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PE3IOME. Jlucnnasus coenuautensHoi Tkanu (JICT) — 3T0 reTeporeHHas rpymma 3adode-
BaHMH MHOTro()akTOPHOH MpHUPOABI, 0OYyCIOBJIEHHAs BOBJCYCHHEM B MaTOreHe3 oOmux ¢ep-
MEHTHBIX CHCTEM M Pa3IMYHBIX CTPYKTYPHBIX OeskoB BHeKkJeTouHoro marpukca CT. B ocho-
Be (OPMHUPOBAHUS JAHHOM IATOJIOIMH JIEKUT COUETAHHOE AECHCTBUE JBYX BeAYLIUX (AKTOPOB:
TeHETHYECKOM MPeApacoI0KeHHOCTH, 00yCIOBJICHHOW CyMMUPYIOLUIUM ACHCTBUEM (PYHKIHO-
HAJBHBIX TOTUMOPGHBIX ajuiesieil O0IBIIOro YUciia TeHOB, U MPOBOLUPYIOIIUM JCHCTBUEM pa3-
JUYHBIX BHEITHUX (akTopoB. Ha ceromusmnuii nenp u3sectHo 6oiee 250 Bumos JICT. CBoes-
pemenHas auarHoctuka u nedenne JICT ocTtaeTcs oMHUM M3 CIOKHEHIITNX pa3AesioB MeuaTpHH,
MPEJCTaBIIAS HE TOJBKO MEJUIIMHCKYI0, HO M CEPhE3HYIO COLMAIBHYIO POOIeMY.
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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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BBE/EHUE

JCT — 310 rereporenHas rpyrra 3a00neBaHuN
MHOTO(aKTOPHOH MPUPOABI, 00yCIOBICHHAs BOB-
JiedeHreM B MaroreHe3 OOmMX (EPMEHTHBIX CH-
CTEM M Pa3iMYHbIX CTPYKTYpPHBIX OEIIKOB BHEKJIC-
TOYHOTO MaTpUKCca COEIMHUTEIbHON TKaHH. B oc-
HOBe (DOPMHUPOBAHUS JAHHOW MATOJOTHH JIEKHT

COYETAHHOE JACHCTBUE IBYX BEAYLMX (haKTOPOB:
TEHETUYECKOH IpeApaclooKEHHOCTH, O00yCJIOB-
JICHHOH CYMMHPYIOIIUM JIeHCTBHEM (DYHKIIHO-
HAJIbHBIX MOIUMOP(HHBIX ajuiesield OONbIIOro YHCIia
TEHOB, U IPOBOLUPYIOLIUM JEHCTBUEM Pa3IMUHBIX
BHEIIHUX (akTOpoB. JarHoCTHKa NaHHBIX 3a00-
neBaHuil TpyaHa. OTCYTCTBHE KOHKPETHBIX 3HAHUH
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MIPAKTUYECKUX Bpayel O KIMHUYECKHUX MpOsBIe-
Husx JCT, nmporpenueHTHOro pa3BUTHS CHUMIITO-
MOB, BO3MOXXHOW TpaHC(OpMalK B ayTOUMMYH-
HYIO TaTOJIOTHIO, HEKOMIIETEHTHOCTh B MCIIONB30-
BaHWM JIA0OpaTOpHOW W  WHCTPYMEHTAILHON
IMAarHOCTHKH yCyryomser curyanuio. HesepHo
BBICTABJICHHBIN WJIM HECBOEBPEMEHHO ITTOCTABJICH-
HBI AWarHO3 BICKYT 332 OO0 OTCYTCTBHE HAIIPaB-
JICHHOTO JICYSHU S, TIOJTUTIPArMa3uio, KaK CIEICTBHE
BBIIIIECKa3aHHOTO — BO3SHUKHOBEHHUE OCIIOKHEHUH
1 (HOpMUPOBAHKME MHBAIUIAHOCTH Y JAHHBIX Ialld-
€HTOB, yXy/IIasi KaYeCTBO UX KHU3HH.

Lenbro 0030pa sBIsIeTCS OCBELICHHE COBpe-
MEHHOTO NPEJCTaBICHUS O KIMHUYECKHUX TIPOSIB-
JIEHUSX W MpUHIUNAX JWAarHOCTHKM TaKUX Ha-
CIIE/ICTBEHHBIX 3a00JICBAaHUN COEAMHHUTEIHHOM
TKaHM, KaKk CHHApoM Onepca-Jlanino, cHHIpOM
Mapdana, cunapom Jlonc-Jutna m HEcoBep-
LIEHHBIN 0CTEOreHE3.

MATEPWAIIbI U METO[IbI

C nomomplo MexxayHapoaHbix 0a3 (Pubmed,
E-library, NCBI) npoBeaeH MOHCK JIHTEPaTyphl C
MOMOIIbIO KITFOUEeBBIX c10B (HacnencrBenHbie Ha-
pylUIeHUs coeauHUTEIbHON TKanu/Connective
tissue disease, Cunapom Onepca-llanmo/Ehlers
Danlos Syndrome, Cunapom Mapdana/Marfan
syndrome, HecoBepreHHBI o0cTeoTreHe3/osteo-
genesis imperfecta, Cungpom Jlouc-J{uTa/
Loeys-Dietz syndrome, nucruiasust COMHUATEIb-
HO¥ Tkanu/connective tissue dysplasia) 3a 10 Jer.
Haiineno 25104 ucrounuka. [y npoBeneHus Ju-
TepaTypHOro 0030pa 0To0paHo 43 UCTOYHUKA.

PE3YJIbTATbI

Hucrnasus coennantenbHou Tkauu (JICT) —
9TO TeTeporeHHas TrpyIma 3a0oleBaHUi MHOTO-
(dakTopHOW HpHUPOIBI, KoTopasi 0OycIOBIeHA
BOBJICUEHUEM B IaTOTeHE3 OOIMMX (HEepMEHTHBIX
CUCTEM M Pa3jIMyHBIX CTPYKTYPHBIX OCIIKOB BHE-
KJICTOYHOI'0O MaTpuKCa COCI[HHHTGHI)HOﬁ TKaHH.
B ocHOBe BO3HUKHOBEHUS W (HOPMHpPOBAHUS
JTAHHOWM IMaTOJIOTHH JISKUT COYCTAHHOE JICHCTBUE
JIBYX TJIABHBIX (DaKTOPOB: TEHETUYECKOHN Mpel-
PAaCTONIOKEHHOCTH, 00YCIIOBICHHONW CYMMHUPYIO-
UM JIeHCTBUEM (YHKIIMOHAIBHBIX TMOIUMOpPQh-
HBIX ajuteniell OONBIIOTO Yhcia TeHOB, W MIPOBO-
IUPYIOMAM JeHCTBHEM pPa3IUYHBIX (PaKTOPOB
BHeIITHe# cpensl [4, 8, 9, 14]. Ha cerogusurauii
JeHb n3BecTHO Oosee 250 Bugos JICT.

Tepmun «HeauddepeHIMpPOBaHHAS TUCILIA3HS
COG):[I/IHI/ITCJILHOI\/'I TKaHW» OOBLIYHO HCIIOJIB3YCTCA
JJIs1 OITMCaHHUA KIIMHHUYCCKHX O6T>CKTOB, XapakTe-
PU3YHOIIUXCA KIIMHUYCCKUMU U CCPOJIOTMYCCKU-

MU TPOSIBICHUSIMU CHUCTEMHBIX ayTOMMMYHHBIX
3a00JIeBaHM, HO HE COOTBETCTBYIOIIUX KPUTEPH-
M JUTSL ONPEENICHHBIX 3a00JIeBaHUN COCIMHHU-
TelbHOU TKaHu [2, 3, 10, 15, 18, 19, 21, 23].

Jwuarnoctuka OonpmuacTBa JICT HaA cerop-
HAITHUI JIeHb 3aTpydHEeHa BCIIEJACTBUE OOIBIIO-
T0 pPa3HOOOpa3Ws KIWHWUYECKHUX IIPOSBIICHHH,
CBSI3aHHBIX C e¢ nedexTaMu, U CXOICTBA CHMIITO-
MOB, UYTO 3aTpyaHseT nuddepeHIuaIbHyo Iua-
rHOCTUKY paznuunbix BunoB JICT [9, 20].

Hacnencteennsie HapylIeHUS CTPYKTYPHI U
(YHKIIUU COCMHHUTENbHON TKaHU IHUPOKO pac-
MPOCTPAHEHBI; 3HAHUE OCHOBHBIX KIMHUYECKHUX
CUMITOMOB U TPUHIMUIOB HX JAUATHOCTUKU
HE0OXOIMMO BpadyaM CaMbIX Pa3HBIX CIICHHAaIb-
HOCTel. B manHOM nureparypHOM 0030pe Tpe-
CTaBJIEHO COBPEMEHHOE TPECTABICHHE O KIIHU-
HUYECKHX TPOSBICHHIX HAanOoJee 4acTo BCTpe-
YaIONIUXCSA M N3YYCHHBIX HA CETOMHAIIHUN JIeHb
JACT — Cunnpome Dnepca-Jlamio, cuHIpoMe
Mapdana, HECOBEPIIICHHOM OCTEOTeHEe3¢ U CHH-
npome Jlouc-/utna.

CMHAPOM 3NEPCA-MIAHNO (EDS)

EDS — saBnserca rpynnoi JCT, xoropas
KIIMHAYECKH TIPOSIBISIETCS  THIIEPPACTSIKAMO-
CTBIO KOXH, THIEPMOOMIHHOCTHIO CyCTaBOB,
XPYIKOCTBIO COCYZIOB M arpouUecKuM pyorie-
Banuewm [11, 24, 26, 27, 33-35].

Yame Bcero, EDS Hacnemyercs mo ayTocom-
HO-JIOMUHAHTHOMY THITY, HO Y HEKOTOPBIX MaIleH-
ToB (110 50%) EDS MoxeT BBIABIATECS «De novoy.

JlmarsocTtuka AaHHOTO CHHApPOMA BIUIOTH /10
1997 roma ocHoBbIBanach Ha Bunbdpanmckux
KpUTEPUSX, B KOTOPBIX BBIAEIAIOCH IIECTh TH-
noB EDS — knaccuuecknii, COCyIUCTBIN, THIIEP-
MOOHMITEHBIH, apTpoxaiazndeckuid, Kiu(ocKommo-
TUYECKUN U JIepMaTocnapakcuc.

B 2017 r. ommybnukoBaHa HOBask MEKIYHAPOI-
Has knaccudukanusa EDS. B weit ormcano 13 moa-
tunioB EDS (ta6m. 1) [16, 24, 26, 28, 33, 35].

Kmaccuueckuit Tunm EDS BiitowaeT aytrocom-
HO-JIOMHUHAHTHBIN THI HACJEI0BaHUs, a aCCOIH-
WPOBAHHBIE MYTHPOBAaHHBIE TEHbI BKJIIOYAIOT
COL5A1 w/wmmm COLIAI, KOTOpble KOAMPYIOT
koyutareH tuna V u tuna I coorBerctBeHHO. Oc-
HOBHBIE KJIMHUYECKHE KPUTEPUH BKIIOYAIOT
arpoduyeckoe pyOleBaHHWE, THUIEPPACTIKHU-
MOCTh KOXXH M TE€HEpaJu30BAaHHYIO THIIEPMO-
OWIBHOCTB CycTaBOB. MaJjible KITMHUYECKHE KPH-
TEPUH BKITFOYAIOT SITUKAHTUIECKUE CKITAIIKH, XPYTI-
KOCTh KOXH, MATKYIO «PBIXITyIO» KOXY, JETKOe
BO3HHKHOBEHHE KXHMO30B, TPBIKY B HAJIUIUHU
WM B aHAMHe3€, MOJITIOCKOTIOA00HBIE TICEB00-
MYXOJIM, TIOAKOKHBIE CHEpyabl U aHATOTHYHYIO

UNIVERSITY THERAPEUTIC JOURNAL

TOM2 N3 2020

EISSN 2713—-1920



32 REVIEWS
Tabnuya 1
Mexnynaponnas kiaccudpuxanust EDS, 2017 .
IToarun ABOpe- Tun HaciemoBaHus Ten Benok
BHATypa
Knaccuuecknii cEDS ayTOCOMHO-IOMUHAHTHBIH COLSA1/2 Kouaren V tima
Y A COL1A1 | Komnaren I Tuma (p. (Arg312Cys))
Knaccmuecku-nompoOHbIi clEDS ayTOCOMHO-PELICCCUBHBIN TNXB Tenacuun X
K IalaHHO-Copse . oVEDS AVTOCOMHO-DELICCE . COL1A2 Komnaren I tuma (moiHoe orcyT-
JTanaHHO-CePAeYHbIN v yTOCOMHO-PEIECCUBHBII NMD cTBHe 02 emn)
C . EDS . | COL3Al Kosnaren III Tuna
OCYIHCTBII v AYTOCOMHO-NOMHHAHTHBIH | ~or" 'y | Komnares 1 Tuma
I'unepMoOHIbHBII hEDS ayTOCOMHO-JIOMUHAHTHBIH | HEM3BECTHO HEU3BECTHO
ApTpoxana3uiHslii aEDS ayrocoMHO-omuHanTHbI | COL1A1/2 Konnaren I Tuna
JlepmarocniapakCUCHbIH dEDS ayTocoMHO-perieccuBHbIi | ADAMTS2 ADAMTS2
. . PLOD1 LH1
Kugocrxommornuecknit kEDS ayTOCOMHO-PELIECCUBHBIN FKBP14 FKBP22
CHHAPOM XPYTIKOH BCS AVTOCOMHO-DELECCHBHAL ZNF469 ZNF469
POTOBHIIBI Y pett PRDMS5 PRDMS5
CrnoHIuIoUCIIIaCTHY - BAGALTY BaGalT7
cxuit AIOR spEDS | ayrocomuo-peneccuBnbiii | B3GALT6 B3GalT6
SLC39A13 ZIP13
MpimeuHo-koHTpakTypHblil | mcEDS | ayrocomHo-pernieccUBHBbII CHST14 D4sTI
PaxTyp y pen DSE DSE
Muonarugyeckuit mEDS ayTOCOMHO_HOMHHaHTHLH:I/ COLI12A1 Komnaren XII Tuna
ayTOCOMHO-PEIIe CCUBHBIN
TleprononTanbHbII pEDS ayTOCOMHO-TOMUHAHTHBIN CIR/S Clrand Cls

KIMHAYECKYI0O CHUMIITOMATHKY Y POJCTBCHHUKA
MepBOY CTeTeHHU poacTBa [5, 35].

Knaccuuecku-nomo0uslii Tun EDS BrirouaeT
ayTOCOMHO-PEIICCCUBHBIM THUI HACJIECIOBAHUS U
cBsA3aH ¢ MyTauuei B rene TNXB, KOTOpBIH KO-
nupyer TenacuuH X. OCHOBHbIE KIMHHYECKHE
KPUTEPHUH BKIIFOYAIOT TUIIEPPACTIKUMOCTD, Oap-
XaTHCTOCTh U aTpopuvecKre pyOIlsl KOXKH, TeHe-
paTN30BaHHYIO THIIEPMOOUIBFHOCTh CYCTaBOB H
JIErKO€ BO3HUKHOBEHHE YKXMMO30B. Majble K-
HAYECKHUE KPUTECPUH BKITIOYAIOT HEKAPIAOTECHHBIN
OTeK HIDKHUX KOHEUYHOCTEH, YMEPEHHYIO MPOK-
CUMAaJIbHYI0 M JUCTaIbHYIO MBIIICYHYIO Clia-
00CTh, aTPOQ IO MBIIIII KHCTH U CTOIIbI, aKpOTe-
pHI0, aKCOHHYO MOJUHEHPOIIaTHIO, J1ehOpMUPO-
BaHHBIC CTOMBI U MPOJIATICHl MATKU, BIarajiuiia,
npsAMON KUk 5, 35].

Cepneuno-knananneii Tun EDS  Hacnemyercst
10 ayTOCOMHO-PELIECCUBHOMY THITYy U CBSI3aH C MY-
tarmsmu B reHax COLIA2 wvmu NMD, kotopbie
KoupytoT KosutareH | tuma. OCHOBHBIE KIIMHHYE-
CKHE KPUTEPHH BKIIOUAIOT THIIEPPACTSHKUMOCTD
KOXW C aTpopuiIecKiM pyOIieBaHUEM U JISTKOCTBIO
00pa30oBaHMs CHHSIKOB, OTPAHUICHHYIO WM TeHepa-
JIN30BAaHHYIO THIEPMOOMIEHOCTH CYCTaBOB U IIPO-
TPECCHUPYIOIIHE CEePIACUHO-KIIAMaHHbIC HAPYIIICHUS.
Mauiible KIMHUYECKUE KPUTEPUH BKITFOYAOT Jiehop-

Malu# CToII, Ae(OpMaIy TPYTHOH KIIETKH, BBIBU-
XH CYCTaBOB M TIaXOBBIE TPBDKH [5, 35].
Cocymuctsiii Tunm EDS nMeeT ayTocomMHO-10-
MUHAHTHBIA XapaKkTep HaclIeJIOBAaHUS U CBS3aH C
myTtanusiMu B rene COL3A1 w/wmu COLIAI, xo-
TOpbIE KOAUPYIOT KosutareH tuna III u tuna I co-
oTBeTCcTBEHHO. OCHOBHBIE KIMHUYECKHE KpHUTC-
pHH BKIIIOYAIOT — pa3pblB aopThl B MOJIOAOM
BO3pacTe, CIIOHTAHHBIH pa3pblB MaTKu (B 4acT-
HOCTH, B TPEThEM TpUMecTpe Oe3 (hakTopoB puc-
Ka), CIOHTaHHas mnepdopanusi CUTMOBHIHOM
KHUIIKA B OTCYTCTBUE IUBEPTHKYJIIOB W IPYroit
MaTOJIOTHH, 00pa30BaHUE KapOTHIHO-KaBEPHO3-
HOM (pucTysb 63 TpaBMBI I CEMEWHBII aHaMHe3,
MOJITBEP)K/ICHHBII TeHEeTHYECKUM TECTHPOBAHU-
eM. CUHSIKH, HE CBS3aHHBIC C TPaBMOW W/WIIH B
HEOOBIYHBIX MECTaxX (TaKuX KaK IIEKW W CITHHA),
TOHKas nojgynpospadHas KoOXa C BUAMMBIM BE-
HO3HBIM PHUCYHKOM, aKpOTepus, XapaKTepHBIH
BHEIIHUH BHJI JUIa, AehopMalus CTOI, TUIEpP-
MOOMJIBHOCTh MEJIKHX CYCTaBOB, BPOKICHHBIH
BBIBUX Oefpa, KepaTOKOHYC, peLeccus, XpyI-
KOCTb JIeCEH, paHHEee pa3BUTHE BAPUKO3HOH 00-
JIe3HU U CIIOHTAHHBIN MMHEBMOTOPAKC SIBISIOTCS
MaJbIMH KPUTEPUSIMH, KOTOPHIE JTOJKHBI OBITh
pa3syMHO HJICHTU(DHUIIMPOBAHBI JJISI IPUMEHEHUS
JIaAJIbHEUIIINX JUArHOCTUYECKUX Mep [5, 35].
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I'unepmoOunbublil TN EDS Brittowaer ayTo-
COMHO-JIOMUHAHTHBIH THUII HaclleIOBaHUS U HE
HMEET U3BECTHBIX CBA3aHHBIX MYTallMil TCHOB Ha
MOMEHT NMYyOIMKAaLUU CHCTEMBI KIacCU(UKALUH
2017 rona [5, 35]. JIyst mOCTAaHOBKHU JIaHHOTO JIH-
arLo3a HEoOXOAMMO COYeTaHHE TPEeX OOJNBIINX
KpUTEpUEB: TeHEpPaIU30BaHHAsI T'MIIEPMOOUIIb-
HOCTb CYCTaBOB, CUCTEMHOE BOBJICUEHUE COEIU-
HUTEJIHHOW TKAHW WM MBIIIEYHO-CKEIIETHBIE OC-
JoKHEHUs. /lnarno3 cTaBUTCS TIPU UCKIIOUEHUN
JIPYTUX M3BECTHBIX 3a00JI€BaHUI COEAMHHUTEINb-
HOM TKaHH, MPOSIBISIONINXCS CHHAPOMOM THIIEep-
MOOUIIBHOCTH CYCTaBOB.

Aptpoxanazuiinelii T EDS nmeer aytocoMm-
HO-ZOMMHAHTHBIA THIT HACIEIOBAHMS U CBS3aH C
myTtaisiMu B rene COLIA1/2, kooupyiowiem xon-
naeen I muna. BonpmIMMN KpUTEPUSIMH TAaHHOTO
THUIIA SIBJISIOTCS: BPOKICHHBIN IByCTOPOHHUH BBI-
BHUX Oefpa, TshKeas THIEePMOOUIIBHOCTh CycTa-
BOB C MHOXKECTBEHHBIMH BBIBUXaMM/TIOJBbIBUXA-
MU U THIEPPACTSKUMOCTh KOXH. JomomHuTens-
HbICe KpPUTCPHUH — MBbIIICYHAS THIIOTOHUS,
KH(OCKOINO3, XPYIKOCTh TKaHEH, BKJIIOYast aTpo-
(uueckue pyOIIbl, JIETKO TpaBMUpyemast koxa [5].

JepmarocnapakcucHsiii Tunn EDS — umeer ay-
TOCOMHO-PELIECCUBHOE HAcJeJJ0BaHUE, O0yCIIOB-
JIeH HapyueHueM B rene ADAMTS?. Jlannvii mun
nposasnsemcs Ype3BbIUAHON XPYIKOCTBIO KOKH C
BPO’KICHHBIMH WJTH IPHOOPETEHHBIMU Pa3pbIBaMHU,
XapaKTEPHbIMHU YEPEITHO-TTMLEBBIMH OCOOCHHOCTSI-
MH, KOTOpbIE MPOSIBIISIFOTCS IPU POKACHHUH, B PaH-
HEM MJIaJICHYECTBE WJIN Pa3BUBAIOTCS MO3KE, W3-
ObITOYHON ca0ol KOXKEl cO CKIafKaMH Ha 3arisi-
CTBSIX U IIUKOJIOTKAX, MOPIIMHUCTHIMHE JIaJIOHSIMH,
BBIP@KCHHOH CHHSYKOBOCTBIO, TMOJAKOKHBIMH Te-
MaroMaMHi U KPOBOM3IHMSHHUSIMH, MYHOYHOH TpbI-
e, 3aJIepxKKoi pusnyeckoro pazsBuTus [5].

Kudockonmornueckuit Tun EDS mnpencras-
JsieT co00l ayTOCOMHO-PELiecCUBHOE 3a00eBa-
HUE COCIUHHUTEIBHONW TKaHU, XapaKTepu3ylo-
mieecsi paHHMM HavalloM, NPOrPECCHPYIOLINM
K1(OCKOINO30M, THIOTOHUEH, 3aAEepPKKOM Mo-
TOPUKH, MOBBIIICHHOW PAaCTSHKUMOCTBIO KOXKH,
JIOMKOCTBIO KOKH U TMIIEPMOOMIIBHOCTBIO CyCTa-
BOB. JIpyrue 0ocoO€HHOCTH BKJIIOYAIOT MUKPOKOP-
HEI0, XPYIKOCTh IVIa3 U CKJepsl, xaburyc Mar-
fanoid, arpoduueckue pyOIbl Ha KOXKE U pa3pbiB
aprepuu. PaccTpoilcTBO BOBHUKAET B PE3YJIbTATE
nedunura pepMeHTa KoJulareHa JIM3WITHAPOK-
cunassl | u3-3a myranuit B rene PLODI [5, 39].

CuHJIpOM XpYHKOH POrOBHIIBI — HMEET ayTo-
COMHO-PELIECCUBHBIN TUI HAacleAOBaHUS U 00y-
cioBneH nedextom reHa ZNF469 (yunk-npogo-
OAwutl npomeuH ¢ Heus8ecmHou (yHKyuel)
uw/unu PRDMS5 (JIHK-mparnckpunyuounsiii ghax-
mop cemeticmea PR/SET). Cundopom uawe ceco

NPOABAAECMCA PAHHUM 0eDI0MOoM NPo2peccupyro-
we2o Kepamoenodoycd, CUHUMU CKAepamu, MoH-
KOU po2osuyell U paHHUM HA4ai0M npocpeccupy-
roueco kepamokonyca [5].

Cnoumunoauctuiactudecknii Tun EDS (ayTo-
COMHO-PEIIECCUBHOE HACJIEJIOBaHNE) TMPOSBIISACT-
Csl MPOrPECCUPYIOIICH 3aJePIKKON (HU3NIECKOIO
Pa3BUTHSL, TSXKEIONW BPOXKIACHHOW MBIIIEYHOU I'U-
MOTOHMEH, Mepepa3rudbanueM KoHeuHocTen. Jlo-
MOJTHUTEIBHO MOTYT ONPEEATHCS — TOBBIIIEH-
Hasl 3JIaCTUYHOCTb, MATKOCTh, HICTOHUEHUE, MOy~
MPO3PaYyHOCTh KOXKH, IIIOCKOCTOINHE, 3afepiKKa
MOTOPHOTO Pa3BUTHSI, OCTEONIEHHS 1 3a/I€PHKKa KOT-
HUTHUBHOTO pa3BUTHsA. 3aboieBaHUE OOYCIIOBICHO
myranmeil rena B4GALT7 (earaxmosunmparcge-
pasza 1) u/unu B3GALT6 (canaxmoszunmpancgepa-
sa 1) wumu SLC39A13 (comooumepnoiii mpanc-
Mmembpannvitl npomeun 13 (ZIP13)) [5].

MpitieqHo-KoHTpakTypHelid T EDS umeer
ayTOCOMHO-PEIIECCUBHOE HAcCJe0BaHUE, BBI3BAH
MyTalsiIMA B TeHE KapOoruaparcyibdorpancde-
pa3sl  14/nepmaran-4-O-cynbdorpanchepazsr 1
(CHST14/D4S8T1, mcEDS-CHSTI4) wiun B TeHe
nepmarancynbgarsanumepassl  (DSE,  mcEDS-
DSE). K nacrosiieMy BpeMEHH B JIMTEPaType OIu-
cad 41 mauuent u3 28 cemeii ¢ mcEDS-CHSTI14 n
ISITh MAIMEHTOB W3 4YeThIpeX cemei ¢ mcEDS-
DSE. KiinHn4eckue Npu3Haky BKIIFOYAIOT MYJIbTH-
CUCTEMHBIE BPOKICHHBIE TIOPOKH Pa3BUTHSA U TPO-
TPECCHUpYIOIIHe TPOSBICHUS, CBSI3aHHBIE C XPYII-
KOCTBIO COEJMHUTENIbHON TKaHU. BBISIBIEHO, 4TO
npu myrtammu reHa mcEDS-DSE  npossnsaiomcs
bonee necKuM eHOMUNoM, Yem npu Mymayuu 2eHa
mcEDS-CHSTI4 [5, 29, 30].

Muonarnueckuit Tun EDS BbI3bIBaeTca My-
taupen rena COLI2A1, oTBe4aromero 3a KoJj-
nareH XII Tuna u nposiBisieTCa BPOXKACHHON MBbI-
IIEYHOW TUNOTOHWEH W/Miu arpoduei, Mpok-
CUMaJbHBIMH  CYCTaBHBIMH  KOHTPaKTypamu
(xonmeHo, Genpo, JOKOTH), TUTIEPMOOMIBHOCTHIO
nepudepruIecKux CycTaBoB. Takxe MOTYT UMETh
MECTO MATKas phIXJiasi Koka, aTpopudeckue pyo-
IbI, 3a/Iep>KKa MOTOPHOTO Pa3BUTHS, MHOMATH
10 JIAaHHBIM OHMOIICUHU MBI [5].

[Mepuononranpublii (3yOHOM) THI EDS mpo-
SBIIAETCS TAKEJIBIM MEPHUOJIOHTUTOM, XapaKTepH-
3YIOLIUMCSI PAHHUM HayajioM, c1aboCThIO 3aKpe-
IUIeHUs1 3y0OB B JECHAX, TMIIEPMOOHMIBLHOCTBHIO
CyCTaBOB, THIEPPACTSHKUMOCTBIO, XPYHKOCTBHIO
KOXKH, aHOMaJbHBIMH PyOIlaMHu (IIUPOKHE WU
arpoduueckue), Map(aHOIOTOOHBIMU YepTaMHU
nuua. BezBan mytanueit rena C/R wimun CI1S —
cyopenuannbl Clr m Cls mepBoro KOMITOHEHTa
KJIACCHYECKOTO TTyTH KOMIUIEMEHTA [5].

[TammmenTsr ¢ EDS, 0cobeHHO ¢ THIEPMOOUITE-
HeIM THNIOM EDS, 9acTo HempaBMIBHO AWArHO-
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CTUPYIOTCS C TAKUMU COCTOSIHHSIMH, Kak (huopo-
MHAITUsI, CHUHIPOM XPOHUYECKOH YCTAJIOCTH
WU IETIPECCUsl, YUYUTHIBAsL COBIAJCHUE CUMIITO-
MOB U TICHXOCOIIMAJIbHOE BO3JIEHCTBHE, KOTOPOE
OHU OKa3bIBAIOT Ha marueHTa [34].

HECOBEPLUEHHbIA OCTEOTEHES (0D

Ol — reHeTHYECKH TETEPOreHHOE Hace-
CTBEHHOE 3a00J€BaHUE COCTUHUTENILHON TKAHHU,
KOTOpPOE TIPOSIBIISICTCSl TOBBIIICHHONH JOMKOCTBIO
KOCTEH W BBICOKOW YacTOTOM NEPEIOMOB BCIE-
CTBHUE TPaBM HECOOTBETCTBYIOIICH UM cuiibl. py-
T'He KIMHUYECKUE CUMIITOMBI (TaKUe KaK roiryoble
CKJIEPBI, HECOBEPIIICHHBIN JCHTUHOTEHE3, TUIep-
MOOWJILHOCTh CYCTaBOB M IPOTPECCHUPYIOIIAs Ty-
TOYXOCTh) BCTPEYAIOTCS] B 3aBUCUMOCTH OT THIIA U
CTETICHN TSDKECTH 3a0osieBanus. [lepBrie HaydHBIC
onucanusi 00Je3HHU MOSBWIKMCL B 1788 I., ogHako
TOIIbKO B mociieaaue 10 jier oTMedaercs 3HAYH-
TENBHBII ITPOrpecc B IOHUMAHWU €€ TEHETUYECKOU
Y IAaTOTEHETHYECKON Tpuposl [25, 36, 43].

3a0oyieBaHKEe  BCTpPEYAeTCs C  YaCTOTOM
1:10000 B o6mie#t momynsimuu. Ol xapakTepusy-

eTCs IIHMPOKUM CIEKTPOM KIMHUYECKHUX IPOSIB-
JIGHUM — OT CaMbIX JIETKUX TUIIOB TEUCHHUS 0
MEPUHATAILHO-JICTAIbHON (OPMBI M TSDKEIBIX
nedopmanmii kocteil. B OonpmmHCTBE CitydaeB
3a0oneBaHne HacleqyeTcs ayTOCOMHO-JIOMH-
HaHTHO U BbI3BAaHO MyTaluell B reHe KoJuiareHa |
tumna. Kiaccudukammss m OCHOBHBIE KIMHHYE-
CKHE IPOSIBICHUSA IO KAXKIOMY THUIly MPEACTaB-
JeHbl B Tabmute 2 [42, 43].

HecoBepmennsiit ocreorene3 (OI) tuma [
MOKHO CIyTaTh C HEKOTOPBIMH MOJATUIIAMHU CHH-
npoma EDS u3-3a rurepMoOUIbHOCTH CYCTaBOB.
Tem He MeHee, KOMOMHAIMS CHUMIITOMAaTUKH, B
JIOTIOJTHEHHE K T€HEeTHYECKOMY TECTHPOBAHHUIO,
NO3BOJSIOT AuQQepeHIMpoBaTs 3TH JBa CHH-
Ipoma [34].

CHH/IPOM MAP®AHA (MFS)

DTO HACIEACTBEHHOE 3a00€BaHNE COCTUHMU-
TENbHOU TKAHU, XapaKTEPHU3YIOUIEeCs] IKTOMUECH
XpyCTaINKa, paCIIUPEHUEM U PACCIOCHUEM KOP-
Hsl aOpThl M CHEeNU(PUISCKUMU OCOOSHHOCTSIMU
ckenera [22, 24, 27, 34, 37, 40].

Tabnuya 2
Knaccuduxarms OI
Tum Ol OCHOBHBIE TIPOSIBICHUS
I Tun — nerxui, [omyOsbie cknepbl, ymepeHHas aedopMariist KOHEYHOCTEH, KOMIPECCHOHHBIE IEPE0-
HenehopMupyomuit MBI TIO3BOHKOB B IITKOJILHOM BO3pacTe, THNEPMOOUIBHOCT CyCTaBOB, HECOBEPIICH-

HBIN JEHTUHOTEHE3 1 TYTOyXOCTb BO3MOXKHBI

II Tun — nepuHaTanbHbIH,

Tsoxensie nedopMarii KOHEYHOCTEH, BHYTPUYTPOOHBIE TIEPETOMBI, HAPYIICHHE

10 JIETaIbHOIO MCX0/a

MHUHEpAIH3alud KOCTEeH deperna, BUCIePaIbHbIC TPBDKU, PAXHTUUECKUE YETKH.

III v — TsHKEbI,
nehOpMUPYFOLITHI

KopoTkue nckpuBieHHbIE KOHEYHOCTH, KOPOTKOE TYJIOBHIIE, BHYTPUYTPOOHBIE
1 TIepUHATaIbHBIE TIEPETOMEL, B T.4. TO3BOHKOB, XapaKTepHas TPEyroiabHas Gpopma

JIUIA, HECOBEPIICHHBIH JEHTHHOTEHE3, TEMHO-TOTyObIe HIIH Cephle CKIIEPHI,
THIEPIUTACTHIECKHE KOCTHBIE MO30JIH, TeIeCKOMHIECKHE ePEeTOMBI
YMmepeHHast 3a7iep>Kka pocTa, BHYTPHYTPOOHBIE TTIepPeTOMbl, HECOBEPIICHHBIN IeHTH-
HOTeHe3, OelTble M Cephle CKIIEPHI, TETeCKOMHIECKIE MePeTOMBI

YMepeHHaﬂ 3aCpPiKKa pocCTa, anI/ITOHOIIO6HLI€ HU3MCHCHUA MCTaq)I/ISOB, BBIABIIACMBIC
IIpyu pOXKACHUHU, TTO3KE JIMHUHN CKIICPO3a B MeTaCbI/ISaX. Kanbun(bm(auns{ MCKKOCTHBIX
MeM6paH npeArIeybs U rojicHH, FHHBproq)HHCCKHC KOCTHBIC MO30JIN

IV tun — cpenneii tsxectu,
nehOpMUPYFOLITHI

FI/IHeprOq)I/I‘leCKI/Ie KOCTHBIE MO30JIM B MECTax MEPEIOMOB U OCTECOTOMHUH.
benrie CKJICPHI, HeCOBepIIIeHHbIﬁ JACHTHUHOI'CHE3 HE XaPAKTEPECH

V Ttun — cpenHen TsHKecTH,
nehopMUPYFOLITHI

YMmepenHnas 3ajiepkka pocra. beible ckiepsl, HeCOBEpIICHHbIH JEHTHHOTSHE3
He xapakTepeH. Hakomuenne ocreona B MecTax IepeoMOB H OCTEOTOMHH.
ITnoxoii oTBeT Ha Tepanuio ducochonaramu

VI tun — cpenneit TsoxecTn/
TSDKEIIBIN, 1eOpMUPYIOIIUI

BryTpuyTpoOHEIEe IepesIoMBl, coxa vara, Oeible CKIephl, PH30MEInsI.
Hecosepennslii nentunorenes He xapakreped. Hanomunaer HO III Tuna

VII tun — cpenHeit TsxecTy,
niehOPMUPYIOIIHIA (10 JIeTaTb-
HOTO HCXO0/1a)

VIII tum — TSOKEINbIN,
nehopMUPYFOIIHit
(1o eTapHOTO UCX0/a)

BeipaxkeHHast 3a/iep)KKa pOCTa, BEIPAXKCHHAS! IEMHHEpaIn3alis CKeleTa,
[UIATHCIIOHTMJIHSL, CKOJIHO3, PAaCIIMpeHHe MeTadH30B, JUIMHHBIC (aJlaHTH,
OeJble CKIephl

I'py6ast 3ameprkKa pocTa, cepble WIH ToyOble CKIEePhl, KOPOTKUE,
HCKPHBJICHHBIC KOHEYHOCTH

IX tim — TSOKENBIN,
nehopMUpYROIIHit
(o meTaNBpHOTO UCXO/1a)
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B 1991 rony myrauuu FBNI Obutu UACHTHU-
(unupoBaHbEl  Kak TEHETHYECKas MpUYUHA
MFS. MFS o00blYHO HuMeEeT ayTOCOMHO-IOMH-
HaHTHBI TUT HACIIEJOBAHUS U BBI3BIBACTCS TE€TE-
pO3UroTHeIMU MyTauussMu B FBNI. OpnHako B
OYEeHb PEIKUX CITydasx OBUIH BBIABIECHBI TOMO3H-
TOTHBIE WJIH CIOKHBIE TETEPO3UTOTHBIE MY TAIIHH.
[Ipubnmsurensno 95% mnpobangoB Mapdana
00BSCHSIOTCS MyTarusiMu FBNI, u K HacTOsIIIIe-
My BpeMeHnu omucano Oonee 1800 pazmuaHbIX
MyTtauui. [IpuMepHO y TpeTu NauueHToB NpUiu-
HOM 3a00neBaHus sBIsIETCA MyTauus «De novoy.
CymecTByeT Takxke HeoHaranbHas gopma MFS
(nMFS). Heonaranpaass MFS o0buHO Xapak-
TEpU3YETCS PAaHHUM HA4yaJoM, TSDKEIBIMHU Cep-
JIEYHO-COCYIMCTHIMY MPOSBICHISIMH, YTO MOXET
MIPUBECTH K CEPJCYHON HEJOCTaTOYHOCTH —
4acTOM NpUYMHE CMEPTH y manueHToB ¢ nMFS.

FBNI xomupyet 6enok ¢pudbpuiuma-1. MyTa-
nnu B GubprummHe-1 He TOIBKO BBI3BIBAIOT OC-
nabieHne CTPYKTYphl COCIMHHUTENbHON TKaHH,
HO Tak)Ke BIHUAIOT HA PETyISIHUI0 ITUTOKHHA
TGFp. B Tkansx aoptsl nanuenTos ¢ MFS nepe-
nada curHasnoB TGFf moBblmena, u 510 mpuBo-
JIUT K U3MEHEHHOU TPAHCKPHUIIIIUKA T€HOB-MHUIIIE-
Hel, BKItOYas (pakTop pocTa COCTUHUTEIBHON
TKAaHU U MaTPUYHBIC METAJIIONPOTCHHABHI.

B npouom auarnoz MFS craBuiics Ha ocHO-
Be Hozonoruu bepnuna u I'enra. B Hacrosmiee
BpEMs IMarHO3 CTABUTCS HA OCHOBE ITEPECMOTPEH-
HOH HOo300ruu 'enra, co3nannoil B 2010 rony —
WCKITIOYEHBI CHHPOM THIIEPMOOHUIFHOCTH CycTa-
BOB, apKOBHU/IHOE HEOO ¥ TPBDKH B CBS3H C HECTICII-
N(UIHOCTHIO JTaHHBIX MPOsBICHUNA. BrineneHo
nBa HauOosee cnenuduuubix a1 MFS cummto-
Ma — paCIIMPEHHUE a0PTHI U DKTOMHUS XPYCTaIH-
ka. Jlns g monoxke 20 JIeT mocTaHOBKA AUArHO-
3a OCHOBBIBAETCS HA Z-KPUTEPUH, CEMEMHOM aHa-
MHe3€ 1 Ta0JuIle 0aJIIOB CUCTEMHOTO BOBJICUCHUS
cOoeIMHUTETbHOM TKaHu [31].

Jlronu ¢ curapomom Mapdana 0OBIYHO OYEHB
BBICOKOTO POCTa C JUTMHHBIMH KOHEYHOCTSIMH,
JUTHHHBIM JIAIIOM W JJIMHHBIMH MalblIaMU PYK U
HOT, THTIIOMYCKYJIaTypoi, a Takxke AedopMarus-
MU TPYIHOH KIIETKH, TO3BOHOYHHKA, Oelmpa W
cTombl. BaXHBIM ¥ TOTEHIIMAIFHO OTIACHBIM JIS
JKU3HM acIlleKTOM cuHapoMa MapdaHa sBisieTcs
aHEBpU3Ma KOPHSA aOPTHI C PHCKOM MOCIETyIO-
LIeTo pasphiBa. [[pyrue KIMHUYECKUE NMPU3HAKU
BKJIIOUAIOT TIPOJIAIIC MUTPAIBHOTO KJIalaHa,
MMHEBMOTOpAKC, MUONHUIO. TKaHU, MOpakeHHBIC
cuHapomMoM Mapdana (aopra, KOCTHO-MBIIICY-
HBIE TKaHH, TBepjasi MO3roBas 000JI04Ka, JIETKUe
U porosuia), 6orarel GUOPHUIITMHAMH. DKTOIHS
XpyCTaJIHKa SBISETCS elle OJTHON XapaKTepUCTh-
Kol cuHIpomMa MapdaHa, TPUCYTCTBYIOMIEH

npumepHo y 60% nanuenToB. OHa BbI3BaHa cla-
00cThIO CBSI3KU XpycTanuka. Co CTOPOHBI JIbIXa-
TeNbHOU cucTtembl y nauueHToB ¢ MFS wacto
(42%) HaOmromaeTcsi OOCTPYKTHBHOE W IIEHT-
pajbHOE amHO® BO CHE, CIIOHTAHHBIH ITHEBMO-
TOpaKc.

Cungpom MapdaHa ©MeeT MHOTO CXOIHBIX
XapaKTepUCTUK C Pa3TINYHBIMHA TOATHUIIAMHU CHH-
npoma EDS (B 4aCTHOCTH, THIT THTIEPMOOUIHHO-
CTH), OJHAKO OONIMU NMHUarHo3 CUHApoMa Map-
(haHa MOXKHO pa3JeNuTh KaK KIMHHYECKH, TaK
W TEeHeTW4ecKH. [ eHeTHuecku, MyTaluu 4YacTo
UACHTUOUIUPYIOTCST B TeHe (uOpwuinHa-1.
Knuanuecku, korna runepMoOMIBLHOCTh CycCTa-
BOB MPUCYTCTBYET y manueHTa ¢ marfanoid-xa-
OUTyCOM, DKTOMHEH XpyCTalnKa /WA TaToJIO-
TUel KOpHs a0pThl, clieayeT nono3pearb EDS u
cuHapoM Mapdana, ogaako npu EDS naromorus
KOpHSI aOpTHI BBIpaKEHA MEHBIIE U BPs[ JIn Oy-
JIET TIPOTPEeCCHpPOBaTh C BO3PACTOM, B OTIHYHE
ot MFS [34].

CMHQPOM JIOUC-AWTLIA (LDS)

LDS 0wt Bmnepswie omucaHn B 2005 romy
Bbaprom Jloucom u I'appu Autiem. CuHAPOM BBI-
3BaH MyTalUell B reHax, KOANPYIOMINX PEIEnTO-
pel  TpaHchopMmHupyromero ¢akropa pocrta
(TGFBR1 mnmn TGFBR2). Hacnenyercst LDS 1o
ayTOCOMHO-JIOMHUHAHTHOMY  Tully. CuHIpOM
Jlotica-/luTiia B 3aBUCUMOCTH OT TOATHIIA MO-
JKET MPOTEKATh B JIETKOW WM TsDhKeNon (popmax.
CymectByet 6 noarunos LDS (tabnuma 3).

OCHOBHBIMYM KJIMHHYECKUMU TIPOSBICHUSIMU
SIBJITIFOTCS — OCOOCHHOCTH JIMIIEBON YacTH 4e-
pena (THIEPTENOPU3M, pa3IBOCHUE TBEPAOTO
HeOa Wi HeOHOTO S3bIYKa), IOpaKeHNe cepied-
HO-COCYIUCTON CHCTEMBI (BPOXKICHHBIC TTOPOKHU
cepaua (OAII, JIMIIII), aopranpHble U apTEepH-
aJbHBIC AaHEBPHU3MBI), TMOPaKEHHE KOCTHO-CY-
CTaBHOM CHCTEMBI (CKOJIHO3, NePOpMaIiH TPYI-
HOHM KJIeTKH, nedopmanuu HanbleB KUCTEH Hu
CTOTI, TUIIEPMOOMIBHOCTh CYCTaBOB, BO3MOXKEH
KPaHHUOCTEHO3).

Knuanuecku LDS Bo Muorom cxox ¢ MFS
(cxonmo3, I0CKOCTONHE, AeopManus nepenHe
YacTU T'PYAHON KIICTKH, CIIOHTAaHHBINH ITHEBMOTO-
pakc), OTINYUTENBLHON 0coOeHHoCcThI0 LDS siBiisi-
eTCSl HaJW4Yue THUIEepPTeIOpU3Ma, pa3IBOCHUS
S3pIYKa M paCIICTHHBI Heba, a Takke MIUPOKO
pactpoCTpaHEHHON aHEBPHU3MBl U M3BUIIMCTOCTH
aopTel U aptepuit [32, 35, 40]. Baxxabie 10moTHE-
TeTbHBIC CUMIITOMEI, KOTOpBIE oTIn4aroT LDS ot
MFS, BKITIO9AIOT KPaHUOCHHOCTO3, KOCOJIANOCTh,
KOHTPAKTYPhl CyCTaBOB W HECTAOMIHLHOCTH IICH-
HOTO OT/eNna I03BOHOYHMKA. Ilo cpaBHeHMIO C
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Tabnuya 3
Knaccudukamus LDS
Moarunsr LDS T'en YacToTa BCTpeyaeMOCTH
LDS tum 1 TGFBRI 20-25%
LDS tum 2 TGFBR2 55-60%
LDS tun 3 SMAD3 5-10%
LDS tum 4 TGFB2 5-10%
LDS tun 5 TGFB3 1-5%
LDS tun 6 SMAD?2 1-5%

MEFS cepaeuno-cocyaucTble MpOSIBICHUS SIBIIS-
0TCs Oollee Cephe3HBIMU, W aHEBPU3MBI AOPTHI
MMEIOT TEHJICHIIMIO PAaCCIanBaThCS WU pPa3phl-
BaThCs TIPU MEHBIIIEM THaMeTpe U B OoJiee MoJIo-
oM Bo3pacte. Kpome Toro, aHeBpHU3MbI a0pTHI HE
OTPAHUYHMBAIOTCS KOPHEM WIIM BOCXOMSIIEH aop-
TOM, YacTO 3aTParuBaroT OOKOBbIE BETBH aOPTHI U
cocy/bl ToJIoBHOTO Mo3ra. Kpome Toro, nomnonHu-
TEJIbHO MOTYT IPOSBIATHCS TaKWe Majible KpHUTe-
pHUH, Kak MaxoBasi, ITyloYHas TpblXka, TOHKas I0-
JIynpo3payHas Koka, IUI0X0€ 3aKMBJIEHHE paH U
arpo¢uueckue pyous! (B ommune ot MFS). Ha-
MIPOTHUB, HET HUKAKOW cBs3u Mexay LDS u skro-
nuell Xxpycranuka (KoTtopasi SBJISETCS OTIUYH-
TenbpHOM ocobenHocThi0 MFS) [34, 40].

Cunapom Jlouc-Jlutua MOXHO cHOyTarb C
cuHJIpoMoM Diepca-/lannoca u3-3a ero ayToco-
MHO-JIOMUHAHTHOTO THIIa HACIEJAOBAaHUSA W paH-
HEW NWarHOCTHKH TAaTOJIOTUU aOpPTHI, 0COOEHHO
aHeBpu3M. TeM He MeHee, CYIECTBYeT KIIMHNYe-
cKasg Tpuaja, KoTopas xapakrepHa st LDS, ko-
TOpas MOMOTaeT Bpady MOCTaBUTh JUArHo3. Tpu-
aja BKIIOYAET pa3[BOCHHUE S3bIYKA/pacIiesinHy
Heba, TUIepTEeIOpU3M U aHEBPU3MY aopThl [34].

ITomuMo mopakeHus KOKHOM, KOCTHOM, MBbI-
LIEYHOM, CyCTaBHOM, ITa3HOU CHUCTEM, KOTOPBIC
obun onucansl Beie, mpu ACT ¢ Takoii xe yac-
TOTOH TOpaKaroTCs OpraHbl OPOHXOJIETOYHON
CHUCTEMBI, CEpJEYHO-COCYANCTON, MOYEBBIBOIS-
el CUCTeMBI U KEITyJOYHO-KUIIIEYHOTO TpaKTa
[2,4,8,9, 14, 19].

HawnGonpiiee KOTWYECTBO W3MEHEHHU, BBI-
3BaHHBIX JICT, HaOIIODATI0CH CO CTOPOHBI COCY-
nuctoit cucteMel (n=76; 79,1%) u cepaua (n=35;
36, 45%) [3].

Y 6onpubix JICT ormeuaercs nedopmanus
cepila Mo TUIy «KaNeJIbHOT0», HECOCTOATENb-
HOCTBH BHEKJIETOUHOTO MaTpHKCa CEpPALlA U COCy-
JI0B, MUKCOMATO3Hasl JIereHepalns CTBOPOK XOP.I
U  TOAKIANAHHBIX  CTPYKTYp, AaHEBpU3Ma
MEXIPEJICePAHON MEePETOPOIKH, aHOMAIIUHU MPO-
BOJISIIIIEN CUCTEMBI (K IIPUMEPY — MUTPAIIHAS BO-
JIATENIs pUTMa BCTpedaeTcd y Kaxjaoro 3—4 ma-
nuenTa ¢ JICT), runmorrasust aOpThI, THIOTUIA3US

JIETOYHOTO CTBOJIA, OMYyXOJHU cepana (MHUKCOMa,
pabmoMnoma), CHCTeMHas HECOCTOSTEILHOCTD
BEHO3HOH CTEHKH (BapUKO3HOE PACITUPEHHE BEH
BEPXHHMX W HIDKHUX KOHEYHOCTEH, Majoro Tasa,
BapHUKoOIIeJie) — JaHHBIE M3MEHEHUS SBIISAIOTCS
Takke (akTopamMH PUCKa JUIS BO3HUKHOBEHUS
XPOHUYECKON CEepJIeYHONM HEIOCTAaTOYHOCTU Y
TaKuX MalMeHTOB.

Cunnpom JICT Hepeako coderaercs ¢ maTono-
THEIl MOYEBBIBOJAIIEH CUCTEMBI: aHOMAJIMH pa3-
BUTHS (TaKMe KaK YIBOCHUE MOYKH HJIX MOYEBbI-
BOJIAIIUX TyTeH), TOIHKUCTO3, JIHUBEPTHKYIIE3
MOUEBOTO Iy3bIPsl, AaTOHUS YALIEYHO-JI0XaHOYHOU
CHUCTEMBI, ITy3BIPHO-MOYETOUYHUKOBBIN pedIIrokc,
HEWPOTEHHBI MOYEBOH Iy3BIPh, MTHCMETAOONH-
geckue Hedpomarun. Ha ¢oHe maHHBIX Hapyle-
HUW MOBBIIIAETCS 4YacTOTa Pa3BUTHUH OCTPBIX U
XPOHHYECKUX IUEIOHEPPUTOB, TIOMEpYIoHED-
pUTOB, WHCTUTOB. HWHpEKIMOHHBIE MPOIECCHI
MPOTEKAIOT TSDKEJIee U TPEOYIOT KaK MpaBuiio 00-
Jee yacToil u cepbe3Hoil Tepanuu. Kpome Toro,
nuenonepur y nereii Ha (OHE BPOKICHHBIX
AQHOMaJHUil pa3BUTHUs OPraHOB MOYEBOM CHCTEMBI
MMEET XapaKTepHble OCOOCHHOCTH TECUYCHHUS:
yaule MPOTEKAET CKPBITHO U MaJOCHUMITOMHO,
KaK NPaBWIO, NPOSIBISETCA U30IUPOBAHHBIM MO-
YEBBIM CHHJAPOMOM, JIBYCTOPOHHOCTBIO IIOpaKe-
HUS, HATMIHEeM MeMOpaHO-/1eCTPYKTHBHOTO TPO-
1ecca, HeIoCTaTOYHOCTRIO MMHPHUIOKCHHA.

Hapyuienue cTpyKTypbl COEIUHHUTEIHHOU
TKaHU TMPUBOJUT K CYIIECTBEHHBIM MOp(dosIoru-
YeCKUM U (DYHKIIMOHAJIBHBIM U3MEHEHHUSIM Opra-
HOB JIbIXaHHWsl — HapylleHue (HOPMHUPOBAHHS
AIIACTHUYECKOTO Kapkaca Jerkux (oOpasoBaHue
9M(HU3EMaTO3HBIX OyJUI, HOJMKUCTO3a, CIIOH-
TaHHOTO NMHEBMOTOpPAKCa, TMIIOIUIA3HS JIETKHX);
nedeKT XpAmEeBOro U COeIUHUTEIbHOTKAHHOTO
KapKaca Tpaxeu U OpOHXOB (ITOBBIIICHNUE UX MO~
BIDKHOCTH — TpaxeoOpOHXHWabHAs JHCKHUHE-
3Us, TPaxeoOPOHXOMAJIANHS, TPaxeoOpoHXOME-
rajus, BOSHUKHOBEHHE OpoHX0dKTa30B) [17, 38].

Pe3ynbrarel mocneqHUX HMCCIENOBAHUN CBH-
JeTenbeTByIoT 0 ToM, uto JACT nuarnoctupyet-
cs TpuUMepHO y 75% MalMEHTOB C MEPBUYHBIM
crioHTaHHBIM MHeBMoTopakcoM (CII). Takxke y
nanueHToB ¢ JICT BbIABIsETCS SKCIUPATOPHBII
MPOJIATIC C BHICOKOM 4acTOTOH pa3BUTHUS OPOHXO-
obctpykTuBHOTO cuHApoma (BOC) ¢ anmu3ogamu
00CTPYKTHUBHOTO amHO? Bo cHe [21, 35, 36]. Tu-
nuyHo npucoeanHenre bOC npu MHEBMOHHSX.
AHOManuu cTpoeHus: OPOHXOIETOYHOW CHCTEMBI
Ha (one JICT crmocoOCTBYIOT yXyAIIEHUIO JITHU-
MHHAIIMU NAaTOIE€HHBIX areHTOB B YCJIOBUAX HU3-
MEHEHHOW MMMYHHOM pEaKTUBHOCTH, YTO BEIET
K YBEJIWYEHHUIO YacTOThl ITHEBMOHMWH, BBI3BaH-
HBIX aTHNUYHOH (iopoii. MHTepcTHnnaIbHAS
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0oNe3Hb JIETKUX SIBISIETCS OJHUM M3 HamOosee
CEPbE3HBIX JIETOYHBIX OCIOXHEHUN 3a0oJeBa-
HUHI COCTUHUTEIBLHON TKAaHU U XapaKTePHU3YEeTCs
0OJBIIMM TPOLEHTOM cMepTHOcTH [16, 41].
Oco00 TsKEeNmoe KIMHHUYECKOe TeYeHHe OpOHXO-
JIETOYHOM TIATOJIOTHH M OBICTpOE POPMHUPOBAHHE
OCJIOKHCHHMH HaOmomaroTcs y OOMBHBIX C Map-
(haHOMMOTOOHBIM U AJIEPCONTOA00HBIM (heHOTHUITA-
mu JICT [1].

[TaTosorust XKenymouHO-KHIIIEYHOTO TPAKTa y
nereii ¢ ICT Bcrpeuaercs B 70% cimydaeB (darie
BCEr0 y MalueHTOB C CHHIPOMOM THIIEPMOOHIIb-
HOCTH). Hapymienue B cTpyKType COeIMHUTEIb-
HOW TKaHU NPUBOJUT K BO3HUKHOBEHHIO JHa-
(parMaibHBIX TPBIK, ITO3aM OPTaHOB OPIOIIHOM
MOJIOCTH M TIOYEK, JUBEPTHUKYJIAM Pa3IHYHBIX
OTJEJIOB KHWIIEYHUKA, TOIUXOCHUTME, MPOJIAICy
MIPSIMO KUIIKK ¥ OPTaHOB MaJIoTo Ta3a, TOJUKH-
CTO3y TIOYeK U T.1. [4, 8, 27].

JCT dacTo CONMpOBOXKIACTCS XPOHUUECKHU-
MU TacTpUTaMU M ractponyoxeHuTamu. OjHa-
KO TI0 pe3y/ibTaraM HCCJICOBAaHUN OTMedaeTcs,
y1o y nogpoctkoB ¢ JICT undeknus H.pylori
KaK MpUYUHA XPOHUUYECKOTO TacTpUTa BBISBIIS-
€TCs CYIIECTBEHHO peXe, YeM Y TOJPOCTKOB
6e3 JICT u B oOmie#t monymisiquu OOJBHBIX XPO-
HUYECKUM TacTPUTOM. DTO MOMKET FOBOPHUTH O
OpYruX, HampuMep, ayTOMMMYHHBIX MEXaHH3-
Max pa3BUTHS XPOHUYECKOTO TacTpUTa y JaH-
HOW KaTeropuU MOJPOCTKOB MIJIM O BO3MOXHO-
CTH WHPUIHPOBAHUS ATHUX IMAIMEHTOB TOJIHKO
BBICOKOTIATOTEHHBIMU  IITAMMaMH  MHKpoOa,
gTo TpedyeT mambHe#mero udydenus [6, 7, 12,
13, 27].

Taxke JICT wacTo COmpoOBOXKIAIOTCS Hapy-
LICHUSMU CO CTOPOHBI LIEHTPabHOW W BereTa-
TUBHOM HEPBHOH CHCTEMBI, FEMOPPATUUECKUMHU
U TPOMOOTHYECKUMH HapyLICHUSIMH B CHCTEME
reMocTasa, HapyLUIeHUSIMH CUCTEMbl MMMYHHOMH
3amuThl. ECTh JaHHBIE O BBHICOKOM 4acToTe 1ua-
THOCTUKHA CHUHAPOMOB BTOPHUYHOIO HUMMYHOJIE-

(1)I/ILII/IT3. — AYTOUMMYHHOTI'O U aJlJICPIrUiC€CKOro
8, 14, 19, 21].
BbIBOLLbI

VY nanuentoB ¢ ICT ortuetnuBo mpeacTasie-
HBI KOMOPOWTHBIE COCTOSHUS C BOBJICUCHHEM OJI-
HOBPEMEHHO HECKOJIbKHUX OPraHOB U CHUCTEM;
OOJBIIIOE KOJIMYECTBO yY3KUX CTIEIIUATNCTOB U MX
peKOMEHIAIINi, KOTOPhIC HE BCET/Ia COBMECTUMBI
MEXIy C000i, ToBOpPSAT 00 OTCYTCTBHH KOM-
mwiekcHoro nmoaxona k tepanuu ACT u BiexyT 3a
co00ll BOBHHKHOBEHHE OCJIOKHEHUMU, (popmupo-
BaHUE MHBATUIHOCTU. OTCYTCTBHE KOHKPETHBIX
3HAHUU TPAKTUYECKUX Bpauyeil 0 KIMHUYECKHX

nposienenusx JICT, nporpeaneHTHOro TedeHHs
(na HayanbHbIX 3Tanax JJCT MoXeT nposBIsThHCS
MOHOCHUMITOMHO WJIHM BIUATH HA OAHY CHCTEMY
OpraHoB, HO B AaJIbHEHIIEM B OONBIINHCTBE CITy-
4yaeB 3aTPOHET M OCTaJbHBIC OPraHbl M CHCTe-
MBI — JTaHHBIA (PaKT HEOOXOAUMO TTOMHHUTE JIJIS
paHHEW NWArHOCTUKH HApPYIICHUN W MpoduiIak-
THKWA BO3HUKHOBEHHUsS OCJIOXHEHWH). Hexome-
TEHTHOCTh B HCIIOJIb30BaHUM JTA0OpPAaTOpHOU W
WHCTPYMEHTAJbHON JIMAarHOCTHKH YCyTyoOJseT
cutyanuio. unarnocruka u neuenue JICT ocra-
eTCs OJHUM H3 CIIOKHEWIIUX pa3JesoB Ieaua-
TpHUH, MPEACTABIISIS HE TOJIBKO MEAUIIMHCKYIO, HO
U CEpbe3HYI0 colMabHylo mpobdiemy [4, 8, 10,
14, 19, 21]. Bo3MOXHOCTH T€HHO-MOJIEKYIISIp-
HBIX MCCIIEIOBaHMN I OOJIbILEH YacTH Hacee-
Hust Poccum manmonoctynsbel. B cBA3u ¢ 3THM
yMeHHE Bpaua nenuarpa nuarnoctuponars JCT,
JUCIIaCTHYECKHUE (DEHOTHUIIBI, HCIIOIb3YS COBpe-
MEHHbIE KIMHUYECKHE, JIabOpaToOpHble M HH-
CTPYMEHTAJIbHBIE METOABI; KOHCYJIbTAIlMH Da3-
JUYHBIX CHEIUAINCTOB NMPU KOMOPOHIHBIX CO-
CTOSIHUSAX, COBMECTHO coracys TUIaH
HaOTIONCHHsI MAICHTa C ONpEeACIeHHEM MpPUO-
PUTETHBIX MATOJIOTHYECKUX H3MEHEHHH CO CTO-
POHBI OPTaHOB U CHUCTEM; a TaKXe Teparuio U
UCKJIIOYCHHE MOJUIpPArMa3uu; MOMOXKeT u3oe-
JKaThb BO3HUKHOBEHHUS CEPBE3HBIX OCIIOKHEHUH,
WHBJINIU3ALUH TallMEHTOB, 3HAYUTEIBHO yIyd-
HINTh Ka4€CTBO MX KHU3HH.
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