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ABTOpBI 3aAAB/IAIOT 00 OTCYTCTBUY BUHAHCHPOBAHIS
PV IPOBEEHNN ICCIeTOBAHIIA.

2
ABTODBI IEK/IAPUPYIOT OTCYTCTBME ABHBIX
U TIOTEHIMATLHBIX KOH(INKTOB MHTEPECOB,
CBA3AHHBIX C MyOIMKaIMell HaCTOAIIel CTaThM.

AHHOTauMA

HacrefctBeHHBIe 3a60/1€BaHMs C NIPEUMYLIECTBEHHBIM [IOPKEHNMEM COEAMHUTEBHOM TKAHM XapaKTepU3YITCS KOXKHBIMI
HpOHBHeHI/IHMI/I, I‘]/IHepMO6I/UIbHOCTbIO CyCTaBOB, aB pﬂ;ue cnyqaeB —_— HaTOHOI‘I/IeﬁI prI‘I/IX OpraHOB " CUCTEM. B CTaTbe HPI/IBO-
auTcs 0630p Hanbosee 3HAYVMBIX IPOSIBIIEHNIT ZAHHOTO CUHIPOMA.
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Summary
The majority of patients with hereditary connective tissue diseases have cutaneous signs, joint hypermobility and sometimes
pathology of other organs and systems. The review of the major symptoms of this syndrome is given in the article.
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BeepneHve

CUHIPOM TUIIEPITACTUYHONM KOX1 ObIT BIEPBbIE fie-
TaJIbHO OIMCAH HAIIMM COOTEYeCTBEHHNKOM, BpadoM-/iep-
maronorom A.H. Uepnory6osbiM 6onee 100 et Hasap u
MpefCcTaBIeH UM Ha 3acefaHny MOCKOBCKOTO JlepMaTo-Be-
Hepoornieckoro obmiectBa B 1891 1., a mecarmmerveMm
IIO3Xe ero ImocienosaTe/ibHo omucanu pardyanud E. Ehlers
(1901) n Pparuys H.A. Danlos (1908) [1, 2]. HasBanue
CUHIPOMY 6bUI0 maHO B 1936 I. M3BECTHBIM AHIJIMIICKUM
mepmatornorom EP. Weber, koTopblit Ipefnoye IpourHopu-
poBarb nepBeHcTBO A.H. YepHOry60Ba, XOTS HEIPENB3sAThIE
3apybexHble CIEIMaMUCTbI IO CUX IOP CYUTAIOT €ro OIU-
canme cambiM ay4dumm [3]. Keratn, B 1978 1. my6nukanus
A H. Yepnory6oBa 6bU1a IepeBefieHa Ha aHIIUIICKUIL SI3bIK,
HO 3aKOHOMEpHO IpenaHa 3abBenuio [4]. ViHTepecHo, uTo B
Poccyu MHOTHE IPaKTUKYIOLYIE CETOFHSI Bpady BOOOIIe BCe
CHMIITOMBI CHHIPOMa PacCMAaTPUBAIOT KaK «Hexndepen-
LMPOBAaHHYIO [UCIUIA3MI0 COENVMHUTENbHON TKAaHU», IIPO-
TUBOIIOCTABJIsIsl €€ M3BECTHBIM HO30/I0TMYeCKUM (GopMaM.
OueHb BaXKHO ITOHMMATD, 4TO 0603HaueHMe «Hennddepen-
I[MpOBaHHAs AVCIUIA3UA COENUHUTEIbHON TKaH» ABIACTCA
MCKYCCTBEHHBIM, OHO HIYeM He 0O0CHOBAHO I CO3[4eT IIy-
TaHNIIY B TepMMHOOTUY. [IOCTaTOYHO NMPOCTO CKa3aTb, YTO
0f06HOI GOPMYIMPOBKY HET U BO BCEOObEMITIOIEM KaTa-
jIore TeHeTM4ecKy 0OYCTIOBIIEHHBIX 3a00/IeBAHNUIT YelOBeKa
(snextponHas o6HOB/sIEMas Bepcuss OMIM).

C mMMPOKNM CHEKTPOM MPOSIB/ICHNIT CUHpPOMa BCTpe-
YaIOTCS BpPaul pasHbIX CIIEINaTIbHOCTEN, OfHAKO B COBPEMEH-
HbIX HAyYHbBIX CTAaThSIX IPM3HAETCs (PAKT IMIOAMATHOCTUKI
9TOro 3a607MeBanus [2, 5]. MeXXIMCUNIUIMHAPHBII JVAIOT He
BCeITia MOMy4YaeTCs, M BO MHOIMX C/TydasX IPOMCXONUT Of-
HOOOKMIT aHA/IM3 CHMIITOMOB B PaMKaX KOHKPETHOII y3KOil
crenuaybHOCTH. Tak, HapuMep, B Te4eHNe MHOTUX JIeT PeB-
MAaTOJIOTY B Pa3HBIX CTPaHAX BBICKA3bIBAIN IPEAIONIOKEHIe
0 HACJIeICTBEHHO} IpMUpORe TaK HA3bIBAEMOTO CUHAPOMA
TUIEPMOOIIBHOCTY CYCTAaBOB. BrepBble 06 m30/mMpoBaH-
HOM IOPKEHN! CYCTaBOB Y TPYIIIbI GOMBHBIX COOOLMIN
J.A. Kirk ¢ coaBt. B 1967 1. [6]. 3HaunTeNbHAS YACTh MAI[VEH-
Tabnuua 1. MepeyeHb OCHOBHbIX NMPOSIBNEHNIA BEXKHENLLINX FEHETUHECKIMX
33boneBaHuin COe,EI,l/IHl/ITe)'IbHOIZ TKaHU

CvHppom MapdaHa HecoBepweHHbii  CuHppom YepHory6osa —

ocTeoreHes 3nepca — [lannoca

AYTOCOMHO-AOMUHBHTHBIN | AYTOCOMHO- [eTeporeHHas rpynna
TN HAcNenoBaHnsa OOMWHAHTHbBIN TUN | 38boneBaHuii

HacnenoBaHns
«MapdaHoMaHbIN» JlomkocTb KocTen | lNoBblLLEHHas 31aCTUHHOCTD
theHoTUMM: KOXM
- apaxHOdaKTUNS,

— BbICOKWI POCT,

- LIMHHbIE KOHEYHOCTY,

- AedopMaLmsa rpyamHbl
(pectus excavatum/
carinatum),

- CKO/Mo3

Mnoxoe 3axvBneHne
paH ¢ hopM1pOBaHKEM
aTpodusecKmx pybLos

SKTOMNMA XPYCTaNmKa Hwuskwmit poct

TMnepmMobunbHoCTb MnepmobunbHocTb | MMnepmobunbHOCTL
CYCTaBOB CycTaBoB CyCTaBOB
Pacwvperme aopTbl Tonybble cknepbl [eHepannsosaHHas

HECOCTOATE/IbHOCTb
COeaMHUTENBbHOM TKaHW, B
T. Y. BHYTPEHHNX OPraHoB

TOB He HPEIbsBIIIN XKalI06 U OCTaBAIUCh 6eCCUMIITOMHBI-
M IIpY fA/IbHETIIeM Hab/IOAe NI, OFHAKO Y YacTy 60IbHBIX
HaOmofamucey Hecennudecke anobsl B Bujje OBbIILIEH-
HOJ YTOM/ISIEMOCTH, HE[IOMOTAHMsI, KOCTHO-MBIIIEYHBIX 00-
neit u TpeBoXXHOCTH. [T03HEee OBIIN OIMCAHBI OTIOTHNUTETb-
Hble CYIMIITOMBI C BOBJIEU€HEM B IIPOLIeCC OpraHa 3peHus U
KOXXI, UTO Ha IIPAKTHKe IIPUBETIO K Heobxonumoctu gudde-
PEeHLMpPOBaTh JaHHOE COCTOsHME C cuHApoMoM MapdaHa,
cuugpomoM YepHory6osa — nmepca — [laHmoca 1 HecoBep-
IIIEHHBIM OCTEOT€HE30M — BaXKHENIIMMI HACTIENCTBEHHBIMU
3a00/IeBaHISIMY C [IPEUMYILIECTBEHHBIM IIOPAXKEHUEM COENI-
HUTeNbHOM TKaHU [7-9]. [lepeyeHb OCHOBHBIX IIPOSIB/ICHUI
CMH[IPOMOB IIpeICTaBieH B Tabyige 1.

Kak BuAHO U3 TabnuIbl, B XapaKTePUCTUKAX YKa3aH-
HBIX CUHAPOMOB MMEIOTCSI 061I[11e YepPTHI, HO B OHMX C/Ty4asix
OHM ABJIAIOTCA KapAVHATIbHBIMI CIMITOMAMI, a B OPYIUX —
CTabOBBIPKEHHBIMM WIM €OMHCTBEHHBIMU PU3HAKAMIL.
IToMuMO 3TOrO0 HAfO YYMUTBIBATh, UTO [jIsi OOMBLIMHCTBA
HACTIENCTBEHHBIX 3a00/IEBAHMIT B IPUHIMIIE XapaKTepHa
BapuabebHas SKCIPECCUBHOCTD IPU3HAKOB, U KaXK[IbIT 13
CUHIPOMOB MOKET OBITD IIPECTABIIEH JIUIIb YACTHIO U3 BCEX
BO3MOXKHBIX CMIITOMOB. B TOoM umcrne u «mapdaHougHbIi»
¢denotun He cuuraercs 6o/ee CTPOro MATOTHOMOHUYHBIM
s cuHpgpoMa Mapdana. B Hacrosiiiee Bpemst mpusHaeTcs,
YTO C ONpeNe/IeHHON YacTOTOM OH BCTpedyaeTcsi IpU psifie
IPYIUX MAaTONIOIMYeCKuX cocTossHmii [10], B ToM dncre:

. BposxieHHasA apaXHOZAKTIIINA C KOHTPAKTyPaMI;

. CemMeliHas aHeBpYU3Ma IPYHOTO OT/eNa A0PTHI;

. CeMeTtHOe pacclIoeHne CTEHKIU A0PThI;

. CeMeriHast 9KTONMA XPYCTA/INKA;

. CemeitHblit MapdaHOUIHBI (EeHOTHUII;

. MASS-deHoTun (mpormanc MUTPanbHOTO KIAIaHa,
pacupeHIe aOpThl, UISMEHEHIA KOXI M CKe/leTa);

. CeMeTiHBIIT TPOJIATIC MUTPAIbHOTO KIIallaHa;

. Cunpgpom Cruknepa;

. TomonmcTunypus;

. Cunppom Yepnory6osa — Iepca — [lansoca.

Bce 3To b mogTBepXAaeT TOT (PaKT, YTO TaK Ha-
3bIBaeMble Map(aHUONHbIE XapaKTePUCTUKM ABJLAIOTCA
BHOMHEe AU depeHIIMPOBAHHBIMY, T€HETNIeCKN 06yCIoB-
JICHHBIMI IpU3HAKaMy, HaOMIOfAIOIVIMMCSA IpU PasHBIX
3a60/IeBaHNUAX C IOPaKEHIEM COeNMHUTEIbHOI TKaH!. [o-
ny6ble CKIepbl, paHee CYMTABIINECS IATOTHOMOHUYHBIM
IIpOsIBJIEHNEM HECOBEPLIEHHOTO OCTeOreHesa, ceif4ac Ipu-
3HAIOTCSI HeCIel(pUIeCKUM IPOsIBIeHIEM BPOXIAEHHOTO
medekTa KoareHa. I[WMIIepaTacTUYHOCTD KOXKMU, COIPO-
BOXKJIAIOI[AsICI BO3HMKHOBEHNEM MHOXXECTBEHHBIX 3KXMU-
MO30B IIpM Majlelillell TpaBMe, IJIOXUM 3XMBJIEHMEM paH
M TMOBBIIIEHHO CKIOHHOCTBIO K aTpoudYecKuM pybduam,
OIIICaHa TaKXXe Y 6OMbHBIX ¢ cuHApoMoM Mapdana, a mato-
JIOTMYecKasl TOMKOCTb KOCTell BCTpeYaeTCs NP BCeX Tpex
cuHapoMax. [losToMy HeyAMBUTENbHO, YTO Ha IPAKTUKE Y
Bpadyell PasHBIX CIELMAIbHOCTEN BO3HUKAIOT TPYLHOCTHU
mnddepeHnnanbHO FUATHOCTUKY, OCOOEHHO MPY CTEPTHIX
¢dopmax 3aboneBannit. COrIaCHO COBPEMEHHBIM IIPELCTAB-
JIEHNAM, MOJIEKY/IIPHO-TeHeTIYeCKasA JUarHOCTHKA JODKHA
OBITh peIAONINM METOLOM B IIOATBEP)KAEHNN [UATHO3a, HO
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IO CHX TIOp €ro BO3MOXKHOCTH IPY PACCMATpPUBAEMBIX 3a00-
JIEBAaHUAX B CYITY PAa3HBIX IPUYMH, B TOM 4MCIIe TPYLOEMKO-
CTU ¥ OPOTOBU3HBI, CMJIPHO OTPaHNYEHBI.

Yro KacaeTcsi CMHAPOMA TUIIEPMOOUIBHOCTH CyCTa-
BOB, TO B HacTosdAlllee BpeMs €ro IPUHATO pacCMaTpUBATh
B CIIEKTpe MMHMMAaIbHBIX IposAsnenui III tTuna cungpoma
Yepuory6osa — Onepca — Jlannoca [11]. Crenyer ckasars,
9TO TUIEPMOOMIBHOCTD CYCTaBOB, HE COIPOBOXKAAIOIIA-
ACA APYTMMM KIMHMYECKUMM CYMIITOMaMM, BCTpedyaeTcs
4acTo, a y AeTell MOXeT ObITh (PU3MOIOTIIECKOl HOPMOIL.
ITpy Mcnonb30BaHMM CTAaHAAPTHBIX AMATHOCTUYECKUX pe-
KoMeHparuit Jelsma et al. (2013) BbLABMIM THIIEPMOOWID-
HOCTb y 64% [ieTeil C 3alep>XKOJi MOTOPHOTO PasBUTUA U
y 33% nerteit ¢ HOpMaIbHBIM pa3BuTueM [12]. ¥ meBouek u
IIpefcTaBUTeIell MOHTOMOUHON pachl [AHHBIN (eHOMEeH
HaO/MIIofaeTcsl Yaie, ¥ C BO3PACTOM YaCTOTA BBISBICHUS
rUIepMOOMIBHOCTY CHIDKaeTcsl. OHAKO, IO OLjeHKaM 9KC-
epToB, IpuMepHO 30% B3POC/IBIX UMEIT TUIEPMOOIIb-
HbI€ CYCTaBbl, UTO, KaK IIPaBUJIO, BBIABIIAETCA CIy4aifHO B
XOZle MeAMIMHCKOro ocMoTpa. Hamuune xanob u gomon-
HUTE/IbHOI CUMIITOMATUKM Y JIMI] C YPE3MEPHO IIOJBIDK-
HBIMM CycTaBaMy roBopuT B monb3y III tuma cmapgpoma
YepuoryboBa — Imepca — Jlanmoca. OH OTHOCHTENb-
HO YacTO BCTPE€YaeTCsA, HO IO HAHHBIM M3 JMUTEpPaTyPHBIX
MCTOYHMKOB 3HAYMTETbHO peXXe AMarHocTupyercs. Tem He
MeHee B HEKOTOPBIX CTPaHaX B CHeLMa/lIN3MPOBAHHBIX PeB-
MaTOJIOTMYECKUX K/IMHUKAX JUAarHo3 CHHAPOMa TMIepMO-
OMIBHOCTM CTABAT Yallle, YeM AMarHo3 aHKMIO3MPYIOIIero

BEHEPOJIOI A / DERMATOVENEREOLOGY

CIIOHAIMWINTA WIN IcopuaTndeckoro aprpura [13]. He BbI-
3bIBa€T COMHEHUIT, YTO MPOSB/IEHUS TUIEPMOOMIBHOCTI
CYCTaBOB He/b3s UTHOPUPOBATD, U Y>Ke B IeTCKOM BO3pac-
Te BaXHO (OPMMPOBATb IPYNIBI PUCKA IO BO3MOXKHBIM
KOCTHO-MBIIICYHBIM OC/IO>KHEHUAM (HaIpuMep, B pe3yib-
TaTe TpaBM) JWIN B IUIaHE MOABJIEHNA C BO3PACTOM JIPYIUX
CYMIITOMOB, HaIIpuMep MOPaKeHNUA CepIevHO-COCYAUCTON
cucCTeMbl. B 3aBUCHMMOCTM OT THUIIA CHHApPOMA ¥ Xanob
60/bHBIE B TEUEHNe >KU3HM HAOMIOAIOTCS Y KapAMOJIOra,
odTasbMOIIOra, peBMaTO/IOTa, HeBPOJIOTra, IICUXUATpPa Jaxe
6e3 popmManpHOrO AMATrHO3a TEHETMIECKOTO 3a00JIeBAHIISL.
B dvactHOCTM, 60/€BOJI CHHOPOM MOXKET HAallOMUHATh U
mpuHMMaTbcst 3a ¢ubpommanruo. Hespomormdeckas n
IICUXMaTpudeckasd CUMIITOMATHKA, BKIIOYAA JEIIPecCUI0 U
CKJIOHHOCTb K CYMIVJY, pacCMaTpMBaeTCsA BHE OCHOBHOII
narororuu [14]. MHorue nmanyeHTsl CTpafialoT OT QYHKINO-
Ha/IbHBIX HAapYIIEHNUI BEreTaTMBHOV HEPBHO CUCTEMBI, U3
KOTOPBIX Hambosee 4acTo OOHAPYXMBAETCA CHHAPOM IIO-
CTypaJIbHOI OPTOCTATUYeCKOl TaxuKapauu [15].

B 2017 r. MmexxgyHapogHas Knaccmbm(aum{ CUHJIpOMa
ObL/Ia TIepeCMOTPEHA € YIeTOM HOBBIX IaHHBIX [16]. B HacTo-
slee BpeMsA BBIAENAT 13 TUIIOB CMHPOMA 6e3 MIOPSAIKOBOIL
HyMepauuy puMcKuMy Iyppamu, KoTopas 6bUIa B CTapoil
knaccuukaryy. YactoTa BCTpedaeMOCTM KaXKOTO THIIA
cubHO Bapbupyet. Hanbomee 4acTo BCTpevaeTcst InepmMo-
6ubHOCTH cycTaBoB (1:5000) 1 kmaccudaeckuit tui (1:20000).
JIarHo3 cTaBAT Ha OCHOBaHUM COYeTaHMA IPU3HAKOB, KOTO-
pble TopoOHO omycaHbl B Tabmie 2 .

Tabnuua 1. InarHoctnyeckue Kputepumn cuhapoma YepHorybosa — 3nepca — [aHnoca

PeKOMeH,D,geTCFI CTaBUTb OWardH03 npuv Hann4nm ogHoro 1 6ornee 13 0OCHOBHbIX
)‘KVIprIM LLIDI/IC]JTDM B Tabnuue BbloeneHbl X3pPaKTepHble NMPU3HaKM KaXxaoro tm

KpuTepureB B COYETaHUn C O0MONHATENBHOW CUMMITOMaTUKOMN.
rna

TeHacuMHa-X He MeHee YeM Ha 50% no
AYTOCOMHO-peLieccrBHOE CPaBHEHUIO C HOPMO#A
HacnenoBaHve

Tun cuHapoMa, HacneposaHne  OCHOBHble KpUTEpUM JAononHuTenbHble KpUTEPUU leHeTuyeckan aHoManus
Knaccuyeckun [OBbILEHHaA PACTAXMMOCTD KOXM Msirkan 6apxaTncTas Koxka AHoManus konnareHa V
(06beauHseT | u 1l Tvnbl ctapoit | Lnpokue aTpodmyeckue pybubl MonntockonopobHble NCeBAOONYX0N unv | (peako) Tuna
KnaccuduKaLmm) MMnepMobunbHOCTL CYCTaBOB OCNOXKHEHWS TYNEpMOBUIBHOCTY CYCTABOB (pacTseHne

CBSI30K, AVICIIOKALMM 1 MOABbLIBMXM, NIIOCKOCTOMNME) MyTauum reHoB
AYTOCOMHO-A0MUHaHTHbIV TUM MMNOTOHMA MbILWLL COL5A1
HacnepoBaHus 3afep>KKa MOTOPHOro PasBUTUS COL5A2

oBbIWEHHasA CKNOHHOCTb K TPABMaTU3aLMN KOXKMN COL1A1

NoBbILLEHHas PACTHKUMOCTb 1 HEMPOYHOCTb

LPYrux TKaHew (HanpyMep, rpbiKu, B TOM Y1cne

NOCNEonepaLnoHHbIE)

JVCTOHWS WENHOro OTAENa NO3BOHOYHMKA

OTAroueHHbIM CEMENHbIN aHaMHE3
Knaccuyeckui ¢ MNposiBNEeHWS KNaCCUYECKOro TMNa B MpenMyLLECTBEHHaS FTMNEPMOBUIBHOCTb NIEYEBOr0 1 MyTaLumm reHa TeHacLmHa
HEeA0CTaTOYHOCTbIO TEHACUMHA | COYETEHMM CO CHUXKEHNEM B KPOBM rO/IeHOCTOMHOMO CYCTaBOB TNXB

Tepudepuyeckme oTexn
[edopmauum cton
MonnHeponaTua

OnyLLeHVie BHYTPEHHWX OpraHoB
Atpous v cnabocTb MbiLLL

MnepmobunbHocTb cyctaBoB | Cnabo BbipaxeHHble KoXKHble CUMATOMbI | PeLavBupyioLLme AUCNOKaLumMn CYCTasoB MepBuYHbI edeKT
(run Il ctapon knaceudmkawmy) | feHepanuaoBaHHas rUnepMobunbHOCTL XpoHuuecKas borb B CYCTaBax/KOHEYHOCTSX HEN3BECTEH
CycTasoB OTaroweHHbIM cemMelHblii aHaMHe3
AYTOCOMHO-A0MUHaHTHOE [MaTonorus BUCOYHO-HUXHEYENCTHOro CYCTaBa Co
HacneposaHue CMelLLeHneM A1CKa
PesncTeHTHOCTb K NMAOKaWHY NPY MasbiX XMPYPrtdecKmnx
1 CTOMATONOMMYECKNX BMELLATENbCTBaX
CocyaucTbin (paHee Tun 1V) ToHKasi, TPOCBEYMBAIOLLAS KOXa Akporepus AHOManMu KonnareHa
HenpoyHocTb vnu paspbiBbl apTepuis, [VNepMobunbHOCTb MENKNX CYCTaBOB Il (peako — 1) Tvna
AYTOCOMHO-AOMUHAHTHOE CTEHOK KMLLEYHUKE, MaTKM BO BpeMst PaspbiBbl MbILLL, 1 CYXOXNAIA
HacnenoBsaHne 6epemeHHOCTM Koconanoctb Mytaumm reHos COL3AT;
CKNOHHOCTb KOXW K TP3BMaTM3aLmmn PaHHee Bapu1Ko3Hoe pacluMpeHme BeH COL1AT
XapakTepHoe Lo ApTeproBeHO3HbIe UCTYbI €.934C>T, p.(Arg312Cys)
MHEBMOTOPaKC/MHEBMOreMaTopPaKC ¢1720C>T, p.(Arg574Cys)
[ecHeBble KapMaHbl €.3227C>T, p.[Arg1093Cys)

OTAroLeHHbIN CEMENHbIN aHaMHES
Cny4av BHE3aMHOM CMepTV BavKaliLLvX POACTBEHHUKOB
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CeppAeyHo-KnanaHHbIn
AYTOCOMHO-peLieccuBHOe
HacnenosaHvie

ApTpoxanasus
(paree Tvnbl VIIA 1 VIIB)

AgTOCOMHO—,D,OMMHaHTHOQ
HacnenoBaHve

CnoHauno-gucnNacTUYecKun

AUTOCOMHO-peLLECCVIBHOE
HacnenoBaHne

MwuonaTtuyeckuin
AYTOCOMHO-peLieccuBHoe
WM 8YTOCOMHO-A0MUHaHTHOE
HacneposaHue

BoipaxeHHble aedexTbl knanaHos cepaua | dedopMauws rpyavHbl

Tspkenas reHepanM3oBaHHas
rMNepMobunbHOCTb CYCTaBOB C
NoABbIBMXaMK

BpoxAeHHbI ABYCTOPOHHWIA BbIBUX
6epnpa

TMNOTOHUA MbILLILY
HW3KwMit pocT 1 CKpUBNEHWE
KOHeYHoCTen

BpoxpaeHHas aTpodus u cnabocTb MbiLL,

YMeHbLUaoLW3ACa C BO3pacToM

KOHTpaKTgpr MPOKCMMaSbHbIX CYCTaBoB

YpesMepHas NOABWKHOCTb CYCTaBOB

MoBbiweHHas P3CTAXKMMOCTb KOXXWN

[oBbIWEHHas PACTSHKMMOCTb KOXKM

[NoBbILIEHHaA CKNOHHOCTb TKaHEW K TPaBMaTN3aLmm

Atpocudeckme pybLipl
MHOYeCTBEHHbIE AKXMMO3bl
MbllEeYHaA rMNoOTOHMA
Kndocoknmos

PeHTreHonorn4ecky NoaTBEP>KAEHHas He3Ha4YMTENbHas

ocTeoneHua

[NoBbILEHHasA PACTHKUMOCTb KOXKM
3a0epKKa MOTOPHOIO PasBUTHS
KorHWTMBHbIE HapYLLEHNS

YpesmepHas NogBMXHOCTb CYCTaBOB
3adep>KKa MOTOPHOMO Pas3BUTUA

AHOManuu KonnareHa
| TMna
Mytaumm reHa COL1A2

AHOManuu KonnareHa
| TMna

MyTauum reHos
COL1A1, COL1A2

MyTaLms reHos
B4GALT7
B3GALT6
SLC39A13

AHOManus KonnareHa
XIl Tvna
Mytaums reHa COL12A1

CvHAPOM XpYnKoii poroBuLbl Xpynkas poroBuua c Yyrpo3oi pa3pbiea nyxota MyTauus reHos
AYTOCOMHO-peLieccnBHoe lony6bie cknepbl Jlerkue KoHTpaKTypbl NanbLes ZNF469
HacnegosaHue PaHHWi1 KepaToKoHYC 1 KepaTornobyc MNepMobrnbHOCTb ANCTaNbHbLIX CYCTaBOB PRDM5
Taxenas mvonus
OTCNOMKa CeTYaTKM
3aknioyeHue

C mpakTU4ecKOl TOUKM 3PeHNsT BCeT/a CIIefyeT IOM-
HUTB, YTO Y OZHOTO TAIJMEHTa BO3MOXKHO COYeTaHye IpU-
3HAKOB Pa3HBIX HO30/IOTMYeCKUX (HOPM, a Ha IlepBOe MeCTO
B K/IMHUYECKOI KapTUHE MOTYT BBIXOANTb HEOXUAHHBIE
CHMIITOMBI ¥ HOpPaKeHNe APYIUX OPTaHOB M CUCTeM. Be-
[eHNUe MAI[IeHTOB C NMPU3HAKAMM TEHETUYECKN HeTepPMU-
HIPOBAHHOJ [ATOJIOTMM COEAMHUTENTBHONM TKAaHV OOBIYHO
TpebyeT MeXIAMCLMIUIMHApHOro mopxona. Cunppom Yep-
Horybosa — Onepca — JlaHnoca — Hanbosee 4acTo BCTpe-
Jarolleecs 3a00/1eBaHMe U3 BCETO CIIEKTpPa IATOIOTUU 3TOTO
TUIIA, TIPY 3TOM Ype3MepHasi HOABIDKHOCTb CYCTABOB MOXKET
6bITH IIEPBBIM I/IVL OCHOBHBIM €T0 IPOsIBlIeHNeM. B kauecTBe
YHMBEPCa/IbHOTO IIOXOfa CIelyeT PeKOMEHIOBAaTh MCCIIe-
[OBaHME MOJBIDKHOCTY CYCTAaBOB y KaX[Oro pebeHka Ha
HefUaTpUIecKoM IIpHeMe WIN BO BpeMs FUCIAaHCepM3aLin
[17, 18]. InmepMo6UIBPHOCTD OLIEHNBAIOT B CIEAYIOLINX CY-
CTaBax CIpaBa I c/ieBa: pasrnbanue B IATOM MeTakaproda-
JIAaHTOBOM CycTaBe Ha 90° IpuBefieHMe OOMBLIOTO Masblia
K BHYTpEHHell I0OBEPXHOCTH MpeAIIedns (puc. 1); mepepas-

Puc. 1. TnepMobunbHOCTL CYCTaBOB NpY CUHAPOME
YepHorybosa — 3nepca — daHnoca
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rnbaHye B JIOKTEBOM CycTaBe cBbllle 10° nmepepasrubanue
B KOJIEHHOM CycTaBe cBblile 10°% crubaHue B MOSCHUIHOM
OT/e/Ie TI03BOHOYHMKA C IPAMBIMY HOI'aMU M YIOPOM JIa-
TOHAMU B IOJ. IIOBBIMIEHHYIO PacTKUMOCTb KOXMU Olie-
HYBAIOT IIyTeM OTTATUBAHMA KOXU U IOJKOXXHBIX TKaHell B
HECKO/IPKUX JIOKa/IM3alyAX: 1) BHYTPeHHAA IOBEPXHOCTD
IIpefIUleybs] HeLOMMHAHTHON PYKM, AMCTaIbHbIE YIaCTKU
MpenIIeYnii M ThUIa KUCTeN (pacTsHKUMMOCTb 1o 1,5 cm),
2) o6acTh 1LIeM, TOKTEBBIX ¥ KOTEHHBIX CYCTaBOB (pacTs-
KXUMOCTB 0 3 cM) (puc. 2). TmarensHbiil c60p aHaMHe3a
U OCMOTP KOXKI IIO3BOJLAIOT y>Ke Ha IIepBUYHOM IIpueMe
copMmpoBaTh IPyNIBI MALMEHTOB, KOTOPBIM TpebyeTcs:
AUCIAHCEpHOe HAOMIOfieHNe, KOHCY/IbTALUN CIIEL[UaINCTOB
U 7ie9e6HO-IIPOPUIAKTUIECKIe MEPOIIPHATIS, @ TAKXKe Me-
AMKO-TeHeTIYeCKOe KOHCY/IBTYPOBaHNe I/I1 WICHOB CeMeil.

Puc. 2. MoBbILLEHHas PACTSXKUMOCTb KOXKW NPU CUHOPOME
YepHorybosa — 3nepca — [daHnoca
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