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BOJIOKOH, C MOPAXEHNEM KOXU, ONOPHO-ABUraTesIbHoro annapara n Apyrux
0praHoB. Ha OCHOBaHWUW WCCREA0BaHUIA, NIPOBEAEHHbIX B MOCIEAHNE TOLbI,
paccmaTpuBaeTCs KIMHUYECKas KapTuHa M [MAarHOCTUKA BCEX BbIAENEHHbIX
TMOB 3a00716€BaHNSA, KOTOPbIE MOryT BCTPETUTLCA B PaboTe Bpaya 06Luei
npaKTUKN.
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CI/IHI[pOM Anepca—Jlanno (CHO]1) — 3aboneBaHue, KO-
TOpOe HeJyacTo BCTpevaeTcs B paboTe Bpada oOIIeit
MPaKTUKU, HO MMEET TSDKEJIble OCIOXHEHMS B BHIE pa3-
pPbIBa COCYIOB 1 TTOJIBIX OPTaHOB. DTO TeTeporeHHas rpymnia
PEeIKMX HaCJIeJICTBEHHBIX 3a00JIeBaHMI1, KOTOPast TIPOSIBIISI-
eTcs Me3eHXMMAaJIbHOM OUCIUTa3Weit M OeTepMUHUPYETCS
pasnmuyHbIMU maroJiorusiMmu B ydyactkax JIHK, komupyro-
LIUX CTpOeHUe KoJjiareHa, 1moo yyactkax JJHK, conepka-
X WHGOPMAIUI0 O OMOJIOTUYECKN aKTUBHBIX OC/IKax,
YYaCTBYIOIINX B IIPOIeccax Mpeodpa3oBaHMS €ro BOJIOKOH,
C TOopaxeHHeM KOXM, OMOPHO-ABMIaTeIbHOIO armapaTa
U Ipyrux opraHos [1, 2].

PacripocTpaHeHHOCTD BBISIBICHHBIX (DOPM COCTaBJISICT
1:15 000 poauBIIMXCS, HO peajibHasi paclpoOCTPaHEHHOCTh
ropasao Bblllle, TaK Kak 3a00JieBaHUE TPYAHO IMOMIAETCS
JIMaTHOCTUKE U CYIIIECTBYET OOJBIIIOE KOJTUIECTBO JIETKUX 1
CKPBITBIX BapMAHTOB TeUeHMS. TsKenble (hOpMbI BCTpeda-
J0OTCS JOCTAaTOYHO peako, ux yactorta paBHa 1:100 000 po-
nuBIOIUAXCS [2].
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JTNOJI0rnA N NATOMEHE3

C3Jl — 2TO COBOKYITHOCTb AMCIUIA3MIA COeIMHUTEb-
HOH TKaHU, OTJMYAIOIIMXCS TT0 BapMaHTaM HacJieJOBaHus,
1 XMMUYECKO aHOMAJTUM.

B Ooubiieit yactu BepuUIMPOBAHHBIX HAOMIOICHUN
OTMEYaeTCsI ayTOCOMHO-TOMUHAHTHBIN BapUaHT HacJlemao-
BaHUsI.

IIpu ommceIBaeMOM CHHApPOME HaOJIIOZAIOTCS MyTa-
uun B crpykrype AHK reHoB, KoOupyrolux CTPYyKTYpy
GbubpUISIpHOro 6eKa, COCTaBIISIONIEr0 OCHOBY COSIUHU-
TeJIbHOM TKaHU — KoJulareHa [2].

IIpu 3a6oneBanusx 1-ro m 2-ro TUNOB HAOJIOmAETCS
CHIXEHHME aKTUBHOCTU (brOpPO0IacTOB, MOBBIIICHHAS BbI-
paboTKa MpOTEOrTMKaHOB, NeeKT aKTUBHOCTH WJIW TIOJI-
HOE OTCYTCTBHE OEIKOB, CIIOCOOCTBYIOIINX HOPMAJTEHOMY
CO3peBaHMIO KojutareHa. MoJieKyJIsIpHbIi JeheKT oOHa-
pyxuBaetcs B reHax COL3A1 (collagen type III alpha 1),
TNXB (tenascin XB; B OCHOBHOM CONEPKUT (PUOPOHEKTUH
tuna III) mm6o B renax COLS5AI (collagen type V alpha 1).
OOHapyX1BaeTCs1 UBMEHEHHOE CTPOEHUE CTPYKTYpP KoJijia-
reHa mo TUIly «Opokkoju». Hacienytorcs mo ayrTocoMHO-
JTOMUHAHTHOMY THITY.

Tun 3 oOycnoBieH MyTallUsIMU T€HOB CUMHTE3a KOJIJIa-
rena I Tuna a, (ren COLIA2 — xonnareH I tuma, o,-Uerb).
ITposiBiIsIeTCST HEAOCTAaTOYHBIM ITPOM3BOICTBOM KOJIJIareHa,
YTO aCCOLMMPYETCS C MOpakeHNUEM CBSI30YHOTO ariapara
M YaCThIMU BBIBMXaMU CycTaBoB. [lepemaercs mo ayrocoM-
HO-PELIECCUBHOMY THITY.

Tun 4 ompenensieTcss HETOCTATOYHOCTBIO ITPOMYKITNU
KOJIJIareHOBBIX BOJOKOH 3-ro tuna (reH COL3AI, xonna-
ren III Tuna, o -uenb; pexe COLIAI — xomnaren I tuma,
0., -1I€Tb), BXOAALIMX B CTPYKTYPY COCYAMCTOM CTEHKH, YTO
TIPOSIBIISIETCS MATOJIOTUEH CepaeIHO-COCYIUCTOM CUCTEMBI,
a KOXKa MOBPEXIAeTCs MEHbIIIE, YeM MPU APYTUX MOATUIIAX
3a00JieBaHUs. YacTbl pa3pbIBbl COCY0B BCEX KATUOPOB.

IIppy 5-m THme omnuMcaH AacCOLIMMPOBAHHBIA C
X-XpOMOCOMOI pelieCCUBHbBII TUI HACJEAOBAaHUS, €ro Ta-
TOT€HE3 U3yYeH HelOCTaTOYHO XOPOUIO.

Tun 6 oOycITOBIICH HEXBATKOM OejIKa JIM3WITUIPOKCH -
Jla3bl, O0ECIIeYMBAIOLIETO IPUCOCAUHEHUE TUAPOKCUIb-
HOM IpyNibl K JIM3WHY B CTPYKTYpe KOJUlareHa, T.e. SIBJIsI-
IOIIEeTrocs KOJUTareH-MOAU(PUIIUPYIOIIUM (pepMeHTOM (reH
COLIAI — xonnareu I tuna, o -uenb; COL1A2 — Kojiaren
I Tuna, a,-uens). INepenaercs mo ayrTocOMHO-IOMUHAHT-
HoMy Tutty. [TposiBiIsieTCSl He TOJBKO MOpaXKeHUeM CBI304-
HOTO amiapaTta W AepMbI, HO U ITaTOJOTHEH 3PUTEIHHOTO
Y MBIILIEYHOTO ariapaToB.

IIpu 7-m THme HapymaeTcs MoaubuKalus Tpealie-
CTBEHHUMKA KoJjutareHa 1-ro Tumna B kosareH (ADAMTS2 —
npokoymareH-I-NmporenHasa). OnmcaH  ayTOCOMHO-
pelLIeCCUBHBIN BapuaHT HacjieqoBaHUs. Takue MaluMeHThI
XapaKTepU3YIOTCS HU3KOPOCIOCThIO U TSKEJIOU MaToa0Th-
€Il CyCTaBOB.

Tun 8 BbI3BIBacTCS MyTauusiMu B reHax PLODI (u-
sunruapokcunasa 1), FKBPI14 (FKBP22 unen cemeiicTBa
F-506-cBs3pIBalOIMX MEeNTUANUI-IPOJIMILUCTPAH-N30Me-
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pa3z). [y aToro BapraHTa XapakKTepHO ayTOCOMHO-PEIEC-
CHBHOE HaclleJOBaHHE.

Tun 9 BeI3bIBaETCS MyTalMsIMU B reHax ZNF469 (LHK-
MPOBOASIIMIA MPOTEUH C HEM3BECTHOM (pyHKLMeNH ), PRDMS
(AHK tpanckpunumoHHBIN dakTop cemeiictBa PR/SET).
XapakTepeH ayTOCOMHO-PELIECCUBHBIN TUIT HACETOBaAHMSI.

IIpu 10-m Thme HabmogaeTcs nedeKT IMIa3MEHHOIo
(pubpoHeKkTHHA, MPUHUMAIOIIETO yJyacTue B (hopMuUpoBa-
HUU MEXKJIETOYHOTO BeliecTBa (reHbl B4GALT7 — rajakTo-
sunTpaHcdepasa I; B3GALT6 — ranakro3untpaHcdepasa I1;
SLC39413 — roMmonMMepHbI TpaHCMEMOpPaHHBIN MTPOTEUH
13 [ZIP13]). Kpome K1accruecKmX IposiBJIeHNI 3a00J1eBa-
Hus, npu 10-m TUIe HaOMIOJAETCS HapylIeHUEe CBEPThIBa-
€MOCTH KPOBHU, CBSI3aHHOE C M3MEHEHUEM arperailmoOHHbIX
CBOWICTB TPOMOOILIMTOB 1 ITOJIOCOBUIHBIC PYOIIBI Ha KOXKE.
HacnemyeTcs 1mo ayTocCOMHO-pe1IeCCUBHOMY THITY.

Tun 11 xapaxkrepusyetcst mytanusiMu B reHax CHST 14
(kapOorunparcynbdoTrpaHcdepasa), DSE (nepmataHcylib-
darenmMepasza). XapaKTepeH ayTOCOMHO-PELIeCCUBHBIN
TUII HACJIEIOBAHMUSI.

Tun 12 Be3biBaeTcst MytauusiMu B reHe COL 1241, ipu
5TOM IIPOUCXOIUT HapylneHne GopMUPOBAHUS KoJulareHa
XII Tuna. XapakrepusyeTcsl ayTOCOMHO-IOMUHAHTHBIM Ba-
PUAHTOM HacjeIOBaHMSI.

Tun 13 xapakrtepusyercs myrauusimu B CI/R wnu CIS
(cyorenuauisl Clr u Cls mepBoro KOMIIOHEHTA KjIacchde-
CKOTO MYTH KOMILIEMEHTa). XapaKTepeH ayTOCOMHO-IOMU -
HaHTHBIN BapuaHT HacaenoBaHus [1, 3].

[TaTomororucronornyecku Bce BUObI COJI mposBISI-
IOTCSI YMEHBIIEHUEM TOJIIMHBI KOXM, IaTOJOTUYECKOM
HAMpaBJIEHHOCThIO M JIEKOMIAKTU3alUe CTPYKTYp KoJuta-
reHa, rpeodIaaHreM KOJTMIeCTBa 2JIaCTUIECKUX BOJIOKOH,
TUIIepBACKYISIpU3alIMeii, yBeTMICHNEM JUaMeTpa BeH U ap-
TEPUIA.

KNACCU®UKALMA W CTAOUN PA3BUTUA CUHOAPOMA
INEPCA-[1AHNO

Ha Bepaunckoii knaccudukauuu 1986 I BblmeIeHbI
9 TUTOB 3a00JIeBaHUS ¢ UCKITIOUeHUEM 9-10 1 11-T0 TUTIOB
[4]. B 2017 . onybaMKoBaHA MHTEepHALMOHAbHAS KJIWHU-
yeckasl Kiaccudukauusi, paspadotaHHas MexayHapoa-
HBIM KOMMTETOM B3KCIEPTOB, BKIIIOYaromias 13 THIIOB 3a-
0os1eBaHMSI:

* 1-ii TN — KJTaccUYECKU (TSKENbIit);

* 2-if THII — KJTaCCUYECKU-TTOOO0HBII TUIT (JIETKUIA);

* 3-ii THII — KJTaTTaHHO-CePACYHBII;

* 4-if THI — COCYIUCTBIN (apTepuajbHBINA WJIN KXU-
MO3HBIN);

* 5-ii TMII — TUTIEPMOOWIbHBIIA;

* 6-ifi THI — apTpOXala3sUiHBIN (OKYJIOCKOIMOTHYIC-
CKHUi1), XapaKTepU3yeTCsl TSKEIbIM HMCKPUBICHUEM
TMO3BOHOYHMKA, OCTCOIIOPO30M, HE3HAUYMTEIBbHBIM
BOBJICUCHNEM B ITATOJIOTMICCKUNA ITPOIIECC KOXKHBIX
TMOKPOBOB M CYCTaBHOIO arriapara, 3Hau4MTeJbHOM
PaHVMMOCTBIO TKaHEH mia3a, MOTEHIUAJIBbHO TPUBO-
TSI K pa3phIBY INTA3HOTO S0J10Ka;



* 7-ii THI — IepMaTOCHapaKCUCHBIN, XapaKTepU3yeTCs
HU3KOPOCJIOCThIO TTAIIMEHTOB, 3HAYMTEILHOU TeHEe-
parM30BaHHON TUITEPIOABUXKHOCTBIO CYCTaBOB, Clla-
OGOCTBIO CBSI30K KPYITHBIX CyCTaBOB. KokHast pacTsi-
JKMMOCTD TIOBBIIIICHA He3HAUYNTEIbHO. XapaKTepHBIC
YepTHl JIMIIA: IITMPOKO MOCaXKEHHbIE I1a3a, MUKAHT,
BIABJICHHAsI CPEIHSS YacTh;

8-ifi THmH — KHM(MOCKOIMOTUICCKUMA, TPOSIBIISICTCS
TUIIEPMOOMIBHOCTBIO CYCTaBOB, 3HAYMTEIBHON pa-
HUMOCTbIO KOXU. YacTo BcTpeyaeTcsl MepruoaoHTO3
C paHHel moTepeil 3y0oB;

9-ii THIl — CUHIPOM XPYIIKOI POTOBUIIHI,

10-ii T™MN — CHOHAMJIOAUCIUIACTUYECKUI, TTOMUMO
TAMTAYHBIX JJISI CHHIPOMA TIPOSIBICHUI, UMEETCST TH -
rmoarperamus TpoMoonuToB. Ha Koke BEISIBISIOTCS
aTpodrdecKue pyoIbl 1 KPOBOIIOTEKH;

11-if THI — MBIILIEYHO-KOHTPAKTYPHBIIA;

12-ji THI — MUOITATUYECKUIA;

13-ii TMI — TIepMONOHTANIBHEIN (3yOHOIT) [5].

B xnmHuyeckoit kimaccuduKamuu, HMCIOJb3yeMOH B
DenepanbHBIX KIMHAYECKUX PEKOMEHIAINSIX, BBIICISIOT
6 OCHOBHbIX TUIIOB 3a00JI€BAaHUS — KJIACCUYECKUIA, TUIIEP-
MOOMJIbHBIN, COCYIUCTBIN, KU(MOCKOIMOTUISCKUI, apTpO-
Xayasus, nepMmaTtocrnapakcuc [1].

KINMMHUYECKAA KAPTUHA

XapakTepHbIMU MPU3HAKaMU 1JIsI BCeX TUIIOB 3a0o0Jie-
BaHWUS SIBJISIIOTCS:

* TUIIEPPACTSKIMOCTD KOXK;

* Hajmuuue cpepys mom Koxkeii;

* TUTIEPMOOMIIBHOCTh CYCTABOB;

* PAHMMOCTbH COCITMHUTEIEHOTKAHHEBIX CTPYKTYD;

* IMTOBBIIICHHASI KPOBOTOYMBOCTb.

KnuHuyeckre mposiBieHUsl 3a00jeBaHUs 3aBUCST OT
THUITa CUHIPOMA.

Knaccuveckuit mun MeeT CISHyIONIYI0 KIMHUYICCKYIO
KapTUHY: TUIIePPACTSKMMOCTD KOXU; IITMPOKKUE aTpodude-
CKW€ pyOIIbI; TTOBBIIICHHASI MOOMIBHOCTE CYCTaBHOM CHCTE-
MBI, POBHasl, OapxaTHasl KOXa; KMCTOOOpa3HbIC Y3IIBI IO
KOXeli; OKpYIJIble HOBOOOpa30BaHUSI MO KOXel; mpu3Ha-
KU pa300JITAHHOCTU CYCTaBOB; YIUIOIIEHUE CBOIOB CTOIIbI;
MHOTHYECKas c1ab0CTh, OTCTaBaHUE ITPOTPECCUPOBAHUS
KPYITHOI MOTOPHMKU; TeMaTOMbI P MUHUMAJIBHOM BO3-
JNEeWCTBUU; TPBLKU OuacdparMbl; ¢1a00CTh MBIIIL] TA30BOTO
JTHa; UICTMUKOIIEPBUKAJIbHAS HEIOCTATOYHOCTD Y XKESHIIWH;
obpa3oBaHUe 1e(heKTOB MITKHUX TKaHE# TTOCIe OIepaIinii.

[Ipu cocyducmom mune HabIIOMAOTCS aKporepus (ae-
reHepaTUBHbIE U3MEHEHUST KOXXHBIX TIOKPOBOB PYK U HOT),
TOBBIIICHHAST TTOABMKHOCTh B MEJIKMX CyCTaBaX, pa3pbl-
Bbl MATKHUX TKaHEW OITOPHO-IBUTATEJIBHOTO armapara,
KOHCKO-BapyCHble M3MEHEHHUSsI CTOIl (KOCONarocTh), Ba-
PUMKO3HAasT IWjIaTalisl BEH B MOJIOZOM BO3pacTe, apTepro-
BEHO3HOC KapOTHIHO-KAaBEepPHO3HOE COYCThE, ITHEBMO-
¥ ITHEBMOTEMOTOPAKC, HEAOPa3BUTHUE MECEH.

TunepmobunvHolil mun TPOSIBISIETCS TIEPEPACTSIKUMO-
CTBIO KOXM, TTOBTOPSTFOIIIUMUCS ITUCIIOKALIMSIMU CYCTaBOB,

PEeTYJISIpHBIMU apTPATUICCKUMHU U MUAJITUISCKUMHU TIPO-
SIBICHUSIMU.

Kucghockoruomuueckuii mun XapakKTepu3yeTcsl Cepbe3-
HBIM CHIDKEHWEM TOHYCa MBIIIL B TIEPUOI HOBOPOXKICH-
HOCTH, BPOXKIECHHBIM CKOJIMO30M, YCYTYOJISTIOIIIMMCS C Te-
YEHMEM BPEMEHU, ICTOHUYEHUEM CKJIEp 1 pa3pbIBOM IJja3a,
HapylIeHNEM CTPOCHUST KOXHBIX ITOKPOBOB, MPUBOASIINM
K 00pa30BaHUIO CTPUil, CHHIKAMHU, pa3pbiBAMHU COCYIOB,
MapdaHOMIHOI BHEIIHOCTHIO, POTOBUIIEH HEAOCTATOYHO-
ro AuaMeTpa, HapyleHUs MU (OpMHUPOBaHUS KOCTEM, BbI-
SIBJIIEMBIMU TIPU TIPOBEACHUY PEHTTeHOTpaduu.

Apmpoxanazuiineiii mun AMeeT CIEAYIONINE KIMHUYE-
CKue TIpOSIBJIEHUS: TsKesas oOiasi pa30oJTaHHOCTb Cy-
CTaBHOTO aImmapaTa ¢ MHOXECTBEHHBIMHU ITOIBBIBUXaMU;
IHUCIIOKAINS Ta300¢IPEHHOTO COYICHEHNS, BBISBIISIONIASI -
csl ¢ 00erX CTOPOH ellle B IIeprOa HOBOPOKICHHOCTH; TH-
Mep3JIaCTUMHOCTh KOXM; CJIa0OCTh TKaHel; obpa3zoBaHue
CTPUIA, KPOBOTEUECHU TIPU MUHUMAJIBHOM BO3ICUCTBUN;
MBIIIIEYHAS TUTIOTOHMST; CHIDKEHIE MIUHEPaIbHOM TUIOTHO-
CTU KOCTel; UICKPUBJICHHE MTO3BOHOYHMKA.

IIpu depmamocnapakcuchom mune HabIIOIAIOTCS 3HA-
yuTebHAsI aTpo(UsI KOXM, OTBUCIIAS, N30BITOYHAST KOXKa,
pasMATYeHUE ACPMBI, JIETKO BOSHUKAIOIIE KPOBOTCUCHMUS,
HWCTMUKOLIEpBUKAJIbHASI HEIOCTATOYHOCTb MpU OepeMeH-
HOCTH, OOJIBIINE TPBLKMU.

OWATHOCTUKA

JuarHoctuka COJI OCHOBBIBAaeTCS Ha OIpeaeIeHUU
OOJIBIINX W MAJIBIX KPUTEPHUEB IJIST pa3TUIHBIX TUIIOB JaH-
HOro 3a00JIeBaHUS.

HoBble knaccugukaluMOHHbIE KpUTEpUU pa3padboTa-
Hbl MeXIyHapoaHbIM KOMUTETOM 3KcrepToB (2017) [3,
5]. s Bcex TUIIOB 3a00JjieBaHUS CYILECTBYIOT OOJIbIINE
U MaJible TMarHOCTUYECKUE KpUTepuu. sl TOro yToObl OT-
HEeCTU 00JIe3Hb K OMpelesIeHHOMY THUIY, HEOOXOAUMO CO-
OTBeTCTBUE >1 OOJIbIIOMY KpUTEpUIO. Majble KpUTepUu
MOMOTAlOT YCTAHOBUTD TUM 00JIE3HU, HO MX CaMMX T10 cebe
He XBaTaeT 151 yCTaHOBJIEHUS IMarHo3a.

O0BeM UCCIIeNOBaHUI OETEPMUHUPYETCS IIPUCYT-
CTBMEM TJIaBHBIX KJIMHUYECKMX MPU3HAKOB 3a00JIeBaHUSI.
CylllecTBeHHOE 3HaYeH1e UMEIOT cOop MHGMOpMaLIMK O Ce-
MEWHOU MCTOPUU, TPOBEAECHUE MOJIEKYJISIPHBIX UCCIIEI0-
Banuit JTHK. DinekTpoHHO-MUKPOCKOMWUYECKUI aHaIu3
00pa3loB TKaHM TaKXke MOXKET MHOTAA BBISIBUTH Xapak-
TepHble aHOMAJIMU B CTPYKTYype KoJljlareHa, HabtogaemMble
mpu CO/I.

KnuHuuyeckoe oOcliienoBaHUe JOACKH C Iomo3peBae-
MbIM WJIM AUMArHOCTUPOBaHHBIM C3OJl 00BIYHO BKJIIOYAET
OLIEHKHU /151 BBISIBJIEHUSI U OTpeesIeHUs] CTENEHU Tumnep-
PaCTSIKMMOCTHU KOXU U CycTaBoB. Hampumep, Bpad MoxeT
U3MEPUTh TUIIEPPACTSKUMOCTh KOXM, OCTOPOXHO MOJI-
TIHYB KOXY B HEMTpPaJbHOM MECTE OO TOYKHU COIPOTUB-
JICHUSI, a TUIIEPPACTSIKUMOCTD CYCTaBOB MOXHO OIICHUTH
C TIOMOIIBIO KIMHUYECKOHN IIKaJbl OLICHOK, HaIllpuMep
wkanabl beritoHa (cMm. pucyHok). Yacto mist oOHapyxke-
HUSI U XapaKTepUCTUKU TpoJiarica MUTPaJbHOTO KjamnaHa
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W AWJIaTallMM aopThl UCIOJIb3YIOTCS CHeldalbHble METO-
OBl BU3yaJM3alliM, TaKWe KaK KOMITbIOTepHAas TOMOTpa-
¢usa (KT), marHutHO-pe3oHaHcHast Tomorpadus (MPT)
M 3xoKapauorpadpus.

JuddepeHumanbHast JIMaTHOCTUKA MIPOBOIUTCSI
C IPYrMMU BUAAMU NUCIUIA3UM COEIUHUTESIbHON TKaHMU.
B cnyyae HEeBBINOJHEHMUSI COOTBETCTBYIOLIUX KpPUTEPUEB
TUNEPMOOMIILHOCTh CYCTAaBOB JIOJKHA PACLIEHUBATBHCS KakK
CaMOCTOSTEIbHOE cOoCcTOsTHME [6, 7].

JIEYEHUE

IIpu mocraHoBKe AguarHo3a OOJIbHOW HOJKEH OBITh
npouH(GOPMUPOBAH O CBOeM 3a00JieBaHUM U OCOOEHHO-
cTs1X oOpaza xXu3HU. OcHOBHBIE YcuIusl Y 60abHBIX ¢ CO]]
JIOKHBI OBITH HaIpaBJIeHBI Ha MPUHSATHE TPO(UIAKTH-
YEeCKMX Mep TPOTUB CEPbE3HBIX WJIM OMACHBIX IJIS JKM3-
HU ocJiokHeHUl. OCHOBHBIE OCJIOXHEHHUS 3a00JIeBaHUS
CBSI3aHBI ¢ KOXEI, OIMOPHO-IBUTATEIbHBIM allllapaToM U
cepaeyHo-cocynucToi cuctemoii. Koxka mammenTta Oap-
XaTUCTO-TOHKAsI, Npsi0oias U momatiuBas. DTo mpeapac-
roJiaraeT MalMeHTOB K TPYIHOCTSIM C 3aXMBJICHUEM paH.
Kaxk mpu ciaydaifHBIX, TaK U MPU XUPYPTHUIECKUX paHax
HaKJIaabIBalOT YBEJIMYCHHOE KOJINYECTBO TJTyOOKUX IITBOB.
HanoxeHue MoBepXHOCTHBIX IIBOB MOJXKHO TLIATEIbHO
BBIPaBHUBATh KOXY M MPEIOTBPAaTUTh 00pa3oBaHUE pyO-
1oB. 11IBBI TaKKe OCTaBIISIIOT Ha IJIUTEIHFHOE BPEMsI, UYTO-
OBl JIy4llle YKPEeNUTh (hOPMUPYIOLIYIOCS PYyOIIOBYIO TKaHb
[8]. AckopOMHOBast KUCIOTA MOXKET ObITh pEKOMEHI0BaHa
IIJIST YMEHBIIICHUS JICTKUX CUHSIKOB, COITPOBOXIAOIIINX 3a-
OoJsieBaHUE.

TurepMOOMIIBHBIE CYCTaBbl JIETKO BBIBUXMBAIOTCSI.
C KaxIbIM BbIBUXOM Bce 00Jiee BEpOSITHBI IOCIEaYIOIINe
BBIBUXM, ITO3TOMY Ipo(duIakKTUKa OCOOCHHO BaxkHa IUIS
KauecTBa kKu3HU. CrenyeT n30eraTh TSKEIbIX BUIOB CIIOpP-
Ta, MogbeMa M IPYIUX (PM3MYECKUX HArpy30K M3-3a PUCKa
CIIPOBOIIPOBATH TPABMY.

XPYIKOCTb KPOBEHOCHBIX COCYIOB YBEIMYMBAET PUCK
CepbE3HBIX KPOBOTEUEHUIT U pacciioeHUui cocymoB. Beico-
Koe AJl co3maeT HOMONHUTEIBHYIO HArpy3Ky Ha XpYIKYIO
COCYIMCTYIO CETh M YBEJIMUMBAET PUCK oclioxkHeHut. Cre-
JIyeT TPOBOIMUTH PETYISIPHBI CKPUHMHT Ha TUIIEPTOHMIO
W apTepualbHBle 3a00JIeBaHMS W HAYMHATH JICUCHUE
Ha paHHel ctamuu. JIydie moaxXoabl K CKpHMHUHTY — 3TO
HeuHBasuBHbIe TexHosoruu (Y31, MPT unu KT) [9].

Kaxmerit pas ciieayeT o4eHb TIIATEIbHO pacCMaTpUBaTh
BOIIPOC 00 MHBA3MBHEIX IIPOIIEAYypaX, TAKMX KaK apTepHro-
rpacdusi, KOJOHOCKOMUS 1 IPYrue aHAJIOTUIHBIC TTPOIIeIY-
Dbl C TOUKH 3pEHUSI COOTHOIICHMUS TTOJIb3bl U pUcKa. Takke
clieAyeT TIIATEJIbHO PacCMaTPUBaTh BO3MOXHOCTb XMPYp-
TUYCCKOTO BMEIIATEIbCTBA TIPU COCTOSTHUSIX, HE yTpoxKa-
IOIIMX KU3HU. 3a OEPEMEHHOCTBIO JOJKHBI CICAUTh aKy-
IIepHI, XOPOIIO OOyYeHHBIE paboTe ¢ OEPpEeMEHHOCTSIMHU C
BBICOKMM PUCKOM. bymymmm MamaM ¢ M3BECTHBIM pacIIn-
peHHEM KOPHS aOPThI CJAEAYeT BBIMOJIHSITH 9XOKapauorpa-
GUI0 B KaXXI0M TpUMECTpe ISl HAOJIIOOEHUS 3a BO3MOX-
HBIM 00OCTpPEHUEM.
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1 — naccuBHoe pa3rnbaHne Mu3nHLA Kuctn >90°;

2 — NaCCMBHOE NpwxaTtne 60MbLIOr0 NanbLa KNCTU K BHYTPEHHEN
CTOPOHE MpeAnneyss;

3 — nepepasrnbaxue B JIOKTeBOM cycTtase >10°;

4 — nepepasru6aHue B KONEHHOM cycTase >10°;

5 — nepefHNiA HAKNOH TyNOBWLLA C KacaHeM NafoHaMM nona
npn NPAMbIX HOrax.

Lllkana beiiToHa
The Beighton scale

CkaHupoBaHUEe TIOTHOCTU KocTei MeTomoM DEXA
clieayeT mpoBoauTh 1 pa3 B 2 roga. [ToMmuMo usmorepanuu
U YIIpaXKHEHUI C HU3KUM COMPOTUBICHUEM, KaJIbLIMI U BU-
TaMUH D MOTyT MOMOYb MAaKCUMU3UPOBATH MJIOTHOCTh KO-
creit. ITammenTtsl ¢ CO MOKHBI TIPOXOINUTH PETYIISIPHBIC
IUIAHOBBIE TIPOBEPKU 3PEHMSI, TIOCKOIbKY OHU TTOABEPKE-
HbI PUCKY OTCJIOCHMUSI CETUATKU U rayKoMbl. [lanmeHTam ¢
IAHHOM ITaTOJIOTHE MOXKET OBITH ITOJIE3HO HAJIOXKEHUE 3a-
IIUTHBIX TTOBSI30K Ha OTKPBITHIE YUYAaCTKU, TaKMe KaK Koxka
JIOKTEN U KOJIEHEW.

PexkoMeHnayeTcss ajekBaTHasl JBUraTeJbHasi aKTUB-
HOCTB, JleueOHast dusKynsrypa (JIPK), maccaxu, ¢pusno-
JIeYeHUe, OpToIeauyeckas peaOuIuTaius, aaeKBaTHBIN
BbIOOp mpodeccuun. Bricoka 3(h(heKTUBHOCTh TUApPOTEpa-
mvu, TuiaBaHus [10].

IIpumMeHsieTcs BbICOKOOEJIKOBasi JKUeTa, HaBapUCTbIe
OYJIbOHBI, XOJO1LIbI, 3ATMBHBIC MPOAYKThI. Kypchl dusno-
sneuenust, JIOK. JleueHre KIMHUYIECKUX TIPOSIBICHUI 3a-
BUCUT OT CTEIICHHW ITOpaXKeHMSI OPTaHOB M ITOJDKHO OBITh
WHIUBUIYaTbHBIM [11].

MenukaMeHTO3HOe JieueHHe BKJIIOYaeT B cedsl KyIu-
pOBaHUE apTpaTHil, MUAJITHI, YIyJIIeHe KpOBOOOpaIe-
HUs, NIpUeM B-aIpeHO0JI0KATOPOB, aAallTOTeHHBIX, YCIIO-
KOUTEJIbHbBIX, BET€TOTPOITHBIX MpenapaToB.

3AKJIHOYEHUE
Heobxogumo nmoMuuthb, yto CHOJ saBisgeTcsa 3abdoJe-
BaHWEM C MYJIBTUCUCTEMHBIM ITOpPaXKEeHHEM, TTOSTOMY IUIS
KaXXI0TO MalueHTa TpedyeTcs: pa3paboTKa U IPaKTUYECKOe
MPUMEHEHUE Pa3IUYHbIX CUCTEMHBIX METOAOB IUArHOCTH-
KU U JIEUCHUsI JAHHOM MaTOJIOTUH.
k %k %k

Kongauxm unmepecoe omcymemayem.

Hccnedosarnue ne umeno gpunancosoii noodepicku.
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EHLERS-DANLOS SYNDROME IN THE PRACTICE OF A THERAPIST
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Ehlers—Danlos syndrome is a heterogeneous group of rare hereditary diseases,
manifested by mesenchymal dysplasia, is determined by various pathologies

in DNA regions encoding the structure of collagen, or DNA regions containing
information about biologically active proteins involved in the processes of
transformation of its fibers with skin lesions, musculoskeletal locomotor system
and other organs. On the basis of research carried out in recent years, the clinical
picture and diagnosis of all selected types of disease that may be encountered in
the work of a general practitioner are considered.

Key words: Ehlers-Danlos syndrome, genetic markers, mechanisms of
development, clinical picture, diagnosis.
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