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MONEKYNAPHO-rEHETUMECKUE ®AKTOPbLI PASBUTUSA OANCTIJIASUN
COEANHUTEJIbHOUN TKAHU: KOJUJTATEHOMNMATUA

Tkauyk E.A., CemuHckuin UK.

WpKyTCKIin rocyfapCTBEHHbIN MEANLMHCKUIA YHuBepcuTeT, 664003, r. VpkyTck, ya. KpacHoro BoccTtanus, 1, Poccus

AHHOTAUMA

AKTyanbHOCTb. HapyLleHWs pa3BUTUSt COEANHUTENBHOM TKaHM OTNYAOTCS LUMPOKMM MOANMOPHUSMOM KIIMHNYECKIMX
nposiBneHunn. OCNoXHEHMS, KOTOPbIE Pa3BMBAOTCS Ha X OCHOBE, HaCTO MMEKOT TShKESble MOCNeACTBUS U 3HAYNTENBHO
yXyOLatOT Ka4eCTBO »KN3HW nauyeHTa. KnmHM4Yeckasa amarHOCTUKa HacneaCTBEHHbIX OUCMNas3uii COeauHNUTENBHOWM
TKaHW OOCTaTOYHO CNOXHas 3agada, B BMAY LUMPOKOrO ClekTpa KANHUHYECKUX MPOSBAEHUI, HO N BaXKHaA YacTb
yCneLHon amarHocTukn. OOHMM U3 PacrpOCTPaHEHHbIX BapyaHTOB AUCMNA3unii COeOVHUTENBHON TKaHM SABNSOTCS
KonnareHonaTum.

Lenb. NpoBecTy aHann3 MonekynsapHO-reHEeTUHECKX MPUHMH PasBUTKS KomareHonaTuin 1 onpeaenits 0CobeH-
HOCTU UX KIIMHUHECKOIrO MPOSABNEHNS.

Pesynbratbl. [poaHanManpoBaHbl MONEKYIAPHO-FEHETUHECKME OCHOBbI Pa3BUTUSA KOoMnareHonathin. PacCcMOTpeHb!
COBPEMEHHbIE NPeaCcTaBNeHNA O CTPOEHUM COEANHUTENBHON TKaHW, €€ YHKLMAX 1 (DOPMUPOBAHNM KOINareHOBbIX
BOJTOKOH. [loKagaHbl KIMHNYeCKe 0CODEHHOCTI Pasnin4YHbIX BapUaHTOB CUHAPOMAaSbHbIX KOSiiareHonaTuin, Ux Mosne-
KYNAPHO-FEHETUHECKME MPUHMHBI N PYHKLMM 28 TNOoB KonnareHos. [NprBeaeHbl OCHOBHbIE HECUHOPOMAaSbHbIE BUbI
KonnareHonaTum.

3akntoyeHune. [narHocTvKa HacneacTBEeHHOW NaToorim, B HacTHOCTY BapUaHTOB HapyLLIEHWS CTPOEHMS Konnare-
HOBbIX BOSTOKOH, SBMSETCS OOCTATOYHO CMOXKHOW 3ada4er, a OKOHYaTebHbIN AMarHO3 OnpeaensaeTcs C MOMOLLBbIO
OHK-nnarHocTuku. B cBs3n ¢ 3TUM 0Co0YH0 BaXKHOCTb MMEET NMOHUMAaHWE KIIMHNHYECKX OCOOEHHOCTEN U MOSNEKYNSp-
HO-FEHETMHECKIX OCHOB HACNEACTBEHHbIX KOareHoNaTunin, a Takxke UX cUcTeMaT3aumns Ans yCrneLwwHon anarHoCTUKm
11 CBOEBPEMEHHOIO 3(PMEKTNBHOIO NEHEHNS.
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MOLECULAR GENETIC FACTORS IN THE DEVELOPMENT OF CONNECTIVE TISSUE
DYSPLASIA: COLLAGENOPATHIES
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ABSTRACT

Background. Connective tissue development disorders are characterized by a wide polymorphism of clinical manifesta-
tions. Complications that develop on their basis often have severe consequences and significantly worsen the patient’s
quality of life. Clinical diagnostics of hereditary connective tissue dysplasia is quite a complex task, due to the wide
range of clinical manifestations, but also an important part of successful diagnostics. One of the common variants
of connective tissue dysplasia is collagenopathies.

Aim. To analyze the molecular genetic causes of collagenopathies and determine the features of their clinical mani-
festation.

Results. The molecular genetic basis for the development of collagenopathies is analyzed. Modern concepts
of the structure of connective tissue, its functions and the formation of collagen fibers are considered. Clinical features
of various variants of syndromic collagenopathies, their molecular genetic causes and functions of 28 types of col-
lagens are shown. The main non-syndromic types of collagenopathies are given.

Conclusion. Diagnosis of hereditary pathology, in particular, variants of collagen fiber structure disorder, is a rather
complex task, and the final diagnosis is determined using expensive DNA diagnostics. In this regard, understanding
the clinical features and molecular genetic basis of hereditary collagenopathies, as well as their systematization for suc-
cessful diagnosis and timely effective treatment, is of particular importance.
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AKTYAJIbHOCTb

[onsTue «ucnasuu coequautenbHoN Tkanm» (ICT)
00BeIMHSET JOCTATOUYHO OOJBILIOE KOJTMYECTBO 3a00JIeBa-
HHH, KOTOPBIE MOKHO BCTPETHTH B JII0O0M Bo3pacTte. Kim-
Huueckue nposiaenust JACT oTiangaroTes IMPOKUM MOJH-
MopduzmMoM [ 1] 1 yacto urHopupyrorcst Bpayamu. OiHaKo
OCJIO’KHEHUS, KOTOpPBIE pa3BUBAIOTCS HA X OCHOBE, UMe-
0T TSDKETBIE MTOCIIEACTBHSA U 3HAUMTENIBHO YXYAIIAOT Ka-
4ecTBO 13HM narueHTa. JICT nmpencraBieHbl HECKOJIBKH-
MH THIIaMH HAPYLLEHUH, CpeI HUX CAMBIMU pacpocTpa-
HEHHBIMH SBJIAIOTCS KOJIareHonaTuu. B cBsi3u ¢ aTum no-
HuManue poinu JICT B pa3BUTHH TATOJIOTUYECKHUX COCTOSI-
HUI 1 €€ MOJIEKYJISIPHO-TEHETHYECKAs TUArHOCTUKA MOYKET
MMETh peliaroliee 3HaueHue Jyisl HazHadeHus 3P QexTus-
HOT'O JICYCHHS ¥ TPOPUIAKTUKHI OCIIOKHEHHUH.

LENb PABOTDI

HpOBCCTI/I AHaJIN3 MOJICKYJIIPHO-TCHCTUYCCKUX ITPU-
YHWH pa3BUTUA KOJUIAr€HOIIATHI 1 OIpeaACINTb 0cobeH-
HOCTH UX KIIMHUYCCKOI'O IMPOSABJICHUS.

BBEAEHWNE

JCT — 310 HapyleHuEe pa3BUTHUSA COCIUHUTENb-
HOW TKaHH, UMEIOILEe MOJIMCUCTEMHBIN U MTOJIMOPIaH-
HBIH XapakTep, HACJIEACTBEHHYIO IIPUPOTY, MOHOTE€H-
HBIH 1 MyJIETU(QAKTOpUAILHBIN TUI Haciae1oBaHus [2].

MoHOreHHbIE HapyIIEHUS pa3BUTHS COSUHUTEb-
HOU TKaHM — reTeporeHHast rpymmna 3a001eBaHui, KOTO-
pBI€ UMEIOT MHOXKECTBEHHBIE NTOJINOPTaHHbIE HapYyIIe-
HUS U BCTPEUAIOTCs Cpasy MPHU HECKOIBKUX CUHAPOMAax
[2]. MHOTHE NpaKTUKYIOIIKUE Bpauyu CUUTAIOT, YTO MO-
HOTEHHBIX HapyUIEHUH COETUHUTEIbHON TKAaHU HE TaK
MHOTO U B OCHOBHOM 3T0 cuHApoM Mapdana u Diep-
ca — Jlannoca, a Takke HECOBEPIIEHHBIM OCTEOr€HE3.
OpnHaKo MOHOTCHHBIX 3a00JIEBaHUH COCTUHHUTEIBHON
TKaHU HacuuThiBaeTcs okoso 400, HO OOJIBIIMHCTBO
U3 HUX JUarHoctupyercs peako [3].

TABNINLUA 1

MCTO®YHKUMNOHAJIbHAA XAPAKTEPUCTUKA
OCHOBHbIX TUMNOB COEAVHUTENIBHON TKAHU

Pbixnas 1. KonnareHoBble, 3nacTnyeckune,
PETUKYNSAPHbIE BOTOKHA.

2. ®ubpobnacTbl, HrbpoOLUTHI,
peTuKynoumnTbl, Makpodarm, numao-
L1Tbl, MOHOLUTbI, 6a30dusbl, Nnas-
MOLNTbI, aOUNOLMTbI, MENaHOUNTI,
rpaHynounThbI.

3. [MMKo3aMMHOMMMNKaHbI, NPOTEo-
rMnKaHbl.

Bce opraHbl N TKaHW opraHn3ma

MynbrudakropuaibHble (IOJUTeHHbIE) 3a00eBa-
HUSI TUarHOCTUPOBATS eIIE TPYAHEE, U IOATOMY B O0JIb-
LIMHCTBE CIIy4aeB MOKHO BCTPETUTh JUArHO3 «HETU]-
(epeHIMpOBaHHOE HAPYIICHHE COSAMHUTENBHON TKa-
HUY, 4TO KOHEYHO HE CIIOCOOCTBYET HA3HAYCHHUIO aJICK-
BaTHOTO JICUCHHS U MTPOPUIAKTHKE.

Knaccudukamus JICT no cux nop sBisieTcs Tuc-
KYCCHOHHOMW, OJHAKO I KIMHUIKCTA Ba>KHO 3HAThH
MOJIEKYJISIPHO-TEHETUUECKYI0 IPUYMHY 3a00JeBaHusl.
HMeHHO MOJIeKyISIpHO-TeHEeTHYEeCKas Kiaccu(QUKays
OCHOBaHA Ha MOHMMaHMUU HacJeJOBaHUS MEXaHHU3MOB,
OTBEYAIOIIUX 3a 00pa3oBaHue U (YHKUIHOHUPOBAHHE
COCAMHUTENIBbHOM TKaHHU. VI3BECTHO, UTO B 3THX IpOLIEC-
cax yd4acTBYIOT CIIEAYIOIIME T€HBI: T€HbI KOJUIAr€HOB
(Col1A—Col28A), anactuHOB, HUOpUIIUHOB, QuUOy-
JIMHOB, TJAMHUHOB, TPOMOOCHIOHIMHOB, IPOTEOTINKAHOB,
¢axTopoB pocTa prOPOOIACTOB, a TAKIKE UX PELIETITOPOB
Y aHTAarOHUCTOB. [ [pOYKTBI STHX T€HOB IPUCYTCTBYIOT
BO Bcex Buaax TkaHel, moatomy JICT xapakrepusyror-
Cs1 MOJTUCUCTEMHBIMH U TIOJIMOPTAaHHBIMH KITMHUYECKH-
MU MposBICHUIMH [3].

B sMmOpuoHanbHOM mepuoie COCIUHHUTEIbHAS
TKaHb IIPEJICTaBIeHa ME3EHXUMOM, 13 KOTOPOH pa3Bu-
BAalOTCS BCE OCTAJIbHBIC BUABI COCAUHUTEIBHOMN TKAHH,
Y CIIM3MCTOM TKaHbIO IIyIOYHOT'0 KaHATHUKA. Me3eHXH-
Ma BO B3pPOCJIOM Opranu3Me Na€T Hayano COOCTBEH-
HO COCAMHUTENBHON TKaHH, COCAUHUTEIIHON TKaHH
co crienu(pUIeCKUMHU CBOUCTBAMH (PETHKYJIISIpHAsL, KH-
pOBasi, TUTMEHTHAsI ), CKEJIETHOH (TBEP/I0¥1) COCAMHH-
TEJIbHOHN TKaHM (KOCTHOM M XPAIIEBON) U KHUIKOH CO-
eMHUTENbHOM TKaHu (KpoBH U muMde) (Tadu. 1). Ha-
pYLIEHHUSI TUCTOTEHE3a ME3EHXHMMBI BBI3BIBAIOT pas3-
BUTHUE CTPYKTYPHBIX A€()EKTOB BO BCEX ITHUX TKAHIX
U JAI0T CaMyI0 pa3HoO0Opa3Hy0 KIMHUYECKYIO KapTH-
Hy (Tabm. 2) [4].

CoenuHuTeNbHAs TKaHb COCTOMT M3 BOJOKOH, OC-
HOBHOTO BelllecTBa W KJeToK. Hapymienus B coctase
Ka)XJIOTO KOMIIOHEHTA [IPUBOIUT K 3a00JI€BaHUSIM, IIPO-
tekatouum no tuny JCT.

Bosokna coOCTBEHHO COETMHUTETBHON TKaHH IIPEA-
CTaBJICHBI KOJUIAT€HOBBIMH, 3JIACTUHOBBIMH U PETUKY-
JSIPHBIMHU BOJIOKHAMU.

TABLE 1

HISTOFUNCTIONAL CHARACTERISTICS OF THE MAIN
TYPES OF CONNECTIVE TISSUE

OnopHas, 3awuTHas,
Tpodpuryeckas,
penapaTtuBHas
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[NnotHas
BOJIOKHMCTas
HeoopMeHHas

[MnotHas
BOJIOKHUCTas
ohopmneHHas

dnacTnyeckas

KocTHas
rpy6oBONOKHMCTasA

KocTHas
nnacTuH4aTas

Xpsiesas
rmanuHoBsas

Xpsiesas
anactu4eckas

Xpsiwesas
BOJIOKH/CTas

1. KonnareHoBble (pacnosioXeHsbl
B PasnyHbIX HanpaBieHUsX),
anactunyeckne (HebosbLLIoe Konu4e-
CTBO) U PETUKYJISIPHbIE BOJIOKHA.

2. ®ubpoumTsl, HGrbpobnacThbl.

1. KonnareHoBble (pacnofioXeHsl
B OQHOW NJIOCKOCTKX B BuAae napan-
NenbHbIX MNYy4KOB), dnacTU4eckue
(He6ObLLOE KONMNYECTBO) U PETUKY-
NSPHbIE BOIOKHA.

2. ®dubpoumnTsbl.

3. AMopdHOe BeLLeCcTBO (M1Ko3a-
MUHOMMKaHbI).

1. DnacTmyeckue BOIOKHa
(0bpasyoT OKOHYaTble 3nacTU4eCKme
MeMO6paHbl), KonnareHoBble (pac-
NONOXEHbLI TOHKOW CETHIO MEXAY
3N1aCTMHOBBLIMY BOIOKHaMW) 1 PETU-
KyNspHbIe BOMTOKHA.

2. ®ubpobnacTbl, HréPOLUTHI

3. AMopdHOE BeLLEeCTBO (IMKo3a-
MUWHOTNKaHbI).

1. Tpybble Ny4Kn KonnareHoBbIX
(OCCenHOBbLIX) BONOKOH.

2. OcTeouuTbl

3. docdat Kanbumsa (MeHbLLe,
4YeM B NNacTVHYaTon).

1. KonnareHoBble BONOKHA.

2. OcTeobnacTbl, OCTEOLUTHI,
OCTEOKNacCTbl (MOHOHYKNEapHbIe
harouyTbl).

3. AmopdHoe BeLLecTBO (HE6OSb-
LLIOe KONMNYECTBO B BUAE MUKO3aMu-
HOMPOTEONIMKaHOB, FMUKOMNPOTEN-
HOB) — KOCTHbI MaTPUKC.
AmopdHoe BeLLeCcTBO
(NponuTaHHoe consaMu KanbLms) —
KOCTHbIE MJIACTUHKMN.

1. KonnareHoBble BOJIOKHA.

2. XoHgpouuTbl (06pasytoT
N30reHHble rpynmbl).

3. AMopdHoOe BeLLecTBO
(romoreHHoe npo3payHoe B BUAe
rens — rMMKO3amMuHbl, MPOTEOorNnKa-
Hbl, MKOMNPOTEUHbI).

1. OnacTtu4yeckne BosiokHa (pacrno-
JIO)KEHHbIE B Pa3HbIX HanpasieHUsX).
2. XoHZpouuTbl (M30reHHbIe Fpynmbl
06pasytoT pexe).

3. lNpoTeornnkaH.l.

1. KonnareHoBble BONOKHa
(pacnonoxeHbl B HanpasneHn\ cuin
OaBMEHUSA N HATSKEHWS).

2. XoHapouuTbl (pacnonoXeHsbl

B NTaKyHax).

3. AMOpdHOE BeLLeCcTBO — NPOTE0-
rNyKaHbl (B HEOONbLUOM KONNYECTBE).
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PDyTNAPbLl HEPBOB, TBEPAast 060-
JloHKa Mo3ra, KaricyJibl OpraHos,
TpabeKysbl, CKiepa, HaoKOCTHM-
Lia, CycTaBHble Karcysbl, Knana-
Hbl ceppua, nepukapa

CyxoxXunus, cBasku, acumm

AopTa 1 gpyrue aptepumn anactu-
YeCKOro Tuna, XXENTble CBA3KM,
3N1aCTUHECKUIN KOHYC FOpTaHu

Sapocmme LLBbI Yepena
N B 30HE NpuKpenneHnsa
CyXO)KVIﬂIAf;I K KOCTAM

Bce kocTtu ckenerta

Pé6epHble 1 cycTaBHble XPALLN,
XPSALLUM BO3OYXOHOCHBIX NyTEl,
HOCOBbIE XPSALUN

YwHasa pakoBuHa, HaAropTaHHNK,
PO>XXKOBUAHbBIN U KNUHOBUAHbIN
XPSLLM, FONOCOBbIE OTPOCTKN
YyepnanoBUAHbIX XPSLLEN ropTa-
HW, HAPY>KHbIN CNYyXOBOW NPOXon,
cnyxoas Tpyba

Me>XNo3BOHOYHbIE OVUCKN,
NOBKOBBIN CUMMU3, B yHacTKax
NPUKPENNEHNS CYXOXUINI

K XpsiLliam

®opmoobpasytoLas,
MexaHu4ecKasi, 3alumnTHas,
pereHepaT/iBHas

dopmMoobGpasytoLas,
MexaHu4eckas,
ABvraTesibHas,
pereHepaTnBHas

MexaHun4yeckasi,
nBuratesnbHas,
pereHepaTtuBHas

dopmoobpasytoLas,
MexaHu4yeckas, almuTHas

dopmMoobpasytoLLasi,
MexaHu4ecKasi, 3almuTHas

dopmoobpasytoLas,
MexaHun4yeckas, 3amnTHas

dopmMoobpasytoLLasi,
MexaHu4ecKasi, 3almuTHas

dopmoobpasytoLas,
MexaHn4yeckas, 3alwmTHasa



Bankansckuin MmeguumHcknn >xypHan, 2025, Tom 4, Ne3

Baikal Medical Journal, 2025, Vol. 4, No 3

KpoBb 1. ®n6pUHOreH.

2. DpuTpounTbl, TPOMOOLINTHI,
NenKkouuTbl, NIMMQOLUTbI, MOHOLWTLI.
3. Mna3ma KpoBwu (CopePXXMT BeNKu,

cosin, hepMEHTbI)

Nnmdba 1. ®nbpUHOreH.

2. NumdcbounTsl (90-98 %)

13 HUX T-numdounToB 55 %,
B-numdounTos 2 %, AOBONBHO
MHOro MoHounToB (8-10 %).

Takxe Byanesble 1 AeHOPUTHbIE
KJIETKW, pOOCTBEHHbIE Makpodaram.
Mpn BOCnaneHun NosiBNstOTCA
rpaHynounThbI.

3. benku, conn, hbepmeHThI.

PeTtukynsipHas 1. PeTukynsipHble BOMIOKHa.
2. PeTuKynsipHble KNETKMW.
3. AMOpdHOE BeLLeCcTBO

(FMVKO3aMUHOMINKaHbI).

Benas xunposas 1. PeTukynsipHble 1 KonnareHoBble
BOJIOKHA.

2. OpgHokanenbHble agunounThbl
(>KupoBble KNeTKy).

3. AMOpdHOEe BeLLecTBO

(FMMKO3aMNHOMNKaHbI)

Bypas »xuposas 1. PeTukynsipHble 1 KonnareHoBble
BOJIOKHA.

2. Menkne MHorokanesbHble
apunounThbI.

3. AmopdHoe BeLLecTBO

(FMMKo3aMNHOIMNKaHbI)

MurmeHTHas 1. PbIxnas BoOnokHUCTas
coeaVHUTENbHAsA TKaHb.
2. MenaHouuTbl (OTpoCcTHaTbIE
NMUrMEHTHbIE KNETKM).
3. AMOpdHOE BeLLecTBO
(FMMKO3aMNHOMMNKaHbI).

KpoBeHocHbIe cocyabl Tpochryeckasi, IMMyHHasi,
TpaHcropTHasi, TepMope-

rynaTopHas

NumdaTnyeckune cocyabl dopmoobpasytoLLas,
MexaHn4yecKas, salimTHas,
TpaHcnopTHas,
TepMOoperynaTopHas,

NMMMYHHasn

OpraHbl KPOBETBOPEHMS OnopHasi, Tpodryeckas,

N UMMYHHOW CUCTEMBI pereHepaTtuBHas

[NopkoxxHast ocHoBa BawuTHas,
3HepreTmyeckas,
TENNON30MSLUMOHHaS,
ropmMoHanbHas

O6nacTb Lien, NO3BOHOYHNKA 3almTHas,

1 BOKPYr MOYeEK. 3HepreTmyeckas,

Y HOBOPOXAOEHHbIX 1 AeTen TENI0M30NALNOHHAsA

rpygaHoro sospacrta

B 3a6PIOLLIMHHOM MPOCTPaHCTBE

Papy>xka n cocygncras 3awuTHas

obonoyka rnasa, Ko>xa COCKOB,
MOLLOHKW, BOKPYI 3agHero
npoxona

B nacTosimem 0030pe paccMOTpeHbl 3a00eBaHus,
BO3HHKAIOIIME BCIECJACTBUE MyTalLlMil B FeHaxX KoJulare-
Ha (KOJUIareHONAaTHH).

KOJITATEHOBbIE BOJIOKHA

Cpe KOJIareHOBBIX BOJIOKOH Pa3inyaroT 28 TUTIOB
[5]. Onu xapakTepu3yIoTcsi IPOYHOCTHIO U YIPYTOCTHIO,
He pacTsarusaroTcs. KosareHoBble BOJIOKHA CHHTE3HPY-
10Tcst pubpobnactamu. VX CHHTE3 MPOUCXOMT B 1BA OC-
HOBHBIX 3Tara: BHYTPHKJIETOYHBIN — COOCTBEHHO CHHTE3
MOJIEKYJI KOJUIAre€Ha; BHEKJICTOUHBIH (TI1a3MOIEeMMaIIb-
HBII1) — OKOHYATEJIFHOE co3peBaHKe U cOopka GuOpuIL
(bubpumnnorenes). I leppoHauaibHO CHHTE3UPYIOTCS JIEBO-
3aKpy4eHHBIE 0-1IEMHY IPOKOIUIareHa, KOTOPbIE CONEPIKUT
TJIMLYH, IPOJIMH U JIN3HH, JaJlee TaKue LEH J03PeBaloT
¢ 00pa3oBaHUEM THIPOKCUIIPOJIMHA U THAPOKCHIM3HHA
1 coOMpPAIOTCsl B TPEXLETIOUSYHYIO IPaBO3aKPYUCHHYIO
CHHpaJIb TPOIOKOJUIareHa. MoJeKyJsbl TPOIOKOIareHa

cobupatorcs B puOpuILIbl, B KOTOPBIX OAHA HUTH TPOIIO-
KOJUTareHa CIBUHYTa OTHOCUTEJIBHO APYTOil Ha YETBEPTh,
4TO MpUAAET 0COOYI0 MPOYHOCTH COOpaHHOH PubpuLIe
KoJutareHa. J{omoJHUTEeNbHYIO MPOYHOCTh (HuOpHiIam
NPUIAIOT PaAUKaIIbl TU3UHA U THIPOKCUIM3HHA, 00pasy-
IOIIME CIIMBKY MEX/Y MOJIEKYJIaMH TPOIIOKoIareHa [5].

Kaxaplif THD KojutareHa KOHTPOJIMPYETCSI OAHUM
WM HECKOJIbKUMH reHamu (Bcero Oonee 40), KoTopble
OTBEYAIOT 3a IOCIIEI0BATENbHOCTE AMUHOKHUCIIOT B MO-
JIeKyJe o-LeMH, COUeTaHue BapUaHTOB O-1IeTreil B MO-
JIeKyJie TPOIOKOJUIareHa v ero j1o3peBaHue. B pesyib-
taTte opmupyercs 28 TUNIOB KOJJIareHa, KOTopsie 00-
pasyloT GUOPUIISIpHEIE, CETEBUAHBIC (POPMBI, IKOPHBIE
¢ubpusel, punamenTsl, GUOPUILI-aCCOLIMUPOBAHHBIE
U TpancMeMOpaHHbIE KoJIareHst [6, 7].

Kaxnpiii THI KoJl1areHa BBIOIHAET 0cO0YI0 QyHK-
LIUIO B OPraHu3Me, XapaKTepeH Uil ONpeAeIEHHBIX Op-
TaHOB U CHUCTEM, & MyTallUl B €r0 FeHaxX ONpPEenessIoT
KJIMHAYeCKHEe OCOOCHHOCTH HACIIEACTBEHHBIX 3a00Je-
BaHMii (Tabm. 2).
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TABNNLUA 2

FEHETUHECKUE N MOP®O®YHKUNOHAJIbHBIE
XAPAKTEPUCTUKN TUMOB KOJITATEHA N CBASAHHbIE
C X HAPYLLIEHMEM 3ABOJIEBAHUA [8, 9]

TABLE 2

GENETIC AND MORPHOFUNCTIONAL
CHARACTERISTICS OF COLLAGEN TYPES AND
DISEASES ASSOCIATED WITH THEIR DISRUPTION [8, 9]

| TN KonnareHa

DubpUNNsipHbIE KosnareHol

COL1A1 Msrkve n TB€ppble CTpykTypHast dyHKLUS CuHgpom Anepca — JaHnoca Tvn 1,

17921.33 TKaHW, KOXKa, KOCTN, HeCcOBepLLUEHHbIN ocTeoreHes |-V Tnnos,
porosuua rnasa, apTpoxanasus 1-ro Tuna, 6one3He Kagdwu,
cKnepa, CTeHka OCTEONOPO03, CKIIOHHOCTL K pEBMaTU3My
apTepuii n gp.

COL1A2 Koxa, KocTu, CTpyKTypHasa yHKLUMSA OcTeonopos NnocTMeHOMNay3anbHbIiA, CUHOPOM

7921.3 CYXOXUnus Onepca - [aHnoca Tvn 2, apTpoxanasus 2-ro Tuna,

HecoBepLUEHHbIN ocTeoreHes II-IV Tnnos
Il Tvn KonnareHa
DubpunnsipHbie KosnareHbl

COL2A1 [manuHoBble OCHOBHbIE CTPYKTYPHbIE SnudmrsapHas gucnaasusi, BATPEOPETVHONATYSA,

12g13.11 1 UBPO3HbBIE XPALLM,  KOMMOHEHTLI BHEKNIETOYHOrO  aBaCKYNSPHbIN HEKPO3 rofloBKW 6egpeHHoN
CTEKITOBMAHOE TeNo, mMarpukca KocTu, gucnnasus KHicta, 6onesHb
poroBuua Jlerra — Kanbse — Nepteca, cungpom Ctuknepa,

crnoHgunomeTadusapHas Ancnnasns, axoHgporeHes3
Il TMn KonnareHa
DubpunnspHoie KoanareHbl

COL3A1 [epma kKoxu nnoga, Perynupyet LenoctHoOCTb CuvHppom Anepca — [laHnoca cocyaucToro Tuna,

2g32.2 CTEHKM KPYMHbIX 6a3anbHoN MeMbpaHsb! pnbpoMbILLIEHHAs AUCMNA3Us, aHEBPU3Ma aopThl,
KPOBEHOCHbIX COCYA0B, W KOPTUKAIbHOM MNAACTUHKA  NOSIMMUKPOrUMPUSi COCYANCTOro Tuna
PETUKYNAPHbIE B rO/IOBHOM MO3re, 4TO
BOJIOKHa OpraHoB Ba>KHO AN Myrpaumm
KPOBETBOPEHNS HelpoHos [10]

IV Tun konnareHa
WNuTepcTuymnaneHeie (ceTeobpa3syroLyue) KonnareHol

COL4A1 BasanbHble WNHrnbupyet aHrnoreHes [11] HacnepctBeHHas aHrmonatus (C HecbponaTtuen,

13934 MembpaHsbl, Kancyna aHeBpM3MamMu 1 MbILLEYHbLIMY CyAoporamu),
XpycTanuka 3abonesaHve MeNKNx CoCyA0B rofI0BHOMO

Mo3ra (C aHOMannsaMun 3peHnst nnn 6e3 HMXx),
MUVIKpOaHrnonaTus u nernkoaHuedanonaTns
MocTOBasi, cuHapom lyanacyepa
COL4A2 BasanbHble MembpaHbl O6pasyeT nMcToobpasHblie 3aboneBaHnsa MeKux COCyA0B rosIoBHOrO Mo3ra
13934 6a3anbHble MembpaHsl, 2-ro Trna ¢ nopaHuedanuen [12]
KOTOpbIE OTAENSAOT INUTENNA
OT cCoeanHUTENbHON
TKaHn COBMECTHO
C NaMWHNHOM, SHTaKTVHOM
1 renapaHcynbdaTHbIM1
npoTeornMkaHamm

COL4A3 BasanbHble MembpaHbl O6pasyeT 6a3anbHble CuHpgpom AnbnopTa, ceMeinHas

2036.3 MOYeK, CKeNETHbIE MeMb6paHbl [obpoKayecTBEHHasA remartypus 2-ro tuna
MbILLLbI 1 NErKkue
B3POCJIOr0 YenoBekKa,

a TaKxke noYku
1 Nérkne nnoga

COL4A4 BbasanbHble MembpaHbl O6padyeT 6a3anbHble CuHgpom AnbnopTa 2-ro Trna (ayToCOMHO-

2g36.3 MemMOpaHbI PeLIECCUBHBIi), cemeliHas [obpoKkadYecTBeHHas

remaTypusi

COL4A5 BasanbHble MeMbpaHbl  YYacTBYHOT B ynpaBieHn CwvHppom AnbrniopTa 1-ro Tvna (CuenneHHbIn

Xg22.3 aKCOHamu BO BPeMS C X-XpOMOCOMOIA)

pasBuTus (3a cHET Coldab

Ha NOBEPXHOCTY H6asasibHOM
MeMOpaHbl MPONCXOQUT
ynpaeneHne akcoHamu
FaHMMO3HbIX KIIETOK CETHATKM)
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COL4A6 BasanbHble MembpaHbl  Y4acTBYeT B HOPMasnbHOMN InyxoTa (cuenneHHasa ¢ X-XpOMOCOMO).
Xq22.3 anddepeHumposke magkux B coyetaHnm ¢ myTtauymenn COL4AS Bbi3biBaeT
MbILLILL X-cuenneHHyo popmMy cuHgpoma Anbnoprta
B CcoYeTaHUn ¢ aAnddy3HbIM NENOMUOMATO30M
niwesopa
V Tun KonnareHa
DPubpunnsipHeie KosnareHbl
COL5A1 Msrkue TKaHu, Perynupyet donbpunnoreHes  CuHgpom Anepca — dannoca, hubpo3Ho-
9034.3 nnawueHTa, cocypbl, 3a CHET (hOopPMUPOBaHUA MblLLEYHas OMcnnasust MynsTUMOKaNbHOro Tuna
XOPVWOH cepaLeBUHbI BHYTPU chmbpun
COL5A2 Pacnpepenéx Cnocob6ceTyeT opueHTaumn  CnHapom Anepca — [aHnoca knaccu4eckoro tuna
2q32.2 nepuLentonsapHo BOJIOKOH 60/1bLIOrO
anametpa [13]
COL5A3 MonoyHas xeneaa, Ob6ecne4ynBaeT NPO4YHOCTb TeHgonaTvs axunioBa CyxXoXums
19p13.2 nnaueHTa, MaTtka, Ha paspbiB
ceppLue n nérkne
nioga n YMEPEHHO
B cepaue 1 Mo3re
B3POC/IOro YenoBeka
VI Tun KonnareHa
KonnareHsi, gpopmupyrowyme hunameHTbl-6yCUHBI
COLG6A1 Msirkne TkaHu 1 xpswy, opaep>XnBaeT CTPYKTYRY Mwuonatusa Betnema 1A Tuna, BpoXXgEHHas
21g22.3 HEPBbI, KPOBEHOCHbIE 1 (DYHKLUN BHEKNETOYHOIO MblleYvHast guctpocdus Ynbpuxa 1A Tnna
CoCyfpbl N KPYMHbIE Marpvkca
KOJiareHoBble
hnbpunnbl
COL6A2 [NoBcemecTHO Mopaep>xuBaeT CTPYKTYPY Mwuonatusa betnema 1B Tuna, BpoXxaéHHada
21922.3 1 (PYHKLMN BHEKSIETOHHOIO MblLLeYHasa auctpodus Ynopuxa 1B Tuna,
mMaTtpukca BPOXXAEHHbIN MMOCKIEPO3
COL6A3 HelpoHbl mo3ra, CTpyKTypa BHEKNETOYHOIO Mwuonatusa Betnema 1C Tuna, guctoHus-27,
2q37.3 MO3XKEYOK MaTpukca mosra BPOXXOEHHAs MbllLeYHasa AucTpodus Ynbpuxa
1 nonocaToe Teso, 1C Tuna
MaKCcuMasibHO
B CTBOJIE MO3ra
1 cpegHem mogre [14]
COL6A4 Xpswy, CopepxxnTt gomMeHbl haktopa OcTeoapTpuT
3p25.1 Bunnebpanga
COLG6A5 Koxa, nérkue, ToHknin  Copep>alimx OMEHbI XPOHNYECKUI HEMPONATUYECKNIA 3y,
3922.1 KWLLEYHUK, TONCTas hakTopa BunnebpaHaa. MapTtnHennu-boHecku [16]
KULLKa U SUYKW, O6pasyeT hnnameHThbl
CKEJETHbIE MbILLLibI C MMobynsipHbIMY JOMEHaMMU,
KOTOpbIE YHaCTBYOT
BO B3aMMOLENCTBUAX 6enok-
JnraHg ons opraHnsauum
TKaHEeBOW apXUTEKTYpbI
1 KneToyHoun agre3un [15]
COLG6A6 CkeneTHble MbiLLbI O6pasytoT ocobble HacnepctBeHHas muonaTusi
3g22.1 ceTn Mukpodhnbpunn
B COEOMHUTENBbHON TKaHn
1 B3aUMOLENCTBYIOT
C ApYrMy KOMIMOHEHTaMu
BHEKJIETOYHOIO MaTpukca
VII Tun konnareHa
KonnareHr, hoopmupyroynii SKopHble ¢pubpubl
COL7A1 Koxa (nog 6asanbHon  AkopHble hubpunibl BynnésHeii anngepmonus, HECUHAPOMHOE
3p21.31 MeMbpaHoi NPV COeQUHEHUN KOXN BPOXAEHHOE 3abosieBaHne Horren,
B 30HE AepMO- 1 anugepmuca TPaH3UTOPHbIV BYN1E3 HOBOPOXKOEHHbBIX
anugepmanbHom
6a3anbHon MembpaHsbl)
VIl Tun konnareHa
CeTeobpasyrowyne KosnareHsbl
COL8A1 Porosuua, sHgotenuii  CTpyKTypHasi yHKLUS OucTtpodus porosuubl
3qgi2.1
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COL8A2 SHpoTennansHble CTpyKTypHas yHKLUS OuncTtpodus porosumubl SHAOTENNANBHOMO TUNA
1p34.3 KJIETKN POroBuLbl porosuLipl ®dykca 1, 3agHas nonumopdHasa aucTpopus
1 cocyaos porosuupl 2-ro Tuna
IX Tun KonnareHa
DPubpunsipHbie KosiareHbl
COL9A1 Xpsiwwm, cTeknosugHoe  XoHAPOreHes CuHppom CTuknepa 4-ro Tuna, 0OCTeE0apTPUT,
6q13 TENO rmajIMHOBOIro anudusapHasa gucnnasns
xXpsia
coL9A2 Xpswy, XoHpporeHes Cungpom CTtuknepa 5-ro Tuna, MHOXKeCTBEHHAsA
1p34.2 anndunsapHasa gucnnasns 2-ro Tmna
COL9A3 [onoBHOW MOST; XoHpporeHes 3aboneBaHnst MEXXMO3BOHO4YHbIX ANCKOB,
20913.33 ceT4yaTka rnasa MHOXXECTBEHHAas anunursapHas gucnnasus
3-ro Tvna (c muonatuei unmn 6e3 He€), CUHEPOM
C1nknepa 6-ro Tuna
X TMn KonnareHa
CeTteobpasyroLyne KosnareHbl
COL10A1 [uneptpoduryeckasi XoHpporeHes MetacursapHas gucnnasus LLimnga
6022.1 30Ha obs1acTu pocTa
XPsLL,
Xl Tun konnareHa
dubpunn-accoynmpoBaHHbie KonnareHb! (FACIT)
COL11A1 Xpsiwm, cteknosugHoe ®PopMMpoBaHue KOCTEN, [Pb>ka MEXNO3BOHOYHOrO AMCKa NOSICHUYHOIO
1p21.1 Teno, NOKPoBHas NPOCTPaHCTBEHHOM oTtgena, hubpoxoHOPOreHes, ryxoTa (aQyTOCOMHO-
MembpaHa opraHu3auu XOHAPOLUTOB OOMUHAHTHAas), cuHgpoM MapLianna, CuHEpoMm
BHYTPEHHEro yxa NNacTUHKN pocTa Ctuknepa 1-ro Tuna
COL11A2 BHeKNeTouYHbIN OnpepensieT uenocTHoCcTb  [MyxoTa (ayTOCOMHO-peleccnBHast U ayTOCOMHO-
6p21.32 MaTpUKC XpsLla N pasBuTue CKeneta OOMUHaHTHas), hnbpPOXOHOPOreHES,
oTocnoHaunomerasanudrsapHas
avicnnasus, (ayTOCOMHO-AOMUHAHTHAS),
oTocnoHaunoMeraanudmrsapHas gucnnasms
(ayTOoCcOMHO-peLeccuBHas)
XIl Tvn konnareHa
dubpunn-accoynmpoBaHHbie kosnareHsl (FACIT)
COL12A1 Msirkne TkaHn Perynupyet cuHTes MoBpexXpeHns CyxXoXXnnmin, BpoXXaEHHast
6q13-g14.1 konnareHa | MblLLIEYHAs AMcTpocus Ynbpuxa 2-ro tmna,
MuonaTtns betnema 2-ro Tuna
Xl Tun konnareHa
TpbaHcMmeMOpaHHbIe KosnareHbl (HeghuopuNsapPHbIN)
COL13A1 [MoBEpPXHOCTL KNETOK, Y4acTBYET B passutun BpoXXAEHHBI MMacTeHnYeckuii CuHaPom [16]
10g22.1 anuTenuanbHble 1 CO3peBaHNN HEPBHO-
KJIETKU MbILLEYHOIO COEOUHEHUS
XIV Tun KonnareHa
dubpunn-accoynnpoBaHHbie koanareHs! (FACIT)
COL14A1 Msrkue Tkaxu dopmMmrpoBaHne VI3mMeHeHne BMoMexXaHNYECKX CBOMCTB
YHoynuH WHTEPCTNLMANBHOIO COEAMHUTENBHON TKaHW CO CHUXXEHHON
8g24.12 BHEKJIETOYHOrro MaTpukca MaKCUMaJsibHON TONEPaHTHOCTLIO K CTPECCY

KOXX 1 NnaueHTbl N CHUXXEHHbIM MOoayneM ynpyroctu

XV Tvn KonnareHa
KonnareH - npegwecTBeHHUK 3HQOCTaTUHa, 061agarowmnin MOLWHbIM aHTUAHITIMOreHHbIM 4eicTBueM

COL15A1 OHpoTennanbHble fBnsetcs KapumHoma, CKNOHHOCTb K MbILLEYHbIM
9922.33 KJIETKWN BO BHYTPEHHUX  MpPEeALeCcTBEHHUKOM NOBPEXXAEHUSAM, BbI3BaHHbIM (PU3NHECKON

opraHax ambpuoHa 3aHpoCTaTVHa, obnagarollero  Harpyskon [17]

(HA@NOYEYHMKN, MOYKN  MOLLIHBIM @HTUAHTMOFEHHBIM

1 NogyKenyno4Has OencTemem

>Kenesa)

XVI Tun KonnareHa
dubpunn-accoynmpoBaHHbie KosnnareHbl (FACIT)

COL16A1 [NoBcemecTHO, PereHepauus TKaHen, drbpo3, OHKONOrMYECKNE 3aboneBaHNs
1p35.2 porosuua B YaCTHOCTW, B 32>KUBMEHUN

paH u hopmMmpoBaHMm
py6LOBOI TKaHN
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XVII Tn konnareHa
TpaHcMeMOpaHHbIe KosinareHbl

COL17A1 [NoBepxHOCTb sSBnsercs BynnésHbin anngepmuonnsa, nysbipyaTka,
10025.1 anuaepManbHbIX TpaHCcMeMbpaHHbIM 6ENKOM  PEeLOUBMPYIOLLAS SPO3MBHAsS OUCTPOGUs
KIIETOK anuTenns

XVIII Tvn konnareHa
KonnareH — npeglecTBeHHUK 3HZOCTaTUHa, o6nagaroLynii MOLWHbIM aHTUAHIMOreHHbIM feicTBUueM

COL18A1 SHpoTenvansHble S1BNseTca MOLLHBbIM [Maykoma (mepBu4Has 3aKpbITOYronbHas),
9HOOCTATVH  KJIETKW NEYEHU, NErKUX aHTUaHrMOreHHbIM 6enkKom cuHpgpom KHobnoxa 1-ro tTuna

(MynsTH- 1 no4ek

NIEKCKHbI)

21022.3

XIX Tmn konnareHa
dubpunn-accoynmnpoBaHHbie KosnareHbl (FACIT)
COL19A1 [NoBcemecTHO PemogenvnpoBaHue, pocr, MenaHoma, kapunHoma
6913 v depeHLmpoBka
N BbDKMBAEMOCTb TKaHel
XX Tun konnareHa
dubpunn-accoynmpoBaHHbie KosnareHbl (FACIT)
COL20A1 OMbBpUroHasbHbIe dopmMrpoBaHne [Nonocartasa nagoHHO-NOAOLBEHHAA
20g13.33 TKaHu MHTEPCTULMANIbHOIrO keparogepmus [1]
BHEKJ/IETOYHOrO MaTpurKca
XXI Tun KonnareHa
dubpunn-accoynmpoBaHHbie KosnareHbl (FACIT)
COL21A1 KpoBeHocHble cocyabl  CBsi3biBaHUE KonnareHoBbIX  HecuHapomHas paciuenvHa rybbl n/nnn Héba [18]
6pi12.1 rNaaKOMbILLEYHbIX nbpunn ¢ gpyrumm
KJIETOK aopThbl cepaua, MOJIEKYIaMu MaTpuKca,
naueHTa, Tolwas K1LW-  y4acTue B passutum
Ka, CKEJIETHbIE MbILLLbl, KPOBEHOCHbIX COCYO0B
TONICTasA KULLIKA, MOYKN,
neYeHb 1 Nerkue

XXII Tun konnareHa
dubpunn-accoynmnpoBaHHblie KosnareHbl (FACIT)

COL22A1 Tonbko B MecTax JluraHg KNeTo4YHon HeT paHHbIX
8024.23- MbILLEYHO- agresnn gns NEroYHbIX
q24.3 CYXOXMNBbHbIX humbpobnactos

COEOUHEHWIA.

MakcumanbHas

3KCMpeccust B PaHHNX

cnepmarosomnpax

XXIIl Tun konnareHa
TpaHcmem6paHHbIe KosnareHbl
COL23A1 OnyxoneBble KNETKN LinTonnasamatunyeckuin OG6Hapy>eH B METacTaTN4eCKNX OMNyXosEBbIX
5035.3 N TpaHCMeMOpPaHHbI KneTkax
OOMeHbI AaHHOro
KonnareHa Heob6xoanMbl
ONa HauenvesaHus
Ha KJIETOYHYIO MOBEPXHOCTb
XXIV Tun KonnareHa
DubpunnnsipHbIe KosnareHol
COL24A1 KocTu, cetyaTka, DopMUPYET CKENETHBIE OcTeoxoHapo3
1p22.3 MEHbLLE B POroBuLIE,  3JIEMEHTbI rOS1I0BbI
KOXE 1 CYyXOXUINAX N KOHEYHOCTEN
XXV Tun KonnareHa
TpaHcmem6paHHbIe KosiareHbl

COL25A1 ATtepocknepo- Mem6paHocBA3aHHbIN BonesHb AnbLreivepa, BpoXKAEHHbIN (hrubpos
4925 TUYECKUNE 6ASALLKN KonnareH, cneunguyHbIii 9KCTPAOKYNSAPHBIX MbILLUL, 5-r0 Tna
MO3ra, rmnnoKamn, Ons mosra

3aTblIONMHAs Oons,
nobHas pons,
3pUTENbHbIN HEPB,
MEHbLLIE B IEBOM
noJlyLUapun Mo3>kevka
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XXVI Tn konnareHa
DdubpunnapHbie KoanareHbl

COL26A1 MonoBble opraHbl O6pasoBaHne lononpo3ssHuedanus, TAKEnas CUHAAKTUINS
7922.1 TPaHCMULMPOBaHHbLIX  BHEKETOYHOIO MaTpuKCca, BEPXHUX U CUHMOAUAAKTUING HUXKHUX

3MOpPUOHasIbHbIX (hopMnpOBaHNE KOHEYHOCTEN KOHEYHOCTEWN

KJIETOK MOYEK,

CMMHHOMOS3rOBbIe

HEepBbI U FaHmuu,

MEe3eHX1Ma ronoBbl

(cntoHHbIE XXenesbl,

BHYTPEHHEE yxa),

CKEJIETHbIE MbILLILbI

XXVII Tun konnareHa
DubpunnsipHbie KoanareHbl

COL27A1 Msirkue TkaHu CTpyKTypoo6bpasytoLas CwnHppom CTuna, HU3KUn pocCT, AUcnnasus
9q32 XPSLLEN, KOXU yHKLMSA Tas30b6enpeHHOro cyctaBa, CKOMO3, aHoManmm

1N CyXOXWUINIA, LLEeNHOro OTAena No3BOHOYHMKA, 3anscTHas

MO3XXEYOK, CMNHHOW Koanuuusi, gereHepaumm no3BOHOYHMKA

MO3I, MEHbLUE —

B CKEeJIETHbIX MbILLLIAX

1 MO3re njoga

XXVIII Tvn KonnareHa
KonnareH, cogepxatyuii fomeHbl (hakTopa ¢poH BunnebpaHga

COL28A1 HepsHas cuctema, CTPYKTYPHBIi KOMMOHEHT HeT paHHbIX
7p21.3 raHrnMm 3agHux BHEKJIETOYHOrO MaTpuKca,

KOPELLKOB obecneyrBaroLLmi

CMHHOro MO3ra, NPOYHOCTL Ha pas3pbIiB

nepudgepnyeckme N KNETOYHYIO aaresuto

HepBebl, cepaue,

nérkuve,

coegnHnTenbHasa TKaHb
cBofa vepena n KOXu

Bce komnarenonatuu MOKHO Pa3acinTb Ha CUHAPO-
MaJIbHBIC 1 HCCUHAPOMAJIbHBIC, a4 TAKIKC CPEAN ITUX KE
3a00J1€BaHUI MOXKHO BbIACIIMTH MOHOI'CHHBIC U MYJIBTU-
(baKTOpI/IaJ'H:HLIC (paBBI/IBaIOH_II/IeCH npu COYCTaHNU MY-
TaI_II/If/’I B I'CHC KOJIJIareHa u Apyrux FCHOB).

HECUHOPOMAJIbHbIE KOJUJTATEHOIMATUN

K HecuHIpOManbHBIM KOJUIAT€HOMATHAM OTHOCAT
HaCcJIeICTBEHHYIO aHrHonaThIo (¢ HedporaTHeH, aHeB-
pHU3MaMH U MBILICYHBIMH CYJOPOTaMH ), aHEBPU3MY a0p-
TBI, apTPOXaJIa3HI0, aXOHAPOTeHe3, OyIUE3HBII SnHIep-
MOJIN3, BUTPEOPETUHOIATHIO, CEMEHHYI0 J0OpoKaye-
CTBEHHYIO FeMaTypHIO, IEPBUYHYIO 3aKPHITOYTOJIEHYIO
rJIaykomy, X-CLEMJICHHYIO TIIyXO0TY, AUCTPOQHIO POro-
BUIIbI, HECUHAPOMHOE BpOXKIEHHOE 3a00JIeBaHNE HOT-
Teill, 3a0oNeBaHne MEKIO3BOHOYHBIX JUCKOB, Kaplu-
HOMY, JIeliKosHIe(hANONaTHIO, METaHOMY, MUKPOaHTH-
OTIaTHH, BPOXKIEHHBI MUOCKIIEPO3, OCTE0APTPUT, OCTE-
0II0PO3, OCTEOXOHAPO3, MOBPEKACHUS CYyX0KUINH, T10-
JUMUKPOTHPHIO, MOJIOCATYIO JIAJOHHO-II0IOIIBEHHYTO
KepaToJIepMHIO, PELUIUBUPYIOIIYIO SPO3UBHYIO JTUC-
TPOHIO SMUTENHSA, CIIOHIWIOMeTapH3apHyIO AUCIUIA-
3HI0, TPAH3UTOPHBIN OYIJIE3 HOBOPOXKIEHHBIX, BPOXK-
OEHHBINA (UOPO3 IKCTPAOKYISIPHBIX MbILIL, (HUOpO-
MBIIICYHYIO JUCIUIa3HI0, XPOHUYECKUH HelipornaTuye-
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ckuil 3ya Maptunenu-bonecku, snudu3apHyro auc-
mnasuto [8—18].

CUHAPOMAJIbHbIE KOJUJTATEHOMNATUA

BoJje3ns Asbnreiimepa

Hecmotps Ha T, uTO O0JIe3HE ANbLIreiiMepa BbI3bI-
BaeTCs MyTalUUsIMHU B reHax npeceHwinHa-1 (PSENT),
CHHTa3bl okcuaa a3ota (NOS3), ypokunassl (PLAU), Mu-
enonepokcuassl (MPO), 11epedpococy IMCTOr0 aMIIIO-
uaHoro nentuna (APP) u ap., npu 3ToM 3a00JIeBaHUU
B CHHWJIBHBIX OJISIIIKax MO3ra OOHapy KUBaeTCs KoJula-
red XXV Tuna, kogupyemsiii reHom COL25A41. B cu-
HUJIBHBIX OJISIIIKAX STOT KOJUIAreH CBSA3aH C TOJICTBHIMH
My4YKaMH WU KPYIHBIMH TPaHyJIONoA00HBIMU CTPYK-
Typamu amuionza [19], yto cnocoOGcTByeT hopMupo-
BAaHHUIO CHHUJIBHOM OJISIIKH.

Boge3ns Kapdu (MHGaHTHIBHBI KOPTHKAJIBHBIN
THIIEPOCTO3)

3T0 ayTOCOMHO-JOMHUHAHTHOE 3a00JieBaHUE, BbI-
3BaHHOe MyTauuen B rene COLIA 1. [1pu 3Tom cuHapo-
Me y JieTeld B Bo3pacTe 10 5—6 MecsleB pOpMUpPYIOTCS
MOJJHAaJKOCTHUYHBIE KOCTHBIE 0Opa3oBanus. Kimauye-
CKH 3a00JIeBaHUE MTPOSIBIISIETCSI OTEKOM CYCTaBOB, JIUXO-
pankoii u 601e3HeHHOCTBIO. TaKke MOXKeT HaO Mo 1aTh-
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Csl THIIEPMOOMIIBHOCTh CYyCTaBOB, IIOBBIIIICHHAS JIACTHY-
HOCTb KOXKU, TPBIXKH, IEPETIOMBI KOCTe. Yarle mopaxa-
10TCs quadu3bl JITUHHBIX TPYyOUYaThIX KOCTEH, HIKHSSA
yemocTh U kiouniia. K 2 rogam 3a0oneBanue npoxo-
JTIUT CaMOCTOSITEIILHO U TPeOyeTCs TOJBKO CUMITTOMA-
THYeckoe geueHue [20].

Bogesns Jlerra — Kaasse — IlepTeca (aBackyJisip-
HbII HEKPO3 IoJI0BKH 0ePEeHHONH KOCTH)

3aboseBaHue XapaKTEepU3yeTcsl HapyIeHHEM Kpo-
BOOOpallleHHs B FOJIOBKE OCAPEHHON KOCTH, YTO MPH-
BOAMT K aBaCKYJISIpHOMY HEKpO3y NpU MHTEHCHUBHOM
pocre y pe6€nka. CBsI3aHO ¢ TETEPOTCHHOM MyTaIlleH
B rene COL2A1, koTopasi HacnegyeTcsl o ayToCOM-
HO-JIOMMHAHTHOMY THITy, HO CamMO 3a00JIeBaHUE 3aBU-
CHUT U OT JPYTuX I'€HOB (TIOJIMTEHHOE HACJIEIOBaHHE),
YTO JOKa3aju MOMYJAILHMOHHBIE HcclenoBanus [21].
[Ipu posxIeHNH MOXKET MPOSIBIATHCS BPOKAEHHBIM BBI-
BUXOM Oefipa, a Ipu MPOrpecCUpOBaHUM 3a00JIEBaHUS
— HIIEMHEH, peBacKyJsipu3aluei, nepeioMamu, pemna-
panuei u peMoJeNINPOBaHUEM KOCTH, HU3KHUM POCTOM.
K 20-30 ronam GenpenHslii cycraB paspymaercs [21].

Bpoxnénnasa mblmeynas gucrpogus Yiabpuxa
u muonarus berinema

Ilo cytu, 310 1Ba CHHAPOMA C OUEHb TOXOXKEH KITH-
HUKON M MyTalusMH B TeHax KojuiareHa VI tuma —
COL6AI, COL6A2, COL6A3. CaurtaeTcs, 4TO MHOIIa-
tus bernema mpotekaer Oonee MArko, MaHu(eCTHPY-
€T BO B3pOCJIOM BO3pPACTE U CBsI3aHa C JJIEJIbHOM My-
Tauuen B OAHOM U3 3TuX reHoB [22]. I1o MHeHuto npy-
TUX aBTOPOB, HOJIMMOP(HU3M KITMHHYECKHUX TPOSIBIICHUIA
MIPH ATUX 3a00JICBaHUAX MOXKET OBITh CBSI3aH C MyTa-
uell B OTHOM WM cpa3y HECKOJIBKUX IeHax KoJjulare-
Ha VI tuna, 1100 B COYETaHUU C MyTalleH B IPYTHX
reHax [23], mubo ¢ quchyHKIUeH MUTOXOHAPUH [24].
[TomMuMoO 3TOTO, aBTOPHI YKa3bIBAIOT, YTO 3TU 3a0o0Je-
BaHU MOTYT HacJIE[JOBAThCSA KakK 110 ayTOCOMHO-/TOMH-
HAaHTHOMY, TaK U [0 ayTOCOMHO-PELIECCUBHOMY THUIY,
YTO OCJIOKHSIET IUarHOCTUKY [22].

Muoauctpodus Yabpuxa 1e00THpyeT B OOIBbIINH-
CTBE CIIy4aeB MBIILICYHON CIab0OCTHI0O M MHOXKECTBEH-
HBIMH KOHTPAaKTypaMu MpH POXKACHUU WU B paHHEM
MiajieHYecTBe. B panpHeieM pa3BuBaeTcs TUIeEpa-
JIACTUYHOCTH CBSI30K (MPEUMYIECTBEHHO Mex(anaH-
TOBBIX CYCTaBOB U JIOJIBIKEK), TUIIEPKEPATO3, TOBEPX-
HOCTHBIH (DOJUTHKYITUT, KEITOUTHBIE PyOIIbL, TPOTPEeCcCH-
pyloliee HapacTaHWE aKCHAJBbHBIX M MPOKCUMAIbHBIX
peTpakuuil ¢ yTpaToi HaBbIKa CAMOCTOSATEIBHOTO IIe-
penBIKEHUS, PUTHAHOCTHIO TO3BOHOYHHKA C KU(PO30M
Y TIPOrpECCUPYIOIUM cKosno3oM. [Tpu muonuctpopun
VYibppuxa OONBIIUHCTBO MAIIMEHTOB yTPAYUBAIOT CIIO-
COOHOCTB CaMOCTOSITENILHO MEPEABUraThCS, HAPYIIALT-
cs pyHKIus auadparMbl ¢ HAPACTaHUEM JIbIXATeIbHON
HenoctatoyHocTy. [Ipu nérkux popmax muonaruu bet-
JieMa alUeHTHl MOTYT CUUTATh ce0s MOJIHOCTHIO 310PO-
BbIMHU [23]. deHOoTMITMYECKOI 0COOEHHOCTHIO MAIHEH-
TOB MOXET OBITh OKPYTJIOE JIULO, OTTOIBIPEHHBIC YIIIH,
c1ab0CTh HUXKHUX Bek [22].

Jucnaa3zus Kaucra

BrizBana mytanueit B rene COL2A1 u Xxapaktepu-
3yeTcsa CKEJIETHBIMH U KpaHHO(panuaabHBIMH aHOMa-
JUSIMU: HENPONOPIMOHAIbHASA KapiIHMKOBOCTh, KOPOT-
KO€ TYJIOBHUILE U KOHEYHOCTH, MAICHbKUI Ta3, kugdo-
CKOJINO3, BEICTYTAIOLINE CYCTaBbl, pAHHUNA OCTE0APTPUT
(orpaHMYMBaIOINK ABHKECHUE), THIIOIIIA3Hs CpeaHen
YacTH JIMLA, paciienrHa HEOa, paHHSS MUOIIUS, OTCIIO-
€HHUE CETYATKU M MOTeps ClyXa, KOPOHApHBIE pacliie-
JIMHBI TIO3BOHKOB M T'aHTeNeo0pa3Hble OepeHHbIe KO-
CTH, XU B BUJIE «ILIBEHLIapCKOro celpa» [25]. Taxxke
IpY JaHHOM 3a00JIeBaHUM OOHAPYKEHBI MYKOIIOJIKCa-
XapuHbIE HApYIIEHHS B BUJIE BBICOKON 3KCKPELIUH Ke-
paraHcynbdara ¢ Mouoii [26].

Merapuszapuas qucmiiasusd tuna lHivmuaa

BrzBana mytanmeii B rene COL10A4 1. Xapakrepusy-
€TCsI HU3KMM POCTOM, UCKPUBJICHUEM JIJIMHHBIX TPyO4a-
TBIX KOCTEH, paCIIMPEHUEM U HEPABHOMEPHOCTHIO ITa-
CTHH pocTa (0COOCHHO B TUCTAITEHOM U IIPOKCUMAIILHOM
ot/ienax OeAPESHHOMN KOCTH ), YBEIMYCHUEM A du3a ro-
JIOBKY O€JIPEHHOM KOCTH B pAaHHEM JIETCTBE, BaAPYCHOM
nedopmaliiei Ta300eipEHHOr0 CycTaBa, U3MEHEHHEM
MePeIHIX OTAETOB pEOep, MIATUCIIOHIUINEH, aHOMa-
Juel Ted MO3BOHKOB U HEPOBHOCTHIO 3aMBIKATEIbHBIX
MJIACTUHOK TT03BOHKOB [27].

HecoBepiieHHBII ocTeoreHes
(00s1e3ub JloOmTelina — Bposuka)

Oto 3a0051eBaHKE XapaKTEPU3YETCs YMEHBILICHUEM
KOCTHOMW Macchl U €€ XpynKocThio. KilmHnueckue npo-
SBJICHUSI BKJIFOYAIOT: MOBBILICHHYIO JIOMKOCTb KOCTEH
(B TOM 4HncCIIe BHYTPUYTPOOHBIEC IEPETIOMBI), pa3BUTHE
nedopManuii Kocteil KOHEYHOCTEH, royOble CKIIEpHI,
TpeyroibHyo GopMy Jnna, Makpouedaiuio, TuapoLe-
¢anuio, 6a3WISIPHYI0 HHBArWHALIMIO, HAPYILLICHUE CITY-
Xa, 100aBOYHBIE KOCTH Yeperna, TUIepMOOHIBHOCTD CY-
CTaBOB, «SHTapHBIC» 3yObl C BBICOKOH CTHPAaEMOCThIO,
CKOJINO03, KU(O3, IErKYI0 PAHUMOCTb KOKH, TPhIKH (I1a-
XOBasi H/WJIK yTIOYHAs ), TOPaKEHUE KJIAITaHHOTO ariia-
para cep/ua, IbIXaTesbHYI0 HEJOCTaTOYHOCTb, aCTHI-
MaTH3M, KepaTOKoHyC, rinaykomy [28]. B 90 % cnyda-
€B IIPUYMHON 3a00JICBaHUs SBISCTCSI MyTalHsl B TeHAX
COLIAI n COLIA2. B ocranpHbIX cioy4asx 3a0ose-
BAaHME CBSA3aHO C MyTaUMAMU B Apyrux renax: [FITM5
(uHTEpdEPOH-UHAYUUPOBAHHBIH TPAaHCMEMOpAHHBIN
oenok 5), SERPINF'I (cepnivH, HFHTHOUTOP CEPUHOBBIX
npoteas,), CRTAP (Xpsui-accCOUMMPOBaHHBIN OEI0K),
LEPRE] (npoTeoriaukaH, o0OraméHHbIi JeHIIMHOM
u nponuHoM 1), PPIB (nentuani-npoiui n3oMepasa B),
SERPINH] (cepriuH, MHTHOUTOP CEPUHOBBIX MIPOTEA3),
FKBPI10 (FK506-cBsi3biBatronuii 6enok 10), SP7 (Sp7
TpaHCKPUNUMOHHBIH (hakTop), BMP1 (Mopdorenernye-
ckuii mpotenH KoctH 1), TMEM38B (TpaHcMeMOpaHHbBIH
oenok 38B), WNT1 (Wnt cemeiinbiii 0enok 1), CREB3L1
(HAM®-uyBCTBUTEIBHBIN JIEMEHT-CBSI3bIBAIONIU Oe-
70K 3-niogo6uslii 1), SPARC (ceKpeTUpyeMBblid KUCIIBIT
Oenok Oorateiii ucTenHoM), FAMG64A (perynsrop pac-
npeaenenus xpomocom 1), MBTPS?2 (npotea3a memOpa-
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HOCBsI3aHHOTO (pakTopa TpaHckpunumu), PLOD?2 (mu-
swiruapokcniasza 2), PLS3 (T-mnactun) [28]. B cBs-
3M C 3THM MOJEKYJISIPHO-TeHeTHYeCKasl Kiaccupuka-
1us npezacrapieHa 19 tTunamu 3a0oeBaHUM, TP STON
MATOJIOTUN MYTAllMH, CBSI3aHHBIC C T€HAMH KoJljIare-
HAa, HACJIEAYIOTCS 10 Ay TOCOMHO-AOMUHAHTHOMY THILY,
a MPaKTHYECKU BCE OCTAIbHBIC AE(PEKTHI — 10 8y TOCOM-
HO-penieccuBHOMY. OJTHAKO TaKast KIACCHU(PUKAIIHS He-
y100HA B KIIMHUYECKOW MIPAKTHUKE, U B HACTOSIIUI MO-
MEHT HCIoJb3yeTcs knaccuduranus 1. Cuiienca ¢ co-
aBT., mpeanoxkenHas B 1979 r. u gononuennas 8 2009 r.
Ha BcTpeue MexxTyHapoaHOTO KOMUTETa HOMEHKIIATYPbl
KOHCTUTYLIMOHAJBHBIX Hapymenuid ckenera (INCDS).
OHa ocHOBaHa Ha KJIMHUYECKOM MPUHIUIIE U BKIIOYACT
5 TUTIOB HECOBEPIICHHOTO ocTeorenesa [28] (Tabu. 3).

Cunapom Jiepca — Jlanioca

3aboseBaHre XapaKTePU3yeTCsl Ype3MEPHON THOKO-
CTBIO CYCTaBOB, aHOMaJILHOM 3JIaCTUYHOCTBIO U Hapy-
HIEHUEM TIPOYHOCTU KOXH. [[pyrumu npusHakamu 3a-
0oseBaHMsI MOTYT OBITh: CHIYKEHUE COCYJUCTOTO TOHY-
ca, COCYAMCTasi HEJOCTaTOUYHOCTb, ITO3, OTCIOWKA CeT-
YaTKW, YaCTUYHAS aJOHTHSI, CBEPXKOMIUIEKTHBIE 3YOBbI,
onajecuupyomas 3Majb, MapogOHTO3, MHOXKECTBCH-
HBII KapHec, CKOJIN03, KU(o3, T0pA03, IUIOCKas CIIHHA,
BJaBJICHNE TPYAMHBIL, TPBDKH (IIyHO4HAas1, O€JI0i TUHUH,
naxoBas, AuadparManbHas), CIOHTaHHas epdopanus

TABNNLUA 3

KNACCUPUKALINA HECOBEPLLIEHHOIO
OCTEOIEHESA (MO . CUJINIEHCY)

KHIIICYHUKA, BAPUKO3HBIC BEHBI, IOJIKOKHBIC TTOABIIK-
HBIE y3€JIKU Ha FOJICHSAX, IPOJIATIC MUTPAJIbHOTO Kilamna-
Ha, apUTMHH, BET€TOCOCYIUCTAst JUCTOHHS, IITO3 KEITy -
Ka, I0YEeK MU MaTK1, aHeBPH3Ma COCYA0B MO3ra, cyoapax-
HOUJAJIbHBIE KPOBOUBIMSIHUS, CTPEMHUTENbHBIE POABIL.
[IpuunHo¥i cayxar MyTaluy B T€HAX, KOHTPOJIHUPYIO-
HIMX CUHTE3 U cO3peBaHue Kojularena. B 3aBucumocTu
OT KJIMHMYECKHX MPOSBICHUI U T€HETUIECKON OCHOBBI
Obuta paspaboTaHa kiaccupHKalms CHHApPOMa Diep-
ca — Jlannoca, koropas Bkitouwia 13 moarumos 3a0o-
neBanwus (Tabm. 4) [29].

Kak BuniHO U3 Ta0nuiibl 4, 00NBIIUHCTBO KITMHAYEC-
CKUX THIIOB CBSI3aHO C MyTallUsSIMHU B T€HAX KOJIJIATCHOB,
a 9acTh — C MyTallUsSIMH B JPYTUX FeHAX.

Cungpom Crukiepa
[Ipu sTOoM 3a0oneBaHMM HapyllaeTcs CTPYKTY-
pa u pyskums puoOpmIsipHbIX KoutareHos 11, IX wmn
X1 TUNOB, IKCTIPECCUPYIOLIMXCS B CTEKJIOBUIHOM TeJle,
THAJIMHOBBIX M 3JIaCTHYECKUX Xpsuax. Beiaemnstor 5 tu-
noB cunapoma Crukiiepa (tadm. 5) [30].

Cunapom Mapmasiia
XapaxTepu3syeTcs TUIOIIa3uel cpeiHel YacTH JI1La,
pacuienrHoi HEOA, AaHOMAIMSAMHU 3PEHHUS, BKIIIOYAs BbI-
COKYIO MHOIIMIO U KaTapakTy, HEHPOCEHCOPHYIO TYTroy-
XOCTb, HU3KOPOCJIOCTb CO CHOHIMIOANU(PU3APHON JHC-

TABLE 3

CLASSIFICATION OF OSTEOGENESIS IMPERFECTA
(ACCORDING TO D. SILLENCE)

| Tvn nérkasi, cpeaHss AL

TSHKENas netanbHas

Il Tvn AL

nepuHaTanbHas opma

Il Tmn TsKENas Al
AP
OT NErkmx (kak npu | Tune)
IV Tun [0 TSHKENbIX hopm A
(HanomuHatowwmx [ Tmm)
V Tun TsHKéEnas AL

I'ony6b|e CKJiepbl, BOBMOXXHO HapyLlueHne

COL1AT1
cnyxa
BHyTpryTpPO6HbLIE NEPENOMBI,
HapyLUeHne MMHepanusaummn Koctemn
COL1A1 o
yepena, aecopmaunm KOHEYHOCTEN,
COL1A2
pecnmpaTopHble OCNOXHEHVS (TPUBOAAT
K neTasibHoOMy ncxogy)
COL1A7 MHO>eCTBEHHbIE NEPENOMbI
COL1A2 1 nporpeccupyoLLas gecopmaums
CKefeTa, HECOBEPLLUEHHbIN AEHTUHOrEHe3
COL1A1, OtcyTcTBUME ronybbix ckiep
COL1A2 1 BapbupyoLLas KNMHNYecKas KapTnHa
OTcyTcTBuMe rony6bix
cknep, popMmpoBaHne
rMnNepnIacTUYECKNX KOCTHbIX
MO30J1el Mocne KOPPUrnpytoLmx
IFITM5 onepauuii 1 NepenomMoB, Hann4ine

NporpeccupyoLLelt reTepoTonn4YecKol
occrdrKaLm MeXXKOCTHOW MeMBpaHbI
npegneybs, BbIBUX FONIOBKMN NTy4eBOi
KOCTWU

Mpumeyvanue. Al — ayTOCOMHO-AOMUHAHTHBIV TUM HacnefoBaHns, AP — ayTOCOMHO-PELIECCYBHbIV TUM HACe0BaHNSA.
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TABNNLUA 4

KNMNHWYECKKUE NOAMNUTbI CUHOPOMA

AJIEPCA - OAHJIOCA

TABLE 4

CLINICAL MANIFESTATIONS OF EHLERS - DANLOS

SYNDROME

Knaccuyeckun,
| Tun

MNopo6HbIN
Knaccu4eckomy,
Il Tyn

KapanosackynsipHbIn
(cepaeyvHo-KNanaHHbIN),
Il Tmn

CocygucTbin,
IV Tun

MnepmMo6unbHbIN,
V tmn

ApTpoxanasus,
VI Tun

Lepmartocnapakcuc,
VIl Tnn

KundockonuoTtudeckui,
VIIl Tvn

CvHOpPOM XpYynKoiA
pOroBuupl,
IX Tvn

CnoHgunnogucnnatn-
YecKun,
XTun

MblweyHo-
KOHTPaKTYpPHbIA,
Xl Tmn

MwnonaTtunyeckni,
Xl Tvn

[NepuopoHTanbHbIN,
X Tvn

ALl

AP

AP

£

AP

AP

AP

AP

AP

ALl AP

COL5A1

COL5A1

COL1A1
(pexxe)

TNXB

COL1A2

COL3A1
COL1A1
(pexe)

HeunssecTHO

COL1A1
COL1A2

ADAMTS2

PLOD1
FKBP14

ZNF469
PRDM5

B4GALT7
B3GALT6
SLC39A13

CHST14
DSE

COL12A1

CiR
C1S8

KonnareH V Tuna
KonnareH | Tuna

TeHacuuH XB

KonnareH | Tuna

KonnareH Ill Tuna
KonnareH | Tuna

HenssecTHO

KonnareH | Tuna

ADAMTS-2

LH1
FKBP22

ZNF469
PRDMS

4GalT7
3GalT6
ZIP13

D4ST1
DSE

Konnaren
Xl Tvna

Cir
Cis

[MNeppacTs>XMMOCTb KOXU,
Nérkoe 06pasoBaHmne CHHSKOB,
rMnepmMobusibHOCTb CyCTaBoB
1 aHomarnbHoe pybueBaHve

[MnepanacTn4HOCTb KOXWU,
rMnNepmMobunIIbHOCTb CYyCTaBOB, BPOXKAEHHASA
rMnepniasusi HaaNMoOYeYHNKOB, CKPbITOE
pacLlenneHve No3BOHOYHMKA, Mponanc
MUTPabLHOMO KianaHa, MHCYILT,
>KENyAo4HO-KULLEYHbIE KDOBOTEYEHNS

1 NPeXXAEBPEMEHHbIN aTEPOCKNEPO3

HapyLueHnst co CTOPOHbI cepaeyHbIX
KJlanaHoB

XPYrNKOCTb KPOBEHOCHbIX COCYHO0B
1 NOBbILLEHHBIN PUCK Pa3pbIBOB

leHepan3oBaHHas rMnepMobuIbLHOCTb
CyCTaBOB

[MnepmMobunsEHOCTE CyCTaBoB,
BPOXAEHHbIN BbIBUX 6eapa n JOMKOCTb
KocTen

Opabnas, cknagyartas Koxxa

TsH>KENBIN CKONMNOS3, MbILLEYHAS TMMNOTOHNSA
1 NOBBbILLEHHbIV PUCK pa3pbiBa MasHoro
s6noka

/ICTOHYEHNE 1 CKNOHHOCTL K paspbiBam
porosuubl

HuiskopocnocTs, aHoManmm passuTms
KOCTel Npeansieydbs 1 fIOKTS, UICKPUBIIEHNE
KOHe4HOCTel, cnaboCcTb CyCTaBoB,
MOBbILLEHHAA PACTSXKUMOCTb KOXXI

W M/IOX0€ 3aKMBIEHNE PaH

KpaHunodaumanbHblin gucmopduam,
BPOXOEHHbIE KOHTPaKTYpbl NanbLEB,
KOCONanoCTb, TAXKENbIA KNPOCKONNOS,
MblLLEYHas TMNOTOHNS, FMNeppacTsXKmMast
TOHKasl KOXKa, CK/TOHHasi K 06pa3oBaHunio
CVHSIKOB 1 aTpodmyeckmx pyoLoB,
MOPLUMHUCTbIE Naf0HN U MOPadKeHNe rna3

[MnepmMobunsEHOCTE CyCTaBoB,
NMPOKCUMaSIbHbIE KOHTPaKTYpbI
1 MbllLEeYHas cnabocTb

Takénoe BocnaneHne naponoHTa,
FMHIVBWT, NPeXXAeBpeMeHHasi noTepsi
3y60B. MNpeTnbuansHas rmnepnurmeHTaums,
aKkporepusi, XpyrnkocTb KOXU1 1 OECEH

Mpumeyanue. ALl — ayTOCOMHO-AOMUHAHTHBIN TUM HacnefoBaHus, AP — ayTOCOMHO-PeLECCUBHBIN TUM HACNEL0BaHVIS.
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TABNNLUA 5
KINMNHWNYECKUE TUIMbl CUHOPOMA CTUKJIEPA

| TN, KNaccuyeckni AL COL2A1
| TN, HECUHOPOMAabHbIN AL COL2A1
(NpenmyLLLeCTBEHHO
C [1a3HON CMMTOMATUKOW)
Il TN, ¢ hopmmpoBaHnem AL COL11A1
deHoTMNa «CTEKNOBUOHO-
ro Tena c 6ycnHamu»
Il TN, oTocnoHaunomera- AL COL11A1
anudusdapHas gucnnasusi
IV tun AP COL9A1
V 1un AP COL9A2

TABLE 5
CLINICAL TYPES OF STICKLER SYNDROME

MMmasHas cumnTomMaTtmka: MMonns, MembpaHo3Has aHoma-
NN CTEKNOBUOHOIO Tena 1-ro Tuna, oTcnonka ceT4yaTku,
yBe/IM4eHVe pasMepa PoroBuLpl U IMasHoro S6oka.
OpodaumnanbHble HapyLLEHWS: YIIOLWEHNE CPEQHEN YacTu
nmua, ManeHbKui, BSAEPHYTLIN HOC C 3anasLuein nepe-
HOCULIEN 1 BbIBEPHYTLIMI HO3OPSAMM, NanaTocxuanc,
MUKpopeTporeHus. CKeneTHasa naTtonorus: apTponartus,
gedopmauns rpyaHon KNeTkn, CnoHaunoanngusapHas
avicnnasus, rmnepmobunbHOCTb CyCTaBOB, KNGOCKONNO-
Tn4eckKas ocaHka, uHorga mapaHongHeii heHoTnn 1 ap.

[MasHas cumnTomaTtmka: BpoxxgéHHas MembpaHo3Has
aHoManus CTEKNOBUAHOrO Tena 1-ro Tuna, perMaToreHHas
OTCJIONKa, peLléTyartas gereHepaums ceT4arky, yBenmye-
HWe rma3Horo s6noka u gp.

MMasHas cumnTomMaTumka: paHHAs MMonus, MembpaHo3-
Hasi aHoManus CTEKI0BUAHOMO Tena 2-ro Tuna, oTCnonka
ceTyaTKuy, pewwéTyarasa gucTpodus, ysenndeHme pasmepa
rnasHoro s6okKa, KatapakTra.

Tspkénble HapyLweHus cnyxa (52 %): ceHcoHeBpasibHas
TYroyxoCTb, MrMNepMobunnbHOCTbL 6apabaHHOW NePEnOHKN.
YepenHo-nmueBble aHOManumn, PasgBOEHHbIN A3bIHOK.
MbiLe4HO-CKeNneTHblE aHoManun: Markast popma CnoHau-
noanundusapHo gucnnasmm, rmMnepmMobusibHOCTb CycTa-
BOB M apTponatun Ha 3—4-M OECATUNETUSAX XKNUSHN.

HeipoceHcopHas TyroyxocTb.
YBennyeHve anmgursos.
OpodaumanbHble gucmopdun.
[Ma3Has cumiToMaTmKa: OTCYTCTBYET.

[MasHas cumnTomMaTumka: BUTPEOPETUHONATUS U MUOMUS.
HelpoceHcopHas TyroyxocTb.
OnndmnzapHasn gucnnasusi.

[MasHas cumiToMaTmka: M1MONMs BbICOKOW CTEMEHN, BU-
TPeopeTuHanbHasa gereHepauys 1 OTCAONKa CeTHaTKN.
HelpoceHcopHas TyroyxocTb.

Mpumeyanue. ALl — ayTOCOMHO-AOMUHAHTHBIN TUM HacnefoBaHus, AP — ayTOCOMHO-PELECCUBHDBIN TUM HACNEA0BaHNIS.

iazueil u aptponatueil. B orinune ot cunapoma Ctu-
kiepa Il Tuna, on xapakTepuzyercs MeHee BbIpaKEHHBIMU
TJIa3HBIMU NPOSIBIEHUSIMU, HO BBIPAKEHHBIM TUIIEPTEINO-
pU3MOM rJ1a3, 0oJiee BBIPaKCHHOM THIOILIIa3Uel BepX-
HEll YeNIOCTH U SKTOACPMAILHBIMHA aHOMAITUSIMU. 3200-
JieBaHUE BbI3bIBacTCs MyTanueit B rene COLI1A41 [31].

Cungpom Aabnopra

DT0 HaCIeACTBEHHOE Iporpeccupyoliee 3adoe-
BaHHE, OOYCIIOBICHHOE MyTallMed B T€Hax KoJulareHa
IV tuna (COL4A3, COL4A4, COL4A5), xapakrepusy-
IolIeecs! pa3BUTHEM HEPPONaTHH B COYETAHUH C HEUPO-
CEHCOPHOH TYrOyXOCTBIO U IIATOJIOT el OPraHoOB 3peHus,
JIeHOMHOMATO30M IHUILEBOAA U JKEITy/IKa, AHOMAJIMSIMH CO-
CYZOB (IMyIaTalys a0pThl, AaHEBPU3MbI HUCXOISLIETO OT-
JieJIa a0pThl, BHYTPUMO3TOBBIX M KOPOHAPHBIX apTepuil).

Hay4yHble 0630pbl NTEpaTypbI
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Br1ensroT HeCKOIBKO THITOB 3a00J1eBaHu, KOTOPBIC KITH-
HUYECKU Pa3JIMYa0TCs THKECThIO, HAYaIOM Pa3BUTHS Ha-
PYUICHUI U MTOJIOBBIMU OCOOCHHOCTsIMHU (Tab. 6) [32].

Cungpom I'ynnmacuepa

Ot1o 3abosieBaHUE SIBJISETCS ayTOMMMYHHBIM,
IPY 3TOM aHTHUTENa 00pa3ytoTcs K Kojutarenam 1V turma.
[IposiBnsieTcs peunIUBUPYIOIIUMH JIETOYHBIMU KPO-
BOTEUEHUSIMH, IPOIPECCUPYIOLINM TIIOMEPYIOHEPPH-
TOM U NOYEYHOH HEeJ0CTaTOYHOCThIO. MccnenoBare-
JIM CBSI3BIBAIOT ATO 3a00JIeBaHUE C MYTAllUSMHU B TEHAX
COL4A43, COL444 u COL4A5 [32].

Cunapom Ctuia
DT0 OT/IebHAS KIIMHUYECKas (POpMa, XapaKTepH3y-
OIIasICsl HU3KUM POCTOM, JIBYCTOPOHHUM BBIBHXOM Oe-
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TABNUNLA 6
TUNblI CUHOPOMA AJTIbINMOPTA

TABLE 6
TYPES OF ALPORT SYNDROME

T7n 1 X-cuenneHHbIn MaToreHHas myTauus
B reHe COL4A5 y nauneHTa
NN POACTBEHHNKOB

™n 2 AP [Ba annens natoreHHon MmyTauum
B reHax COL4A3 nnn COL4A4
y nauveHTa

TN 3A A0 [eTeposunroTHas natoreHHas
myTaums B reHax COL4A3 unm CO-
L4A4

T1n 3B [ureHHbIn [MaToreHHble MyTaLmm B reHax

AP COL4A3 n COL4A4 (B Tpac-/

uucnonoxenun) nnm COL4AS

My>K4mHbI ¢ edeKTHbIM reHOM 06bIYHO
nUMetoT 6onee TSXKENble CUMMTOMbI U 4acTo
CTpafaroT OT NOYEYHOW He4OCTaTOYHOCTH
K 40 rogam. 2KeHLMHbI-HOCUTENBHWLBI
MOryT UMeTb 6onee NErkne CUMMNTOMbI,
6o BoobLLE HE UMETD.

3aboneBaHune 06bI4HO NPOSABASETCS
B AETCTBE WS PaHHEM NMOAPOCTKOBOM
BO3pacTe.

PeHoTUMbI BapbupPYOTCA OT remaTtypun
00 TEPMUHANBHONM CTagnn NOYEYHON
HegoCTaTO4YHOCTN.

DeHOTUMbI BapbUPYIOTCSA OT reMaTtypun
[0 TEPMUHANBHO CTafumn NoYeYHON
HeloCTaTO4YHOCTU.

n COL4AS3, nnn COL4A4

Mpumeyvanue. AL — ayTOCOMHO-AOMUHAHTHBIV TUM HacnefoBaHns, AP — ayTOCOMHO-PEeLIECCHBHbIV TUM HACIe40BaHNS.

Jpa M TOJIOBKH JY4YEBOH KOCTU, KOIMIHEH 3arsiCThs,
CKOJIMO30M, TMOJIBIMH CTOIIAMH U XapaKTEPHBIMU Yep-
TaMH JIMIa, ¢ HEYIOBICTBOPUTEIbHBIMU pe3yJibTarTa-
MU TIONBITOK BIIpaBiieHus: 6¢aep. 3abosieBaHue BbI3Ba-
HO Mytauueil B rene COL27A41 n Hacienyercs 1o ay-
TOCOMHO-peliecCUBHOMY TuIy [33].

3AKJTIOYEHUE

Hapyienus pa3BuTus COCAMHUTEIBHON TKAHU, Ta-
KHE KaK KOJUIar€HOIIATHH, SIBJISTIOTCSI CepbE3HOU Ipo0Ite-
MO JIIsl TMarHOCTUKY, YYUTHIBAas HAMYUE HE TOJILKO
MOHOTEHHBIX U CUHAPOMAJIbHBIX, HO TAK)KE HECUHPO-
MaJIbHBIX U MOJUTCHHBIX (hopM. B cBsi3M ¢ 3THM ompe-
JICJICHUE U aHAJIU3 MyTallMii B TeHaX KOJUIareHa SIBJIs-
€TCsl HEOOXOJIMMBIM ITAIOM 00CJICJIOBaHUST OOIBHOTO
nepe/ Ha3HaYeHneM Tepanuu. Heodxommo oTMETHTb,
YTO Cpeliv KOJIAreHOMATHI BCTPEUAIOTCS KITMHUYECKUE
(hOpMBIL, KOTOPBIE OTHOCSTCSI K Pa3HBIM CHHIPOMAaM, OJI-
HAKO UMEIOT CXOAHYIO KIIMHUKY U CBSI3aHBI C MyTallUsI-
MU B OJIHUX M T€X )K€ TeHaX, YTO MOXKET BbI3bIBATH 3a-
TPYAHECHUS MIPU MOCTAHOBKE MPABHIIBHOIO JAMATHO3A.
[Toaromy cucremaru3anus PEHOTUITHYSCKUX TPOSIBIIC-
HUU U MOJIEKYJIIPHO-TEHETUUECKUX OCHOB KOJLIAr€HO-
MaTHH JO0JDKHA CIIOCOOCTBOBATH COBEPIICHCTBOBAHUIO
KJIMHAYECKON AUArHOCTHUKHU.

JINTEPATYPA / REFERENCES

1. Bop3eix O.b., ITerpoBa M.M., Kapnosa E.I., 11Inaii-
nep H.A. lucnnasuu cOeTUHUTENBHON TKaHU B MPAKTUKE
Bpava-KocMeTolora u nepmartoiiora. OcoOCHHOCTH IHa-
THOCTUKHU W BEICHUS MAIUCHTOB. BecmHuk depmamonocuu

u geneponoeuu. 2022; 98(1): 19-32. [Borzykh O.B., Petro-
va M.M., Karpova E.I., Shnayder N.A. Connective tissue
disease in the practice of a cosmetologist and dermatologist.
Features of diagnosis and management of patients. Vestnik
dermatologii i venerologii. 2022; 98(1): 19-32. (In Russ.)].
https://doi.org/10.25208/vdv1232

2. Xomuuckuii A.B., KagsikoBa A.U., JleeB P.B. Co-
BpEMEHHBIE MPEACTABICHUS O FeHETHYECKOH perymsinuu
THCTO(MU3HOJIOTHN COSTUHNUTEIBHON TKAaHHU U €€ OTHOIIEHNE
K (pu3MUeCcKOMY KadecTBy «THOKOCTIY. [ enbl u knemxu. 2021;
16(4): 6-13. [Zholinsky A.V., Kadykova A.I., Deev R.V. Mod-
ern concepts about genetic regulation of connective tissue
gystophysiology and its relationship to the physical quality
of “flexibility”. Genes & Cells. 2021; 16(4): 6-13. (In Russ.)].
https://doi.org/10.23868/202112001

3. A66akymosa JI.H., ApcentseB B.I', I'nycaes C.®.,
MBanosa U.U., Kagypuna T.U., Tpucserosa E.JI. u ap. Ha-
CIIeZICTBEHHBIE M MHOTO()AKTOpHBIC HApYLIEHUS! COEIHHU-
TEJbHOU TKaH! y AeTed. AJIrOpUTMBI TUarHOCTUKU. TakTuka
BegeHus. Poccuiickue pexkomenmanun. [leouamp. 2016; 7(2):
5-39. [Abbakumova L.N., Arsentev V.G., Gnusaev S.F.,
Ivanova L.I., Kadurina T.I., Trisvetova E.L., et al. Multifacto-
rial and hereditary connective tissue disorders in children. Di-
agnostic algorithms. Management tactics. Russian guidelines.
Pediatrician (St. Petersburg). 2016; 7(2): 5-39. (In Russ.)].
https://doi.org/10.17816/PED725-39

4. ucnna3uu coeMHUTENbHOW TKaHU. KnuHuueckue
pexomMeHaamy Poccuiickoro HayYHOTO METMIIMHCKOTO 00111e-
ctBa TepaneBToB. Tepanusa. 2018; 6: 10-58. [Connective tissue
dysplasia. Clinical guidelines of the Russian Scientific Medical
Society of Therapists. Therapy. 2018; 6: 10-58. (In Russ.)].
https://dx.doi.org/10.18565/therapy.2018.6.10-58

5. bop3eix O.b., IlInatinep H.A., Kapnosa E.I., IleTpo-
Ba M.M., /lemuna O.M., HaceipoBa P.®. Cunre3 konnareHa
B KOXK€, €ro (pyHKIIMOHAJIbHBIE U CTPYKTYpPHbBIE 0COOEHHOCTH.

Hay4yHble 0630pbl IMTEpaTypbI
Scientific literature reviews



Bankansckuin megnumHcKmn xxypHan, 2025, Tom 4, Ne3

Baikal Medical Journal, 2025, Vol. 4, No 3

Meouyunckuii secmuux Cesepnozo Kaskaza. 2021; 16(4):
443-450. [Borzykh O.B., Schneider N.A., Karpova E.I.,
Petrova M.M., Demina O.M., Nasyrova R.F. Collagen synthe-
sis in the skin, its functional and structural features. Medical
News of North Caucasus. 2021; 16(4): 443-450. (In Russ.)].
https://doi.org/10.14300/mnnc.2021.16108

6. Iorexuna 0.I1. CTpykTypa u (yHKINH KOJIJIareHa.
Poccuiickuti ocmeonamuueckuti scypran. 2016; (1-2): 87-99.
[Potekhina Yu.P. Collagen structure and function. Russian
Osteopathic Journal. 2016; (1-2): 87-99. (In Russ.)]. https://
doi.org/10.32885/2220-0975-2016-1-2-87-99

7. PymsuueBa B.A., 3aknszemunckas E.B. Kinunngeckoe
¥ TeHETHYECKOE pa3HOOOpas3ye HaclIeICTBEHHBIX TUCILIa3nil
COCIMHUTEIILHON TKaHU. Knunuyeckas u sKkcnepumeHmanbHast
xupypeus. 2015; 2(8): 5-17. [Rumyantseva V.A., Zaklyazmin-
skaya E.V. Clinical and genetic diversity of hereditary con-
nective tissue dysplasias. Clinical and experimental surgery.
2015; 2(8): 5-17. (In Russ.)].

8. Hecrepenko 3.B. KiaccupukannoHHbIe KOHIICTIHA
JUCIUTa3UHM COEMHUTENBHON TKaHU. 300pogve pebéHKa.
2010; (5): 131-133. [Nesterenko Z.V. Classification concepts
of connective tissue dysplasia. Child Health. 2010; (5): 131-
133. (In Russ.)].

9. Xa#oymmmna [1.X., Ecun P.I. HeBponoruueckue
ACIIeKTHI JHCIUIa3UU COEAWHUTENbHON TKaHW. JKypuan He-
sponocuu u ncuxuampuu um. C.C. Kopcaxosa. 2023; 123(7):
7-11. [Khaibullina D.Kh., Esin R.G. Neurological aspects
of connective tissue dysplasia. S.S. Korsakov Journal
of Neurology and Psychiatry. 2023; 123(7): 7-11. (In Russ.)].
https://doi.org/10.17116/jnevro20231230717

10. Vandervore L., Stouffs K., Tanyal¢in I., Vanderhas-
selt T., Roelens F., Holder-Espinasse M., et al. Bi-allelic vari-
ants in COL341 encoding the ligand to GPR56 are associated
with cobblestone-like cortical malformation, white matter
changes and cerebellar cysts. J Med Genet. 2017; 54(6): 432-
440. https://doi.org/10.1136/jmedgenet-2016-104421

11. MaeshimaY., Colorado P.C., Torre A., Holthaus K. A,
Grunkemeyer J.A., Ericksen M.B., et al. Distinct antitumor
properties of a type IV collagen domain derived from base-
ment membrane. J Biol Chem. 2000; 275(28): 21340-21348.
https://doi.org/10.1074/jbc.M001956200

12. Yoneda Y., Haginoya K., Arai H., Yamaoka S.,
Tsurusaki Y., Doi H., et al. De novo and inherited muta-
tions in COL4A42, encoding the type IV collagen a2 chain
cause porencephaly. Am J Hum Genet. 2012; 90(1): 86-90.
https://doi.org/10.1016/j.ajhg.2011.11.016

13. El Masri H., Loong T.H., Meurette G., Podevin J.,
Zinzindohoue F., Lehur P.A. Bowel perforation in type IV
vascular Ehlers — Danlos syndrome. A systematic review. Tech
Coloproctol. 2018; 22(5): 333-341. https://doi.org/10.1007/
s10151-018-1783-4

14. Zech M., Lam D.D., Francescatto L., Schormair B.,
Salminen A.V., Jochim A., et al. Recessive mutations in the a3
(VI) collagen gene COL6A3 cause early-onset isolated dystonia.
Am J Hum Genet. 2015; 96(6): 883-893. https://doi.org/10.1016/
j-ajhg.2015.04.010

15. Soderhill C., Marenholz 1., Kerscher T., Riischen-
dorfF., Esparza-Gordillo J., Worm M., et al. Variants in a novel
epidermal collagen gene (COL29A41) are associated with atopic

Hay4yHble 0630pb! ImMTeparypsbl
Scientific literature reviews

dermatitis. PLoS Biol. 2007; 5(9): €242. https://doi.org/10.1371/
journal.pbio.0050242

16. Martinelli-Boneschi F., Colombi M., Castori M.,
Devigili G., Eleopra R., Malik R.A., et al. COL6AS5 variants
in familial neuropathic chronic itch. Brain. 2017; 140(3):
555-567. https://doi.org/10.1093/brain/aww343

17. Eklund L., Piuhola J., Komulainen J., Sormunen R.,
Ongvarrasopone C., Fassler R., et al. Lack of type XV col-
lagen causes a skeletal myopathy and cardiovascular defects
in mice. Proc Natl Acad Sci U S 4. 2001; 98(3): 1194-1199.
https://doi.org/10.1073/pnas.98.3.1194

18. Mohamad Shah N.S., Sulong S., Wan Sulaiman W.A.,
Halim A.S. Two novel genes TOX3 and COL21A41 in large
extended Malay families with nonsyndromic cleft lip and/
or palate. Mol Genet Genomic Med. 2019; 7(5): ¢635.
https://doi.org/10.1002/mgg3.635

19. Sennvik K., Fastbom J., Blomberg M., Wahlund L.O.,
Winblad B., Benedikz E. Levels of alpha- and beta-secretase
cleaved amyloid precursor protein in the cerebrospinal fluid
of Alzheimer’s disease patients. Neurosci Lett. 2000; 278(3):
169-172. https://doi.org/10.1016/50304-3940(99)00929-5

20. Miyamoto Y., Matsuda T., Kitoh H., Haga N.,
Ohashi H., Nishimura G., et al. A recurrent mutation in type 11
collagen gene causes Legg — Calvé — Perthes disease
in a Japanese family. Hum Genet. 2007; 121(5): 625-629.
https://doi.org/10.1007/s00439-007-0354-y

21. Rivier F., Meyer P., Walther-Louvie U., Mercier M.,
Echenne B., Quijano-Roy S. BpoxxaéHHbIe MBIIIIEUHBIE JTC-
Tpodum: KnaccuduKaIys 1 qUarHocTika. Hepero-muluieynvie
oonesnu. 2014; (1): 6-20. [Rivier F., Meyer P., Walther-Lou-
vie U., Mercier M., Echenne B., Quijano-Roy S. Congenital
muscular dystrophies: Classification and diagnostic stra-
tegy. Neuromuscular Diseases. 2014; (1): 6-20. (In Russ.)].
https://doi.org/10.17650/2222-8721-2014-0-1-6-14

22. Ishikawa H., Sugie K., Murayama K., Ito M.,
Minami N., Nishino I., et al. Ullrich disease: Collagen VI
deficiency: EM suggests a new basis for muscular weakness.
Neurology. 2002; 59(6): 920-923. https://doi.org/10.1212/
wnl.59.6.920

23. Merlini L., Angelin A., Tiepolo T., Braghetta P., Saba-
telli P., Zamparelli A., et al. Cyclosporin A corrects mitochon-
drial dysfunction and muscle apoptosis in patients with colla-
gen VI myopathies. Proc Natl Acad Sci U S A.2008; 105(13):
5225-5229. https://doi.org/10.1073/pnas.0800962105

24. Al Kaissi A., Ganger R., Roetzer K.M., Schwarz-
braun T., Klaushofer K., Grill F. Re-alignment-procedures
for skeletal dysplasia in three patients with geneti-
cally diverse syndromes. Orthop Surg. 2013; 5(1): 33-39.
https://doi.org/10.1111/0s.12023

25. Sergouniotis P.I., Fincham G.S., McNinch A.M.,
Spickett C., Poulson A.V., Richards A.J., et al. Ophthalmic
and molecular genetic findings in Kniest dysplasia. Eye
(Lond). 2015; 29(4): 475-482. https://doi.org/10.1038/
eye.2014.334

26. Savarirayan R., Cormier-Daire V., Lachman R.S., Ri-
moin D.L. Schmid type metaphyseal chondrodysplasia: A spon-
dylometaphyseal dysplasia identical to the “Japanese” type.
Pediatr Radiol. 2000; 30(7): 460-463. https://doi.org/10.1007/

5002470000181



Bankansckuin MmeguumHcknn >xypHan, 2025, Tom 4, Ne3

27. T'pebennukoBa T.A., I'apmioBa A.O., Tronbsna-
koB A.H., Tapbaca H.B., benas X.E., Mensaudenko " A.
IlepBoe B Poccun onmcanue KIMHHYECKOTO CIydas HECO-
BEPIIEHHOTO OCTeoTreHe3a V THIIa ¢ TSHKENBIMU JleopMany-
SIMHU CKeJleTa, o0ycioBieHHoro myrtamuei ¢.119C>T B rene
IFITMS5. Ocmeonopos u ocmeonamuu. 2019; 22(2): 32-37.
[Grebennikova T.A., Gavrilova A.O., Tiulpakov A.N., Tar-
baeva N.V,, Belaya Zh.E., Melnichenko G.A. First descrip-
tion of a type V osteogenesis imperfecta clinical case with
severe skeletal deformities caused by a mutation p.119C>T
in [FITM5 gene in Russia. Osteoporosis and Bone Diseases.
2019; 22(2): 32-37. (In Russ.)]. https://doi.org/10.14341/
osteo12103

28. Malfait F., Francomano C., Byers P., Belmont J.,
Berglund B., Black J., et al. The 2017 international classifica-
tion of the Ehlers — Danlos syndromes. Am J Med Genet C
Semin Med Genet.2017; 175(1): 8-26. https://doi.org/10.1002/
ajmg.c.31552

29. Kanypuna T.1., Boponnosa T.H., Ocunosckas H.C.,
T'ynammaesa A.H. Cunnpomsl Ctuknepa. 'enetnueckas rere-
porenHocTs. Kinamuecknit monumopdusm. HoBele MyTarum.
Meouyunckuii secmuux Cegepnoeo Kaskaza. 2023; 18(3):
260-264. [Kadurina T.I., Vorontsova T.N., Osinovskaya N.S.,
Gulamshaeva A.N. Stickler syndrome. Genetic heterogene-
ity. Clinical polymorphism. Novel mutations. Medical News

KoHdnmKT nHtepecos

Tkauyk E.A. sBnsieTCa 4neHoMm pegakuMoHHOro coBeTa ¢ mast
2022 r., 3aBegyoLLMM pefakumel — ¢ ceHTsbpst 2025 r;
CemMuHcknin V1.K. siBnsieTcst YneHoM pefakLmMoHHOro coBeTa

¢ Masi 2022 1., Hay4HbIM PefakTopoM — C CeHTabps 2025 .,

HO He MMEIOT HUKAKOro OTHOLLEHUS K pPeLLeHMo onybnnkoBaTb
3Ty cTaTtblo. CTaTbs NpoLuna NPUHSTYIO B XXypHane npouenypy
peueHanpoBaHus. O6 NHbIX KOHIMKTaxX NHTEPECOB aBTOPbI
He 3asBsn.

UcTo4uHuk puHaHCcMpoBaHus
ABTOpPbI AeKNapUpPYOT OTCYTCTBIE BHELUHErO (DPUHAHCMPOBaHKS
0N151 NPOBEAEHMS CCneqoBaHns 1 nybamkaumm ctatbu.
Bknap aBTOpOB
Tkadyk E.A. — paspaboTka gnsariHa nccneposanus, 063op
ny6nmkauui, HanncaHue TeKCTa pykonucu
CemuHckunin N.)K. — HanucaHue ctaTbn, Hay4HOe pefakTpoBaHue.

UHdopmayuma 06 aBTopax
Tka4vyk EneHa AHaTtonbeBHa — A.M.H., [OLEHT, npodeccop
Kaenpbl reHeTUKN, VIpKYTCKNI rocy[apCTBEHHbI MEANLMHCKUIA
yHuBepcuteT, 664003, . ipkyTck, yn. KpacHoro BoccTanus, 1,
Poccusi. ORCID: https://orcid.org/0000-0001-7525-2657
CemuHckuin ropb XKaHoBu4 — [.M.H., Npodeccop, 3aseayoLLmii
kadenpor NaTonormM4eckor hrsnonorum n KIMHNYECKOon
nabopaTopHO ANarHOCTUKU, VIpKYTCKMI rOCYy[apCTBEHHbIN
MeOMLIMHCKNI yHuBepcuTeT, 664003, r. ipkyTck, yn. KpacHoro
BoccTtaHus, 1, Poccusi.
ORCID: https://orcid.org/0000-0002-5982-3875

Ans nepenuckun
Tka4vyk Enena AHaTtonbeBHa, zdorowie38@gmail.com

MonyyeHa 29.04.2025
MpuHsta 10.05.2025
Ony6nukosaHa 10.09.2025

Baikal Medical Journal, 2025, Vol. 4, No 3

of the North Caucasus. 2023; 18(3): 260-264. (In Russ.)].
https://doi.org/10.14300/mnnc.2023.18061

30. Al Kaissi A., Ganger R., Klaushofer K., Grill F.
Significant ophthalmoarthropathy associated with ectodermal
dysplasia in a child with Marshall — Stickler overlap: A case
report. Cases J. 2008; 1(1): 270. https://doi.org/10.1186/1757-
1626-1-270

31. Kashtan C.E., Ding J., Garosi G., Heidet L., Mas-
sella L., Nakanishi K., et al. Alport syndrome: A unified clas-
sification of genetic disorders of collagen IV a345: A position
paper of the Alport Syndrome Classification Working Group.
Kidney Int. 2018; 93(5): 1045-1051. https://doi.org/10.1016/
j-kint.2017.12.018

32. Konomuen B.U., bpexuesa E.b., JIsicoropos b.H.,
Manoxuna O.1O. Cunnpom I'yanacuepa. Kpwivckuii mepa-
nesmuueckuti ocypuan. 2020; (4): 68-72. [Kolomiets V.I.,
Brezhneva E.B., Lysogorov B.N., Manokhina O.Yu. Good-
pasture’s syndrome. Crimean therapeutic journal. 2020; (4):
68-72. (In Russ.)].

33. Flynn J.M., Ramirez N., Betz R., Mulcahey M.J.,
Pino F., Herrera-Soto J.A., et al. Steel syndrome: Dislo-
cated hips and radial heads, carpal coalition, scoliosis,
short stature, and characteristic facial features. J Pediatr
Orthop. 2010; 30(3): 282-288. https://doi.org/10.1097/
BPO.0b013e3181d3e464

Conflict of interest
Tkachuk E.A. has been a member of the editorial board since
May 2022, Head of the editorial board — since September 2025;
Seminsky |.Zh. has been a member of the editorial board since
May 2022, Scientific Editor — since September 2025, but have
nothing to do with the decision to publish this article. The article
has undergone the peer-review procedure adopted by the journal.
The authors have not declared any other conflicts of interest.

Funding source

The authors declare no external funding for the study and publica-
tion of the article.

Authors’ contribution
Tkachuk E.A. — development of the study design, review of publica-
tions, writing the manuscript
Seminsky |.Zh. — writing the manuscript, scientific editing.

Information about the authors

Elena A. Tkachuk - Dr. Sci. (Med.), Docent, Professor of the De-
partment of Genetics, Irkutsk State Medical University, 664003,
Irkutsk, Krasnogo Vosstaniya str., 1, Russian Federation.

ORCID: https://orcid.org/0000-0001-7525-2657

Igor Zh. Seminsky - Dr. Sci. (Med.), Professor, Head of the Depart-
ment of Pathological Physiology and Clinical Laboratory Diagnos-
tics, Irkutsk State Medical University, 664003, Irkutsk, Krasnogo
Vosstaniya str., 1, Russian Federation.

ORCID: https://orcid.org/0000-0002-5982-3875

Corresponding author
Elena A. Tkachuk, zdorowie38@gmail.com

Received 29.04.2025
Accepted 10.05.2025
Published 10.09.2025

Hay4yHble 0630pbl IMTEpaTypbI
Scientific literature reviews





