XapaKTepU3yeTCs
OONBIIUM TIPOIIEHTOM cMepTHOocTH [16, 41].
Oco000 TspKeToe KIMHUYSCKOE TeUeHUE OPOHXO-
JIETOYHOH TATOJIOTHH U OBICTpOE (POPMUPOBAHKE
OCJIOKHEHHMI HaOmogatoTcs y OOMBHBIX C Map-
(haHOTIOJIOOHBIM M 3JIEPCOTOA00HBIM (peHOTHIIA-
mu JICT [1].

[TaTosorust XKemymouHO-KHUIIEYHOTO TPAKTa y
nereii ¢ JICT Bcrpeuaercs B 70% caayuaes (uarie
BCEr0 y MalUeHTOB C CHHIPOMOM THIIEPMOOHIIb-
HocTH). Hapyiienue B cTpyKType COeIMHUTEIb-
HOW TKaHU TPHUBOAWT K BO3HUKHOBEHHIO JIHa-
(hparManbHBIX TPHIK, ITO3aM OPTaHOB OPIOIITHOM
MOJIOCTH M TIOYEK, IWBEPTHUKYJIAM Pa3IHYHBIX
OTJEJIOB KHWIIEYHWKA, TOIUXOCHUTME, MpOJaIcy
MIPSIMO¥ KHIIKH ¥ OPTaHOB MAJIOTO Ta3a, TOJUKU-
CTO3y ToueK u T.1. [4, 8, 27].

JACT dgacTo compoBOXKIaeTcsi XPOHUYECKHU-
MU TacTpUTaMU M ractponxyoaeHuTamu. OmgHa-
KO TI0 pe3yibTaraM HCCIEeI0BAaHUN OTMeuaeTcs,
y1o y nogapoctkoB ¢ JICT undekuus H.pylori
KaK MpUYUHA XPOHUUYECKOTO TacTPUTAa BBISBIIS-
€TCs CYWIECTBEHHO pEXe, YeM Y TOJAPOCTKOB
6e3 JICT u B o0mieit monynsamuu 00JIbHBIX XPO-
HHUYECKHM TaCTPUTOM. DTO MOXKET TOBOPHUTH O
JIpPYTUX, HANPUMEpP, ayTOMMMYHHBIX MEXaHH3-
Max pa3BUTHS XPOHUUYECKOTO TacTpUTa y JaH-
HOW KaTeropWH MOJAPOCTKOB MIJIM O BO3MOXKHO-
CTH WHPUIHPOBAHUSA ITHUX IMAIMEHTOB TOJIHKO
BBICOKOITATOTEHHBIMU ~ IITaMMaMH MHKpOO0a,
4yT1o TpeOyeT manpHeiero uzyuenus [6, 7, 12,
13, 27].

Taxke JCT wacto cOmpoBOXKIAIOTCS Hapy-
LUICHUSMU CO CTOPOHBI LIEHTPaJbHOW W BereTa-
TUBHOW HEPBHOH CHUCTEMBI, TeMOPParn4ecKuMH
U TPOMOOTHYECKUMH HApYLICHUSIMH B CHCTEME
reMocTa3a, HapylIeHHSIMH CHCTEMbl UMMYHHOUH
3amuThl. ECTh MaHHBIE O BBICOKOW YacTOTE Jna-
THOCTHKH CHHIPOMOB BTOPUYHOTO HMMYHOJIE-

(umTa — ayTOMMMYHHOTO W aJUIEPTUYECKOTO
[8, 14, 19, 21].
BbIBO/Ibl

VY nmammenTtoB ¢ JICT oTtueTnmBoO mpeacTaBie-
HBbI KOMOp6I/I)IHI)Ie COCTOSITHHUA C BOBJICUCHHUEM O~
HOBPEMCHHO HCCKOJIBKUX OpPraHoB M CHCTCM,
0O0JIBIIIOE KOTMYECTBO Y3KUX CIEIHAINCTOB U UX
peKOMeHIalui, KOTOpbIe HE BCET/Ia COBMECTHMBI
MEXIy c000i, ToBOpPAT 00 OTCYTCTBHHM KOM-
miekcHoro noxaxona k tepanuu JJCT u BiekyT 3a
c000ii BOBHUKHOBEHHE OCIOXHEHUH, (HOPMHUPO-
BaHUE MHBaJIUAHOCTH. OTCYTCTBHE KOHKPETHBIX
3HAaHUHN TPAKTHYECKUX Bpaded O KIMHUYECKHUX

nposineHussx JICT, nporpenueHTHOro Te4eHHs
(ma HavanpHbBIX dTanax JCT MoxeT mposiBIsIThCs
MOHOCHMITOMHO WJIM BIIMSTH Ha OJHY CHUCTEMY
OpraHOB, HO B JJaJTbHEHIIIEM B OOIBIINHCTBE CITY-
4YaeB 3aTPOHET M OCTAJIbHbIC OpraHbl U CHCTE-
MBI — JaHHBIA (PaKT HEOOXOAUMO TTOMHHUTE IS
paHHel JMarHOCTUKH HapylIeHWH u npodunax-
THKWA BO3HUKHOBEHUS OCJIOXHEHWH). Hexomre-
TEHTHOCTh B HCIIOJIb30BAaHMM J1TAOOpaTOpHOU u
WHCTPYMEHTAJIBHONW MUAarHOCTUKU yCYyryOmser
cutyanuto. [Iuarnocruka u neuenue ACT ocra-
eTCsl OJJHUM M3 CIOXKHEHIIMX pa3iesioB Meaua-
TPUHU, NIPEACTABISASL HE TOJIBKO MEIULUHCKYIO, HO
W CEephEe3HYI0 CcOolUajbHYyI0 Tpobiemy [4, 8, 10,
14, 19, 21]. Bo3MOXHOCTH T'€HHO-MOJEKYISIp-
HBIX UCCJIeIOBAaHUH 1 OOINbIIei JacT Hacene-
Hus Poccum manopoctynHbsl. B cBs3u ¢ 3TUM
yMeHHe Bpaua neauarpa nuaraoctaponarsd JCT,
JTUCTUTaCTHYECKUe (DEHOTHITBI, UCTIONB3YS COBpe-
MCHHBIC KJIMHUYCCKHUE, J1a00paTopHbIE W WH-
CTPYMEHTANbHBIE METOJbI; KOHCYJIBTAllUH Pa3-
JIUYHBIX CIEIUAIMCTOB MPU KOMOPOUJIHBIX CO-
CTOSTHUSIX, COBMECTHO cornacys IJ1aH
HAOJIOICHHSI TTAIIMEHTa C OINpPE/ICIICHUEM IPUO-
PUTETHBIX MATOJOTHYCCKUX U3MEHEHUU CO CTO-
POHBI OPraHOB U CUCTEM; a TaKXKe TEPAlHI0 U
WCKITIOYCHHE TTOJIMIPArMa3uu; TOMOXKeT u30e-
’KaTh BO3HUKHOBEHUS CEPbLE3HBIX OCIOKHEHMUI,
WHBAJIMIU3ALUN NAUUEHTOB, 3HAYUTEIBHO YIy4-
LIUTh KaY€CTBO UX KU3HH.
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