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Pestome

BeepneHue. MnepmobunbHocTb cyctaBoB (TMC) — pacnpoCTpaHeHHOe MONU3TUONOMMYECKOe COCTOSIHME, KOTOPOE MOXET COMpPOBO-
XAaTbcst 6onsMM B 061acTU CyCTaBOB M NMPUBOAWTL K paHHEMY BO3HUKHOBEHWIO 0CcTeoapTpuTa. MccnepoBaHme komopbuaHoct TMC
M COMaTMYecKol NaTonorMm, B YaCTHOCTU AUCMNA3MUM CoeanHUTENbHOM TKaHM ([CT), HOCUT dparMeHTapHbIi XapakTep W akTyanbHO
LS ONTUMM3aLMKU KNacCUdUKaLMM U KpUTEPUEB PaHHEN AMArHOCTUKM AAHHOTO COCTOSIHMS.

Lenb. MNMpoaHanun3npoBaTth 4acToTy BCTPEYaeMOCTH GeHOTUNUYECKMX NPU3HAKOB HeauddepeHunposaHHoi OCT y auy ¢ runepmo-
6MNbHOCTBIO CYCTaBOB.

Matepuanbl M MeToapl. [poBefeHO OAHOMOMEHTHOE MOMEepeyHoe uccnenoBaHue 35 MyxuuH (21,77 = 0,60 net) n 226 xeH-
WrH (21,42 + 0,18 nert). CbopmupoBaHbl Age rpynnbl — ¢ Hanuumem TMC (n = 156) u koHTponbHas rpynna (n = 105). TMC onpege-
nanack no wkane Beighton, peHotnnuyeckue npusHaku HOCT - no MoanduumposaHHoi Tabnuue T. KagypuHoI.

Pe3ynbrathbl. Bbinn BbISIBNEHbI CTAaTUCTMYECKM 3HAYMMblE PA3MyMs B YaCTOTe BCTPEYaEMOCTM deHoTunuueckux npusHakos AOCT
Y NIULL C TMNepMoBMNbHOCTbIO — CHKeHne UMT < 18 kr/M? (p = 0,0001), runepanactuyHocTb Koxkn (p = 0,0001), NTO3bl BHYTPEHHMX
opraHoB (p = 0,038), nonunxocteHomenus (p = 0,010), runepkndosbl/runepnoppossl (p = 0,003), xpyct B cyctaBax (p = 0,009),
MPB (p = 0,021) n aptepuanbHas runotensmsa (p = 0,0001). Muonus nerkoi cTeneHu yalle BCTpeYanacb B KOHTPOMbHOW rpynne
(p = 0,020), a Mmonus Tsekenoit ctenenn — B rpynne TMC (p = 0,003). KenovaHble py6Lbl Yallie BCTPEYANUCH B rpynne BblpaXXeHHOM
™C (p = 0,021).

BbiBoAbl. Y nauMeHTOB C rMNepMoBUIBHOCTbIO CYCTaBOB BbisiBNEHbl HEHOTUNMYECKME NPOSBAEHWUS AWUCMNA3UKU COEAMHUTENBHON
TKaHW, Hanbonee 4acTo C BOBNEYEHWEM OMOPHO-ABMIaTENbHOrO anmnaparta (4OMXOCTEHOMENMS, XpPYCT B CyCTaBaX, MCKPUBEHME
MO3BOHOYHMKA) U KOXM (TMNEP3NaCTUYHOCTb, KENOWAHbIE pyOLibl).

KntoueBble cnoBa: oAMXOCTEHOMENUS, XPYCT B CyCTaBaX, UCKpUBNEHNE NO3BOHOYHMKA, TMNEP3TACTUYHOCTb, KETOUOHbIE py6leI,
mMuonums, FI/II'IEDMO6VU'IbHOCTb CyCTaBOB

BbnaropapHocTn. PaboTa BbINOAHANACh B paMKax NporpaMMmbl AesTesbHOCTM EBpasmitckoro Hay4yHo-06pa3oBaTesibHOro LeHTpa
MWPOBOrO YPOBHSA 3a CYeT CpeacTs cybcuann B obnactu Hayku u3 brogxketa Pecnybankm balkopTocTaH Ans rocyaapcTBEHHOM
NOALEPXKKM MOMOAbIX YYEeHbIX — aCMMPAHTOB M KAaHAMAATOB HayK (WKdp KoHkypca — HOL-TMY-2021).

[na uutupoBanua: Axmsposa K.3., laHueBa X.X., XycanHoBa P/, TiopuH A.B. DeHoTMNUYECKME NPOSBNEHUS AUCNNA3NM
COeAMHUTENbHOM TKaHW Y UL C TMNepMOBUIBHOCTbIO CycTaBoB. MeduyuHckuli cosem. 2022;16(21):156-161.
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Abstract

Introduction. Joint hypermobility is a common polyetiological condition that can be accompanied by pain in the joints and lead
to the early onset of osteoarthritis. The study of the comorbidity of JH and somatic pathology, in connective tissue dysplasia, is
fragmentary and relevant for optimizing the classification and criteria for early diagnosis of this condition.
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Aim. Analysis of the frequency of phenotypic signs of uCTD in individuals with JH.

Materials and methods. A cross-sectional study of 35 men (21.77 £ 0.60 years) and 226 women (21.42 * 0.18 years) was carried
out. 2 groups were formed - with the presence of HMS (n = 156) and the control group (n = 105).JH was determined according
to the Beighton scale, phenotypic signs of uCTD - according to the modified table by T. Kadurina.

Results. Statistically significant differences were found in the frequency of occurrence of phenotypic signs of CTD in individuals
with hypermobility — a decrease in BMI < 18 kg/m? (p = 0.0001), skin hyperelasticity (p = 0.0001), ptosis of internal organs (p =
0.038), dolichostenomyelia (p = 0.010), hyperkyphosis/hyperlordosis (p = 0.003), joint crunch (p = 0.009), GERD (p = 0.021) and
arterial hypotension (p = 0.0001). Mild myopia was more common in the control group (p = 0.020), and severe myopia was more
common in the JH group (p = 0.003). Keloid scars were more common in the group with severe JH (p = 0.021).

Conclusions. In patients with joint hypermobility, phenotypic manifestations of connective tissue dysplasia were revealed, most
often involving the musculoskeletal system (dolichostenomelia, crunching in the joints, curvature of the spine) and skin (hyper-
elasticity, keloid scars).

Keywords: dolichostenomelia, articular crepitus, scoliosis, hyperlaxity, keloid scars, myopia, joint hypermobility
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BBELEHME

MnepmobunbHocTb cyctaBos (TMC) npeacTaBnseT coboi
HeBOCMaNuTeNbHOE COCTOSIHWE, MpU KOTOPOM aMMaMTyAa
AKTMBHbIX W/MAN NACCUBHBIX ABWMXEHWM B CYCTaBax Bbllle
BO3pPACTHOW, MONOBOW, pacoBOM HOpMbl B nonynsumm. MMC
BCTPeyaeTcs yalle y AeTeil M NOLPOCTKOB, YMEHbLIAN Bblpa-
XXEHHOCTb MposBfeHnin ¢ Bospactom [1, 2]. TMC xapakrepu-
3yeTcs MOpdONOrMYeCKMMU U3MEHEHWUSMU B CTPYKType coe-
OVHUTENbHOM TKaHW, YTO NPUBOAMT K MOBLILIEHHOM 31aCTUY-
HOCTM XpAlen M CBA30YHOro anmapata [3, 4]. Boioensior
[06pOKaYeCTBEHHYHO, UM M30AMPOBAHHYIO, rMNepMobunb-
HOCTb, KOTOPas He COMPOBOXAAETCH KAKMMMU-TMBO CUMMTO-
MaMu, a Takke cuHopoMm MC, KOTOpbIA XapakTepu3syeTcs
HanuMunMeM apTpanruii u npusHakos aptputa [5]. Ong TMC
B LEeNoM He Bbin onpegeneH cneumdryeckmin reHeTuYecKmii
MapKep WAW 3TUMONOrMYeCcKMi GakTop, LaHHOE COCTOsHWe
BCTPEYAETCH B CMMMNTOMOKOMMNEKCE MOHOMeHHbIX (GOpM
[NCNNAa3nn  COELMHUTENbHOM TKaHW, TakMX KaK CUHOPOM
dnepca - laHno, cuHapom MapdaHa, HeCOBEpPLUEHHBIW OCTe-
oreHes u psag apyrux. Matogusnonormyeckn MMC HaxoauTcs
B TECHOW CBS3W C HeauddepeHLUMPOBAaHHOW AMCMNa3nen
coegnHuTenbHon Tkanu (HOACT). Ha paHHbIA MOMEHT HeT
OKOHYaTeNbHOro NOHMMaHMA, Kak cnegyet TpakTtoaTb MC -
camocTosTenbHoe 3aboneBaHue, Y4acTb CMMNTOMOKOMIIEK-
coB MoHoreHHbix ACT uan oamH 13 GeHOTUNMYECKMX MpU-
3HakoB HOCT. Tem He meHee TMC umeet kog MKB-10 (M35.7).
B nutepatype onucanbl accoumaummn MC C NOBbIWEHHBIM
PUCKOM TPaBM KOHEYHOCTEN, BbIBUXOB, PaHHUM OCTEOMOPO-
30M, OCTE0apTPUTOM, XPOHMYECKMM 60NMeBbiIM CUHAPO-
MOM [6]. B TO e BpeMs AaHHble, ONUCbIBAIOLWME MATONOTUI0
BHYTPEHHMX OpraHoB u cucteM y numy ¢ TMC, nmerot dpar-
MEHTapHbIM XapakTep.

Lenblo [aHHOrO MCCNeaoBaHUS SBNSETCS MpoBefeHue
aHanM3a YacToTbl BCTpEYAEMOCTU PEeHOTUNMMYECKUX NMPU3Ha-
kn HOCT y nny ¢ TMC pa3nmyHoiM CTeneHn BbIpaXXEHHOCTU.

MATEPWUAJIbl U METOA,bl

[poBeneHO OOHOMOMEHTHOE MOMepeyvyHoe MCCenoBa-
HWE MYXXUYMH M XKEHLLMH B Bo3pacTe 0T 18 no 36 net, cpefHun
BO3pacT MyxuuH coctasun 21,77 + 0,60 (n = 35) ner, xeH-
WhH — 21,42 £ 0,18 (n = 226) net. O6cnenyemble Hbian pas-
[leneHbl Ha ABe rpynnbl — Mua ¢ npusHakamu MMC (n = 156)
n rpynna koHtpons (n = 105). MccnepoBaHme npoBOAMNOChH
B COOTBETCTBMM C XEeNbCMHKCKOM [AeKnapauuen, a Takxke
66110 0406PEHO NOKaNbHbIM 3TUYECKMM KomuTeToM DOIBOY
BO BI'MY. O6cnenyembiM 6bin nogpobHO M B AOCTYMHOM
dopMe M3NOXEH XOA4 MCCNenoBaHWs, M NonyvyeHo Aobpo-
BONbHOE WMH(MOPMUPOBAHHOE cornacue. M3 mnccnenoBaHus
6bIM UCKNHOYEHbl NLA C TPAaBMaMM KOHEYHOCTER M NO3BO-
HOYHUWKA B aHaMHe3e, CTpadatoLime 3HLOKPUHONOTMYECKMMM
3aboneBaHnsaMuM (caxapHbii auaber, 3aboneBaHus napaim-
TOBMIHbIX Xenes), NpMHMUMaloLLMe [IHOKOKOPTUKOCTEPOUADI,
C MMMYHOBOCNANUTENbHbIMK 33a00N1€BaHUAMKU COEAUHUTEND-
HOM TKaHW; MOHOreHHoiMn ¢opmamm [MC (cuHapoOM
Snepca - [aHno, cuHapoM MapdaHa, HecoBepLUEHHbIM
ocTeoreHes); oCTpbIMU UHGEKLMOHHBIMU MPOLLECCAMMU.

MNepMobMNBbHOCTb CYCTAaBOB ONpesensanacb No Moandu-
uMpoBaHHOM wWwkane Beighton, ouenky nposoamnu [nBa
uccnenosatens HesasucuMMo apyr ot apyra. CYeT no wkane
Beighton npeacrasnset coboi ngtb TeCToB:

1) naccuBHOe crmubaHme NACTHO-(ANaHroBOro CycTaBa
5-ro nanbua B 06e CTOpPOHbI;

2) naccuBHoe crnbanue 1-ro nanbua B CTOPOHY Npeanie-
Ybsl MpU CrMbaHUM B Ny4e3anscTHOM CYCTaBe;
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3) nepepa3rubaHue NOKTEBOrO CycTaBa cBbilwe 10°;

4) Mepepa3srnubaHue KoneHHoro cyctasa cabiwe 10°;

5) HaknoH Bnepea npu MGUKCMPOBAHHbLIX KOMEHHbIX
CycTaBax, Npv 3TOM Naf0HM AOCTUIatOT nona.

3a KaXZbl1 NONOXMUTENbHBIM pe3y/bTaT B CyCcTaBe C OAHOM
CTOpoHbl npucyxaanca 1 6ann. MakcumanbHas cymma 6an-
noBs 9. MNepMobMUNbHOCTb CYCTaBOB Oblna onpeneneHa Kak
6ann no wkane 2 4; 'MC nerkow crenenn 4-5 6annos, Bblpa-
XeHHas 6-9 6annoB COOTBETCTBEHHO. (DeHoTMNMYeckue
npusHakn HACT onpepensanMcb nNo MoaMMOULMPOBAHHOM
6annbHO-KONMyecTBeHHoOW Tabnuue T. KagypuHown [7]. Mpwu
cymme 6annos ot 9 no 14 onpenensetca HOACT nerkoi cre-
neHu, cebiwe 15 H6annos — BbipaxkeHHas HACT. Cratnuctnye-
ckas 06paboTka AaHHbIX MpOBOAMAACH C MPUMEHEHMEM
naketa nporpamMm Statistica 13.0. [Ingd cpaBHeHWs Kaye-
CTBEHHbIX MPWU3HAKOB MO rPynmnam MCMonb30Basncs TOYHbIN
kpuTepuit uiepa ¥ c nonpaskoit Metca. Cuna accoumaumit
OLEHWBAETCS B 3HAYEHMAX MOKA3aTeNnsl COOTHOLIEHMS LUAH-
cos (Odds Ratio, OR) ¢ ypoBHEM CTAaTUCTUYECKON 3HAYUMO-
cTun, cooTBeTcTBytoWen p < 0,05.

PE3VYJIbTATbI

Beina npoBegeHa oOueHKA YacTOTbl BCTPEYAEMOCTU
OCHOBHbIX GEHOTUMMYECKMX MPU3HAKOB B rpynne auy, ¢ MMC
W B rpynne KoHTpons (maéa. 1).

Cpeamn obcnenoBaHHbix B rpynne MC vauwe BcTpeya-
NIMCb TaKMe MpuU3HakW, Kak XpycT B cyctaBax (80,77%),
MMT < 18 kr/M2 (76,92%), runoteHsnsa (50,00%), pexe
Bcero - gedopmaums rpyaHon knetku (4,49%), rpbiku BHY-
TpeHHWx opraHoB (5,77%), Nponanc MWTPanbHOro Knana-
Ha (10,26%). B rpynne KOHTpons 4alle BCEro oTMe4vanuchb
XPYCT B cycTaBax (65,71%), Mmonus nerkow ctenexu (45,71%)
u UMT < 18 kr/m? (40,95%), a HanMeHbllee Yncno pas -
nedopmaums rpyaHon knetku (0,95%), rpbikun BHYTPEHHUX
opraHoB (1,90%) n ponuxocteHomenus (2,86%). MNpu 3T0M
B rpynne obcnegoBaHHbix ¢ TMC cTtatucTMyeckn 3HaYMMo
yauie otMevanu MIMT < 18 kr/m? (p = 0,0001, OR = 4,81,95%
ON 2,81-8,24%), runepanactuuHocTb koxun (p = 0,0001,
OR = 9,13, 95% [N 4,15-20,06), onyLieHns BHYTPEHHUX
opraHos (p = 0,038,0R = 2,85,95% 11 1,12-7,27), noanxo-
creHomenuio (p = 0,010, OR = 5,00, 95% OM 1,47-17,28),
MCKPUBNEHME MO3BOHOYHMKA B BMAE TUNEepKUDO30B WAn
rmnepnoppo3os (p = 0,003, OR = 2,33,95% [IN 1,36-3,97),
XpycT B cycraBax (p = 0,009,0R = 2,19,95% [OW 1,24-3,86),
ractpoazodareancHyto pedatokcHyto bonesHb (p = 0,021,
OR = 2,16,95% [N 1,16-4,04) v runoteH3umio (p = 0,0001,
OR = 2,89,95% M 1,69-4,95). ObpaiiaeT Ha cebs BHUMA-
HWe, YTO MWONUS NEerkon CTeneHu CTaTUCTUYECKM 3HAYMMO
yawe BCTpeyanacb B KoHTponbHoW rpynne (p = 0,020,
OR =0,52,95% 11 0,32-0,88), a MMonus Tsxenon crene-
Hu - B rpynne TMC(p=0,003,0R =3,32,95% 11 1,53-7,21).
[Mpn oueHke 4acTOTbl BCTPEYaeMOCTM (EHOTUNMUYECKMX
npu3sHakos [CT B rpynnax c TMC pa3nuyHoi cteneHu Bbipa-
YXEHHOCTM CTaTUCTUYECKM 3HAYMMble pa3nnyns 6bian 0bHa-
PYXX€Hbl TONIbKO B YacTOTe KeNoWAHbIX pyOLOB — OHM yalle
BCTpeYanucb B rpynne BbipaxeHHon MC (p = 0,021;
OR =2,32,95% I 1,86-4,54; mab6n. 2).
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Ta6nuya 1. YactoTta BCTpe4aeMoCTU GEHOTUNUYECKUX NPU-
3HAKOB AMCNNA3UKN COEAMHUTENBHOM TKaHM B rpynnax c runep-
MOBUIbHOCTBIO CYCTAaBOB U KOHTpONS

Table 1. Frequency of phenotypic symptoms of connective
tissue dysplasia in the joint hypermobility group and the con-
trol group

WHaeKC Macehi 120 (76,92) 43 (40,95)
Tena < 18 kr/m? p=0,0001, OR = 4,81 (95%, I/ 2,81-8,24)

67 (42,95) 8(7,62)
[MNep3nacTMyHoCTb KOXM

p =0,0001, OR =9,13 (95%, 11 4,15-20,06)

KenonpHble pybubl 55 (35,26) 31(29,52)
Crpuu 55 (35,26) 28 (26,67)
[emMopparuyeckue
NpOABNeHHS 47 (30,13) 25 (23,81)
[PbXK BHYTPEHHMX OPraHOB 9(5,77) 2(1,90)

23 (14,74) 6 (5,71)

[1T03bl BHYTPEHHNX OPraHoB
p=0,038,0R = 2,85 (95%,0M 1,12-7,27)

XpycT BUCOYHO-
HIXHEYeNIOCTHOTO CYCTaBa 4(28,21) 28 (26,67)
MapagoHTut 41 (26,92) 21(20,00)
20 (12,82) 3(2,86)
[NonuxocteHomenus
p=0,010,0R = 5,00 (95%, 01 1,47-17,28)
71 (45,51) 28 (26,67)

[Mnepkudo3/runepnopao3
p=0,003, OR =2,33 (95%,01 1,36-3,97)

[ledopmaums rpyaHoi

eTIN 7(4,49) 1(0,95)

Mnockocronue 57 (36,54) 27 (25,71)

BanbrycHas ycTaHoBka cton 23 (14,74) 11 (10,48)
126 (80,77) 69 (65,71)

XpycT B cycTaBax
p =0,009,0R = 2,19 (95%, 01 1,24-3,86)

Mponanc MUTPanbHoro

16 (10,26) 18 (17,14)
KnanaHa
Bapuko3Hoe paclwmpenve
BEH HUXHUX KOHEYHOCTEN 40 (25.64) 19(18,10)
48 (30,77) 48 (45,71)
Mwonus nerkoi crenexu
p=0,020,0R =0,52 (95%, 11 0,32-0,88)
37(23,72) 9(8,57)

Mwuonus TSXenoi cTenexu
p=0,003,0R = 3,32 (95%,AM 1,53-7,21)

[JlehopMalius sxenyHoro

ny3bips 21 (13,46) 7(6,67)

FacTpo3zodareansHas 46 (29,49) 17 (16,19)

FL G A p=0,021,0R = 2,16 (95%, N 1,16-4,04)
78 (50,00) 27 (25,71)

[MnoTeH3us

p = 0,000, OR = 2,89 (95%, M 1,69-4,95)

Mpumeyanne. TMC+ - Hannume runepmobunbHOCTH cyctaBos, FTMC- - oTcyTcTBME
TMNepMOGUILHOCTY CYCTaBOB.



Ta6nuya 2. YactoTta BCTpe4aeMoCTU GEHOTUNMUYECKUX NPU-
3HAKOB AMCNNA3UKN COEAMHUTENBHOM TKAHW B rpynnax c runep-
MOOMNIBHOCTLIO CYCTaBOB Pa3/IMYHOM CTENEHU TSXKECTU

Table 2. Frequency of phenotypic symptoms of connective
tissue dysplasia in the variable severity joint hypermobility
groups

Muaexc maccbl Tena < 18 kr/m? 58 (74,36) 65 (80,25)
INaCTUYHOCTb KOXM 29 (37,18) 39 (48,15)

20 (25,64) 36 (44,44)
KenonpHble pybuipl

p=0,021,0R = 2,32 (95%,01 1,86-4,54)

Crpvn 30 (38,46) 28 (34,57)
[emopparuueckue nposiBneHus 25 (32,05) 20 (24,69)
Tpbiku 5(6,41) 4 (4,94)
MTo3bl 8(10,26) 14 (17,28)
ﬁﬁiﬂeﬁﬁ%&ﬁom cycrasa 20(25,64) 23 (28.40)
MapagoHTut 23(29,49) 19 (23,46)
[onuxocteHomenus 8 (10,26) 12 (14,81)
Kudos/nopno3 36 (46,15) 39 (48,15)
[ledopmanus rpynHoi Knetku 4(5,13) 3(3,70)
Mnockocronve 25 (32,05) 32 (39,51)
BanbrycHas ycraHoBka cron 13 (16,67) 9 (11,11)
XpycT B cycTaBax 56 (71,79) 69 (85,19)
Mponanc MUTPanbHOro Knanaxa 9 (11,54) 9(11,11)
Bapuko3Hoe paclumpenue BeH 18 (23,08) 23 (28,40)
Muonus nerkoii crenenu 28 (35,90) 22 (27,16)
Muonusa Txenol crenexu 15(19,23) 21(25,93)
[ledopmaLust kenyHoro ny3bips 12 (15,38) 11 (13,58)
oot | pis | 7
[MnoteH3us 36 (46,15) 41 (50,62)
OBCY>XKOEHUE

Mo pasHbIM NUTEpaTypHbIM UCTOYHWMKAM, pacnpocTpa-

HeHHocTb TMC B nonynsuuu Bapbupyetcs ot 10 no 59% [8].

TakoW pa3bpoc 06bACHAETCS pasnnyMaMKM B METOL4AX Aua-
rHoctrkn TMC [9]. Takke oBHapyxeHo, YTO Cpeau a3unaToB
'MC BcTpeyaeTcs yalle, YeM y NpeacTaBuTenein eBponeoua-
HoM 1 HerpouaHon pac [10]. MNpu paccMOTpeHUK CooTHOLLE-
HUS reHgepHbix pasnuunii TMC vawe AauarHocTupyetcs
y KeHwmH [11].

Mpwu cpaBHenun rpynn MMC u KoHTpons 6bino obHapy-
XeHo npeobnaganue Huskoro UMT B rpynne TMC. OgHako
[laHHble NpoTMBOpeYMBbl. B uyacTHocTM, B mcCnenoBaHWM
Oline Sohrbeck-Nghr et al. 6bi11 06cnenoBaHbl NOAPOCTKM

B Bo3pacte 14 nert, y KoTOpbix 6binM 06HapyxeHbl Bonee
Bblcokue nokazatenn UMT y auy ¢ TMC no cpaBHeHWto
C rpynnon koHTpons [12]. Ing B3poCAbIX TakMx MccnenoBa-
HWIA NPOBOAMNOCH O4YeHb Mano. Tak, MO MONYYEHHbIM HaMu
paHee pesysnbrataM UMT < 18 kr/M? Takxke valle BCTpeyasn-
cs B rpynne 'MC. Mbl npeanonoxunu, 4To Macca Tena y aumu,
¢ TMC yMeHbLLaeTCcs He 33 CYET XXMPOBOM TKaHM, a 3a cyeT
MbILLEYHOW, YTO ObIN0 NOATBEPXKAEHO PEHTFEHOBCKOM OEH-
cutomeTpueint B pexxume Total body [13]. TunepanactmyHocTH
KOXW, MTO3bl BHYTPEHHWX OPraHOB, AOJIMXOCTEHOMENUs
TaKxe yae Bctpevanucs B rpynne MMC. [JaHHbIM KOoMAnekc
dbeHOTUNINYECKMX NPOSIBNEHMI 4YaCTO paccMaTpuBaeTcs
B KOHTekcTe nnbo cuHapoma dnepca - [daHno - rpynmbl
3aboneBaHuii, BKtovatowen B cebs nopsaka 13 noatu-
noB [14] ¢ pa3HONOKYCHbIMM MyTaLUMAMK B FEHAX, KOAUPYIO-
WMX KOMMOHEHTbl COeaMHWUTENnbHOM TKawu [15], nubo
¢ nosuumn HOCT. OgHako rMnepMoObMNBLHOCTL CYCTaBOB
M CUHOPOM TMNEepMOBUNBHOCTM CYyCTaBOB MPU CUHLPOME
dnepca - [1aHno He 9BNSKOTCS PaBHO3HAYHbIMU MOHATUAMMY,
HO, BEPOSITHO, MMEIOT 00LLMe 3BEHbS NaToreHesa. Haubonee
Noapo6HO rMNepanacTUYHOCTb KOXM W3ydeHa y neTew
M NOAPOCTKOB. Tak, pacnpoCTpaHeHHOCTb Cpean NMOAPOCTKOB
konebnetca B npenenax 13,7-55% [16, 17]. Kak n npun C3[,
Tak ¥ Npu rMNepMobUnbHOCTM CyCTaBOB, NOMUMO TMMepana-
CTMYHOCTM KOXM, MOTYT BCTPeYaTbcs CTpun. [Ing yTouHeHus
[IMarHo3a 4alle LOCTaTOYHO OnpefenuTb MyTauuu B reHax
COL5A1 1 COL5A2, kopupytowmx konnareH V Tmna, n3meHe-
HMg B KOTOpOM 0Oonee xapakTepHbl AnS KNacCMYeckoro
nogtuna C3[ [18]. BucueponTos - cOCTOSHUE, MPU KOTOPOM
BHYTPEHHWE OpraHbl NMepeMeLLatTcs HMXKe Mx GU3Monoru-
4eCcKoro pacnonoxeHus. BucueponTosbl, acCOLUMMPOBaHHbIE
¢ HOCT » TMC, NpakTMYeckn He OMMUCaHbl B NuTepatype,
33 WUCKNIOYEHWEM EeAMHUYHBIX KIUMHUYECKUX cnydvaes. Tak,
C. Dordoni et al. onMCbIBAOT KNMHUYECKMIA CNTy4ar nporpec-
CUPYIOLWMX NTO30B Y MOIOLOM XEHLWMHbI C CEMENHbIM aHa-
MHe3oM C3[], ¢ MHOXECTBEHHbIMM MTO3aMU BHYTPEHHMX
OpraHoB: NTo3bl 0benx Mnoyek, racTpoONTO3 M Aaxe onylie-
HWe MeyeHU, NaumeHTKe Obln BbICTABMEH AMArHO3 «runep-
MoBunbHbIM BapuaHT C3[l». Hapsgy € 3TuMM, onwmcbiBaeTcs
C/lyyart nTo3a nonepeyHor 060404YHON KULWKKM B Manblii Ta3
y AeBylKM B Bo3pacte 28 neT. Kak oka3anocb, CEMENHOrO
aHamHe3a (31 y obcnepyemoli He ©Obino, uccnenoBaHue
KOXMW BbISBUNIO HE3HAYWUTE/bHble W3MEHEeHWs KoanareHa
M HeM3MeHHble 3N1aCTUMHOBbIE BOMOKHA. 10 COBOKYMHOCTH
otaenbHbix cumntoMoB HACT 6bin BbiCTaBNeH AMArHo3
«C3[1, runepmMobunbHbI BapuaHT». Cpean BMCLEPONTO308B
BCTPEYAlOTC Ciyvau onyleHus ceneseHkun [19], npamoii
KMLWKK, MaTKK, TOHKOro kuweyHuka [20]. B nutepatype
[0CTaToyHo nogpobHo onucaHo BamngaHue HOCT Ha pedop-
MaLMi0 MO3BOHOYHMKA. He oCTaBnseT COMHEHMI BKNag,
nedeKToB KOMMOHEHTOB BHEKAETOYHOrOo  MaTpuKca-
KOMnareHa v 3nacTuHa U, Kak CnefcTBue, HeCOCTOATENbHOCTb
CBSI304HOr0 annapata, CTabuUAU3MpyloLLero MNO3BOHOYHbIM
cTonb, B pasBUTME MUCKPUBIEHUS MO3BOHOYHOro cronba
M BO3HMKHOBeHMe Bonesoro cuHapoma [21, 22]. B.R.Jensen
onucana CHWXKeHWEe CWUMbl MbILUL, BOKPYT KOMEHa, YTO MOXeT
HapylwaTtb BMOMeXaHWKy [OBWXKEHWI B KONEHHOM CyCTaBe
M BbI3blBaTb HapyWeHUs B [BWXKEHUW CErMEHTOB
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MO3BOHOYHMKA. MbILWLbI, CTaOUNU3MPYIOLLME MO3BOHOUYHMK,
He 4BASKTCS UCKIKYEHUEM, OQHAKO 3Ta Teopus TpebyeT
fanbHenwero usyyenus. C Apyroit CTOpPOHbI, B MTepaTtype
OMUCBHIBAETCS CHUXKEHWE NMPOMNPUOLENTUBHON YYBCTBUTENb-
HocTu y Ay ¢ TMC u, Kak cnefncTBue, BOSHUKHOBEHME NPO-
6nem c 6anaHcupoBaHueMm Tena [23, 24]. HapyweHHoe
nocTypanbHOe paBHOBECME MPUBOAMUT K [LOMOSNHUTENbHOWM
Harpyske Kak Ha CBSI304YHbIM annapat, Tak M Ha Mbllllpbl —
cTabunm3aTopbl NO3BOHOYHMKA.

OpHUM m3 yacTbix nposisnerHuit HACT 9BnseTcs MUonus
pa3HOM CTeneHn TAXEeCTH, O4HAKO 06 PacnpoCTPaHEHHOCTH
muonum cpegu auy, ¢ TMC M3BECTHO HeAOoCTaTOYHO.
B HebonbwoM uccnepoBaHuu (n = 56), NpoBeAEHHOM B
Kutae, 6bina 0bHapyxeHa CBS3b rMnepMobunbHOCTM NoKTe-
BOrO CyCTaBa C PaHHEN MUOMMEN TSAXKENON CTeNEeHN U MyTa-
unsmMm B reHax, kogupyrwowmx COL2A1 wnm COL11A1,
HO B LLeIOM r’MnepMoBuIbHOCTb CYCTaBOB MO COOTBETCTBYHO-
MM WKanam He oueHusanach [25]. B opyrom mnccneposa-
HuM 6bino obcnenoBaHo 44 MmauMeHTa: cpeau NauMeHTOB
¢ C3[], nocToBEpPHO Yallle BCTPEYaNMCb MUOMMS M aHOMasb-
HOoe CcTeknoBMAHoe Teno [26]. Perynauns MOTOPHOWM aKTuB-
HOCTM MULWLEeBOAA — C/IOXHBIA MeXaHW3M, KOOPAWHWUPYIO-
WMIACA 3@ CYEeT CepOTOHMHEPIUYECKOM, XONUHEPTUYECKOW,
NYPUHEPTUYECKON U HUTPUTEPrUYecknx cuctem [ 27]. OaHmm
M3 TNAaBHbIX PErynsaTopoB MOTOPHOM GYHKUMM NULLEBOAA
anseTcs 6nyxaalowmin Heps. BonokHa 6nyxpatowero
HepBa OCYLLEeCTBAAIOT PerynsaTopHy QYHKLMIO Yepes HepB-
HOe CrnaeTeHune NOACAU3UCTOro cnos. [1o AaHHbIM AnTepaTy-
pbl, OAHOM U3 NpuyMH Bonee yacToin BCTpevyaemoctn MPB
B rpynne NMC moxeT 6biTb aedununt TeHacumHa (TNX) [28].
TNX B 3penoi TKaHW HaxXoAMTC B HEOONbLIOM KOMYecTse
B CyXOXMNMAX 1 xpswweson TkaHu, B XXKT akcnpeccupyetcs

UCKNYUTENBHO B TelaX HEMPOHOB, B YAaCTHOCTU B HEWpPO-
Hax MOLCAM3UCTOrO CNOS U Me3eHTEPUANbHOTO CNAETeHMS,
yto 06yCcnaBnMBaeT QYHKUMIO MPoBeAeHWS BO36YXAeHMS
B MMaAKOM MYCKYnaType W 3nuTenunanbHbIX KneTkax. Takke
obHapyxeHa TecHas B3aMMOCBA3b YyBCTBUTE/bHbIX BOSIOKOH
6nyxnatowero Hepea M TNX — npu HeQoCTaTOYHOCTU TeHa-
CUMHA CHWXKAETCS MOPOr YyBCTBUTENBHOCTM adPepeHTHbIX
OKOHYaHMIi Bnyxpaatolero HepBa, YTo NpMBOAMT K Honee
AKTMBHOM MMNYNbCAUMKM U pPenakcaumm HUXKHEro nuuLeBos-
Horo cduHkTepa [29]. onmxocTeHOMennsa — pa3HOBUAHOCTb
nopaxeHus KOCTHol cuctemsl npu HOCT, npy koTopon npo-
MCXOAMT yannHeHue KoHeuyHoctel [30]. MexaHu3M BO3HWMK-
HOBEHMS A0NMXOCTEHOMENWUM ManousyyeH u TpebyeT fanb-
Helilero uccaenoBaHms.

BbIBOAbI
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HOW TKaHu, Haubonee 4acTo C BOB/MEYEHMEM OMOPHO-
[BUratenbHoOro annapata (LOAUMXOCTEHOMENUS, XpycT
B CyCTaBax, UCKPMBEHME MO3BOHOYHMKA) M KOXM (Tnnepa-
NACTUYHOCTb, KenouaHbele pybubl). HecmMoTps Ha oTcyTCTBME
CooTBeTCTBMSA HOPManbHbIM KPUTEPUSM MOHOTEHHbIX GOpPM
NaTonorMm COeLUHUTENBbHOW TKaHW, B YAaCTHOCTU CMHAPOMY
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MCcCnenoBaHMEM AN ONpeaeneHns MONEKYNSIPHbIX Mapke-
pOB nartoreHesa.
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