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Jlucniiazus coelMHUTEIbHON TKAHM - (AKTOpP PUCKA Pa3BUTHSA

XHPYPruv4eCcKOi NaToJI0ruu

B nocnennee aecstunetue HabMOAaeTCS OTYETIIMBOE YBEIUYEHUE OOJIBHBIX,
Yy KOTOPBIX BBISBJISIOTCS KIMHUYECKHE MPOSBICHUS AUCIUIA3UNA COCIUHUTEIbHOU
tkanu (ACT)[1].

CoenuHuTENbHAS TKaHb cocTaBisier O0oiee 50 % Macchl 4eJIOBEYECKOIo
Tejla, BBITIOJHSAET B OpPraHU3ME MHOTOYHCICHHBIC (YHKIUHU: TpOoQHUECKYIO,
OKCUTECHUPYIOIIYIO, 3allUTHYI0, OMOPHYI0, MEXaHUUYECKYH, TOMEOCTAaTUYECKYIO,
CTPYKTypooOpa3yromryro[2].

JNCT — reHeTHYecKHd JETEPMHUHHPOBAHHOE HAPYIICHUE Pa3BUTHUS
COCIMHUTEILHON TKaHU, XapaKTepusyrolieecs 1ePeKTaMu BOJOKHUCTBIX CTPYKTYP
M OCHOBHOI'O BEUIECTBA COCIMHHUTEIBHOW TKaHH, MPUBOJSIIEE K PACCTPOICTBY
roMeocTasa Ha TKaHEBOM, OpPraHHOM M OPraHU3MEHHOM YpOBHSIX B BHUJIE
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OCOOEHHOCTH AaCCOLMUPOBAaHHOM MAaTOJOTUH, a Takke (PAPMaKOKUHETUKH H
(dbapMakoaMHAMUKU JeKapcTB [4, 3, 5, 6].

TpanuuuoHHO cpeau HacleICTBEHHBIX OOJe3HEeW COCAMHUTENIbHOW TKaHU
BBIICIISIIOT CUHAPOMHBIC M HECHHAPOMHBIC (hopMbI. J[0CTaTOYHO M3yYEHHBIMU U
W3BECTHBIMH SIBJISIIOTCS CHHIPOMHBIE (OpPMBI AWCIUIA3UM — CUHIApoM Mapdana
(CM), cunapom Onepca-lanno (COJl), HECOBEpIIEHHBIN OCTEOT€HE3, CHUHAPOM
Crtuknepa ®  1p., OOYCIOBJICHHBIC BPOXICHHBIMH  CTPYKTYpHBIMH U
MeTtabonnyeckumu Jepexrtamu kosuiareHa [2]. KonuuecTBeHHbIE U KaueCTBEHHbBIE
HapylieHuss OWOCHMHTE3a U JIeTpajalluyd  KoJJIareHa OMNpPEACsSIIOT  CHEKTP
KIMHAYECKUX CHUMIITOMOB 3a00JieBaHWM, JJII OOO3HAYCHHsSI KOTOPBIX B
aHTJIOSI3BIYHBIX CTPAHAX HCIMOIB3YIOT TEPMHUH 'HACJEICTBEHHBIC KOJIJIAr€HOBBHIE
oone3nu" (Hereditary Disorders of Collagen) win "reHeTudeckue KoJiIareHOBbIE
oone3nun" (Genetic Disorders of Collagen) (7).

Hapsiny ¢ nuddepenupoBaHHbIMU 3a00JIEBAaHUSIMU COCIMHUTEIBLHON TKaHU
(CM, C3]), wumerouuMu (HEHOTUNUYECKUE MPU3HAKHA, KOTOPbIE BBI3BAHBI
NEePBUYHBIMA TEHHBIMH HapYIICHUSIMU, CYIIECTBYIOT €€ aHOMajlud B BHUJE
HEMOJIHBIX, CTepPThIX, HeaupPepeHurpoBaHHbIX (opM. DOTH  aHOMaJIUU
oObenuusoT B auciuiazuu coequnutenbHord Tkanu (IICT). Ilog Humu crnemnyet
noHumath Takue m3meHeHus: CT, dbeHOTMNUYECKHE W KIMHUYECKUE TMPOSBICHUS
Ipyu  KOTOPBIX, C OJHOW  CTOPOHBI, CBHJCTEILCTBYIOT O  HAJIWYUHU
COCIMHUTETLHOTKAHHOTO e(eKTa, a ¢ APYroil — He YKJIAJAbIBAIOTCS HU B OJUH U3
W3BECTHBIX  TE€HETUYECKH  OOYCIOBJICHHBIX CHHIPOMOB  ME3CHXUMAJIbHON
HEJIOCTaTOYHOCTH (8)

JTHOJIOTHSA U ATOTeHe3

B ocHoBe (dopmMupoBaHMS AWCIUIA3UM COCIWHUTEIBLHON TKAaHW JIeKaT

HACJICAYCMBIC MYTAalluKM TCHOB, KOJHUPYIOIIUX CHUHTC3 W IIPOCTPAHCTBCHHYIO
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KOMILJIEKCOB, a TaK)K€ MyTallMU T€HOB (DepMEHTOB U KO(AKTOPOB K HUM.

Hucmnazus CT MOXeT MpOUCXOIUTh BCIEACTBUE: aOHOPMAIBHOTO CHHTE3a
KOJUUIareHa, 4Ype3MEpHOW JIerpajallid KOJUIAr€Ha, HapyLWEHUs CTPYKTYpbI
KOJUIAr€HOBBIX BOJIOKOH BCJEICTBHE HEIOCTATOYHOM MONEPEYHOM CILIWBKH,
aHAJIOTMYHBIX AHOMAJMH, CBSI3aHHBIX C AIIACTUHOBBIMU BOJIOKHAMM, Pa3pyLICHHUS
TKaHU B PE3yJbTaTe ayTOMMMYHHBIX peakuuii[12].Co3peBanue MOITHOLNEHHOIO
KOJUIar€Ha Ha BCEX MEPEYMCIIEHHBIX ATanax oOOeCleYnBaeT MHOTOYHMCICHHbIE
JOTIOJIHUTEIbHBIC OCJIKU U TeHBI [28].

Binusgaue cpenbl uWrpaer poib TpUITEpHBIX (pakTopoB. HekoTopsie
UCCJIEIOBATENN JOMYCKAIOT MAaTOr€HETHYECKOEe 3HAYEHUE T'MIOMArHUEMHH,
OCHOBBIBAsICh Ha TOM, 4TO B 46,6-72,0 % nabmonenuit npu JICT oOHapyxuBaeTcs
ne(uUUT MarHus B pa3audHbix cyocTparax [9, 10].

HMoHpl MarHusi BXOIAT B COCTaB OCHOBHOIO BEIECTBA COEIUHUTEIBHOU
TKaHHU, U B YCJIOBUSIX MarHMeBOM HEJIOCTATOYHOCTH HapylIaeTcs CIOCOOHOCTH
¢bubpobsiacToOB  MpPOAYLHUPOBATH KOJUJIAareH. OJTO  BeAEeT K  HapyUICHUIO
dbopMHpOBaHUS  COCIUHUTEIBHOM TKaHW, OJHUM U3  MOP(HOIOTHYECKUX
NPOSIBJICHUM  KOTOPOrO  SIBJIIETCS ~ XAOTHMYHOE  PACIIOJIOKEHUE  BOJIOKOH
KoJsutareHa[35].

KiinHuveckue nposiBjieHusl.

ITo nanueM mutepatypsl, ICT BoisBisatoT y 20 — 80%Hacenenus [22].

3ameueHo 0oJiee TSHKEI0e TeYeHHEe OCHOBHOTO 3a00JIeBaHus, IPOTEKAIOIIETO
Ha ¢ore JICT. Ilpu 3TOM OTCYTCTBHE aITOPUTMOB BEICHUS U Pa3pabOTaHHBIX
noaxonoB K koppekuuu JCT BbI3BIBAIOT CEPbEe3HYI0 00ECIIOKOCHHOCTh BpaueH [4;
23].

Knunnueckue nposisinenust JJCT Tak pa3sHOOOpa3HbI, YTO 3a4aCTYIO CIOMXKHO

06’I>GI[I/IHI/ITI) MHOXCCTBO CHMIITOMOB BOCAMHO H 3a YaCTHOM CUMIITOMAaTHUKOMU
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nedeKThl COeTUHUTENBHON TKaHU CIOCOOHBI MPUBECTH K HAPYIICHHUIO >KU3HEHHO
BaXHBIX (PYHKIMH M HUMETh 3aBEAOMO CEphE3HBIM MPOTHO3 IS JKU3HH U
TPYAOCIIOCOOHOCTH TanueHToB[12].

Hanbonee  wacro  Bcrpewaromuecs — (PEHOTUIIHYECKHE  IPHU3HAKH
COEJIMHUTEIbHO-TKAHHBIX HApYLIEHUH SIBISIIOTCA: IOBBIIMICHHAS PaCTSKUMOCTb
KOXKH, BUAMMBIE COCYIbl JIMIIa U TPYyAU, BAPUKO3HBIE BEHBI HA HOTAX, I'PbDKU
KUBOTA, IJIOCKOCTOINME, MHOIHS, CKOJHO3, AePOpMalMK TPYAHOU KIIETKH,
apoAOHTO3, THIIEPMOOMIILHOCTh CyCTaBOB, CTPUHU KHUBOTA, apaxHogakTuius[13].

Haunbonee gacto (B 57-94% ciyuaeB) ICT nuarHocTHpyeTcs 1O MaTOJIOTHH
ckenera: Jnedopmanus TpPyJIHOHM KIETKM W TMO3BOHOYHHMKA, IUIOCKOCTOIME,
TUIEepMOOUIIBHOCTh CYCTaBOB, IOBEHWIbHBIN oOcTeoxoHapo3 [14]. IlaTomorus
MBIIIEYHON CUCTEMBI MPOSIBISIETCS TUMIOTPO(PHEN, TMIOTOHUEN MBI, JUACTA30M
MPSIMBIX MBIIII] )KUBOTA, A0JJOMUHAIILHBIMU TPBIXKaAMU; MMATOJIOTUSI KOKU — B BHJIE
TUIEPITACTUYHOCTU KOXKH, CTpUid. CO CTOPOHBI MOPAXKEHUH CEPAECYHO-COCYAUCTON
cucteMmbl Hanbosiee yacto (3-10%) BcTpeuyaroTcss mpojanc MUTPAIBHOTO KiarnaHa
(ITMK) u noxxHble Xopabl jJeBoro xemygouka [16, 14]. XKanobsl Ha nepedbou B
paboTte cepana u cepaueOueHus: npeabsaBisaoT 42% mnauuentoB ¢ ACT[14, 17].
OOHapyX€HO HM3MEHEHHE AapTEePUATIbHOTO MAABJICHHS: y MOJIOABIX JIUI[ Yalle
BCTpEUAETCs] TaK Ha3blBaeMas MAMONATUYECKAsl apTepualibHas TUIOTEH3Us, C
BO3pacTOM — TpeoOiagaeT aprepuanbHas runeprensus [14]. ITlpossienus
COCYAUCTOTO CHUHAPOMAa — BapUKO3HOE DPACIIMPEHUE BEH BEPXHMX W HHKHUX
KOHEYHOCTEW, BAPUKOLIEIIe, TEMOPPOU, MIOPAKEHUE APTEPUM AITACTUYECKOTO THUIIA B
BU/JIE TTATOJIOTUYECKON U3BUTOCTU apTepuil BIUIOTH J0 metriaeoOpa3zoBanusd [18,37].
bonee wem y tpetu nun ¢ JICT HaGmrogatorcs odTaaibMOIOTHUECKUE TPOSBICHUS
— MUONMS PA3IU4YHOM CTEMEHU, aCTUTMaTU3M, THUIIEPMETPOIUs, BBIBUX U

MOJABBIBUX XpycTalvka. Yacto OOHApYXHBAETCS TMATOJOTHUS JKEITyI04YHO-
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JyOJIEHOTACTPaIbHBIA M TacTpod3odaralibHbli  peIIOKChl,  TacTPOITO3,
JTUBEPTUKYJIBI MHUILEBOA, TPhDKa MUILEBOAHOTO oTBepctus auadparmsl [14]. Co
ctopoHbl MmoueBor cuctembl JICT warme nposiBisiercss HedponTozom — B 9,1-20%
CJIy4aeB, aHOMaJUsIMHU CTpoeHus nouek — y 11,6% [12, 14]. JloctatouHo peako
HaOIOMaeTCsl TMOpakeHne OpoHxoJeroyHo cucrembl (6%) [14]. Tlopaxenue
HEPBHOM CHCTEMBl MOKET XapaKTepPU30BATbCS CHUHIPOMOM BEreTOCOCYIUCTON
nuctonun (BCI) — B 68-87,0% cnydaeB, CHHAPOMOM IepeOPOBACKYIISIPHBIX
Hapywenui.  JICT  4acto  cOmpoOBOXKHAETCS  IEMOPPAaru4ecKUMH U
TPOMOOTHYECKUMH HAPYIICHUSMH, HAPYIICHUSIMA HWMMYHHOW 3ammuThl. B
TPaBMAaTOJIOTMM OCTAETCAd HEPEUIEHHOW MpoOiieMa 3aMEeJICHHOM KOHCOJIMAlUuU
NEPEIOMOB KOCTEH, Pa3BUTHE JIOKHBIX CYCTaBOB KaK BapUaHTHI MATOJIOTHYECKOTO
pEMOJIETMPOBaHUsl  KOCTEW,  TpeOyrolMe  MOBTOPHOIO ONEepaTUBHOIO
BMeEIIaTeNIbCTBA [25,26].

Ectes naHHBIE O BBICOKOW YacTOTE BBISBICHHUS CHHJPOMOB BTOPUYHOTO
UMMYHOA€(PUIINTA, Ay TOUMMYHHBIX U aJUIEPTUYECKUX CUHAPOMOB [19].

JUis XUpyproB OCOOEHHO Ba)XXHO OTMETUTh OCOOEHHOCTH 3a)KUBJICHMS paH
pu JICT.

[locnenHsst  crangua  3aXHUBJIEHHS  paHbl —  3TO  (popmMupoBaHHe
COCIMHUTENHFHON TkaHUu. B Hopme Kkosutaren cekperupyercs (ubpobractamu
Y TJIAJKOMBIIIEYHBIMU ~ KJIETKAMU KakK MOHOMEp, 3aT€éM BO BHEKJIETOYHOM
IIPOCTPAHCTBE 3TH MOHOMEPHI MOJUMEPHU3YIOTCS B CIIMPAJIbHOOPUEHTUPOBAHHBIC
IUIOTHBIE HEpPAaCTBOPUMBIE BOJOKHA, Jajee MPOUCXOAUT PEMOACINPOBAHUE
KoJilareHa M (popMHpOBaHME TEpeIIeTAIIICHCS CETH BOJIOKOH. B TeueHue 6-tu
MecsIIeB HaONIoaeTcss yBEIMUYEHUE MPOYHOCTH pyOla Ha pa3pbiB, MPU STOM

KOJIHMYCCTBO KOJUIarcHa YMCHBIIACTCA. B xoHeuHOM CUCTC, BOCCTAHABJIMBACTCA
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TKaHu [20, 21].

PekoHCTpyKIMsSI paHbl 3aBUCUT OT pPAaBHOBECUS MEXAYy OOpa3OBaHHEM
KOJIJIareHa M €ro JIerpajauen, T. €., 171 HOPMaJIbHOTO PaHO3a>KUBJICHUSI KOJUIAreH
JOJKEH HE TOJIBKO CUHTE3UPOBATHCS, HO ¥ Pa3pyLIAThC.

B runeptpoduuecknx u KeJIOUTHBIX pyOIax oOpa3oBaHHME KOJIIareHa
npeo0iasaeT Haj ero paclajgoM K3-3a HeJIOCTaTKa KoJlareHasbl, BCIEACTBUE YETr0
pa3BUBaeTCs MOUIHBIA (puOpo3. B KauecTBe BaXKHEMIIMX MECTHBIX (PAKTOPOB MpHU
OOIIMPHBIX TpaBMax, MPOBOLMPYIOIIKUX BOCHAJIEHHUE, PACCMATPUBAIOT TKAHEBYIO
TUIIOKCUI0O ¥ UIIEMHIO, KOTOpble Ha (OHE HACJIEICTBEHHON JIUCILIA3UU
MHULMUPYIOT pa3BUTUE Keonp000pazoBanus [27, 28].

VY mnanuentoB ¢ JACT c¢ Oonblnoit 4acTOTOM BcTpedaeTcsi OCOOBIM THIT
32)KUBJICHUS KOXKH, MPECTABISAIOMINNA cOO0M IIOB B BUJIE «ITANMPOCHON Oymarmy,
YTO CBHUJIETEIBCTBYET O HEMOJHOLEHHOCTH KOJIIareHa Koxu [ 15].

Eme omaum  mapkepom JICT  sABIAOTCA aHOMaIHMs CTPOCHUS W
pPAcHoJIOKEHUST KETYHOTO MY3bIps, aTUIM4YHAsg aHATOMHs TpeyrosibHukKa Kaino,
JVCKMHE3US KETUYEBBIBOJAIMX ITyTEH MO TMIIOKMHETHYECKOMY THUITY, YTO B CBOIO
ouepe/ib MOKET MOCITYXUTh OCHOBOU i1 (popMUpOBaHUS OMIMAPHON MATOJIOTHH
[32,33]. Tlo mureparypubiM maHHBIM Y 47,7% OOJMBHBIX C KEITYCKAMECHHOM
00J1€3HBIO BBISBJICHBI KIIMHUYECKUE MPU3HAKU JUCIIa3UU COSAMHUTEIBHON TKaHU
Pa3JINYHOM CTEIIEHU BBIPAXKEHHOCTH[34].

Tak ke umerorcs ganHbie 0 ToMm, uto JCT sBaseTcsS OTHOM M3 BaKHBIX
opuuuH  (GOpMHUpOBaHUS  TphDK  (MAaxoBBIX, OejIoW  JHMHUM  KHUBOTA,
MOCTONIEPALIMOHHBIX u Ip.). Psan HcclieqoBaTeaeu C IOMOIIBIO
UMMYHOTHCTOXUMHYECKUX METOJI0B IPUILLLITA K BBIBOJLY 0 HM3KOM
KOJIMYECTBEHHOM  COOTHOILIEHHMM 3peioro KojuiareHa I Tuma u He3pesoro

kotarena Il Tuma y OOJBHBIX C FPBDKEBBIM aHAMHE30M, TEM CaMbIM
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KoJijlareHa ¢ oopasoBaHueM IpbDKH [28].

Nmerorcst  paboOThl, B KOTOPBIX HCCIEAYETCA  B3aUMOCBS3b  MEXIY
peuuauBaMu  MOCJ€ TEePHUOIJIACTUKH (B TOM  4YHCIE€  C MCIOJIb30BAHUEM
noJinponuwieHoBor cetkn) u Hanuurem J[CT. Bo Bcex paboTax aBTOpHI MPUILIA
K BbIBOAY, 4TO Hanmuuue Yy manueHta J{CT pe3ko NOBBIIAET BEPOSITHOCTH
peunauBa nocie onepaunn|[30,31,36,38].
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