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VICIIAA3UHA COEAMHUTEABHOI TKAHU B IIPAKTUKE
Bpada-KOCMETOAOIA U AepMaTOAOTa. OCOOEHHOCTH AMATHOCTUKHI
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Koxa umeeT pasHble (PyHKLMK, HO ee 6apbepHble M MexaHUYecKme CBOMCTBA OnpenenstoTcs COCTOAHMEM
COeMHUTENbHOM TKaHW. [10CTaTOMHO AABHO U3BECTHLI MOHOMeHHbIE HAapYLLIEHUS COEAUHUTENBHON TKaHW
(HacneOcTBeHHbIe AMCMNA3NN COEAMHUTENBHOM TKaHW), Nexallme B OCHOBE HacneaCTBEeHHbIX CUMHAPOMOB,

HO nocrneaHue rodbl 60MbLLIOe BHUMAaHWE YaenaeTcsi reHeTMHecKUM aedpekrtam, NPUBoOsALLMM, B COBOKYIM-
HOCTM C APYrMMM BHYTPEHHUMM 1 BHELLIHUMU (DaKTOPaMMU, K NPOSIBIIEHMAM HapPYLLIEHUA (DYHKLIMOHUPOBAHMSA
COeMHUTENbHOM TKaHW. Takune HapyLLIEeHWS Ha3bIBAOTCA MYSLTUAKTOPMATIbHBIMU, B pe3ynkTate MOXeT
pa3BMBaTLCA MNOMHOLIEHHAA KIIMHWKA AWUCMNAa3nn CoeauMHMTENBLHOM TKaHW. Bpadam-aepmartonoramM 1 KOCMeTo-
noram BaXHO BOBPEMsi IMarHOCTMPOBAaTh HanMyue U pUCK PasBUTMS NATONOMM COeANHUTENbHON TKaHW, Tak
KaK [iaHHble HapyLLeHWsi TPe6YIOT 0COBEHHOCTEN B KIMHUYECKOM BeeHUN NaumeHToB. Ha ceroaHsLLIHMA OeHb
CyLLIECTBYeT HebonblLLasi pasHULia B NPEACTaBNeHMAX O MaToNorMm CoeauHUTESLHOM TKaHu B Poccum 1 3a
py6exom. Llenbto HacTosiLLero o63opa SBNSeTCs MHTerpaums NpeacTaBneHnii 0 AUCnnasmm CoeanHUTENbHOM
TKaHu B Poccum 1 3a py6exom, a Takxke NpeaocTaBieHre Bpaiam-aepmartorioraMm M KOCMEeTosIoram asnropuT-
Ma AMarHOCTVKM 1 BeeHWUsA NaumMeHTOB C HapyLLeHMeM (OYHKLIMOHMPOBaHMA COeANHUTENbHON TKaHM.

Knto4eBble CNOBA: aucnnasus coeAUHUTENbLHO TKaHU, KOJIareHonaTK, KonnareH, AUarHocTuka, nevyeHue.

KOHMNUKT MHTEPECOB: aBTOpbl f@HHOW CTaTbW NMOATBEPANUUN OTCYTCTBUE KOHAIMKTA UHTEPECOB, O KOTOPOM
Heo6XxoaMMO COOOLLUTL.

NCTOYHMK chHAHCMpPOBaHUSA: pa6oTa BbiNosiHeHa 1 ony6nvkoBaHa 3a cHeT (oMHAHCUPOBAHUS Mo MecTy paboT
aBTOPOB.
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Connective tissue disease in the practice of a cosmetologist and
dermatologist. Features of diagnosis and management of patients

© 0lga B. Borzykh™, Marina M. Petrova’, Elena |. Karpova?, Natalia A. Shnayder"$

"Voyno-Yasenetsky Krasnoyarsk State Medical University

Partizana Zheleznyaka str., 1, 660022, Krasnoyarsk, Russia

2 Pirogov Russian National Research Medical University
Ostrovitianova str., 1, 117997, Moscow, Russia

3 St. Petersburg V.M. Bekhterev Psychoneurological Research Institute
Bekhtereva str., 3, 192019, Saint Petersburg, Russia

In the practice of a cosmetologist and a dermatologist, the functional features of the skin are of extremely
important. At the same time, monogenic connective tissue disorders (hereditary connective tissue
dysplasia) that underlie hereditary syndromes have been known for a long time, but in recent years

more attention has been paid to genetic defects that, together with other internal and external factors,
lead to manifestations of connective tissue dysfunction. Such disorders are called multifactorial, as a
result, a general clinic of connective tissue dysplasia can develop. It is important for dermatologists and
cosmetologists to diagnose the presence and risk of connective tissue pathology in time, since these
disorders require special features in the clinical management of such patients. To date, there is a slight
difference in the understanding of connective tissue pathology in Russia and abroad. Thus, the purpose
of this review was to integrate ideas about connective tissue dysplasia in Russia and abroad, as well as to
provide dermatologists and cosmetologists with an algorithm for diagnosing and managing patients with
connective tissue dysfunction.
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[l B coctaB koXu 4yenoBeka BXOOUT COEOMHUTENb-
Hasi TKaHb M MpU 3TOM KOXa ABMAETCA CaMbiM 6OMbLLMM
no nnowaau opraHom 4enoseka [1]. MIMeHHO nosTomy
N3MEHEeHNs (PYHKLUMOHMPOBAHUSA COELAMHUTENLHOW TKa-
HW Ha paHHUX 3Tanax MOXHO YBUAETb MO MU3MEHEHUSAM
KOXMW. 3a CTpPOeHME COEeOUHUTENbHOW TKaHW OTBeYalT
reHbl, NpU MyTaLMAX KOTOPbIX MPOMCXOAMWT HapyLleHue
PYHKLMOHNPOBaHNS MHOrUX opraHos [2]. [Npu aTom nep-
BOHayasnbHble MeXxaHW4eckue CBOMCTBA COEAMHUTENbHOWN
TKaHu (NpPosIBNSAIOLLMECSH B COCTOAHUM N DYHKLNOHUPOBA-
HAN MEXKIETOYHOro MaTpukca) BNusiOT Ha dmbpobna-
CTbl, B TOM 4UCIie NPU 32XXUBMIEHUUN paH. VIMEHHO No3TO-
My nepBOHaYasibHble HapyLUEHNS MEXaHWYECKUX CBONCTB
KOXW BedyT K MOBbILIEHNO pUcka popMmupoBaHusa pybua
npu 3aXxKxuBneHuun paH [3].

Bpauu-kocmeTonorn 4acto npoBOAsAT SCTETUYECKYIO
KOPPEeKUMI0 MHBOMIOLMOHHBLIX U3MEHEHWA nNuua, a cpeau
nauneHToB, UMELLUNX HapyLleHne CTPOEHUs COeauHU-
TEeNbHOM TKaHW, nokasaHo mnpeobnafgaHve npexmpaespe-
MEHHOro CTapeHus nuua, No3ToMy BEPOATHOCTbL nonaga-
HUSI TaKMX MaLMEeHTOB Ha OObIYHbIA KOCMETONIOrM4eCcKnii
npvemM nosbileHa [4]. 3Tn xe naumeHTbl MMEKT MOBbI-
LEHHbIE PUCKN OCMOXHEHWUI Nocne 3CTeTUYEeCcKnx npoue-
ayp. Opyrmmn ncenefoBaHUsMU BbISIBNIEHBI OCOGEHHOCTHU
COYeTaHHOM AepMaTonormyeckon natonornm ¢ gucnna-
31ell COeQVHUTENbHOM TKaHW, B TOM 4YuClle B pas3BUTUMU
OCNOXHEHUM HasHa4aemoro nedexus [5]. Bce 310 noka-
3blBaEeT 3HAYUMOCTb CBOEBPEMEHHOW AMArHOCTUKU AuC-
nnasvm CoeanHNTENbHOM TKaHU Bpa4aMn-KOCMETOoNoramMmm
W fgepmaronoramMu, OfHaKo B HacTosllLiee Bpemsi focTa-
TOYHO HeO6OMbLLIOE KONMMYECTBO UCCNefoBaHUN NocCBsLLe-
HO KOXHbIM MPOSIBNIEHMAM AUCNNA3UN COeaMHUTESNIBHOMN
TKaHu. Llenblo HacTosilwero o63opa crtana wuHTerpauus
POCCUNCKOrO U 3apy6GexXHOro orbiTa B OTHOLLEHUU AuC-
nnasvm coeanHUTENbHON TKaHW U BbigeNieHne acnekToB,
Hanbonee 3HaYNMbIX ANA Bpayen-gepmartonoros 1 Kocme-
TOMOroB.

B HacToswen pab6oTe npoBedeH aHanuM3 pPoccuit-
CKMX U MeXayHapodHbIX 6a3 gaHHbIX, BKovasa MedLine,
PubMed, elibrary.ru, Wiley Online Library, Web of Science
B nepwopg ¢ 2011 no 2021 r. (10 neT). MNMownck ocyLyecTensAn-
CSl HA PYCCKOM W @HIMUACKOM fA3blKax C UCMOMb30BaHUEM
TEPMUHOB: KomnnareH, c6opka KonnareHa, konnareHonatuu,
coevHUTeNbHasa TKaHb, Aucnnasus, 3aboneesaHus coegu-
HUTENbHOM TKaHW. Mpu 0T60pe MCTOYHUKOB UCKIHOHANIMCh
nyénukawuuu, 3aTparveatoLime ayToOMMMYHHYIO NaTonornio
COeVHUTENBHON TKaHW, a Takxe ayénupyoLwmecs nyonu-
Kauuu, B pesynstate oTo6paHo 83 paboTbl, HA OCHOBaHUN
KOTOpPbIX U 6a3MpyeTCca HACTOALLMIN 0630p.

TepmuHonorus

Haunbonee npuHATbIM B Poccun TepMUHOM, OnNuUCbIBa-
IOWUM HapyLleHne (PYyHKUNOHUPOBAHNS COeAMHUTENbHON
TKaHW, ABNSETCS AMcnnasna CoOeaMHUTENbHOM TKaHu. B nn-
TepaType TakXe MOXHO BCTPETUTb TEPMUHbBI «ANUCHYHKLMSA
MM cnabocTb COEOUHUTENIbHOW TKaHWU», «Me3eHXMmMarlb-
Has gucnnasusa», «CUHOPOM COeAUHUTENbHOTKaHHOM auc-
nnasun», «Heknaccuyeckme QopMbl COEAUHUTENBbHOTKAH-
HOWM gmcnnasum».

TepMuH «gucnnasus» MPOUCXOAUT OT OpeBHerpedve-
CKOro: évo- — MpUCTaBKa, oTpuuaroLlas rnonoXuTenbHbIN
CMbICIT CNOBAa, N mAdolg — o6pasoBaHue, hopMmnpoBaHume.
K gucnnasvam CoeguHUTENbHOM TKaHW OTHOCATCA naTo-
NIOFMM BOJSTIOKOH WM OCHOBHOIO BELLECTBa COEAMHUTENbHOMN
TKaHW, UMeloLLMe reHeTu4eckyo obycrnosneHHocTb. Mop-
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donornyeckme N3MeHeHnss MoryT 6biTb pasHOO6pa3HbIMM:
HapyLeHve OpPMUPOBaHUA Ccnuvpaneni konnareHa, ana-
CTMYECKUX BOJIOKOH, FMIMKONPOTEMHOB U MPOTEOrNMKAHOB,
a Takke M3MEHEHUs U HapylleHus yHKLUMOHMPOBaHUS
dmnbpobnacTos [6, 7]. NMpn 3TOM OTAENLHO B rpyrnny MyKo-
nonmcaxapuao3oB OTHOCAT HapylLleHue obMeHa KUCHbIX
rMNKO3aMMHOIMMIMKAHOB, @ Npu OMCNIasMn CoeauHUTENb-
HOW TKaHW — OCHOBHas rpynna naumeHToB C NaTonornen
obmeHa konnareHa (konnareHonatuv). 3abonesaHue Mo-
XeT npoTekaTb C pas3HoobpasveM KIIMHUYECKUX MpOosiB-
NeHUN, 06bedMHEHHbIX B (DEHOTUMbI MO BHELUHUM W/Wan
BUCLepasbHbIM cvHgpomaM. CMHOPOMbI MOTyT NpoTekaTb
M30/IMPOBaHHO, AO6POKAYECTBEHHO, & MOrYT BOBJIeKaTbCA
B CMMMTOMOKOMMIEKC APYrnX ANCNNIasunii CoOeqUHNTENbHON
TKaHu [8].

Haunbonee nay4eHbl HacnegcTBEHHbIE ANCMNa3nMmn coe-
OVHUTENBbHOW TKaHW, pa3BuTMe KOTOPbIX OOYCNOBIIEHO re-
HETUYECKON MyTauunen, OHU UMEIOT CPaBHUTENBHO HU3KYHO
pacnpocTpaHeHHOCTb. Tak, nonynsauuMoHHas pacrnpocTpa-
HEHHOCTb HecoBeplueHHoro octeoreHesa 1:10000, cuH-
apoma Anepca — HaHnoca — 1:100000, cuHgpoma Map-
thaHa — 1:10000-1:15000 [9—-11]. U ponroe BpemMsi UMEHHO
K HacnedCcTBEHHbIM OMCNNasvsM COEOVMHUTENbHOW TKaHW
BHUMaHMe 6b1110 06paLleHO B 60SIbLLEN CTEMEHMW.

Ha passutve pucnnasvin COEQUHWUTENbHOM TKaHu
(paHee ncnonb3oBanca TepMUH «HegndepeHLMpoBaH-
Hble») OKa3blBalT BAUSHWE (DaKTOPbl BHELLUHEW cpepdbl
(DedvumMT Makpo/MUKPO3NEMEHTOB, BUTAMNHOB, 6ENKOB
M np.), Hecb6anaHCMpOBaHHbIE Harpy3ku, 3arpsasHeHve
OKpyXarLLlen cpefpbl, CTpeccbl, U3MEHeHWe Knumara
M T. A4.), NPy MMeloLLeics reHeTMYeCcKo npegpacnoso-
>XEHHOCTM MX pacnpocTpaHeHHOCTb OOCTAaTO4YHO BbICO-
ka — 1:5[12].

3a py6exoM TEPMUHOM «AUCNasns COeaMHNTENbHOMN
TKaHW» Ha3blBaAlOT reTEepPOreHHy rpynny HacnegcTBeH-
HbiX 3abonesBaHui (Takux Kak cuHgpom MapdaHa, cuH-
apom dnepca — [annoca) [13]. Opyrvue aBTOpbl TEPMU-
Hom “undifferentiated (mixed) connective tissue dysplasia”
(HeamddepeHumpoBaHHaa Aucnnasvs CoeguHUTENbHOWN
TKaHW) Has3blBAKOT rpynny ayTOMMMYHHbIX 3a60MeBaHui,
BK/IIOYAs CUCTEMHYIO KPaCHYK BOMYaHKY, CUCTEMHbIN
CKNepos, vauonaTnyeckne BocnanuTenbHble MUoONaTuu,
cuHgpom LerpeHa v peBmaTouMgHbI apTpuT, B CBA3M
C 4eM MOXeT ObITb HeKoTopas nyTaHuua npu nepesofe
(B poccuitckon knaccudukaumm TepMUHOM «Hegudde-
peHuMpoBaHHas Aucnnasvs COEeQUHUTENbHOW TKaHW»
Ha3bIBalOT HECMHAPOMHbIE MyNbTMdaKTopManbHble Auc-
nnasum coeguvHUTenbHOW TKaHu) [14]. HekoTtopblie wuc-
cflefoBatenn MPUMEHSIIOT TePMUH «KonfareHonatum»,
o6beAMHAILNI rpynny 3ab6onesaHunii, BbI3BaHHbIX MyTa-
UMMM B reHax konnareHa, NnpusogaLLmMm K USMEHEHHOMY
COCTaBy BHEKJIETOYHOro MaTpuKkca (Takumx kak CMHOPOM
MapdraHa, cuHgpom Onepca — [annoca) [15].

Takxe MOXHO BCTpeTuTb noHsaTne «MASS-cheHoTMN»
(Muscle, Aorta, Skeleton, Skin), koTopbIi Ha4an n3y4atb
M.J. Glesby, 3TO naumeHTbl C Mponancom MUTPAsbHOro
KnanaHa, HapyLleHMsMW CTPOeHWs ckeneTta (aHoMasibHO
ONMWHHBbIE KOHEYHOCTW, Aedopmauum rpygHON KNneTku),
CTPUAMW, HO NPU 3TOM MX CUMMMTOMbI He yKnagblBaloTCs
B Knaccu4veckum cuHgpom Mapdana [16].

Bpaun-opTonedpl BblAensaloT OTAENbHO CUHOPOM TU-
NepMo6UIIbHOCTU CYCTaBOB, PacnpoCTPaHEHHOCTbL KOTOPO-
ro coctaenseT ot 10 8o 57% (No AaHHbIM pa3HbIX aBTOPOB),
MW B reHese KOTOPOro NEXWUT HapyLleHWe COOTHOLLEHWSA
Mexay KonnareHom | Tuna u konnareHowm lll Tuna [17, 18].
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OcHOBHOE BELLECTBO COeOVHUTENIbHOW TkaHu nped-
CTaBfIeHO BO BCEM OpraHuM3Me u y4actByeT B (hOPMUPO-
BaHMW CTPOMbI OpraHoB, MepemMblYek Mexay Apyrumu
TKaHAMW, KOXW N KOCTHOW TKaHu, NO3TOMY ANsl AMCnnasunm
COeNHUTENBHOM TKaHW XapakTepHa NnonmopraHHoCTb U Mno-
NMCUCTEMHOCTb nopaxeHui [19]. BHelwlHee nposiBneHune
SIBNAETCH BbIPaXXEHWEM FEeHHOro KOMrekca, BO3[encTBy-
IOLLIEro Ha NeHeTPaHTHOCTb U 3KCNPECCUBHOCTL OTAENbHbIX
reHos [20].

Mpn 3ToM 3abonesaHve BO3HWMKAeT B TOM Criyyae,
Korga KNneTku He B COCTOSIHUM MPOU3BOAUTL [OCTATOYHOE
KONMMYECTBO MNpPaBUiibHO (MYHKLMOHUPYIOLLIEro KosareHa
C NpaBWNbHOM MPOCTPAHCTBEHHOW OpueHTaunen wuunm
He MOryT MWHUMU3MPOBATb BHYTPUKIIETOYHOE U BHEKIle-
TOYHOe HakonneHue dedpekTHOro konnareHa. 3a6onesa-
HVe MOXET pa3BMBaTbLCs B peaynbrare Tpex AedeKToB:

1. HapyLueHune KoHTpons Bbixofa HeyHKLMOHaNLHOro
KomnnareHa u3 KneTku ¢ HapyLLeHVeM CTPYKTYpbl MaTpukca
nnn B3anMoencTerMeM ¢ ApyrumMm KOMMOHEHTaMN BHEK1e-
TOYHOro MaTpuKca.

2. HepoctatoyHass nNpPOAYyKUMS  (PYHKLMOHANBHOro
KonnareHa ¢ HapylweHnem onguHra (C60pkn TPeTUdHOWM
CTPYKTYPbl MOJSIEKYbI) UMM BIUSIHUEM HA aKTUBHOCTb LUa-
nepoHoB (6e1KOB, y4acTBYOLLMX B hOpMMpOBaHUN TPETUY-
HOW CTPYKTYpbl 6enka).

3. Hapywenve donguHra MoxeT rnoaasuTb OYHKLMIO
3HAOMNa3MaTU4eCKOro peTUKynyma ¢ HakornneHnem BHy Tpu-
KNEeTO4YHOro KomnareHa, a Takxe npmBecT K XpOHU4EeCKOMY
KNeTo4HOMY CTPECCY M anonToTUYECKON CUrHanuaaumm.

AHoMmarsbHblE Ccnvpany KomnareHoBOro BosIoKHa MOryT
ObITb rUMEepYyBCTBUTESNbHBI K MEXaHU4YeCKUM Harpyskam
[21]. A HapyLueHue CTPYKTYpbl U PYHKLUMOHabLHasa Henor-
HOLEHHOCTb COeAMHUTENIbHOW TKaHu y naumeHtos ¢ OCT
MOryT He obecneynTb afiekKBaTHbIN NPOTUBOBOCMANUTENb-
HbIM W pernapalnoHHbIA OTBET KOXW MOCne ee rnospexpe-
HuA [22].

Mopdonornyeckn npu gmcnnasmvax CoeguHUTeNbHON
TKaHW BO3MOXHO U3MeHeHne hnbpobnacToB N BHEKNETOM-
HOro mMaTtpukca: KonnareHoBbIX U 311acTU4eCKMUX BOSIOKOH,
rMIMKONPOTENHOB Y NPOTEOrIMKaHOB.

B reHetnyeckux cakTopax oTMeYeHbl MyTauun reHos
COeNHNTENbHO-TKaHHbIX 6€NKOB 1 PEPMEHTOB, y4acTBYIo-
LLMX B O6MEHEe COeANHUTENBHON TKaHW. Takxe, Mo AaHHbIM
HEKOTOpPbLIX aBTOPOB, B Pa3BUTUN AUCNNIA3UU COEANHUTENb-
HOWM TKaHN UMEIOT 3Ha4YeHne ONC3NEeMEHTO3bI, B YaCTHOCTHU
runomarHmemums [23]. Tak, runoMarHueMms MOXeT npuse-
CTU K HapyLLIEHWIO MEXaHUYECKNX CBOMNCTB COEAUHUTESNIbHOM
TKaHW Mo MpUYMHE MHIMOMPOBAHUA CUHTE3a CTPYKTYPHbIX
mMonekyn. Jeduumt MUKPO3INIEMEHTOB MOXET NPUBOAUTL
K MOBbILLEHHOW ferpajaLumn KonnareHoBbIX, 31acTUHOBbLIX
BOMIOKOH U rManypoHOBOW KUCNOThbI [24]. dpyrve BaxHble
KOMMOHEHTbI, BAVAIOLLME Ha NPOsBMeHWe Aucnnasvm co-
€OUHUTENbHOM TKaHW, — 3TO BUTaMWH D 1 LUMTOKMHOBLIN
6anaHc, Tak Kak LUMTOKMHbI MOTYT y4acTBOBaTb B peryns-
L1 MopdoreHeTMYeCcKnxX NpoLLeccoB CUHTe3a U aerpaja-
LMK COegUHUTENBHON TKaHu [25, 26].

leHeTHyeckue nonUMOPGU3MbI

3a py6exomM 0oCTaTOHHO 60MbLLOE KOIMHYECTBO MUCCTle-
[OBaHUIM NOCBSALLEHO OLEHKe BKnaga reHeTU4eCcKux nonu-
MOPIN3MOB reHOB, OTBETCTBEHHbIX 32 06OMEH U NPOCTpaH-
CTBEHHYIO OpPraHu3auuio KoniareHoBbIX U 3nacTUYeCcKuX
BOJTOKOH, B pa3BuTHE pasnn4HbIX NaTonorum coeguHuTenb-
HOW TKaHu, B Poccun Taknx nccrnegoBaHuim MeHbLLE.
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Bonblue Bcero uccrnefoBaHunii NOCBSLLEHO BbISBIIEHWIO
MyTaumi (HOBbIX U YXXe MMEIOLLMXCS) B FreHax, OTBETCTBEH-
HbIX 3a CMHTE3 U MPOCTPAHCTBEHHYIO OpraHu3aumio Komnna-
reHOBOro BOSIOKHA NPV HacneACTBEHHbIX KonnareHonaTuax
[27-29]. MeHbLUee KONMYeCTBO UCCREeqoBaHUA OLiEHMBAET
BKNag reHeTn4Yeckux MonMMopdn3mMoB B PUCK pPasBUTUA
pasnuyHbIX nNaTofnorui (MynsTudaxkTopranbHble 3abonesa-
HYS), CPEAN HMX MOXHO BblgenuTb (Hambornee 4acTo BCTpe-
yaroLmecs) uccnegoBaHnst MONMMOpPMU3MOB reHOB, OTBET-
CTBEHHbIX 3a CUMHTE3 U MPOCTPAHCTBEHHYIO OpraHv3auuio
KOMnareHoBOro BOSIOKHa B Pa3HbIX COEANHUTENBHO-TKaHHbIX
opraHax, B TOM 4ucre B Koxe. O MynsTudakToprasbHbIX 3a-
6oneBaHuaX Mbl yxxe nucanu paHee [30], B pa3BuUTUM AaHHbIX
naTosniorM NMeeT 3HaYeHne CoYeTaHne BHYTPEHHMX (B TOM
yuncne reHeTNYECKNX) U BHELLHWNX (haKTOpOB.

Tak, npu wuccrneposaHUM  MONMMOPU3MOB  reHa
COL1A1, OoTBETCTBEHHOrO 3a CMHTEe3 o.1-uenu KonnareHa
| TMNa, 6bIna NokasaHa porb OAHOHYKNEOTUAHLIX Bapuaunim
reHa COL1A1 B caviTe, cBA3bIBaIOLLEM (DAKTOP TPAHCKPU-
uun (6enok Sp1), B HapyLleHUn cooTHoLeHus al- n a2-
(1- n 02-uenen) Lenen B CTOPOHY yBenuyeHus o1-uenen. Ta-
KM 06pasom, npeprnonaraeTcs Hanmyve konnareHa | Tuna,
COCTOSILLIEro Tonbko M3 al-uenen. B nccnegosaHmm 6bina
nokasaHa porb JaHHOro nonMMmopguamMa B BOSHUKHOBEHUN
HECOCTOATENbHOCTN Ta30BOro AHa y XeHWwuH [31, 32]. Tak-
Xe oueHKy nonmmopduama reHa COL1AT B COBOKYMHOCTU
C FeHeTU4ecKuMn puckamm rno sutamuHy [ mcrnons3yoT
ONS OLIEHKWN pUCKa CHVXXEHUS MUHepasibHOW NIOTHOCTU KO-
CTeln 1 pucka nepenomMoB Ha hoHe ocTeornoposa [33-35].

NccnepnoBaHusamMm Takxke 6bina nokasaHa cBasb Mexay
NnoBpeXaeHeM CBA3OK KONEHHOro cycTtasa M MnoBpexpe-
HWEM MbILLL, Y CNOPTCMEHOB U MyTaumsamu B reHax COL1AT,
KpOMe HeraTuBHbIX MyTaumin B rene COL1AT BCcTpeyaroTcs
M MPOTEKTUBHbIE. Tak, peakuii nonumopunam reHotuna TT
reHa COL1A1 B caviTe, cBA3bIBaIOLLEM (DAKTOP TPAHCKPU-
unn (6enok Sp1), ABNAeTCA NPOTEKTUBHBLIM MO OTHOLLEHUIO
K paspbiBaM KpecToo6pa3HON CBA3KM KONeHa, axunnosa
CYyXOXuUnusa n BbiBUXy nneva [36-38].

Jdpyrumu nccnepoBaHaMKM nokasaHa posib Mosmmop-
dmamoB reHa COLTA1 B pas3BuUTUM KeNOWAHbIX Py6LOB
[39], nameHeHun cTpyKTypbl AeHTuHa [40], nossneHun na-
XOBbIX rpbiX [41], pa3BuTun oToCKneposa [42], Taxenoun
Muonuu [43].

Ponb reHeTnyeckux nonuMopdn3mMoB  KornareHa
I Tna (COL3AT1) oTMmedeHa B pucke (HOPMUPOBaHMSA
(PMOPO3HLIX MU3MEHEHUN KOXW [44], nponanca Tas3oBOro
OHa W HefepXaHusi MoYM y XeHWuH [45, 46], auBepTu-
Kyna kuiweyHuka [47]. OgHako B Opyrom uccnegoBaHvu
He 06HapY>XeHO 3HAYUTENBHOW CBA3N MeXy OAHOHYKNeo-
TMOHbIMK Bapuaumamu B COL3A1 n nponancom Ta3oBoro
OHa, HO OTMeYeHa BbIpaXeHHas CBA3b C OOHOHYKeoTuA-
HbiMn Bapuaumamm COLT4A1 (rs4870723, rs2305600,
rs2305598), COL5A1 (rs3827852), COL4A2 (rs76425569,
rs388222, rs2281968, rs445348) n TeHOeHUMs B OTHO-
weHun COL14A1 (rs2305603), COL4A2 (rs74941798),
COL1AT1 (rs2586488, rs2249492), COL18A1 (rs1050351,
rs56335679, rs55690336) [48].

B nocrnegHux uccnepoBaHWaX 6GOMbLUMIA  MHTepec
NposiIBNAETCA MO OTHOLUEHUO K nonmmopduaMamM reHa
COL5A1, kogupytoLlero ol-uenb konnareHa V tuna. Tak,
pasnuyHbIMK NCCNefoBaHNsIMU rnokasaHa ero ponb B pu-
CKe cocyamcTomn naTonorumn, népomMbILLIe4YHON Ancnnasvm
M Opyrom MbiweyHor natonorun [49, 50], noBpexpeHus
CBAA30K Yy crnopTcMeHoB [51, 52], B pa3BuTnu UCTOHYEHUS
poroBuubl 1 KepaTokoHyce [53].
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KoHeuYHo, npu 3TOM cyLlecTByeT AOCTaTO4YHO 60nbLLoe
KONM4YeCcTBO UCCNefoBaHWUA, NPOAEMOHCTPUPOBABLLNX OT-
CYyTCTBME 3HAYMMOro BKMaga Tex WUiu UHbIX NonuMopdns-
MOB B passutuve natonorun [54, 55], noatomy ponb pas-
FINYHBIX NOIMMOPPU3MOB, BUAIOLLMX HA PUCKN KOXHbIX
NposiBNieHUI, eLle TPebyIoT AanbHenLWero n3yyeHus.

KoxHbie npogaBneHua npu aucnnasuun COEMHUTENbHON

TKaHU

HOucnnasusa coeguHUTENbHOM TKaHW UMeeT nporpeau-
E€HTHOE TeYeHue, TAXKECTb KOTOPOro 3aBUCUT OT CPOKOB
MaHudecTaummn 3abonesaHus. BbipaXeHHOCTb naronorum
3aBUCUT OT CPOKOB MPOSBIEHUS CUMIMTOMOB: TaK, Npu paH-
Helr MaHudecTaumm nposiBNeHns 3abonesaHns ¢ Bo3pac-
TOM CTaHOBATCSA 60s1ee BblpaXKeHHbIMU, HO, C APYron CTOPo-
Hbl, MaHUecTaumsa B 6onee 3penom Bo3pacTte NPponNCXoauT
pexe.

Matonorus koxu npu OCT MoxXeT Ha4MHaTb OPMMPO-
BaTbCA C POXAEHUS N XapakTepu3yeTcs pAAoM N3MeHeHU
KOXW Y MOJKOXHO-XKVPOBOW KIeT4aTKu.

OpgHuM 13 Hanboree xapakTepHbIX KOXHbIX MposiBrie-
HUIA ABNSIETCA TOHKAs, NerkopaHmMas, Banas Koxa, co CHU-
XEHHOW pereHepauuen, B pesynerate Yero opMupyroTcs
pybupl (CTPWM, «NO TUMY NAaNnUPOCHON 6ymarn», rmnepTpo-
dmyeckme n kenongHele), Takxe Ans NaumeHToB XxapakTep-
HO paHHee cTapeHue.

Tak, no paHHbIM wuccnepgoBaHua H.KO. KoHoHoBoOWM
W CcoaBT., NpeobnafjarolMN KOXHBIMW  KIIMHUYECKNMUN
NPOSIBNEHNAMWN OMCNNA3nN COeANHUTENBHON TKaHu 6bina
nerkopaHmMas Koxa, rnosbILLEeHHasa pacTs>KMMOCTb, BAnas,
pbixnasa cTpykTypa v ctpum [56]. INMpun oLeHKe NHBOMIOLMOH-
HbIX U3MEHEHWUI KOXW B rpynne nauueHToB ¢ aucnnasuvemn
COEQUHUTESNBHOM TKaHW OTMEYeHbI 3Ha4YMMble YBENUYEHUs
rMy6uHbLlI HOCOTY6HBbIX CKNagoK, MOPLUMH nbéa U obnactm
rnas, rny6éuHbl HOCOCNe3HOM 60po3bl.

Hanu4ve npuaHakos gucnnasuii CoeaMHNTENbHOM TKa-
HU MOXeT ycyrybnsTb NposiBfieHne aTtonuyeckoro aepma-
TUTa 'y AeTen, Npu 3TOM yKasblBaeTCsl Ha 0CO6YI0 OCTOPOX-
HOCTb NPUMEHEHMS IMIOKOKOPTUKOCTEPOMA0B (TOPMOSALLMNX
nponudepaTUBHYIO aKTUBHOCTbL (HMOPO6NACTOB N CUHTES
KonnareHa) B CBA3W C MOBbILLEHHbIM PUCKOM 06pa3oBaHus
aTpoduHecKux pyobLoB, a TakKe BOSMOXHO pasBuUTHe CUC-
TEMHbIX OCIIOXHeHUM [57].

HekoTopble aBTopbl MMNEpPacTXKMMOCTb KOXM, aTtpo-
o, CTpUM N KenowpHble pybLbl OTHOCAT K 31epcono-
po6Homy dheHoTuny [58]. DnepconofobHbIN dheHoTUN anc-
nnasvn COeguHUTENIbHOM TKaHW AuarHOCTUpyeTcs rnocne
UCKIIOYEHNA Hann4uns HacnegCTBEHHOW naTonoruv (CuH-
gpoma Onepca — [aHnoca), npu Hanuyum gByx un 6onee
MasbIX NMPU3HAKOB BOBMEYEHNS KOXM C MasbiMU MposiBIe-
HUSIMW BOBIEYEHHOCTW MbILLILL, CYyCTaBOB, cocyaoB [59].

CocTosiHMe COeOMHUTENbHOW TKaHW BAMUSET Ha CKO-
poCTb 6MOMOrNHYEcKoro CTapeHusi: Nno fAaHHbIM uccneno-
BaHua H.IO. KoHoHoBOW, 6uonornyeckuin BospacTt nauu-
€HTOB C Npu3HakamMu AUCnnasvm COefUHUTENbHOW TKaHu
6b1n1 Ha 8-9 neT 6onbLUe, YEM UX KaneHdapHbIA BO3pacT,
a npu camoaHanuae so3pacTta 3TU NauMeHTKM Yalle Bcero
cymTanu ceba Unu MornoXe CBOEero Bo3pacTa, Uin CooTBET-
CTBYHOLLMMU CBOEMY KaneHgapHomMmy BoapacTy [60].

Y nauMeHToB C Aucnnasvier CoeVHUTENbHON TKaHu
OTMEeYeH MCUXONOornYeckui ANCKoMopT, couunansHas
JesapanTtaums n3-3a BO3pOCLUMX TpeboBaHUM K BHELLHEMY
BMAOY, YXyOLEeHe KOMMYHUKATUBHBIX CMNOCOBGHOCTEN, CHU-
XXEHWe KayecTBa XusHu [61, 62]. B ogHoM 13 nccneposa-
HUIA MOKa3aHO CHWXKEHME OLIEHKM KadecTBa XWU3HU B rpynne
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60MbHbIX akHe C Npu3HakamMm aucnnasumn coeauHNTENbLHOM
TKaHW B CPaBHEHUW C rpynmnow naumeHToB ¢ akHe 6e3 npu-
3HakoB gucnnasum [63]. Takxe OTMEYEHO CHWXEHue ou-
314eCKoM paboToCNOCOOGHOCTN Yy MaLUMEHTOB C NpU3Hakamm
Oucnnasun CoeAuHUTENbLHON TKaHW, MefJIeHHoe BOoccTa-
HOBReHWe nocre (PrU3nYecknx Harpysok, obLas acteHnsa-
LMs, OTMeYanucb MOBbILLEHME BOCMPUATUA 60NN N CHUXE-
HMe CaMOOLIEHKN O6LLero COCTOSAHWA 3[0POBbS, BbICOKME
nokasaresnv peakTMBHOM U NINYHOCTHOW TPEBOXHOCTY [64].

[lmardocTuka gucnnasnu coegUHUTENbHOK TKaHM

Kpome mopaxeHus KXW B NaTonornyeckyin npouecc
npv Ancnnasnm CoeaMHNTENbHOM TKaHW MOrYT BOBJieKaTb-
Csl MbIWUbl, KOCTHO-CyCTaBHas, CepAe4Ho-cocyaucTas
N GPOHXONEroYyHas CUCTEMbI, MOYEBbIE MYTW, Xenyao4HO-
KMLLEYHbIW TPakKT, CuCTeMa KpPOBW, HepBHas cucTema.
Mpwn 3TOM N30NMPOBaHHOE NOpaXKeHWe BCTpeyaeTcs JocTa-
TOYHO pepgko (okono 5,3%), Hambornee 4acTo nopaxeHue
OBYX, TPEX UM YETbIPEX CUCTEM.

BriepBble KpUTepUM KIMHUKO-PEHOTUNNYECKOTO  UC-
cnefoBaHus faHHow natonormm npepctasun M.J. Glesby
(1989), 1 B HacTosLLee BpeMs ero Kputepuu (NpusHaku-
dheHbl) MCNONb3YTCA MpU AuarHocTuke. [[aHHble Kpu-
Tepun O6binn  gononHeHsl J1.H. A66akymoBori (2008).
Cuntaetcs, 4TO Hanu4yme Tpex n 6onee NPU3HaKOB ABMS-
eTca nokasartenem Hanuuma pgucnnasuun. CyllecTsyioT
crneumanbHble Tabnuubl, HO CTOWUT BblAenUTb Haubonee
pacnpocTpaHeHHble NPU3HaKU: acTeHWYeCcKUi Tun Tesno-
cnoxenusi, dedhopmauun ckeneta, rUMNepnogBMXXHOCTb
cycTaBoB. [N AMarHocTvky gucnnasvm coeguHUTENbHON
TKaHW UCMOoNb3YyIOT BbisiBNIEHNE (DEHOTUNNYECKNX NPU3Ha-
KOB, C y4E€TOM OMarHOCTUHECKUX KPUTEPUEB N KpUTEpPUEB
MHOPMAaTUBHOCTU, AnsA yaobcTBa 6bIn aganTMposaH gna-
FHOCTMYECKUA MOPOr AMarHOCTUYECKUX Kputepues [65].
Mpu 3TOM pasHbIMW aBTOpPamMm 6bINN NPEAIOKEHbI pa3Hble
BapuaHTbl Tabnmy 3HaYMMOCTU (PEHOTUMNYECKMX NPU3HA-
KOB, XapakTepHbIX AN ANCMNa3ny COeAUHUTENBHOW TKaHU
[66], a TakXe BO3MOXHOCTU aHKETUPOBAHUSA NaUUEHTOB
NS BbISBNEHWS pvCKa NaTonorum nyteM CyMMUPOBaHUS
6annos [67]. Kpome Toro, CyLlecTByOT aHOManuu passu-
TVs, BCTpedarolmecs nNpy AMCniasvsax CoeanHUTENbHON
TKaHW, Ha KoTopble Heo6xogumo obpailaTe BHUMaHue
npu o6cnefoBaHUN naumeHTa.

[ns HarnsagHOCTM OCHOBHbIE BHELLHME (DEHOTUMbBI MOX-
HO MpepcTaBuTb B Buae cxembl (puc. 1) [68]. Hanpumep,
no AaHHbIM OOHOMO U3 UCCNEAOBaHWI, y NaLNeHTOB C Npu-
3Hakamum OCT 13 aHTponomMopdhoMeETPUHECKMX MPU3HAKOB
Hanbornee 4acTto OTMe4YanuCb: CKOLLUEHHbIN MOAGOPOAOK,
aHTUMOHIOIONAHbIA  paspe3 rnas, [HAONMXOCTEHOMENMS,
yBenu4yeHne MopdOosiorMyeckon BbICOTbI nua, YMEHbLLEe-
HWe CKyNoBOro aMameTpa, yMeHbLUeHWe NonepeyHoro pas-
Mepa rofnoBbl U yBenu4eHne NpoaonbHOro pasmepa rono-
Bbl, YBENIMY4EHNE POCTA, YMEHbLUEHNE Beca, CKYYEeHHOCTb
3y60B [69].

Bce knuHMYeckue Npu3Haku B ANArHOCTUYECKMX Tab-
nvMuax n cxemax rnokasbliBalT pas3Hoo6pasve KnHuye-
CKOro MposiBNeHus ucnnasvv COeQUHUTENbHON TKaHMW.
CoeguHnTenbHasa TKaHb LUMPOKO NpefcTaBnieHa BO BCEM
opraHu3mMe, UMeHHO NO3TOMY Mbl MOXEM YBUAETb KIMHU-
Yyeckune NposiBIIEHNS B pa3HbIX OpraHax, Ho Npy 3TOM y reHe-
Tn4eckoro gedekta MOXeT 6bITb pa3Has NeHeTPaHTHOCTb
(NposiBNSieMOCTb), TO €CTb OAMH U TOT Xe FeHEeTU4eCKUi
JedekT y pasHbIX NauMeHTOB MOXET MPOSBNATLCA B pas-
HbIX opraHax, 6ofiee Toro y OfHOro MU TOro Xe nauueHTta
MOTYT ObITb Pa3Hble CPOKM NposBreHus gedekTa B pasHbIxX
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Tabnuua 1. XapakTepHble N3MEHEHNS KOXM 1 NOLKOXHO-XMUPOBON KneT4atki npn JCT
Table 1. Skin and subcutaneous fat changes in patients with connective tissue dysplasia
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XapaKTBpMCTMKa KOXH

ToHKas, nerkopaHumas, NpocBeYNBaIOLLas, Cyxas, BANas 1 pbixnasa CTPYKTypa Koxu,
pacTsxumas (6e360/1e3HEHHOE OTTATNBAHME KOXN Ha 3 11 60nee CMm)

PereHepauus

HapyweHa (cHuxeHa)

Py6ubI

ATpohuyeckmne cTpumn, He CBA3aHHbIe C 6ePEMEHHOCTbBI0 UMK N3MEHEHNEM MaCChl TeNa, KenouaHble pyoubl.
Cneunduryecknint KOXHbIA CUMNTOM — 0CO6bIN BUA 32XXKUBMEHNA KOXNW B BUAE «NannpoCHON bymaru»

MHBONOLUHMOHHbIE
U3MEHEHUSA KOXHU

PaHHee nosiBnexne MOPLLMH 11 CKNAZ0K, HAMG0/1ee BbIPaXXeHHbIE HOCOTYGHbIE CKMAKM U HOCOCIIe3Hble 60PO3Abl,
peXe MOPLLNHBI B 06N1aCTV FNa3 1 MOPLLMHbI B 06n1aCTL N6a

[lononHUTENbHbIE NPU3HAKK

ChepoobpasHble NOLKOXHbIE 06pa30BaHNA B 0671aCTW IOKTEN 1 KONEH.
[TonoxuTenbHble NPO6bI WKMMKA, XKIyTa, MaHXeTKN (06pa3oBaHie KpOBOMOATEKOB, NETEXUI, IKXUMO30B)

Tabnuua 2. MpuaHaku-theHbl y naunenTos ¢ [CT no aaHHbIM deHoTuninyeckoi kapTbl M.J. Glesby (1989) (Tpu 1 6onee) u oLieHo4Hoi Tabnuue J1.H. A66akymosoii (2008)
Table 2. Signs in patients with connective tissue dysplasia according to the phenotypic map of M. J. Glesby (1989) (3 or more) and the evaluation table of L. N. Abbakumova (2008)

Mpu3Haku-theHbl y NALMEHTOB UCCNEAYEMbIX Fpynn
no theHoTunuyeckoi kapte M.J. Gleshy (1989)

Mpu3nakn [ICT u manbix aHoManuit pa3suTua
no oueHo4Hoi Tabnuue JI.H. A66akymoBoii (2008)

ACTEHUYECKMA TN KOHCTUTY LUK

ACTEHUYECKMIA TUM KOHCTUTYL UK

ApKoBUAHOE Heb0

ApKOBMAHOE He60

MMnepmo6ubHbIA CYyCTaBHON CUHAPOM

[MnepmMo6UNbHbIA CYCTaBHOW CUHAPOM

Ckonuo3s Ckonuo3s
lnockocTonue lMnockocTonue
Mwuonus Mwuonus

BopoHkoo6pasHas gechopmauus rpygHoil KNeTku

BopoHkoo6pasHas gedhopmauus rpygHon Knetku

KunesnaHas gedopmanmns rpyaHoi KeTkm

KunesnaHas geopmayms rpyaHon KneTkn

[ToBbILLEHHAS PACTSHIKUMOCTb KOXM

MoBbILIEHHAS PACTSKUMOCTb KOXU

MHOXeCTBEHHbIE MUTMEHTHbIE NATHA Ha KOXe

MHOXeCTBEHHbIE MUITMEHTHbIE MATHA HA KOXe

[ToTeps HOpMasbHO OCaHKK

ickpuBIieHre HOCOBOW MEPEropoaKu

ApaxHopakTunms

BbIpa)xeHHas BEHO3HOCTb KOXMU

[10N0XNTENbHbIA CUMNTOM «3anACTbs»

MonepeyHas UcC4epHEHHOCTb CTOMbI

Mon0XNTENbHbIA CUMNTOM «60NbLIOT0 NaNbLa»

HaTtonTbiwm

Mpamas cnuHa

Hallux valgus

IKTONMA XpycTanuka

bonbLas BbITOMKA CTOMbI

Hanuyune py64mnKoB Ha KOXe

opraHax. |_|03TOMy BpadaM-gepmartosnioraMm n KocmMeToso-
ram criegyet NOMHUTb: HECMOTPA Ha TO HTO NpU obcne-
JOBaHUM NaumeHTa MOXET OblTb He BbIIBJIEHO KOXHbIX
I'IpOFIBJ'IeHVII7I naTosiornmn, HO Npu Hann4nnm Opyrmux BHeLl-
HUX N BHYTPEHHUX (bEHOB aucnnasmm coeanHUTENbLHON
TKaHU PUCK NpoABJIeHNA HapyLwleHuna CbYHKLWIVI coegnHun-
TENbHOW TKaHU KOXMW OCTaETCs, KaK 1 NOBbILLIEHHbIN pucK
pa3BnUTUA OCNOXHEHUN 3CTETUYECKUX npouenyp y Takmx
nauneHToB.

B kauecTtBe JKCnpecc-TecTta ONd BbiABNEeHNA nauneH-
TOB C AMUCNNACTUYECKMMU ABNIEHUAMMU Obina npenrnoxeHa
OLUeHKa NAaTh napamMeTpoB: FI/II'IepMOﬁI/IJ'IbHOCTb CyCTaBoOB,
rmnepanacTU4HOCTb KOXWU, HaIM4YNEe KOXHbIX CTpVIIZ, Ba-

T. 98, Ne1, 2022

PUKO3HOE pacLuMpeHne BeH U (unu) remoppouganbHbie
y31bl, CKIIOHHOCTb K NlIerKkoMy o6pa3oBaHunio KpoBoMofa-
Tekos [70].

Opyrumun aBTOopaMn Onsi CKPUHUHIOBOW OLEHKU KOXK-
HbIX NPOsiIBNEHUI Oblna npeanioxeHa oueHka 11 KOXHbIX
heHOTUNMYECKMX MPU3HaKoB natonoruun [71], cpeau Ko-
TOPbIX CTOUT OTMETUTb TOHKYI0, PaCTSXUMYIO, BSYO,
NerkopaHMMyto KOXy, CO CTPUAMU U rnMnepTporuyeckumm
uUnu aTpodmyeckumn pyéuamu, nony4eHHbIMNU Nocne Koc-
METOSIOrMYeCKUX BMELLATENbCTB.

HecMOTpsa Ha KaXyLUytoCcs CRIOXHOCTb AMarHoCTU-
KM N NOCTAHOBKM JAmMarHo3a Aucnnasvm coefuHUTEeNb-
HOW TKaHW AN Bpayen-KkOCMETONOroB U AepMaTosioros,
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Tabnuua 3. [inarHocTinyeckuin KoahUUMEHT 1 koathduLIMEHT MHdOpMaTVBHOCTY NpuaHakoB [1CT y oAPOCTKOB 11 MOMOABIX AL
Table 3. Diagnostic coefficient and coefficient of informative value of connective tissue dysplasia signs in adolescents and young adults
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he Mpwnak AGT A i T e
1 [lonuxocteHomenus 4,98 0,298
2 ApaxHopakTunua, M = 8,1-8,5 4,42 0,220
3 AcTeHMYecKas rpyaHas Knetka 3,99 0,467
4 KunesugHas fechopmaums rpyaHoii knetku ll-Ill ctenexn 15,17 2,685
5 BopoHkoo6pasHas aechopmauus rpyaHoil KNeTku | cTeneHun 7,08 0,484
6 BopoHkoo6pasHas fecpopmauns rpygHon knetku -1l cteneHn 9,28 1,960
7 Ckonno3 no3soHo4HuKa Il cteneqm 8,97 0,685
8 CnHApOM «NpsIMOW CMINHbI» 10,15 1,080
9 TMnepkno3 rpygHoOro otaena no3BOHOYHMKA 8,97 0,685
10 [Mnepnopos NOACHMYHOTO OTAENA MO3BOHOYHMKA 714 0,331
1 onepeyHoe nnockocTonue 6,42 1,933
12 [pogonbHOe nnockocTonNNe 5,16 0,458
13 Monasa cTona 5,56 0,322
14 funoTpochns mblwuy 6,42 0,967
15 fMnoTOHNA MbILLL 3,75 0,315
16 Hapywwenus pecpakumm 2,89 0,333
17 PaclunpeHne nyno4yHoro Konbua 5,70 0,344
18 BeHTpasibHble rpbikK 9,55 0,424
19 [lnactas npsmbIX MblLLL XKUBOTA 3,51 0,340
20 [Mnepmo6uUILHOCTL CYCTaBOB 10,15 1,080
21 BbIBUXM B CycTaBax 5,75 0,263
22 MHpekc Bapru meHbLwe 1,5 474 0,678
23 NHaekc Bapru B gnanasone 1,5-1,7 3,29 0,475
24 X-06pa3Hoe UCKPUBIIEHWNE KOHEYHOCTEN 5,56 0,083
25 0-06pa3Hoe NCKPUBNEHME KOHEYHOCTEN 2,55 0,026
26 HenpasunbHblii npuKyc 3,42 0,205
27 fotnyeckoe He6o 4,30 0,122
28 «MsTble» YLUHbIE PAKOBUHbI 6,53 0,127
29 [ony6ble cknepbl 5,56 0,083
30 ToHKas, npocBeyMBatoLLas Koxa 4,57 0,520
31 [psbnas, Banas Koxa 5,91 0,287
32 [MneppacTaxumas Koxa 10,33 0,563
33 ATpodhnyecKme CTpUK Ha KOXe 4,31 0,245
34 3aXMBEHNE KOXN B BIUAE NANNPOCHON Bymaru 6,68 0,406
35 Bapuko3Hoe paclnpeHne BeH HXHUX KOHEYHOCTEN 5,83 0,680

Il BecTHuk gepmaTonorumn n BeHeponorun. 2022;98(1):19-32
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Tabnuua 4. ViHchopmaTBHOCTb 0praHHbIx npuaHakos [JCT
Table 4. Informativeness of organ signs of connective tissue dysplasia

e Mowarax ACT S i T e
1 [Tponanc MUTpanbHOro KnanaHa 9,18 1,860
2 Muonus 6,48 1,120
3 OTcnoika cetyaTku 9,86 0,952
4 TpaxeobpoHxmanbHas SUCKUHE3Ns 6,76 1,093
5 PaclunpeHmne KopHs aopTbl 9,53 0,913
6 CNOHTaHHbIN MHEBMOTOPAKC 5,63 0,906
7 Acturmatusm 7,04 0,638
8 HethponTo3, NT03bl OPraHoB 7,67 0,207
9 Mponanc TpukycnuganbHoro Knanava 3,53 0,025
10 PaclunpeHne nero4Homn aptepum 1,31 0,003
Tabnuua 5. AHomanum passuTus, (opMUpYHOLLIE KocMeTuHeckmin cusapom npu ACT
Table 5. Developmental abnormalities that form a cosmetic syndrome in connective tissue dysplasia

Mpu3nak %

BTopoi naney cTonbl 60JbLUe NEPBOrO 52,0

CanpaneBujHas Lwenb (pacctosiHne Mexay 1-m 1 2-m nanblLamu CTonbl PAaBHO UK 60JIbLUE WVPUHBI 2-F0 NanbLia) 52,0

HenpasuibHbIN pocT 3y60B 41,0

KnnHaakTunus (MckpuBneHue 0fHOM0 nanbLa KNeTu) 26,0

Tpetuit Tun MOYKM yxa (MpupocLuas Mo4ka yxa) 22,0

HenpasunbHbIN npukyc 22,0

Hn3kunii pocT BONIOC Ha N6Y 1 LWee 19,0

[lononHuTenbHble 3y6bl 14,5

[eTepoxpomus pagyxHoi 060104KM rnas 11,5

KopoTkas y3geyka a3blka 10,5

HW3K0 pacnonoXeHHble yLiu 8,0

[lnactema (lNpOKas Lenb MeXAy LeHTpanbHbIMK pe3uamu) 8,0

Y3[e4Ka BepXHeli ry6bl 8,0

[edopMnpoBaHHbIe YLWHbIE PAKOBUHbI 7,5

funoTenopnam (6113K0 PacnonoXeHHbIe rnasa) 7,0

bonbLuimne Topyawyme ywm 7,0

ONMKaHT (KOXHaf cKnajka B MeananbHoM yriy rnasa, npuKpbIBatoLLas cnesHoe MAacLio) 6,5

dk3oTanbm 6,5

dHO(TaNbM 6,0

[unepTenopmam rnas (yBenu4yeHne pacCToAHNA MeXAY BHYTPEHHUMU KPAsMU rMa3HuLL) 5,0

«MsaTble» YLLUHbIE PAKOBUHbI 5,0

[MnepTenopu3m cockos 4,5

Kamntopaktunus (KOHTpakTypa npoKCUManbHbIX MeXdanaHrosbix CyCTaBoB) 2,0

Bpaxugaktunna 1,5

Monutemus (KONN4eCTBO COCKOB 60MbLLE ABYX) 1,0

BecTHuk gepmaTonoruu n BeHeponorun. 2022;98(1):19-32 M
T. 98, Ne1, 2022 Vestnik Dermatologii i Venerologii. 2022;98(1):19-32 M
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Tabnuua 6. PekomeHaaLwy natyeHTam, meroLmm npuatakn [CT
Table 6. Recommendations for patients with signs of connective tissue dysplasia

du3nyeckasn akTMBHOCTb AZnekBaTtHas, 663 Ype3MepHbIX YCUIUIA U ANNTENbHbIX CTAaTUYECKUX HANPSXKEHN
Pa3Hoo6pasHoe.
MuTanme Muwa, oboraleHHas 6ea1KoM, XOHAPOUTUHCYbaTamiu.

MpoayKThbl, 060ralleHHbIe BELeCTBAMM, y4acTBYOLLMMI B MeTab0nM3mMe COeANHUTENbHON TKaHW: BuTamuHamm G, E, B6, D, P
1 MUKPO3IEMEHTAMI: MarHuem, Mefblo, MapraHuem, LWHKOM, KafbLuem, CeieHoM, Cepoi

KapHutuH 1 ko3H3um Q10, ackop6uHoBas KncnoTa, BUTAMUH [], MeNaToHNH, BUTAMUH E, KOMANEKC BUTAMWHOB rpynnbl B,
[lononHeHue K NUTaHNID BUTaMUH K, rMoKO3aMuH, XOHAPOUTIH, FraMMa-NnHoNeBas K1cnoTa,
MUKHOTEHOM, MarHUi, LLUHK, METUNCYNb(MOHUAMETAH U AUOKCUA KPEMHUS

KoHcynbTauum Jpyrux cneuuannucros.

ONOJIHUTENBHO o
A Koppekuns TpeBOXHO-[eNPecCcMBHbIX PACCTPONCTB (paLnoHanbHas NCUX0TepPanusa U MeSMKaMeHTo3Hasa KOppekLns)

YnyyleHue MUKPOLMPKYNSLUMUA U TPODUKM TKAHE — Maccax U MUKPOTOKOBAs Tepanus.
KoppeKLus CUHTe3a rMMKo3aMUHOMMKAHOB 11 KONNareHo06pa3oBaHns — BHYTPUKOXHbIE UHbEKLUN 1%-il rnanypoHoBOil
KMCNOTbI C aMUHOKUCIIOTaMIA (MPOSTAH, TU3UH, TINLMH, UUCTEWNH), C BUTAMUHOM C, FyTaTUOHOM U SHTapHOM KNCIOTOM.
Mepes onepaTMBHLIMI BMELLIATENbCTBAMI: BOCCTAHOBIEHIE PENapaTUBHOIA CIOCOGHOCTI KOXU: Ha3Ha4eHue BuTamMiuHa D

JcTeTUYECKOE NeYeHune

- Ckonmos

« [lechopmauys rpyHOi KIeTkm
« ApkoBuaHoe He60

« HenpasusbHbIA NPUKYC

« [lechopmauus yepena

« [MNeppacTsXXUMOCTb KOXMU

« TOHKas, paHumas Koxxa

« ATpochuyeckue pyobLbl

« [pbXu B feTCTBE

* MbliLe4Has runoToHus

« [TocneonepawunoHHbIE rPbKI

KocTHo-CKeneTHble

« [MNepMobUITLHOCTbL CYCTaBOB

« [lncnnasus ta3o6eapeHHbIX
CyCTaBOB

« BbIBUXW/NOABLIBUXM

 ApTpanrum u apTpuThl

« Pa3pbIBbl CyX0Xuumn

« [InockocTonue

« bonblune TopyaLyme yim
Manble « [lpupocLas moyka yxa

aHoManum o «MsTble» yiun

pasBuUTUA » CkynoBas runonnasms

 JHO(hTaNIbMO3

CycTaBHble

Puc. 1. BHelwHve deHoTUNbI AUCnnasnm coeauHUTENBHON TKaH
Fig. 1. External phenotypes of connective tissue dysplasia

Ha KOHCynbTauuMmM cTouT obpaliaTb BHMMAHWE XOTA
6bl Ha HauMbonee o4eBUAHbIE WU NPOCTble ANA AMarHo-
CTUKM Npu3Haku. Tak, Hanpumep, B 30He Hallero no-
BbILUEHHOrO BHWMAaHWSA MOXET OKa3aTbCs NauneHTKa
aCcTeHMYecKOro TesloC/IOXKeHUs, C apaxHogakTuivMen
(npocTon TecT o6xBaTa ny4ye3ansicTHOrO cycTtasa nep-
BbIM M NATbIM Nanbuem) (puc. 2), ¢ rMnepmModunbHOCTLIO
cycTaBoB (Nnepepasrmb6aHve OCHOBHbIX CyCTaBOB), C MO-
BbILUEHHOW pacTAXWMMOCTbIO KOXW (6onee 3 cm, oue-
HMBaAeTCs Ha KUCTU, B o6nacTu nartepanbHOro otaena
KNo4YnLbl, B ob6nactm Hoca) (puc. 3), ¢ 61egHon, «npo-
CcBeYMBaloLLEen» KOXen, runeptTpournyeckummn pyéuamu.
Kpome TOro, o4eHb 4acTo NauueHTbl 3HAKT CBOK CO-
NyTCTBYIOLLYIO NATONMOrMi0 (HapyLleHne CTPOEeHUs CKe-
neta, 3y6o4entocTHaa MNatonorus, NTo3bl BHYTPEHHUX

Puc. 2. TecT 06xBarta 1y4e3ansicTHOro CycTaBa NepebIM 1 NSTbIM NanbLami:

3aXBaT C MepEKPbITIEM BOMLLE YEM MONOBYHOI (hanaHri OpraHoB, Nponarnc MUTpanbHOro knanava). B paHHom
Fig. 2. Wrist-test (with the first and fifth finger): a grip with an overlap of more than cny4ae naxe 5}33 MOJTHOIO NOATBEPXAEHNA AnarHosa
half of the phalanx B 9CTETUYECKON MeauuMHEe CTOUT MakcuMarbHO orpa-

HUYUTb arpeccunBHbie MEeTOONKMN.

BecTHuk gepmaronorum n seHeponoruum. 2022;98(1):19-32
Vestnik Dermatologii i Venerologii. 2022;98(1):19-32 Vol. 98, Iss. 1, 2022
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Na6oparopHas gUarHocTmka

Onsa na6opaTopHOW AMAarHOCTUKW AMCMNasvmM coegu-
HUTENBbHOW TKaHW onpefensioT nokasarenu metadonuama
COENHUTENbHON TKaHW:

YPOBEHb OKCUMPONMHA U TMAPOKCUNPOSIMHA (CBOOOA-
HbI 1 CBAA3AHHbIV) B MOYE 1 KPOBMU;
CcynbdaTMpoBaHHbIE U CyMMapHble MMUKO3aMUHOIN-
KaHbl;

YPOBEHb ranakTO3UNOKCUIN3NHA, NN3NANUPUANHONN-
Ha, O0e30KCUNUPUAMHOMMHA N TMAPOKCUAU3UINUPUIN-
HOMMHA B CbIBOPOTKE KPOBU U MOUMU;

YPOBEHb MarHus.

MapkepoM OecTpyKuMu KonnareHa siBnseTcs cBob6of-
HbIA MMOPOKCUNPOSINH, MapKepoM AeCTPYKUMU U GUOCUH-
Te3a — nenTuaocBaA3aHHbIA. HapylueHne COOTHOLUEeHUS
nenTuaoOCBA3aHHOrO0 K CBOGOAHOMY MMOPOKCUMNPOSUHY Obl-
BaeT Npu HapyLUeHUM KonnareHoo6pa3oBaHus 1 y nauuex-
TOB C Npu3Hakamu 3abonesaHus [72, 73].

N3y4eHne reHeTU4ecKon npeapacnonoXeHHo-
CTWU CUYMTAEeTCs OCHOBOW «MeguuuHbl 6yayuiero» [74].
Mpy MONEKyNAPHO-reHeTUYeCKon AMarHoCTUKeE ancnnasum
COEVHUTENBHON TKaHW NPUOPUTETHLIMWU HamnpaBfieHnsIMn
asnaoTca nonumopcduam redos VDR, Col2A1, MMP13
[75—77]. Tpn HacnencTBeHHbIX 3aboneBaHUAX BeadyLUyo
ponb OTOAT reHam, KOOMPYILIMM CUHTE3 U NpOoCTpaH-
CTBEHHYIO opraHusauuto komnareHa: COL1A2, COL1A1,
COL2A1, COL3A1, COL4A1/2/3/4/5/6, COL5A1, COL5A2,
PLOD1, PLOD2, PLOD3 [78]. OgHako B MNoAaBnsitOLLEM
60MbLUMHCTBE MeHHbIN AedEKT ocTancs HeyCTaHOBEHHbIM
[79]. B peanuzaumMm OeHOTUNUYECKUX MNPOSIBNEHUA AMUC-
nnasuu coeauHUTENbHOM TKaHN MOXET 6bITb 3aeMCTBOBA-
HO 60/bLLOE KOIMYECTBO Pa3HbIX FEHOB, C MHOro3TanHbIMU
perynaTopHbiMM Kackagamu, nosToMy Ana 3abonesBaHus
XapakTepHa reTeporeHHOCTb MPOSIBAEHU U MONMoprax-
HOCTb MOPaXXeHUN.

Beaexue nauueHToB

YuutbiBas MynbTUAKTOPUASIBHYIO 3TMONIOMMI0  OUC-
nnasvn COeOUHUTENBHOM TKaHW, B peKoOMeHaumsx naum-
€HTaM paccMaTpuBalTCA BO3MOXHbIE BHELLHWE U BHYy-
TpeHHUEe (PaKTopbl, BAMSAIOLLME HA MPOSBIIEHNE U TEYEHNE
3abonesaHus (Ta6n. 6).

O6WKA NMpUHLMN BCEX PEKOMEHZAUMNA, W3NOXEHHbLIX
B Tabnvue 6, 3aKnio4aeTcs B MakCUMasbHO LWaasaLmx npo-
Luegypax, paboTe ¢ KoXen, npegynpexaatoLien obpasosa-
HUe py6LoB, Takxe B Tabnvue yka3aHbl pekoMeHaauuu,
HanpaBfeHHble Ha MNOAAEPXKY CUHTE3a KOosiareHoBbIX
BOJTOKOH (KOHTPOSIb MOSIHOLEHHOCTU MNUTaHWA, LOMOSHU-
TENbHOE BHYTPUKOXHOE BBELEHME TMaslypOHOBOW KUCIO-
Tbl, aMUHOKMCIOT, BUTaMUHOB). Ony6nMKOBaHHbIX paboT
Nno KOCMETOJIOTMHYECKOA KOPPEKLMM [OOCTATO4YHO Maro,
1 OaHHOe HanpaefieHne TpebyeT fanbHenLero uccneno-
BaHWs. HO 0gHO3Ha4HbIN TOH Ny6nMKaumin roBOpuUT O He-
06X0OOMMOCTU CHUXKEHWUSI arpeCCUBHOCTU KOCMETOJNOrnye-
CKMX npoLenyp, HasHa4eHUs OOMOSHUTENbHbIX METOOUK
08 NoAdEPXKN CUMHTE3a KOJareHoBbIX BOJIOKOH, U OT-
[enbHO NoAYePKMBAETCA 3HAYMMOCTL BUTaMmHa C (Koghak-
Topa NPONMHIMAPOKCUNA3 U NN3NNrMagpoKcunas) n BuTamm-
Ha D (cnoco6CTByloOLLErO 3a)XXMNBIEHMIO paH) [80-82].

3akntouenue

Mpo6nema CBOEBPEMEHHON AMArHOCTUKKM AMcrnasum
CoeauHUTENbHOM TKaHW Y NauUMeHTOB KOCMETOMOMMHECKoro

T. 98, Ne1, 2022
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Puc. 3. TecT Ha pacTsHKUMOCTb KOXM: (DOPMUPOBAHIAE CKNAAKM B 06/1acTy narte-
PANbHOr0 KPas KIo4iLbl 0K0NO 3 CM

Fig. 3. Skin extensibility test: the formation of a fold in the area of the lateral edge
of the clavicle about 3 cm

M OepMaTtonorMyeckoro npouns OCTaeTcsl akTyanbHOMW
B HacTosiee BpemMs. C 0QHONM CTOPOHLI, ee aKTyanbHOCTb
nogyepkmMeBaeT pasHoobpas3ne arpeccuBHbIX METOOMK
B KOCMETONOrnn (Kak 1 OECTPYKTUBHLIX MPU yYoaneHnn Ho-
BOOOPA30BaHUIN KOXWN B AepMaTosioruun), a 3Ha4uT, 1 3Ha-
YUTESNBbHBIA PUCK OCIIOXHEHWIA MOCNe AaHHbIX MaHWUMyns-
uuin. C Opyror CTOPOHbI, NPOSBNEHUS OUCMIA3UN KpanHe
pasHoo6pasHbl, METOOOB ANArHOCTUKM U CKPUHUHIA OYeHb
MHOrO, NO3TOMY YeTKas U eanHas KoHLUenumus npocnexuea-
eTcsa o4eHb cnabo. Ho Bpayam KocmeTonoram n gepmMmarTo-
noram Heo6x0AMMO 3HaTb XOTs 6bl CaMble pacnpoCcTpaHeH-
Hble W KNHOYEBble NPU3HAKU AUCNNA3nUK CoeaUHUTENBHON
TKaHW, KOTOpPble MOXHO BbISIBUTb MpPU OM3MKaNbHOM 06-
cnefoBaHuKM nauMeHTa gnsa Toro, 4Tobbl OTHECTU NauneHTa
B 30HY pUCKa N He UCMONb30BaTb CIMLLKOM arpeccuBHble
METOOUKMK, CHUXas TeM caMbiM PUCK BO3HUKHOBEHUS He-
6naronpuUaTHbIX ABMEHUNA.

W, KoHe4YHO, He CTOUT 3a6bIBaThb, YTO KOXHbIE NPOSIBIIEHNS
MOTYT 6bITb NMLLb OOHUM U3 CUHOPOMOB AMCMNAa3nv CoeanHN-
TeNbHOW TKaHW, NO3TOMY TAaKOro nauMeHTa CTOUT HanpaBuTb
K Bpa4aM CMEXHbIX CrneunanbHOCTEN AN CBOEBPEMEHHOMN
OMarHoCTUKM 1 NiedeHns ConyTCTBYoLLEen naTtonorun. Bonee
TOro, TaK Kak Koxxa — Hanbornee 605bLLION BUAMMbIA OpraH,
a BOCTPe60BaHHOCTb 3CTETUHECKOM KOPPEKLMN yBENUYMBA-
€TCa C KaxblM roioM, y Bpaven-KOCMETONoros 1 aepmMaro-
JIOroB CTAHOBMUTCA eLLe 60MbLle BO3MOXHOCTEN AN paHHEN
pvartocTukm nposisneHuii naronoruv. i

BecTHuk gepmaTonoruu n BeHeponorun. 2022;98(1):19-32 M
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