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AHHOTALINA

AKTyanbHOCTb. [lucnnasum COeanHUTENbHOM TKaHW AOCTATOYHO LUMPOKO PacnpOCTpaHeHbl CPean HaceneHus
1N 4aCcTO COMPOBOXOAOTCS HapyLLleHNSMN OPMUPOBaHNST CKENETa, OPraHoB 3peHnst, 3yDO4eNtoCTHON CUCTEMBI,
HEPBHO-MbILLEYHOW 1 CepaeYHO-COCYANCTON NaTonorven 1 ap. PacnpocTpaHEHHOCTb HACNeACTBEHHbIX SN1aCTUHO-
naTuii B HEKOTOPbLIX NOMYyNALMSAX cOCTaBnsaeT B cpeaHem o1 10 0o 30 %. KrtoyeBbiM aCnekToM B pacrno3HaBaHmm
3N1aCTUHOMATUN ABNSETCA KIMMHUYECKAs 1 MONEKYNAPHO-TEHETUHECKasn AnarHoCTKa. HedOOLEHEHHOCTb HAPYLLEHW
Pa3BUTUS SNACTUHOBBLIX BOSTOKOH MPUBOOUT K OCIOXHEHUSAM B OTAANIEHHOW MEPCMEKTVIBE U CHUKEHWUIO Ka4eCTBa
YKUSHWN NALMEHTOB.

Lenb. lNpoBecTn aHanM3 MONEKYNAPHO-MEHETUHECKNX U KITMHUYECKMX MPOSIBNEHU 31aCTUHOMATUI MO AaHHbIM
nmTeparypel.

Martepuanbl n meTofpl. [ 1poBeOEH aHaNM3 NMTepaTypHbIX 1 623 Hay4HOro LnTHpoBaHus: Online Mendelian Inheritance
in Man, Database of Genotypes and Phenotypes, GeneCards (MHTerpupoBaHHas 6a3a aaHHbIX, NpPeaocTaBstoLLas
NoAPOOHYHO FEHOMHYHO, MPOTEOMHYHO, TPAHCKPUMTOMHYHO 1 FEHETUHECKYHO MHA OPMAaLIMIO O reHax Yenoseka), GenBank
(oTKpbITasd 6a3a AaHHbIX, coaepKalllas BCe aHHOTUPOBaHHbIE MOCNEA0BATENbHOCTY FEHOB).

Pesynbrathbl. [MokasaHo, 4YTO 3ab0neBaHnsl, CBSA3aHHbIE C HapyLLIEHWEM Pa3BUTUS SMacTUHOBBIX TKaHeW, Bbi3blBa-
IOTCHA MyTaLVSAMU B LLENOM psafe reHoB, Takux kKak ELN, FBNT1-FBN3, FBLN1-FBLN7, TGF-p, TGFBI, TBP1-LTBP4,
MFAP1-MFAP4, LOX, LOX1, EMILINT-EMILIN2, VCAN, HSPG2. Kak npaBuno, 3nactMHonaTm UMetOT NOINMOPHYHO
KIMMHNYECKYO KapTUHY Y CUCTEMHbIN XapakTep. BonbLIMHCTBO HACNeACTBEHHBIX 3aD0NeBaHNUI 3M1acTUHOBBIX BOSO-
KOH MPOSIBASIOTCS CKENETHBIMW AUCMNA3NAMK, CepAEYHO-COCYANCTbIMM aHOMaIMAMK, 3a00NEBaAHNSAMI F1a3 N KOXU.
YacTo KNMHNYeckas KapTnHa pasHbix 3a60eBaHnn UMEET CXOAHbIE CUMMTOMbI U TPebyeT anddepeHLImanbHom ana-
FHOCTUKW. B CBA3M C 3TUM BaXKHBLIM aCNeKTOM B ANAarHOCTVKE S1aCTUHOMATUN ABNSETCA MOSIEKYNSPHO-FEHETNYECKOe
NoaTBEPXAEHVE AnarHosa.

3aknioyeHue. HapylleHnsa pa3suTus 3n1aCTUHOBBIX BOIOKOH HYaCTO OCTaOTCH HeandepeHUMpoBaHHbIMA. KnnHW-
Yeckast U MONEKYNAPHO-reHETNYECKas AMarHOCTUKa 31acTUHOMNATUIN ABNSAETCS BaXKHbIM aCMeKTOM OKasaHus Meau-
LIMHCKOWM MOMOLLIM MaumeHTam ¢ AaHHom natonornen. Cuctematusaums eHoTUNNHECKMX MPOSBAEHNIA 1 MONEKYNSAP-
HO-FeHETUYECKNX OCHOB 3M1aCcTUHOMAaTUA HeobxoayMa NS YCrewHoro NpeaynpeXxAeHnst OTAaNEHHbIX MOCNeaCTBUM
3TnX 3aboneBaHni.

KnroueBble cnoBa: /Cri/ia3visi COEAUHUTESIbHOW TKaHW, anactvHornatim, reqHsl ELN, FBNT-FBNG, FBLNT-FBLN?,
TGF-p, TGFBI, TBP1-LTBP4, MFAPT1-MFAP4, LOX, LOX1, EMILINT-EMILINZ, VCAN, HSPG2

Ansa untupoBaHus: Tkadyk E.A., CemuHckun V.OK. HacnencTeBeHHble HapyLLEeHUs CUHTe3a 1 CTPYKTYpPbl 3n1acTu-
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ABSTRACT

Background. Connective tissue dysplasia is quite common among the population and is often accompanied by devel-
opmental disorders of the skeleton, visual organs, the dental system, neuromuscular and cardiovascular pathologies,
etc. The prevalence of hereditary elastinopathy in some populations averages from 10 to 30 %. Clinical and molecu-
lar genetic diagnostics are key aspects in recognizing elastinopathies. Underevaluating abnormalities in elastin fiber
development leads to long-term complications and a reduced quality of life for patients.

Aim. To analyze the molecular genetic and clinical manifestations of elastinopathies according to literature.
Materials and methods. An analysis of literature and scientific citation databases was conducted, including online
Mendelian Inheritance in Man, the Database of Genotypes and Phenotypes, GeneCards (an integrated database
providing detailed genomic, proteomic, transcriptomic, and genetic information about human genes), and GenBank
(an open database containing all annotated gene sequences).

Results. It was shown that diseases associated with impaired elastin tissue development are caused by a number
of genes, such as ELN, FBN1-FBN3, FBLN1-FBLN7, TGF-B, TGFBI, TBP1-LTBP4, MFAP1-MFAP4, LOX, LOX1,
EMILINT-EMILIN2, VCAN and HSPGZ2. Elastinopathies typically have a polymorphic clinical picture and are systemic
in nature. Most hereditary diseases of elastin fibers manifest as skeletal dysplasias, cardiovascular anomalies, eye and
skin diseases. The clinical presentation of these diseases often has similar symptoms and requires differential diagnosis.
Therefore, molecular genetic confirmation of the diagnosis is an important aspect in the diagnosis of elastinopathies.
Conclusion. Disorders of elastin fiber development often remain undifferentiated. Clinical and molecular genetic diag-
nosis of elastinopathies is an important aspect of providing medical care to patients with this pathology. Systematiza-
tion of the phenotypic manifestations and molecular genetic basis of elastinopathies is necessary for the successful
prevention of the long-term consequences of these diseases.

Key words: connective tissue dysplasia, elastinopathies, ELN, FBN1-FBN3, FBLNT1-FBLN7, TGF-g, TGFBI, TBP1-LTBP4,
MFAPT-MFAP4, LOX, LOX1, EMILINT-EMILINZ2, VCAN, HSPG2 genes
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AKTYAJIbHOCTb

Jucrinasun coequnautensHol Tkanu (JICT) mupo-
KO paclpoCTpPaHEHbI CPEM HACEIEHUs] U 4acTO COMpO-
BOYKJIAIOTCSI CKEJIETHBIMH AUCILIA3UsIME (57 %), oraib-
Mornatusmu (36 %), YSMIOCTHO-JIMIICBEIMUA aHOMAJIHSIMU
(27 %), HepBHO-MbIIIEUHOM Natonorueit (22 %), cepued-
HO-COCYIMCTBIMU 3a0oneBanusiMu (18 %), maronorueit
koxH (18 %), Hapymenusamu ciyxa (14 %), HapymeHus-
MH KeJTyI0YHO-KUILIEYHOTr0 TpakTa (8 %), OpoHX0nEroy-
HOH (6 %) 1 MoueBbLIeTHUTENBHOM (4 %) maTonorusamu [ 1].

Pacnpoctpanénnocts HacneacTBeHHbIX JCT
B HEKOTOPBIX MOMYJSALHSIX COCTABISIET B CpEIHEM
ot 10 10 30 % [2]. bonburyto yacts ACT cocTaBusitoT
HeauddepeHuMpoBaHHbie POPMBI, OTHAKO PAa3BUTHE
TeHETUYECKUX TEXHOJOTHH U COBPEMEHHBIX METOJIOB
MOJIEKYJISIPHO-TEHETUIECKOW AMArHOCTUKHU TO3BOJISIET
BBISIBUTB 3THOJIOTUYECKYIO OCHOBY THX 3a00JI€BaHUI.
Craenyer ormeTuTh, uto nuarHoctuka JICT npencras-
JSIET CephE3HBIC TPYAHOCTH B CBSI3U C CYILIECTBOBAHUEM
KaK MOHOTCHHBIX, TaK 1 ojureHHsix gpopm JICT, a Tak-
JKe ¢ HAITMYMEM CepHid aJIeIbHBIX BAPHAHTOB 3a001eBa-
Huit. BaxxHo To, uTo OT npaBuwibHOM nuarHoctuku JCT
3aBUCST TAKTHKA BEICHHS TaKUX MAllMEHTOB U, TTIaBHOE,
YCIIEUIHOCT JICYCHUS ¥ MPOPHUIAKTHKA OCHOBHBIX OC-
JIOKHEHUH, KOTOpPBIE MOTYT ObITh HEOUEBU/IHBI B OT/1a-
JIEHHOW IEepPCHEKTUBE, HO MPUBOJAT K CEPbE3HBIM Ha-
PYUICHUSIM KauyecTBa M MPOJOJKUTEIBHOCTH KU3HHU,
CHIDKEHHIO TPYAOCTIOCOOHOCTH. OTHUM M3 KITIOUEBBIX
ACTEKTOB PELICHHUS 3TUX MPOOJIEM SIBIISIETCSI CBOEBpE-
MeHHas knuandeckas quarnoctuka JICT [1, 2].

OnHMM 13 caMBIX pacIpOCTPaHEHHBIX HAPYIICHUH
Pa3BUTHS COCIMHUTEIBHON TKaHM SBISIOTCS 3JacTH-
HOIIATHU.

LIENb

[Ipoanam3upoBaTh MOJIEKYJISPHO-TEHETUUECKUE U
KIIMHUYECCKUC HpOﬂBJ’IeHI/Iﬂ 3JIaCTHHOHaTI/II>'I JUJIA COBep-
HMICHCTBOBAHUS JTUAIrHOCTUKHN JUCIIJIA3UN COCAUHUTCIIb-
HOI\/'I TKaHU 110 JaHHbIM JII/ITepaTypHI)IX NCTOYHUKOB 3a
nocneaaue 10 JeT.

MATEPWAJ1 W METObI

[Ipoananu3upoBaHbl JTUTEPATYPHBIC UCTOUHHUKH,
pa3MeniéHHbIe B OCHOBHBIX 0a3ax HAyYHOT'O IIUTHPOBa-
HUs: PoCcCUICKMIT MTHAEKC HAYYHOTO LIUTUPOBAHMUS, €/11-
HBIH KaTanor LlenTpanbHol HaydHOH METUIIMHCKOM Ou-
onmnoteku, karanor PubMed, OMIM (Online Mendelian
Inheritance in Man) [3], dbGaP (Database of Genotypes
and Phenotypes) [4], GeneCards (uHTErpripoBaHHas 6a3a
JIAHHBIX, TIPEIOCTABIIAIOIIAS TOAPOOHYI0 T'€HOMHYIO,
MPOTEOMHYO, TPAHCKPUIITOMHYIO U T€HETUYECKYIO HH-
(hopmarmro o reHax 4enoseka) [5] u GenBank (oTkpsbI-
Tas 0a3a JaHHbBIX, COJIepIKAIlasi BCE aHHOTHPOBAHHBIC
MOCJICA0BATENbHOCTH €30KCUPUOOHYKIEHHOBON KHC-
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notel (AHK) u pubonyxnennooii kucnots! (PHK) 1 no-
CJIeJIOBaTEIILHOCTH 3aKOJMPOBAHHBIX B HUX OENKOB) [6].

BBEAEHWUE

Hapyuienue pa3BUTHs 31aCTHHOBBIX BOJIOKOH ITPH-
BOJIUT K Pa3BUTHIO Psiia 3a00JI€BaHUH, IMEIOIIUX TSDKE-
JIbIe OCITIOKHEHUS! M CHIDKAIOLIME KaueCTBO )KU3HH ally-
€HTOB [7]. DnacTrHOBBIE BOJIOKHA B OpraHU3Me BCTpe-
YalOTCsl MOBCEMECTHO M UTPAIOT BaXKHYIO POJIb B HOP-
MaJIbHOM ()yHKLIIMOHUPOBAHUH BCEX OPTAHOB U CHCTEM.
B pa3BuTHM 371aCTHHOBBIX BOJOKOH 3a/IeiiCTBOBAH Lie-
JIBIA PsIZi TEHOB, OTBETCTBEHHBIX 38 CHHTE3 CaMOTr'o HJia-
ctuna (ELN) [1, 3]; dubpunnunos (FBNI-FBN3), Bxo-
JSIIUX B COCTaB MUKpOQuOpmiLT; prubynuHoB (FBLNI1—
FBLN?7), obecrieunBarouX 1IeIOCTHOCTh BHEKJIETOY-
HOTO MaTpHKCa, KICTOYHYIO aJIre3ui0 U MHUTPALHIO,
pemozaenupoBanue Tkaneil [1, 3]; CKpBITBIX CBS3bIBA-
IOIMX OeJIKOB TpaHC(HOPMHUPYIOLIETO (GaKTopa pocTa
oera (TGF-B, transforming growth factor ) [1, 3]; ca-
MOT'0 HHIyLIUPOBaHHOTO TPaHC(HOPMHUPYIOIIETO PaKTo-
pa pocta 6era (TGFBI), KOHTPOIHUPYIOIIETO mposude-
pauuio, KIeTouHyo TG PpepeHIIUPOBKY U Apyrue QyHK-
1IUU B OOJILIIIMHCTBE KJIETOK |1, 3]; maTeHTHOrO TpaHC-
tdhopmupytomero gakropa pocta 6era (LTBPI-LTBP4),
cBsi3bIBatowiero anactut ¢ TGF-B u ApyrumMu KOMIoHeH-
TaMH COCIMHUTENILHOM TKaHH [ 1, 3]; MukpoduOprLI-ac-
COLMMPOBAHHBIX IMUKONPOTeHHOB (MAGPI-MAGPS)
1 IpoTeuHoB (MFAP I-MFAP4), pactioo;kKeHHBIX B MU-
kpodubdpuinax [1, 3]; nuzmnokcunassl (LOX n LOX1),
CBSI3BIBAIOLIEH KOJUIAreH 1 3J1aCTHH ¢ 00pa30BaHUEM I10-
MIEPEYHBIX CBSI3€H BO BHEKJIETOYHOM MATPUKCE; IMUJI-
muHa (EMILINI-EMILIN2) — TIMKONpOTEeNHa BHEKIIe-
TouHOoro Matpukca [ 1, 3]; Bepcukana (VCAN) — npote-
OTJIMKaHa BHEKJIETOYHOTO MaTPHUKCa, yIEPKUBAIOLIETO
BOJly M yYacTBYIOIEro B KJIeTouHOW Murpanui [1, 3];
renapancyibdata (HSPG2) — rrko3aMUHOTIIMKAHA MO~
BEPXHOCTEH U BHEKJIETOYHOTO MaTpHKca KieTok [ 1, 3].

MyTanuu B Ka)XIOM U3 9THX T€HOB BBI3BIBAIOT Ha-
pyueHue pa3BuTus U QYHKIMOHHUPOBAHHE dIaCTHHA
Y TIPOSIBIISIFOTCS HACIIECTBEHHBIMU 3a00JIEBaHUSIMH CO-
€IMHUTEIBHON TKaHH.

DacTUH

DNacTUH SIBJIIETCS] CTPYKTYPHBIM OCIIKOM BHEKIIC-
TOYHOT'O MaTpHKCa COCTUHNUTENLHON TKaHH, OTIpeIes-
IOIIUM €€ yIIPYTroCThb, IIACTUYHOCTD M PACTSHKUMOCTb.
Benok cuntesupyercst pubpobdiacTamu, v ¢ BO3paCTOM
€ro BBIpAa0OTKa CHIIKAETCS, YTO MPHUBOJUT K MOTEpE
9MaCTHYHOCTH KOXKH. 33 €r0 CHHTE3 OTBEYaeT I'eH dJia-
cruna (ELN). MyTanuu 3TOoro reHa BbI3bIBAIOT TaAKUE
3a00JIeBaHus, KaK 371aCTOIM3KUC U HaIKJIallaHHbIA aop-
TaJIbHBIA CTEHO3 [8].

Anacmonusuc (Cutis laxa nim CL) — HacnencTBeH-
Hoe 3a0oJieBaHKe, XapaKTepusylomieecs: ApsSOI0CThIO
KOXH, KOTOpasi CBOOOHO CBUCAET, 00pa3ysl CKIaJIKH.
3a0oneBaHre MOXKET MPOSBISATHCS C MIAACHYECKOTO
BO3pacTa U UIMEET HECKOJILKO BApUAHTOB [9].
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Aymocomno-0omMunHanmuelli mun 31acmoau3a
(ADCL) cBsi3an ¢ myTtanueii B reHax ELN (a;mactuna),
FBLNS (¢pubynuna-5), ALDHI8AT1 (rmyramar ramma-
MOJTyaJIbJeTHCUHTETAa3bl). DTo Hanboee Tsukenast Gop-
Ma, IPY KOTOPOii 3a001eBaHIE HEYKIOHHO MTPOTPECCH-
pyeT. Y manueHTOB, IOMUMO ApsOI0H KOXH, HAOIIO-
JAIOTCS ey JOYHO-KUIICYHbIE TUBEPTHKYJIbI, TPIKH,
MIPOJIATICHI TTOJIOBBIX OPraHoB. Pexxe MMEIOTCSI CTEHO3

TABNNLUA 1

MOJIEKYJNTIAPHO-TEHETUHECKUE MPUYUHbBI
N KNMHUHECKUE OCOBEHHOCTN AYTOCOMHO-

NEroYHON apTepuu, aHEBPU3Ma a0PTHI, OPOHXO0IKTA3BI
u smpuzema [9].

Aymocomno-peyeccuenvii mun Cutis laxa (ARCL)
pa3BHBACTCS B PE3yJbTaTe MyTAIMid B IIEJIOM PSJIC Te-
HOB (Ta0i1. 1). 3a0oseBanue uMeeT NoAMMOpP(HBIE TIPO-
SIBJICHUSI, B KOTOPBIX BBIICIAIOT MOJTUIIBI 2yTOCOMHO-
petieccuBHoro Bapuanta Cutis laxa. OHu pa3mUyaroTCcst
TSHKECTHIO U KIIMHHYCCKUMH MPOSIBICHUSMU. [TaItHeHThI

TABLE 1

MOLECULAR GENETIC CAUSES AND CLINICAL
FEATURES OF THE AUTOSOMAL RECESSIVE TYPE

PELECCUBHOIO TUMA 3N1ACTOJIN3NCA

1A FBLN5

A ATP6V0A2

A ALDH18A1 [nytamaTt ramma-nony-
(10g24) anbAerngcuHTeTasa
EFEMP2
1B (11q13) dnbynuH-4
B PYCR1 MupponnH-5-
(17925) kapbokcunatpenykrasa 1
IC
CuHgpom LTBP4 JlaTeHTHbIN 5
YpbaHa - (19q13) TPaHCHOPMUPYIOLLINIA
Pudkunna — hakTOp pocTa 6eTa
[asunca
BakyonsipHas
Ic ATP6V1E1 H (+)-ATdaza
(22g11) (V-ATdaza),
cybbeguHmla E
BakyonsipHas
D ATP6V1A  H (+)-AT®asa
(3913) (V-ATdasza),
anba-cyobeguHuLa 1
FBNL3
IID (EFEM?1) dunbynuH-3

PunbynuH-5

MynbTrcy6beauHNYHbIN

MPOTOHHbIA HACOC
BaKyOJISPHOro Trna
(H(+)-ATdaza

nnn V-ATdaza)

OF CUTANEOUS SCLEROSIS

Cneumnduryeckoe, onacHoe Ans Xn3Hu 3abonesBaHne, XapakTepusy-
loLLieeCst NOPaXKeHNEM OPraHOB, aTeNIekTa3oM U dAMMU3EMON NErKMX,
OnBepPTUKyaMun XXenygo4Ho-Kne4YHoro Tpakra u MOYenonoBom
CUCTEeMbI, a TakKXXe COCyaAnCTbiM aHOMaNNAMI. COI'IyTCTByIOLLI,VIe
aHoMasmn Yepena, no3aHee 3akpbiTue poaHuYKa, cnabocTb cycTa-
BOB, BbIBUX 6ep,pa N naxoBas rpbbpka Ha6J'IIO,EI,aJ'IVICb, HO BCTpe4anCb
penko. YMeHbLLUEHNEe KONMYecTBa 3/1aCTUYEeCKNX BOJIOKOH B nepwve

N aHOMallbHble 3J1TaCTUHOBbIE KOMMOHEHTDI, BbiABJIAE€Mble NPU 3J1eK-
TpOHHOI7I MUKPOCKOMnN, ABNAKTCA NAaTOrHOMOHNYHbIMU NMpU3HakKamn.
AHOManbHbI POCT, 3aAep>KKa PasBUTUS U COMYTCTBYHOLLME aHOMa-
nun ckeneta. [NloMrMo KyTucnakca, XxapakTepHbl NePCUCTUPYOLLE
LUMPOKNE POAHUYKHN, BbICTyMnatoLLme 106Hble 6yrpbl, HeGonbLuasi
okcuuedanms, CKOLWEHHbIE BHU3 MMa3Hble LN, NEPEBEPHYTbLIE
V-o6pa3sHbie 6poBu 1 Kapuec 3y60B.

YMCTBEHHasi OTCTaNOCTb, MMNePMOBUIBHOCTbL CYCTaBOB, rnepana-
CTUYHOCTb KOXU, KaTtapakTta U MeTaboM4YeCcKe HapyLLEHWS, BKO-
Yasi rMNepaMMOHNEMULO, TMMOMPOANHEMUID, TUNOLUTPYIIMHEMUIO

N FMNOOPHUTUHEMULO.

Hannune TaXénbix CUCTEMHbIX aHOMaNWin COEANHUTENBHOW TKaHW,
BKJ/ItOYas aMpr3emy, cepaedHO-NEr04Hy0 He[OCTaTOYHOCTb, BPOXK-
OEHHbIE NepPenoMbl, apaxHOAAKTUIIMIO 1 XPYNKOCTb KPOBEHOCHbIX
cocypnoB. Bce cumnTombl CBA3aHbI C HapyLLeHnem (hopMupoBaHus
3N1aCTUYECKMX BOJIOKOH.

AHOMasbHbI POCT, 3afiep>KKa Pa3BuUTUS 1 COMYTCTBYOLLME aHOMa-
nn ckeneta

Lps6nas n/unm MoOpLUMHNCTas KOXa, YTO NPUAaET NPeXaeBPEMEHHO
cocTapuvBLUniics BuA. MopaxkeHre nuua, pyK, HOr, CyCTaBoB U TyJO-
BULLA MOXET ObITb Pa3nnyHbIM. Koxxa yTpaynBaeT a1acTU4HOCTb,
YTO PE3KO KOHTPACTUPYET C rMNepanacTuyHOCTbO, HabntogaeMorn
npu Knaccu4eckom cuHgpome dnepca — [aHnoca.
[eHepann3oBaHHast MOPLUNHUCTOCTb KOXKM C PEAKUM NMOOKOXHO->KN-
POBbIM OT/IOXKEHVEM U ANCMOPMUYHBIMU MPOrepoVAHbIMU YepTamu
nvua. Y 605blWMHCTBA NaUUEHTOB TakxKe HabniogarTCs Bblpa)keHHast
FMNOTOHNST 1 NMOPaXKEHUE CepAeYHO-COCYANCTON CUCTEMBI
leHepann3oBaHHasi MOPLLMHUCTOCTb KOXXM C PEOKUM MOOKOXXHO-XKU-
POBbIM CKOMJEHNEM U AUCMOPMUYHBIMI NMPOrePOVAHBLIMI YepTamu
nvua. Y 60bLUNHCTBA NaLMEHTOB TakxXe HabntoAaeTCcs Bblpa)XXeHHas
FMMNOTOHWS, & TaKXXe CEPOEYHO-COCYANCTbIE N HEBPOOMMYECKIME
HapyLleHusi

Ouncmopduram nuua, runepmMobunnibHOCTb CyCTaBOB, MblLLeYHas
IMNOTOHUSI U MHOXKECTBEHHbIE TSXKESble rPbI>KNK, BKJIlOYaA naxosble,
BeHTpaJibHble, ,u,maq)parmaanble, cefanuviHblie 1 3anmpartesibHble,

a TaKXXe KpynHble gnBEPTUKYIbIl XXenyaqo4YHO-KNLLEYHOro TpakTa

1 MoYeBoro ny3bipsi. Koxka ToHKas 1 noslyrnpospayHasi, 1erko rno-
BPEXOaeTcsl; CTeneHb ApsibocTn pasnmnyHa 1 NporpeccupyeT ¢ Bo3-
[pacToM Y HEKOTOPbIX NauneHToB
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MOT'YT UIMETh AUCMOPPHUYECKUE YEePTHI JINLA (IIUPOKHH,
BBICTYIAIOILETO JI00, TUIIOTEIOPU3M, SITUKAHT, BHICTYIIA-
I0I11As1 TYKOBHIIA HOCA, TIOCKAs CKYJI0Bas 0011acTh, 00JIb-
1K€ OTTOIBIPEHHBIE YIIIH), MOPILITHUCTYIO KOXKY (Oomee
BBIPAKCHHYIO Ha ThIJIbHOW CTOPOHE PYK, HOT ¥ )KUBOTA),
THIIEPIUIACTUYHBIE CycTaBbl (0COOCHHO PYK), CTapUECKuUii
BUJI, BHYTPHYTPOOHYIO 33/IEPXKKY POCTa, 3aACPKKY PH-
0aBKM Macchl Tella U pa3BUTHsL, ocTteonopos [10].

Takke BblIENsIETCS X-cyeniennblii peyeccusHbli
mun Cutis laxa. ABTOpPBI OTHOCST K 3TOMY THITy 3Jia-
cToNu3uca JErkKuil Bapuant Oone3Hn MeHkeca U CHH-
JIPOM 3aTBIJIOYHOTO POr'a, BBI3bIBAEMbBIE MyTallleH B FeHe
ATP7A (tpancmembpannas AT®aza P-tuna, Tpancmop-
Tupytoas Meas). bonesnr Menkeca XapakTepuzyeT-
Csl TeHEePaJIM30BaHHBIM Je(QHULIUTOM MEIH, paHHEH 3a-
JEPIKKOI pocTa, CBOeoOpa3HbIM oBosioceHueM (pili torti)
W 0YaroBo# 1epeOpabHONW U MO3KESUKOBOU JIeTeHepa-
nueil. CHHAPOM 3aThIJIOYHOTO pora MposBIseTCA KOCT-
HBIMU aHOMAJIMSAMU 3aThIJIOYHON KOCTH, THIIEPINACTHY-
HOCTBIO KOXH U CKJIOHHOCTBIO K CHHSIKaM, TPbIKaMH,
JUBEPTUKYJIaMU MOYEBOTO ITy3bIpsi, TUIIEPAIACTHYHO-
CTBIO CYCTaBOB, BAPUKO3HBIM PacIIUPEHNUEM BEH, MHO-
JKECTBEHHBIMU aHOMAJIMSIMU CKEJIETa U JIETKUMU HEBPO-
JIOTHYECKUMU HapymeHusmu [11].

[ToMHMO AaHHBIX THUIOB 3J1aCTOJU3UCA, BBIJEISAIOT
HEOHaTaJbHBIN CHHAPOM Mapana, 11 KOTOPOTo CBOK-
CTBEHHBI SM(H3eMa, CepACYHbIC aHOMAINU U Auadpar-
MaJlbHasi TPbIKa, KOHTPAKTYPhI B JIOKTSX, O€apax 1 KO-
JICHSAX C ABYCTOPOHHUM BBIBUXOM Oe€zipa, apaxHOIaK-
st [lpuanHoii 3a0oeBanus SBISIETCS pa3phiB Xpo-
Mmatubl Ha cteike 7q31.3 u 7932 nubo TpaHCcIOKaus
yuactka 7q31 [11].

Haoknanaunwtii aopmanvustit cmenoz (SVAS,
supravalvular aortic stenosis) BO3HUKAaeT B CBSI3U C MY-
TauusMu B reie ELN. B onucaHHbIX KITHHUYECKUX CITY-
yasgx SVAS Obl1 acCOIMMPOBaH CO CTEHO30M KJIAIIAHOB
NErOYHOM apTepry WK neprdepruueckux apTepHid, Kaib-
[UHAIMEN BOCXO/IAIEH YaCTH a0PThI, MTHOT/IA C YMCTBEH-
HOM OTCTaIOCTHIO M aHOMaIMSIMU Jinla. Onucan ciayvai
BHE3aIHOW cMepTH peOEHKa IociIe MpeMeTUKaIHY TIepe/t
KaTeTepu3aluei cep/aua, BbI3BaHHbIN TsokéEnoit pudpos-
HO-MBIILIEYHON AHCIUIa3uel NErouHsIX aprepuii [1, 12].

OuOpHITHHBI

OUOPUITUHBI ABISIOTCS BHEKJICTOYHBIMH TJIMKO-
nporenHaMu. M3 HUX GopMupyrorcss MUKpopUOpHII-
JIbI, KOTOPBIE UTPAIOT KIFOUEBYIO POJIb B KOMIUICKTALUH
9IACTHUYHBIX BOJIOKOH U 00€CIIEUNBAIOT UX IPOYHOCTD
1 3JIACTUYHOCTB. bosbioe kKonnyecTBo (puOpMIIMHOB
HaXOJATCSI B KOXKeE, JErKMX M KPOBEHOCHBIX COCYZAAX,
YTO TaKKe 00ecreyuBaeT CTPYKTYPHYIO LEIOCTHOCTD
U CBSI3b KJIETOK C BHEKJIETOYHBIM MaTPUKCOM, PeryJiu-
pyer poct Tkanei [13].

I'en FBNI (¢pu6puiasmmn-1) orBevaer 3a o0Opa3zopa-
HUEe MUOPUOpHILT 1-TO THIA, KOTOPBIE 00ECIeUYNBAIOT
MIPENMYLIECTBEHHO CHJIOBYIO CTPYKTYPHYIO MOJICPK-
KY COCTMHHUTEIILHON TKaH!. MyTalnuu B 5TOM I'eHE BbI-
3BIBAIOT psifl 3a00JIeBaHMI, TAKUX KaK aKpOMHKpHYe-
CKasl AUCIUIA3MUSl, CeMEIHas SKTOIHUS XPyCTaJIMKa, reJie-
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oduzapnas aucruiasus 2-ro Tumna, CuHIpoM Mapdana,
cuaapom MASS, cunapom munoguctpopun Mapdana,
CUHJPOM KECTKOU KOKHU, CUHAPOM Belins — Mapueca-
HH (2-TO0 THIIA, TOMUHHUpYIoHii). Bee 3a001eBanust siB-
JISIOTCS] Ay TOCOMHO-IOMUHAHTHBIMU [13].

T'eneoghuzapnan oucnnazus 2-20 muna — Hacnen-
CTBEHHOE IIporpeccupyloiiee 3a001eBaHne, KOTOPOe Xa-
paKTepU3yeTCsl CKEIETHBIMHA aHOMAaIUSMU, AUCMOP(H-
SIMM JTUIa ¥ HAPYIIEHUSIMH CO CTOPOHBI Tpaxeu M JIET-
kux. MccnenoBarenu cXoasTcs BO MHEHHUH, YTO KJIMHUKA
9TOro 3a00JIeBaHMSI HATOMUHAET JIM30COMHBIE O0JIE3HU
HakoruieHus [ 14]. 3a0oseBaHue BRI3BIBACTCS My TallUEH
B reHe FBNI v uMeeT ABe aJijieNibHbIe POPMBI: aKPOMHU-
KpHYecKasi TUCIUIA3Us U 8y TOCOMHO-JOMHHAHTHas (hop-
Ma cuHapoma Beitnsa — Mapuecann [13].

encoduszapHas aucruiazusi 2-ro TUNA XapaKTepH-
3yeTcs 33JePKKOM KOCTHOTO BO3pacTa, KOHycooOpas-
HOW Jucruiazueit amudu3oB (C yKOpoueHHEeM TpyOua-
TBIX KOCTE€W KOHEYHOCTEH, KUCTEH, CTOIl U OrpaHuye-
HUEM JIBKEHUH B CyCTaBax), OBaJbHBIMHU TeJIaMH T10-
3BOHKOB, BBIPAKEHHON HU3KOPOCIOCTHIO M yTONIIEHH-
eM KoxH. K ocoOeHHOCTSIM cKkeneTa TakKe OTHOCUTCS
HaJIM4Me BHYTPEHHEW BBIEMKH FOJIOBKU OeIpeHHOH KO-
CTHU U BTOPOU IISICTHOM KOCTH U HAPYKHOU BBIPE3KH I151-
TOM MACTHOM KocTH [14].

XapaKkTepHBIM SIBJISETCS JIULIO: KPYTIIOE C YETKO OYep-
YEHHBIMH OpOBSIMU, MAJICHBKUM PTOM C TOJICTBIMH Ty-
0aMU ¥ JUIMHHBIM, BBICTYIAIOIINM >KEJIOOKOM, a TaKkKe
C JUTMHHBIMH PECHHUIIAMH, HOCOM KapTOIIKOM 1 BEIBEPHY-
TBIMU HO3JPSIMU. JIpyrue 0cOOEHHOCTH — XPUILIBIN rooc,
OCJIOKHEHHSI CO CTOPOHBI YILIEH, TpaXxeu U IbIXaTeIbHbIX
yTeH, a TAKKe TICEBIIOMYCKYIISIPHOE Tenocioxenue [ 14].

Cunopom Beiina — Mapuecanu 2-20 muna siBisiet-
Csl QJUIEIbHBIM BapUaHTOM reficou3apHON AUCIIA3UH
2-ro TUMA U aKpOMUKpUiecKoil aucmiasuu. [Ipu cuaapo-
me Beiins — Mapuecanu 2-ro tamna GopMUpyIOTCS HU3KO-
POCIIOCTh, OpaXUAAKTUIINS, YTOJIIEHHE KOKH, MUOIIUS
WJIN TJIayKoMa 1 JIErKasi yMCTBEHHas OTCTanocTs [15].

Cunopom Mapghana. llpuannoii 3a001eBaHYs SB-
JsieTcst MyTauus B reHe FBNI, 4To MposIBISETCS MbI-
HICYHBIMH U CKEJIETHBIMU (apaXHOJaKTHIIHS, BEICOKHH
POCT, apTpHUT, NeOpMaLK T03BOHOYHUKA), KapIUOBa-
CKYJISIPHBIMH (Ie(peKThl MUTPaIbHOTO KIIAllaHa, aHeB-
pHU3Ma aopThl), TTIa3HBIMU (IKTOIUS XPYCTaINKa, MHO-
HsT), IEPMaTOJIOTHIECKUMH (CTPUH) U JIETOYHBIMU H3-
MEHEHUSAMHU (CTIOHTAHHBIA MHEBMOTOpakc) [16].

Cunopom nunooucmpogpuu Mapghana taxxe Bbl-
3bIBaeTCsl MyTanuei B rene FBNI. CuHApPOM OTHOCUTCS
K ITPOT€POMTHBIM CHHAPOMaM U XapaKTepHU3yeTcs BpOXK-
néaHol munoauctpodueit. OObIYHO TaKKe IETH POKAa-
FOTCS IPEKAEBPEMEHHO U UMEIOT HEMPONOPLIMOHAIBHO
YAITMHEHHOE TEIOCI0KEHUE U XapaKTepHbIE YePThI JINIA:
nponTo3 (9K30(TabM), MUOTIHIO, YACTO — HKTOIIHIO XPY-
CTaJIKa, AaHTUMOHT OJIONTHBIH pa3pe3 ri1a3, TUIOIIa3Ui0
JIMIEBBIX KOCTEH M peTporHaruio. [Ipyrumu xapaxrep-
HBIMU IPU3HAKAMHU SIBIISIOTCSA THIIEPAIAaCTHYHOCTh Majlb-
LEB, apaXHOJAKTHIIHS, DKTa3us TBEPAOI MO3TOBOI 000-
JIOUKH, BPOXKAEHHAS JIMMIOAUCTPODUS, aTpOodus KOXKH.
IlcuxomoTopHOE pa3BuTHE HOpManbHOe. Hacnemyercs



Bankansckuin meguumHcknn »xxypHan, 2025, Tom 4, Ne4

Baikal Medical Journal, 2025, Vol. 4, No4

3a00JIeBaHKE IO ayTOCOMHO-IOMUHAHTHOMY THITY. 3a-
OoJsieBaHNE XapaKTEPU3yeTCs BHIPAXKEHHBIM IJICHOTPO-
MU3MOM W KJIMHUYECKOH BapradelbHOCThIO [17].

Cunopom MASS — HaclleICTBEHHBI CUHIPOM,
10 CYTH SBJISIOLIMNCS JIETKUM NPOSIBICHUEM CHUHIpPOMA
Mapdana ¢ H30JMPOBAHHBIM TPOJIATICOM MUTPAIBLHOTO
KJIaraHa u3-3a MUKCOMaTO3HOTO M3MEHEHHSI Er0 CTBOPOK.
IIprunHoii Tarke sBiseTcs MyTauus B rene FBNI [18].

I'en pudpuiuna 2 (FBN2). Kogupyemsiii um 6e-
70K puOpHILMH 2 oxox Ha pubpriwuH 1. OTnunyus co-
CTOST B 0OraToM TIIMIUHOM I10CIIE0BATEIbHOCTH BOJIU-
3u N-koHna y hpubpuiuna 2, ay pudpruunza 1 nmeert-
cs1 borarasi MPOJTMHOM MOCJIEAO0BATENEHOCTh B MOTHBAX
RGD u nexoropsle apyrue otnuuus. Hapymenue co-
OTHOLIEHUs B 3Kcripeccun GpudpmimHa 1 u udpusm-
Ha 2 B Xpsllie yXa IPUBOIAT K (OPMHUPOBAHUIO aHOMAITb-
HOW CMATOCTH 3aBUTKOB YIIHOW pakoBuHEI [3]. OH Ha-
KaIlJIMBAETCs B COEIMHUTEIbHOTKAHHBIX OpraHax paHb-
ure, yeM puOpHIUIMH 1, 1 MPEeMMYILIECTBEHHO PETYIIHPY-
€T [poLecc paHHEH COOPKH 3TaCTUIECKUX BOJIOKOH [ 19].

C MyTauMsMHy B 3TOM I'eHE aCCOLIMUPOBAHBI BPOXK-
JI€HHAsl KOHTPAKTypHas apaXHOJAKTUIIMS U JIereHepa-
1S HKENTOrO MATHA C PAHHUM HadalloM.

Bpoowcoénnaa konmpaxmypuaa apaxuooaxmu-
JluA HaCJIelyeTcs [0 ayTOCOMHO-I0MUHAHTHOMY THILY,
XapaKTepHu3yeTcsl KOHTPAKTypaMH, apaXHOAKTUINEH,
CKOJIM030M H J1e(pOPMUPOBAHHBIMHU YIIIAMU M HAIIOMH-
HaeT cuHapoM Mapdana [20].

Hezenepayus scénmozo namua, Aau BO3pacTHAS
Makynoauctpodus (BM/), siisieTcst MHBOIIOLMOHHOM
HEHTPaJIbHON XOpHOpeTHHANBHOU aAucTpodueit, yamie
pa3BHUBAETCS B 3pEJIOM U MOKUIIOM BO3PACTE U SBISET-
¢s IPUYMHOM noTepu 3peHusi. Berpeuaercs B Poccun
¢ yactoroil 15 ciyuyaeB Ha 1000 uenoBek; B Bo3pact-
HOM Juarna3oHe crapue 75 jet yactora BMJI cocras-
ssieT okoio 30 %. [IposiBnsiercs B 1Byx popmax: cyxoi
Y BJIQYKHOM, — IPU KOTOPBIX B Pe3yJIbTaTe THOEIH Kiie-
TOK B KENTOM TSITHE (M3-32 HApYIICHHS Pa3BUTHS U 00-
MeHa B COCIMHUTENLHON TKaHH Tia3a) GOpMUPYIOTCS
MeJb4aiime Apy3bl (Oyropku), CHUKaeTcs LeHTPallb-
HOE 3pEHUE, a PH BIAXKHOU (hopMe HAOIIOIAF0TCSI POCT
KPOBEHOCHBIX COCYJIOB B COCYJMCTON 000JI0UKE TJ1a3a,
SKCCYJAaTHBHBIM OTEK U KPOBOU3JIUSHUS B CETUATKY.
B urtore npoucxoaut notepst 3penus [21].

I'en pubpunmna 3 (FBN3) otBeyaeT 3a CHHTE3 Ma-
KPOMOJIEKYJIbI BHEKJIETOYHOT'O MaTPHUKCA COETUHUTEIb-
HOW TKaHW, BBIOJIHSIOWEH CTPYKTYpHYIO (QyHKIHIO,
CroCOOCTBYIONIYI0 COOpKe (PUOPUIUIMHOB B MUKPO(H-
Opwiutbl. MyTalusi B 9TOM I'eHe SIBIISICTCS MapKepOM HH-
CYJMHOPE3UCTEHTHOCTU U TUCPYHKIMU B-KIETOK M-
JKEJTyIOUHON KeJe3bl, a TaK)Ke acCCOLMUPOBaHA C CHH-
JPOM TOTUKHCTO3HBIX ssmaHukoB (CITKA) [22].

OudyTuHBI
OubymuHbBI — OEJIKH, KOTOPBIE CBA3BIBAIOT AJIACTH-
HOBYIO CEpJILIEBUHY ¢ MUKpouOpmiIamMu, oopasys co-
CIMHUTETILHOTKAHHOE BOJIOKHO U 00€CTIeYrBasi TOHKYIO
MOJICTPOMKY AJIaCTHYHOCTH BOJIOKOH, M TaKHM 00Opa-
30M BBITIOJHSIOT (DYHKIIHIO MOJIEKYJISIPHBIX IIAIEPOHOB

(T. e. IOMOTaIOT APYTUM OenikaM chOpMHUPOBATH MPABUITb-
Hy10 KoHpurypawio (honauar)). PuOyIHHBI B OOIbIICH
CTETICHN UHJYIMPYIOTCS B KJIETKE MPH cTpecce (Harpe-
BaHHE, OXJIAKACHHE, THITOKCHS) ¥ IOMOTal0T BOJIOKHAM
BOCCTAaHOBUTH CBOIO (DYHKIIMOHAIBHYO CTPYKTYpY [23].

I'en ¢pudysmna 1 (FBLNI) oTBeuaeT 3a 1I€JI0CT-
HOCTb BHEKJIETOYHOT'O MaTPUKCa M HEOOXOIUM JUIS pa3-
BUTHA SHA0TENMs. Kogupyemblil ©M O€JIOK UTpaeT Baxk-
HYIO POJIb B IIpoIieccax SMOPHOHAIBLHOTO Pa3BUTHS Op-
raau3ma. [Ipn MyTanusx B 9TOM reHe HaOIroAaroTCs
CHUHIPOM CHHJIAKTHIINH, HEOMYLICHHUE SIMYEK, 3aJIePKKa
MOTOPHOT'O Pa3BHUTHS, YMCTBEHHAsI OTCTAJIOCTh C IPH-
3HaKaMH aTpoQuU TOJI0BHOTO Mo3ra [23].

I'en ¢pubynmna 2 (FBLN2) konupyeT 00K, TaKkKe
PAacIoNOKeHHBIA B MECTE COCMHEHHUS AIIACTUHA C MU-
KpOo(QUOPHIIIAMH 1 UTPAIOLUI BaXKHYIO POJIb B PA3BUTUH
W PEMOJICTMPOBAHUM TKaHEel, 0COOCHHO B MECTax SITH-
TeJNNAIbHO-ME3eHXUMaIbHOTo nepexoaa. OH yyacTBy-
eT B (hOpMUPOBAHUN TKaHEH W3 KIETKH HEPBHOT'O TPped-
HSl, TAKMX KaK SHAOKap/. bemnok Taxke yqacTByeT B oj-
JeprKaHusl eJIOCTHOCTH Oa3aibHON MeMOpaHsbl, hopMu-
POBaHWH MOJIOYHOM >KEJIe3bl, COKpPAaTUTEIbHON (QYHKIUT
TTIaJKOMBIIICYHBIX KJIETOK COCY/IOB U IIEPECTPOHKE LIUTO-
ckenera. MyTanyy B TOM I'€HE aCCOLMUPYIOT C Jiedek-
TOM aTPHUOBEHTPHUKYJISIPHOMN IeperopoIku cepaua [23].

I'en ¢pudynuna 3 (FBLN3) u3secten kak EFEMPI,
OTBEYAET 3a MPOM3BOJICTBO MIMKONPOTEHHA BHEKIIETOY-
Horo Matpukca. OH y4acTByeT B ()OPMUPOBAHUN TKAHEH
ria3a, ¥ ero MyTalul UTPAlOT BXKHYIO POJIb B pa3BU-
THUY TJIa3HBIX 3a00JIeBaHNUH, TAKUX KaK OTKPHITOYTOJIb-
Has rJ1IayKoma 1-ro Tumna, Bo3pacTHasi MakyJisipHast Jiere-
Heparus, Cutis laxa ayrocomHo-perieccuBHOTO THIa [ID
(cm. Tabm. 1) [22].

I'en (FBLN4 wiu EFEMP2) xonupyet Oenok ¢u-
Oynun 4. benok mono6eH pudynuHy 3, HO aKTHBHEE IKC-
MpeccUpyeTcst B MOJIOIBIX KileTKaxX. Bbicokast sxcrpeccus
HaOmogaeTces B KJIeTKax aopThl U TUMyca. C MyTalusmMu
B 3TOM T'€HE CBS3bIBAIOT Takue 3aboieBanus, kak Cutis
laxa ayTocomHo-peueccuBHoro tuna IB (cm. tabdmn. 1)
u quctpodust ceruarku Hoitna — Cor [22].

I'en pudysmna 5 (FBLNS) npeuMy1ecTBEHHO 3KC-
npeccupyeTcs B cepaue, SMYHUKAX U TOJCTOW KHILKE,
HO TaKke B MOYKax, MOKETyI0YHOH jKenese, TMuKax,
NErkux v rianeHre. PulynuH 5 cBA3bIBAET HJIACTUH, HH-
TerpuHbl U IpoAyKThl reHoB LOX, FBNI, LTBP2, LOXLI.
C HUM accolMUpOBaHEI cieayronme 3adonesanus: Cutis
laxa ayrocomHo-gomuHanTHoro tumna 2 u Cutis laxa ay-
TOCOMHO-petieccuBHOro Trma IA (cM. Tabm. 1), Bozpact-
Hasi MaKyJIApHas 1ereHepanys 3-ro tuna, 6onesns Llap-
ko — Mapu — Tyra nemuenunusupyromas 1H tuna [23].

bouiesns [lapko — Mapu — Tyra — ayrocomHO-
JOMHUHaHTHas nepudepuyeckas IeMUETMHUZUPYIO-
m1ast Hefipornatus. XapakTepu3yeTcsi HO3JHUM HAadyalioM
(B 3050 ner), ceHCOpHBIMU (HENPUSATHBIC OIIYIICHUS
B BEPXHUX KOHEYHOCTSIX M KHUCTSIX) M ABHIATEIbHBIMH
HapyLIeHUAMH (1e(opMaliy CTOIL, TUIIO- WX apedieK-
cHsl, c1a00CTh MBI KOHEYHOCTEH M HAPYILIEHUS TOXOI-
KH1). DIEKTPOPHU3HOTIOTNIECKHUE UCCIIEIOBAHNS COOTBET-
CTBYIOT JI€MUEIMHUA3UPYIOLIeH noauHenponatuu. Mo-
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JKET HaOJIIONAThCsl THIIEPAIACTUIHOCTD KOXKH HIIH pas-
BHBAThCS BO3pAacTHAs MaKyJIsIpHas AereHepauus [24].

CxpoiTbie TGF-B-cBsi3pIBaromme 0e1ku

Ckpoithie (natentHbie) TGF-B-cBs3piBatomue 6en-
Kd — 3T0 (hopMBbl TpaHCPOPMHUPYIOWIETO (PaKkTopa po-
cTa 0era, KOTOpbIe HAXOIATCA B HEAKTUBHOM COCTOSI-
HUH M HE MOTYT CBSI3BIBATHCS C PELENTOPAMH KJICTKH.
OHH 00pa3yloT KOMIUIEKCHI C OelKaMu, TAaKUMH Kak
TPOMOOCIOHINH, UMMYHOTJIO0YJIMHBI (HAapUMep,
IgG) u makpornoOynunel. Ecnn aktuBusie TGF-f3 pac-
najaroTcs yepe3 2—3 MUHYTHI, TO JateHTHble TGF-fB-
CBSI3BIBAIOLIME OCIIKK COXpaHsIOTCA B Teuenue 90 mu-
HyT. [losTomy narentusie popmel TGF-f moryT ObITH
JETIOHUPOBAHBI B TKAHSAX M aKTHBUPOBATHCS MPH He-
00X0AUMOCTH, YTO MO3BOJISIET KOHTPOIUPOBATH UX aK-
TUBHOCTB U TIPEIOTBPALIATh NPEKICBPEMEHHOE BHICBO-
00KJICHHE CUTHAIIBHBIX MOJIEKy 1. CUTHAIOM 1Sl aKTH-
BallM JIATEHTHOW (DOPMBI CIIyKaT, Kak MpaBHIIO, Me-
XaHWYeCKUe Wi (PepMEHTaTUBHBIC BO3CHCTBHS [25].

[Mocne BeicBOOOK NeHus akTuBHBIN TGF-f cBsA3bIBA-
eTcs C pelenTopaMy Ha MOBEPXHOCTH KJIETKU U 3aIly-
CKaeT CUTHAJIbHBIH KacKa, KOTOphIi BKItouaeT ocdo-
punupoBanue 6enkoB Smad [26].

I'en LTBPI otBedaet 3a cuHTe3 ckphitoro TGF-B3-
CBsi3bIBatoNIero Oenka |, KOTOPBIH COeAMHSET MUKPO-
¢ubpusel, pudbponextrn u nareHTHb TGF-f 1 BbI-
nonHsieT ponb peryisitopa TGF-B (TGFB1, TGFB2
u TGFB3), koTopsiii koHTponupyeT aktuBauuio TGF-f3,
HOJ/ICP’KUBAs €r0 B JIATCHTHOM COCTOSIHMU BO BpeMs
XpaHEHHs BO BHEKJIETOYHOM MPOCTpaHCTBE [26].

C myTauusmMu B TaHHOM reHe cBsa3ana Cutis laxa ay-
TocoMHO-peneccuBHoro tumna IIE (cm. Tadm. 1).

I'en LTBP2 xonupyet O€JIOK BHEKJIETOUYHOI'O Ma-
TPHKCA, KOTOPBIH IKCIIPECCUPYETCS B AIACTHYHBIX TKa-
HSIX M aCCOLMUPYETCSl ¢ MUKpO(UOpHILIIaMH, COAEp-
xamumu GuOpuuinH 1. MyTanuio B HEM CBSI3BIBAIOT
¢ cunapomoM Beitnsa — Mapuecanu 3-ro perieccuBHOTo
TUNA (CM. BBILIE), IEPBUYHON BPOKAEHHOH IIIayKOMOK
3-ro tuna D, a Taxoke ¢ Mukpocdepodaxuei ¢ SKkTonuen
XpycTaJlMKa U BTOPUYHOM rimaykoMoid niu 6e3 Heé [26].

I'en LTBP3 xonupyet ckpbitbiii TGF-B-
CBSI3BIBAIOLINH OENOK 3, KOTOPBIN CBSA3BIBAET MHUKPO-
¢ubpusel u ckpbiThiii TGF-P, oka3biBaeT Kak CTUMY-
Jupyloliee, TaK U MHrUOUpYIoliee ACHCTBHE Ha POCT
Pa3IMYHBIX THIOB KJIETOK U UTpaeT pojb B 0Opa3oBa-
HUM U Jerpajalid BHEKJIECTOYHOro MaTpukca. MyTa-
LUK B 3TOM T'€HE BBI3BIBAIOT refico(hU3apHy0 AUCIIa-
3110 3-r0 THMa (CM. BBILIC), aHOMAJIHH 3yOO0B (THITOTIa-
CTUYECKHI HECOBEPIICHHBIN aMeJIOTeHe3 ¢ PaKTUYECKH
MIOJIHBIM OTCYTCTBHUEM MaJIH ), HH3KOPOCIIOCTH ¢ Opaxu-
onMuei (YKopodeHHe TyJIOBHIIA), KJIallaHHbIE H/UIU CO-
cyaucteie AedekTs! (Mpoianc MUTPaIbHOTO KiamaHa,
pacimpeHne KOpHs aOpThl U aHEBPU3MBI a0PThI U APY-
rux aprepuii) [27].

I'en LTBP4 xonupyet ckpbiTeiii TGF-f-cBs-
3BIBAIOLIHN OETIOK 4, aKTUBHO SKCIIPECCUPYETCS B Cep/-
e, MaTKe U TOHKOM KHIIEYHHKE U cabo — B IJIaleH-
Te, JIETKUX U CKEJIETHBIX MbIIIIax. MyTaluu B reHe ac-
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corurpoBansl ¢ Cutis laxa ayTOCOMHO-PEIECCUBHOTO
tuna IC (cm. taom. 1) [27].

Muxpopudpuii-accouuupoBaHHbIe
TJIUKONPOTEHHBI

MukpopuOpHILI-acCONMUPOBAHHBIE TIMKONPOTEH-
Hbl (MAGs) —3T0 Oenku, CBSI3aHHbBIE C BHEKIETOYHBIMH
MUKPOGUOPHIUIaAMH, BBIIOIHIIOT CTPYKTYPHYIO POJIb
1 00ecreunBaloT MBIIIEYHOE COKpalleHne. BrimonHsis
CTPYKTYpHYIO (DYHKIIHIO, OHU IO ICPKUBAIOT MEXaHH-
YECKYIO0 LEJIOCTHOCTh TKaHEeH, a MPU UX YMEHBILIEHUH
MOTYT OBICTPO (POPMHUPOBATHCS ATEPOCKIEPOTUUECKUE
OJisiky, 1 3a0oJieBaHle OBICTPO Tporpeccupyert [27].

T'en MAGPI (MFAP2) xonupyet MUKpOQUOpHILI-
ACCOLMUPOBAHHBIN [NIMKONMPOTEUH 1, KOTOPBIN CBSA3BI-
BaeT Oeniok FBN1. Ero N-koHiieBas uacts Oorara riy-
TaMHUHOM, IIPOJIMHOM, aCIIaparuHOBOM U NIyTaMUHOBOM
kuciotamu, a C-KoHIeBast 4acTh uMeeT 13 KoHcepBa-
TUBHBIX IMCTENHOB. BhicoKast akcmipeccus Haboaaer-
Csl B ME3EHXHMMAaJIbHBIX KJIETKaX Ha MPOTSHKEHNUH BCETO
pa3BuTHs opranuzMa. MyTaiuu B JaHHOM I'eHe Ha KU-
BOTHBIX MOJIENAX OBUIH aCCOLIMUPOBAHBI C YBEINYCHU-
eM pa3Mepa Tella, aHOMaIUSIMH KOCTeH, My»KCKUM Oec-
10/ieM (TUapolese SuYKa U MHBEPTHPOBAHHBIMHU Ce-
MEHHBIMHU My3BIpbKaMH), & TaKXKe CO CHM)KEHHEM KO-
JIU4eCTBa TPOMOOIIMTOB, FEeMOPPArMueCKUM JTHaTe30M
U 3aMEeIJICHHBIM 3)KUBJICHUEM paH [27].

T'en MAGP2 (MFAPS5) xonupyeT MUKPOQHOPHUILI-
ACCOLIMMPOBAHHBIN MIMKOMPOTEHH 2, KOTOPHBIH JIOKAIH30-
BaH B MUKpo(puOpmiiax. C MyTanueid B 3TOM reHe cBsi3a-
HBI ceMelHas TpyAHas aHeBpH3Ma aopThl 9-ro Tuma [27].

MukpopudpuiI-accouuupoOBaHHbIE POTEHHbI

MuxkpohubpuI-accCOUMUPOBAHHBIC TPOTEUHBI —
9TO OEJIKU, KOTOPBIE SIBISIOTCSI HEOTHEMIIEMOW YaCThIO
MBILICYHBIX PUIAMEHTOB (MUKPOGUOPHILT), TAKKX KaK
aKTHH U MHO3UH. K HUM OTHOCSTCSI COKpaTHTEIbHBIC
(axTHH, MHO3MH), PETyJIATOPHBIE (TPOIIOMHO3HH, TPO-
MOHUH) U IIUTOCKEIETHBIE OeJIKY (TUTHH, HEOYJIHH), KO-
TOPBIE UIPAIOT KIIOYEBYIO POJIb B COKPAIEHUH MBIIIII
Y TIO/ITICP’KaHUH UX CTPYKTYPBL. AKTHH )OPMHUPYET TOH-
kue ¢puiamenTsl. Ha akTuH onmupaeTcs MUO3HH B IIPO-
[[ecce MBIIIEYHOr0 coKpamieHus. Muosun Gopmupy-
€T TOJICThIC (PMIAMEHTBI K UMEET YYaCTKHU CBS3bIBAHMUS
¢ akTuHOM ¥ AT®. VIMeHHO MHO3MH ABISETCS MOJIE-
KYJIIPHBIM MOTOPOM, KOTOPBIA oOecriednBaeT CoKpa-
LIEHUE MBIILIEYHOI0 BOJIOKHA. B3auMoaeiicTBIE akTHHA
Y MHO3HMHA PETYIUPYIOT OSITKH TPOTIOMHO3UH U TPOIIO-
HUH. OHHU CBA3BIBAIOTCS C aKTHHOM U PEryJIHMPYIOT J0-
CTYIl MHO3MHA K MecTaM uX cBA3bIBaHUA. CyIiecTBy-
10T U JIpyTue MUKPOPUOPUILT-aCCOIUMPOBAaHHbBIE OeI-
KM, TaKHe Kak OEJIKM IUTOCKeNeTa TATUH (KOHHEKTHH),
JIeCMUH, HeOyuH (oOecreynBaroue Kapkac 1 dJia-
CTHYHOCTh MHO(MUOPUILT), BHIMOJIHSIONINE CTPYKTYp-
HBIC U TIOJIepKuBatolue QyHkuuu [28].

I'enst MFEAPI, MFAP3, MFAP4 xomupyioT MH-
KpopuOpHILT-acCOMUPOBAaHHBIE TPOTEHHHI 1, 3 1 4 co-
OTBETCTBEHHO. DTH OEJKH JOKAIH30BaHbl B MUKPO(DH-
OpHJLIax U CBS3aHBI C 3JTACTHHOM, 2 MOT'YT pacriojiaraThb-
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cs camocTosTenbHo. MyTtauuu B reHax MFAP1, MFAP3
acCOLMUPYIOT ¢ cuHapoM Mapdana, MFAP4 — ¢ cun-
npomoM Cmurta — Marenuca [28].

Cunopom Cmuma — Mazenuca nposIBISICTCSI MHO-
JKECTBEHHBIMH BPOXKIEHHBIMUA aHOMAITUSIMH, 33/1€PKKOH
MHTEJUICKTYAIBHOTO Pa3BUTHS, KpaHHO(DaraaIbHBIMH
Y CKEJICTHBIMHU aHOMaJIusIMHE (Opaxuiiedausi, BHICTYIIa-
o1 100, chHO(PH3, STIMKAHT, IIMPOKast IEPEHOCHIIA,
AQHOMAJIMU Pa3BUTHS YILIEH U IPOTHATHS ), HEHPOIOBEIeH-
YEeCKUMHU HapyLIEHUSIMHU (CaMOTIOBPEKAAIOIEee OBEIe-
HHE, ay TOAMIUIEKCAIIHOHHOH cTepeoTHnuel (0OHNMaHue
ce0s1)), HapyILLIEHHEM CHA, XPUTIIBIM HU3KUM T'0JI0COM, TIO-
Tepei ciyxa U IpyruMH OTOJIAPUHT OJIOTMYECKUMU Hapy-
HICHUAMH (Y3€JIKH TOJIOCOBBIX CBSA30K U MOJHIIBI) [29].

Nupymmposannsiii TGF-§

WunynupoBaHHbIi TpaHC)OPMHUPYIOMINIA (hakTop po-
cra 6eta (TGF-BI) — 6enok, akTuBUpYIOLINIA TpaHCHOPMU-
pytoruii pakrop pocra 6era (TGF-B), otHOCHTCS K IUTO-
KUHaM U peryJmpyeT KJIeTOUHbIH pocT, AuddepeHrpoB-
Ky 1 UMMYHHBIE PEaKIHH, SBJISETCS OCHOBHBIMH PETYJIs-
TOPOM Pa3BUTHSI U IOJICPIKaHNsI KPOBEHOCHBIX COCY/IOB.
Ero cunTe3 akTUBHpYETCS NPH BOCHIAJICHUH U 3aCTaBIIS-
eT KJISTKHU JIeJIUTHCS, 00pasys 3alMTHBINA Oapbep 1 orpa-
HUYMBAs MATOJIOTMYECKUI ovar (Ipu pake win Gpuodpo-
3e). B meom KoHTpoMpyer KIeToYHOe JiefieHue, qud-
(epeHIMPOBKY ¥ UMMYHHBIE PEaKLHH, a TAKXKe Pery-
JHMPYET CTPYKTYPHUPOBAHHE BHEKJIETOYHOTO MaTpPHKCA.
CuHTE3 ero NpOMCXOJUT BO BCEX OpraHax M TKaHsIX Iep-
BOHAUYaJIbHO B HEAKTUBHOM BH/IE, IIPH BBIXO/E U3 KICTKH
MPOUCXOANT aKTHBAIKS C IOMOIIBIO (pepMEHTa, HAIPH-
Mep, TIa3MUHA. B OCHOBHOM JIOKaInM30BaH Ha TPaHHUIe
MEXy KOJIJIar€HOBBIM U 31aCTHYECKHUM BOJIOKHOM [30].

I'en TGFpBI xonupyer nanneiii 6enok. C ero my-
TaUSAMU CBSI3aHbI JUCTPOQUs POrOBHUIIBI TUIIOB ABeJl-
nuHo, ['penoy 1, Peiica — baknepa, Tuns — benke (pe-
nreryarasi guctpodus tuna I, pemerdartas auctpdo-
¢us Tuna I11A, nuctpodus 6azanpHON MeMOpaHBI S1TH-
Tenust). 3a00eBaHusl HAUMHAIOTCS] B Pa3HOM BO3pacTe
— OT JIETCKOT'O JIO MOKUJIOTO — U COMTPOBOXKAAIOTCS U3-
MEHEHUEM CTPYKTYPBl COCTUHUTENLHON TKaHH C MPO-
rpeccupyrtouieii morepeit 3penus [30].

JInzniokcuaasa

Jlmsunokcuaaza (LOX) siBisieTcst pepMeHToM, yda-
CTBYIOILIMM B ()OPMHUPOBAHUH U PEMOCTUPOBAHHUH COE-
JUHATENbHON TKanu. OHa KaTaau3upyeT o0pa3oBaHue
MOTIEPEYHBIX CBSA3EM MEXy MOJIEKyJlaMH KoJijareHa
1 3JIaCTHHA, OKUCIISAS OCTATKHU JIM3MHA U TIpeBpalias ux
B aJIbJICTUAHBIC TPYIIBL, YTO 00ECTIeUNBACT MPOYHOCTD
Y 3JIACTUYHOCTh COCAUHUTENbHON TKaHu [31].

OTOT mpoliecc MPOUCXOIUT C YIaCTHEM MEIH U KO-
¢axropa muzuntuposwixuHona (LTQ). JInzmnokcnaasa
1 e€ aHaJIOTH yYacTBYIOT B IIPOILIECCAX PEMOJICINPOBA-
HUSI TKaHEeH, 00raThIX COSAMHUTEIBHOM TKaHbIO, BKITIO-
yasi cepaue u koxy [31].

Myrtanuu B rene LOX, KoIupyIOLIeM JIU3UIOKCH-
Jla3y, aCCOLUMUPOBAHBI C CEMEWHOW T'PYJHON aHEBPHU3-
Moif aopTs! 10-ro THMA.

JInznnoxcnaazononooustii pepment 1 (LOXL1)
KaTaJM3UpPyeT MEPBYIO pEakiuio B 00pa3oBaHUH TIOTIe-
PEYHBIX CBSA3EH MKy 3JJaCTUHOM U KoJsimareHoM. Ecin
LOX cBsi3pIBaeT MUKPOGHUOPUILITBI U 3JIACTHH MOCPE-
ctBoM FBLN4, To LOXL1 3aneiicteyetr FBLNS, nenas
3J1aCTUH PETUKYJISPHBIM (CeT4aThiM). MyTalluu B reHe
LOXL] onipenensitoT NpeapacnoiokKeHHOCTb K HHpap-
KTy Muokapaa [23].

OMUILTHHBI

OMUIUINH — 3TO INIMKONPOTEUH BHEKJIETOYHOI'O Ma-
TPUKCA, JIOKAIU3YIOLIUICS B MECTAX HEIOCPEICTBEH-
HOW OJIM30CTH 3NacThHA U MUKpohuOpmi1. Hanbdois-
1rast KcIpeccust HabIro1anach B ceple, aopTe; MEHb-
11as1 — B OYKax, JETKMX U IUTALEHTe, MaTKE U THUHUKAX;
cia0ast — B TICYEHH, TOHKOH M TOJICTOM KHIIIKE, ITOIKe-
JIyTOYHOM KEJIe3€ U CKEJIETHBIX MBIIIIAX; B TOJOBHOM
MO3re KCIpeccust He oOHapyxkeHa [32].

benok EMILINI konupyerca renom EMILINI,
uHruoupyet curHanbuelid myth TGF-f, cnenuduyeckn
CBSI3BIBAsCH ¢ TpemecTBeHHuKoM npo-TGF-f u npe-
JOTBpAILas ero co3peBaHue Noj JeicTBueM ypHHOBBIX
KOHBEPTa3 BO BHEKJIIETOYHOM ITPOCTPAHCTBE, COECIUHS-
€TCsl C JIACTUYECKUMU BOJIOKHAMM Ha I'PAHULE MEXK-
Jly JIaCTUHOM M MUKpOQHUOpriiaMu. MyTaiuu B TeHe
EMILIN]I accoruupoBaHbl ¢ CHHIPOMOM H3BUTOCTH ap-
TEpUI U XPYIKOCTH KOCTEH, ayTOCOMHO-IOMUHAHTHOU
JUCTaJIbHON MOTOpHOM HelipoHonatueit 10-ro tuma [32].

CuHIpPOM H3BUTOCTH ApTepHii U XPYNKOCTH KO-
cTeil MPOSBIISIETCS BBIPAKEHHONW M3BUTOCTBIO A0PThI
1 e€ OOKOBBIX BETBEH (B T. Y. COHHBIX, JIETOYHBIX U MTOJI-
KITIOUWYHBIX apTepHii), apTepuii CeTYaTKH, KoapKTaruen
Y aHEBPU3MOM aopThl, CTEHO30M apTepuid. Takxke y na-
[UEHTOB HAOIIIOJAI0TCsl IPEeHATaIbHbIE U HEOHATAIb-
HbIE NIEPEJIOMBL. PUCK 1epernoMoB ¢ BO3pacToOM IOCTe-
TeHHO cHIKaeTcs [33].

AyYTOCOMHO-IOMUHAHTHAA IMCTAJIbHASI MOTOP-
Has HelipoHonaTus 10-ro TMNa — HacneICTBEHHAs Heli-
ponarusi, nopaxarouias nepudepuiaecKue HepBbl Mpeu-
MYILECTBEHHO HUJKHUX KOHEUHOCTEN. B paHHeM ieTckom
BO3pacTe HaOJIOAAIOTCS AUCTATbHAS MbIIICUHAs Clia-
00CTb 1 aTpodusl, YTO B TAIIHEUIIIEM IPUBOAUT K TPY/I-
HOCTSIM TIPH X01b0€ U HApYIICHHUIO MMOXOKH. J{pyrumu
MPOSIBICHUSIMU MOTYT OBITH THIEppeQIeKcHs, JErkas
YMCTBEHHASI OTCTAJIOCTh, Ne(EKThI PU BU3yalH3alUuH
MO3ra C TOMOIIBIO HHCTPYMEHTAIBHBIX METOJIOB, Jie(op-
MaIl|H CTOI ¥ JePEKThl COSMHUTEILHOMN TKaHu [34].

Bepcukan

BepcukaH siBisieTcst XOHIPOUTHHCYTB(GATHBIM TIPO-
TEOIJIMKAHOM, IIPU B3aUMOJEHCTBUU C THAypPOHOBOU
KHCJI0TOM 1 GUOPUIUTMHOM 00pa3yeT KpyIHbIE CyIpa-
MOJICKYJISIPHBIE KOMIUIEKCHI, (POPMHUPYSI ITaCTUIHYIO TH-
JIpaTHPOBaHHYIO MaTpuIly. BmecTe ¢ qpyrumMu MaTpuKC-
HBIMU TJTUKOIIPOTENHAMH OHU 00€CTIeYNBAIOT MEXaHU-
YeCKYIO OICPIKKY U (PUKCUPOBAHHBIN OTPHIIATEILHBIH
3apsa. Taxue MOJIEKyINbl TakKe MPUCYTCTBYIOT B pas-
JIUYHBIX MATKAX TKAHIX, [JI€ OHU MOTYT UTPaTh JIOTOJI-
HUTENBHYIO (PU3UOJIOTHYECKyI0 poiib [35].
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Myrtauus B rene VCAN, KOTOpbIH OTBEUaET 3a CHHTE3
BEPCHKaHAa, aCCOLMUPOBaHa ¢ cuHIpoM Baruepa 1-ro Tuma.

Cunopom Bazcnepa 1-20 muna—310 BUTPEOPETHHAIIb-
Hasl IeTeHepaLysl, T. €. HaCJIeICTBEHHOE 3a00JIeBaHKE, BbI-
3bIBAIOIIIEE IIPOrPECCUPYIOLIYI0 HOTepto 3penus. Hacie-
JyeTcst ay TOCOMHO-ZIOMUHAHTHO C ITOJTHOM IIEHETPaHTHO-
cTb0. HaunHaeTcs B IETCKOM HJIM IIOPOCTKOBOM BO3pac-
TE U CO BpeMeHeM Iporpeccupyer. CTeKIOBUIHOE TEI0
TJ1a3a CTAHOBUTCSI BOJSIHUCTBIM, C (PHOPHUILISIPHON KOH/ICH-
cauyell WM aBacKyJSIpHBIMU TsDKaMH U Byaisimu. CeTo-
YyBCTBUTENbHAS TKAHb 3a/IHEH CTEHKH IJ1a3a CTAHOBUTCS
TOHKOH ¥ MOYKET OTCIIOMThCS. KpoBeHOCHBIE COCy 1Bl MO-
TyT OBITH aHOMAJIBHBIMU. B nTore ceryartka u cocyaucras
000J104Ka MOCTENEHHO AereHEPUPYIOT. {pyriuMu pu3Ha-
KaMHU MOT'YT OBITh XOpHOPETHHAIbHAS aTpO(Hs C OTepei
PETHHAIBLHOTO TIMTMEHTHOTO SIUTENHS, pereryaras Je-
reHepalysl CeTYaTKy, OCIOKHEHHAsT KaTapaKTa, MUOTHSI
u nepueprdecKast OTCIONKa ceTdaTKu [36)].

I'emapancyib@arsl

I'enapancynbdaThl OTHOCATCS K TIIMKO3aMHHOTIIH-
KaHaM, IMEIOT CXOZCTBO C TEapHHOM U SIBJISIOTCSI BaXK-
HBIM KOMIIOHEHTOM KJIETOYHBIX [IOBEPXHOCTEH, BHEKIIE-
TOYHOTO MaTpuKca u 6a3anpHON MeMOpanbl. OHU UMe-
10T OOJIBIIOE 3HAYCHUE TSI MEKKJIETOYHOTO B3aHMO-
JIeHCTBUSL U PETYJISUY TpoHULiaeMocTH [37].

I'en HSPG2 otBeuaet 3a cMHTE3 Oelka repieKaHa.
MyTanuu B 5TOM T'eHe MOTYT BbI3bIBATh IMCCErMEHTap-
Hy0 auciuiasuto tuna CuibBepMaHa — XoHIMeHKepa
u cunapom llIBapua — Jlxxammnens 1-ro Tuna; Hacnemy-
€TCsl ayTOCOMHO-perieccuBHO [37].

Hucceenenmapnan oucnnasus muna Cunveepma-
na — Xonomeiikepa — neTaibHOE HACIIEICTBEHHOE 3200-
JIeBaHWE HEOHATAILHOW KapJIMKOBOCTH, KOTOPOE Xapak-
TepU3yeTcs CKEJIETHOM AUCIIa3hel ¢ aHM30CTIOHTUITHEH
(BBIpa>KEHHBIE pa3Inuusi B pa3Mepax 1 (JopMe Tell IT03BOH-
KOB), MEKpOMeEINHUeH (YKOpOUeHHE KOHEUHOCTEH ), MUKPO-
THATHEH, MIOCKUM JIMIOM, pacllelnnHoi HEOA, orpaHu-
YEHHOU IMOJIBUXKHOCTBIO CYCTaBOB, HIIedaorerne [38].

Cunopom llseapuya — /[ycamnena 1-20 muna —
penkoe 3a001eBaHue, XapaKTEPU3YIOIeecs MbILICYHON
CKOBAaHHOCTBIO M XOHAPOJAMCIUIa3UEH, KOTOPOe HauH-
HaeTcsl B IETCKOM BO3pacTe, MEUIEHHO IPOTrpecCHpy-
€T M He BJIMSCT Ha MPOAOJDKUTENBHOCTD )KU3HU. 3a00-
JIeBaHUE SIBJSICTCS ajlIeNIbHBIM U OoJiee JIErKUM Bapu-
AQHTOM JIUCCErMEHTapHOM quciuta3uu Tuia CuiibBepMa-
Ha — XoHaMelKepa. pyrumu npu3sHakamMu 3a001eBaHus
SBIISIIOTCS: MBILIEYHass CKOBAaHHOCTh (C HENMpPEpbIBHOM
AKTUBHOCTBIO CKEJETHBIX MBIIIL); MAacKooOpazHoe
JIMLO; Y3KHE TJa3Hble Ienu; OnedapocnasM; cxaTble
ryObl; KH(OCKOIN3; KUIEBUAHAS TPyIHAs KJIETKa; HC-
KPHUBJICHHE AJMHHBIX TPyOUYaThIX KOCTEH; Ta300eapeH-
Has quciiasus (dnuduszapHas u metapuzapHast) [39].

OBCY>XXAEHUE PE3YJIbTATOB

CoriacHo COBPCMCHHBIM NPECACTABJICHUSAM, BCC
ﬂCT MOKHO pa3aC/iuTb Ha BOCEMb I'pyIIl B COOTBCT-
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CTBHH C MOPAKEHUEM CTPYKTYPHBIX KOMIIOHEHTOB CO-
eIMHUTENbHON TKaHu. K HUM oTHOCSITCS: KOJuIareHorna-
THUH, 3JIaCTUHONATUH, GUOpHUIMHONATHH, HUOYIUHO-
NaTHH, JJAMUHOIIATHH, TPOMOOCTIOHTUHOTIATHH, TIPOTE-
OMJIMKaHOTIATHH U HapyleHus GruOpoOIacTHBIX PaKTo-
POB POCTa, UX PELENTOPOB U AHTATOHUCTOB. 3a KaXKIyI0
TpyMITy OTBEYAET LIENbIA Psiji TeHOB, U MyTallUl B HUX
NPUBOJAT K Pa3BUTHIO ONPEAeTIEHHBIX 3a00eBanuii [1].
CoenunuTeNbHAS TKaHb B OPraHU3ME COCTaBIISIET
6onee 50 % maccel Tena, a BBIIOJIHAEMbIC el QYHKIINH
SIBIISTFOTCSI CUCTEMOOOPAa3yOIIUMHE (CTPYKTYPOOOpasyro-
m1ast, TpouuecKast, MuTaTelbHas, 3alIUTHAs, OTIOpHas,
MexaHu4yecKas, romeoctaTuueckas). [loaromy npu Ha-
PYLICHUSX B OAHOM M3 CTPYKTYpPHBIX KOMIOHEHTOB CO-
€AMHUTEIbHON TKaHU BO3HUKAIOT CUCTEMHBIE H3MEHE-
HUSl, KaCArOIUECs MPAKTUIECKH JTF000r0 opraHa [7].
Kak npaBuiio, Takue HapylIeHUs] OCTalOTCS HEO00-
UEeHEHHBIMU, U, 10 JAHHBIM HEKOTOPHIX aBTOPOB [40],
nauuentam ¢ JICT, nabnrogaBmmMmcst B IepBUYHOM 3Be-
HE 3/IpaBooxpaHeHus B 23,4 % ciydaeB ycTaHaBIMBAJIU
nquarHo3 onpezaenénHoro cunapoma JICT, ognako neue-
HUE HE MPOBOAWIH, B 66,3 % Ha3HAYATUCH TOJIBKO Ipe-
napaTsl Maraus 1 muibs B 10,3 % npoBoausIocs nojgHoe
KOMIUIEKCHOE JieueHne. HecBoeBpeMeHHast 1MarHocTu-
ka JICT npuBOIUT K HEBEPHOMY BBIOOPY TaKTHKH Jicue-
HUSI TALMEHTOB U PA3BUTHIO 00JIee TSHKENBIX HapyLISHHH.
B pesynbrare HabIr01a€TCS COLUATBLHO-OKOHOMUYECKU I
yiepO Auist 00IIeCTBa 32 CUET HHBAIM/IM3AIINY U PAHHEH
CMEPTHOCTH CPeH TPYAOCIIOCOOHOro HaceneHus [41].

3AKJTHOYEHUE

Jucnnasuu coeMHUTENBHON TKaHM, B TOM 4YHC-
JIe 2J1aCTUHOIATUH, SBJISIOTCS HEJOOLEHEHHBIMU U Ya-
CTO OCTaloTCs HeAn(epPEHIUPOBAHHBIMH, YTO CHHKA-
€T Ka4eCcTBO OKa3aHUs MEIULMHCKON nmomouu. Mose-
KYJISIpPHO-T€HETUYECKasl TMarHOCTHKA SIBJISIETCS OJHUM
u3 BakHbIX dTanoB auarHoctuku JICT, onnako Ha Ha-
YaJIbHOM 3Tare ONpeestoIei ABIsIeTCs KITMHIYECKas
nuarHoctuka. Cucremaru3anys (peHOTUITHYECKUX MPO-
SIBJIGHUI ¥ MOJIEKYJIIPHO-TEHETUYECKUX OCHOB 3J1aCTH-
HOMATHH HEOOXO0JUMa Il CBOEBPEMEHHON MOCTAHOB-
KM IMarHo3a 1 yCIEIIHOTO MPpelynpeXKIeHUs OTIanEH-
HBIX MTOCTIEICTBHIA 3TUX 3a00IeBaHHA.
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