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- KyxoBckas Enena BsuecnaBoBHa — 1-p Men. HayK, Ipod., 3aB. OT/IEICHUEM JICUCHUS U
peabminTanuy manueHToB oHkojoruueckoro npoduias JIPHI «Pycckoe mone» PI'BY
«DenepanbHbIl  HAYYHO-KJIMHUYECKUA LIEHTP JETCKOM Te€MaTOJIOTMH, OHKOJIOTMM |
uMMyHousioruu um. Jmutpus PoraueBa» Munsapasa Poccun

PeniensupoBanue, 00CyX ICHHE COACPKAHMS PEKOMEHIAIINU TpoBoamiioch Ha caiite HO/I'O,
COBEILIAHUSX, Che3/axX MeANaTpoB, remaronoros Poccumn

Juarnocruka u Jjedenue cunapoma JJIEPCA-TAHJIO
MKB-10: pyopuxoii Q79.6



CHUH/POM DJIEPCA-JIAHJIO

Ehlers— Danlos Syndrome, aHr.

Kox mo MKB-10: Q79.6

Cunnpom Onepca—/lanno/lanno, wmm COJl, — 3TO HACIEACTBEHHAs ME3CHXHMAaIbHas
JUCIUIa3Ksl, TeTepOreHHasl IpyIlla HacJeJCTBEHHBIX 3a00iieBa -HUHM C IPOSIBICHUSAMU CO
CTOPOHBI KOXXH, OIIOPHO-ABUIATEIBHOIO alapara u Jpyrux opraHoB. bone3Hs pa3BuBaeTcs B
CBSI3H C AeeKTaMH MOJIEKYJISIPHON CTPYKTYphI KOJUIareHa, mopaxasi COeIMHUTEIbHYIO TKaHb
opranu3Ma U GOpMHUPYS CHUMITOMOKOMIUIEKC, TaKK€ M3BECTHBIN KaK «THIIEPAIACTUYHOCTH
koxu», «Cutis hyperelasticay, HecoBepIIeHHBIH JecMoreHe3 PycakoBa, CHHIPOM
UYepHoryboBa—03nepca-/lannoca. 3a0oneBanue BIepBble ynomuHaercs B 1682 1. J. van
Meekeren; mpuoputeT mepBOro JeTanbHOro omnucanus npuHamiexkuT A.H. UepHoryOoBy
(1891). Cunapom e Ha3BaH B 4YECTh JBYX JEPMATOJIOTOB, UACHTHU(UIIMPOBABIINX €r0 B
Havyasie XX B.: DaBapaa Onepca (1863-1937) uznanuu u ['enpu Anexkcanapa [daumno (1844-
1912) n3 ®@panuuu, X0Ts 3TH aBTOPHI ONMMCATIU 3TO 3a0ojeBaHuEe HaMHOTO no3jaHee B 1901 u

1908 r. COOTBETCTBEHHO.
I'EHETUKA CUHJIPOMA

COJl — TunuyHBI HpUMEp Pa3HOJIOKYCHOM reTeporeHHOCTH. Bce noky-chl, MyTanuu B
KOTOPBIX BBI3BIBAIOT CHHJPOM, HMMEIOT OTHOILIEHHE K CHHTE3Y OEJIKOBBIX BOJOKHHUCTBIX
3JIEMEHTOB COETMHUTEIbHOMN TKaHU (TJaBHBIM 00pa3oM kojuiareHa). KosnareHoBble BOJIOKHA
UMEIOT HEeNpaBWIbHYI0 (OpMy M pacHojioKeHbl HeynopsaodeHHo. IlaTonmormueckum
cyOcTpaToM, OTBEYAOIIMM 33 (POPMUPOBAHHUE CHUMIITOMATUKU 3a00JIEBaHUS, SIBIACTCS

W3MEHEHHBIN KOJIJIareH.

Hapsiny ¢ BO3HMKHOBEHHMEM CIOHTAHHBIX MYTAallMd ONHUCAaHBl Cily4daw, s KOTOPBIX
XapaKTepeH ayTOCOMHO-JIOMUHAHTHBIN THI HacJl€OBaHUSA, MHOTJA C Iepenadyei uepe3 X-
xpomocomy. IMeroTcs U30J5Thl ¢ BhIpaKEHHBIM 3(h(PEeKTOM poJIoHaYaIbHUKA Ha MPOTSKEHUN
HECKOJIbKUX TMOKOJEHHH, B KOTOPBHIX OOJIbHBIE C CHHApPOMOM 1-ro Tuma cocrtasisitor 10%
Bcero HaceneHus. IIpumepom Takoro usonsra siusercs c. ['o0y AOmepoHckoro paioHa

A3ep6a171;[>i<aHa, rac 4aCTo BCTPCHACTCA CUHAPOM 3nepca—I[aHno.



KIIMHNUYECKUE TTPOABJIEHUA

Uccnenosarenu Boiaenstor 10 BapuantoB CO/I. Ulects ocHOBHBIX TUNIOB COJl UMEIOT CBOM
cnenuuyecKkue CHUMITOMBL.  TspKecTh  ATHX  CHMIOTOMOB — BapualenbHa, HHOTIA
He3HaunTenbHblt COJ] He AuarHocTupyercs, a HHOTJAa MPUBOIUT K CEPbE3HBIM MpolIemMam
MOOUITBHOCTH. BONBITMHCTBO CHMITOMOB MOTYT OBITh OOBEIMHEHBI B 2 TPYIIIBI: KOXHBIC U

CyCTaBHBIE.
Cumnromsl CO/] BKIIIOYAIOT:

[ TUTIEPMOOUILHOCTh CYCTAaBOB, YTO MOXET NPHUBECTH K JUCIOKAIMA KOCTEH W

XPOHUUYECKOU 00JIH;

[ | HEXHYI0 KOXY, KOTOpas IIOJBEp)K€Ha TpaBMaM, (OPMHUPOBAHUIO aHOMaJIbHOU

pyOII0BOM TKaHU;

| YpPE3MCPHYIO 3JIACTUYHOCTDb KOXHU, YTO JCJIACT KOXKY CKJIOHHOH K nepepac-TAxXCHUIO,

YHSBHMOﬁ JJIA HOBpe)K,I[eHI/Iﬁ " YBCIMYHBACT PUCK IMOBPCIKACHUA BHYTPCHHHUX OPTraHOB IIpU

TpaBMax,

| CHMIKCHHUC COCYAUCTOT'O TOHYCA, NPUBOAALICC K PA3JIMYHBIM BapUAHTAM COCYHHCTOﬁ
HEAOCTAaTOYHOCTH,

| rjia3a. ITO3, OTCIIOMKA CCTYATKH, OCTAaTKWU DOIIMKaHTa, pPa3pbIB IJIA3HOT'O 5[6J10Ka,

nepH0p6HTam,Ha${ IIOJTHOTA TKAaHEH 3a CUeT TUINICPIJIACTUYHOCTH KOXKH BCK, FOJ'IY6I)IC CKJICPHI,

MHOIIHS;
[ | YIIU: CBEPXPACTIHKUMOCTb;
[ | 3yObl: YacTH4YHAas aJIOHTHsI, CBEPXKOMIUIEKTHBIE 3YObl, OMaJeCIUpPYIOTLas >Mab,

MapoaAOHTO3, MHOKECTBEHHBIN Kapuec,

| XapaKTCPHBIM JIA 3TOr'O 3a00JIcBaHUs SIBJIICTCS FI/IHepMO6I/IJ'H)HOCTI> sSA3bIKa, TaK 4TO

OOJIBHBIE JIETKO JOCTAIOT SI3BIKOM KOHUYHK HOCA;
[ TpyAHas KJIETKa: CKOJIHO03, KU(O3, TOPA03, IIIOCKAas CIIMHA, BAABICHUE TPYIUHBI;

] KHUBOT. TPhDKK (IyrmouHasi, OeJIoW JMHHUM, TaxoBas, AuadparMalibHas), CIIOHTAHHAs

nepdoparys KHIIeYHUKA,
] KOHEYHOCTH: BApPUKO3HbIEC BEHBI, TIOJIKOKHBIE TIOJIBH>KHBIE Y3€IKU Ha TOJICHSX;

| cepance: npojalc MUTPpaJIbHOTO KJIallaHa, apUTMUHU, BETCTOCOCYAUCTAast JTUCTOHUA,
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BHYTPCHHHUEC OPraHbI. IITO3 XKCIYyJAKa, IIOYCK M MATKH, XU MO3I. aHCBpHU3Ma COCYHIOB

MO03ra, cy0apaxHOUAATbHOE KPOBOU3IUSHHIE;

CTPEMUTCIIBHBIC POIBI.

He gmna Bcex xmmHuueckux GopM uIeHTHGUIUMPOBAHBI CHEHU(PUUECKHE MYTaIUH.

Knuanaeckue q)OpMI)I Pa3IUIAOTCA MCKIY coboit JAOMHUPOBAHHU-CM TOI'0 HJIM HHOI'O

cumnToMokomIuiekca. Haubonee pacnpoctpaneHHble (GOpMbI, i KOTOPBIX pacHIu(poBaH

TeHETHUYECKUN AC(PEKT, CICAYIOIIHE:

(Hypermobility) C3/1, cBsi3aH ¢ reHOM COL3AL, collagen, type IlI, alpha 1;
TNXB,tenascin XB, Fibronectin type III domain containing, 00ycjIoBIIeH ayTOCOMHO-
JIOMUHAHTHBIM MEXaHHU3MOM HaclIeJOBaHUsA. Bo3HUKaeT B pe3yiabTare MyTalUH
1r000r0 U3 BYX I€HOB, KOTOpble BbI3bIBalOT Cocynuctsiil Tun u COJ1 ¢ nepunurom
TeHacuuHa-X. [IpencTaBieHbl THIIEPMOOUIBLHOCTRIO CYCTABOB, KOTOpas mopakaer |
u3 10000 mo 15000 wuenoBek, BBI3BIBAET HECTAOMIBHOCTH KPYIMHBIX W MEJIKUX
cycTaBoB. IIpu3HaKku ¥ CUMITOMBI MOTYT ObITh HE TMarHOCTUPOBAHBI (HE NMPU3HAHBI)
BpayaMM MWJIM, KaK IPaBWJIO, OIIMOOYHO IUArHOCTUPOBAHbI Kak (uOpoMuanrus u
OOBIYHO OOJFHBIM HE CTAaBAT AMArHO3, ITOKA HE MPOSBATCS CEPhE3HBIC OCIOKHEHHUS.
[TaneHTHl 9acTO MCHBITHIBAIOT OOJIM B CyCTaBaXx M KOHEYHOCTSX, UM CBOHCTBEHHO
paHHee Hayaso octeonoposa mnocie 30 et

Knaccuuecknii (Classical) C9J] BwizBan renom COLS5SALI, collagen, type V, alpha 1 u
npyrumu reHamu cemeiictBa Collagens, 3aTparuBaeT KoJjulareH Tuma V, Takxke
kotaredn tumna I; mopaxkaer 1 u3 20000 no 40000 yenoBek, W XapaKkTepU3yeTcs
MOBBIIIEHHONW PACTSHKUMOCTBIO KOXH, IIPaMbl W PaHbl, HE 3a)XHBAIOT JIOJHKHBIM
o0pa3oM, TIeMOppard4eckuii CHHIPOM HUMEET MPOSBICHUS COCYJIUCTO-
TPOMOOIIMTAPHOTO THUIIA KPOBOTOYMBOCTH, MOTYT (DOPMUPOBATHCSI KUCTHI MO KOXKEH,
SBIICHUS TIPEXKJICBPEMEHHOTO CTapeHHs, YacTO BO3HHUKAIOT J0OPOKAYeCTBEHHEIC
HOBOOOPA30BaHMS KOXKH U TIOJKOKHON KIETYATKH.

Cocynuctsie ¢popmsel (Vascular) C3/1 BeI3BaHBI ayTOCOMHO-JOMUHAHTHBIM J€(PEKTOM
resa COL3A1 B cunre3e komutareHa tumna III, Bctpeuaercs y 1 n3 250 000 uenosek.
DTOT THUN CYMTAETCS BECbMa CEPhE3HBIM W3-3a PHCKA MPOQY3HBIX KPOBOTCUCHUH W3
BHYTPEHHUX OPTaHOB HJIM Pa3phIBOB KPOBEHOCHBIX COCYIOB. JIfoam ¢ coCyaucThIMU
dopmamu COJl MMEIOT OYEHb TOHKYIO KOXXY C NPOCBEUYHMBAIONIEH KPOBEHOCHOU
ceTblo. Bricokue (akTophl pucKa, CBA3aHHBIE C COCYAUCTHIMHU TnposBieHusIMH CO/]

4acTO NPUBOJUT K CHIKEHHUIO MPOJOJKHUTENbHOCTH X U3HU A0 50 ner. OcranbHble
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tpu ¢opmbel COJl  penku, Oyayud MpeacTaBieHbl Bcero mnpubmusutensHo 100
CIIy4asiMH 110 BCEMY MUDY.

»  Axonpaporuiazuciiactudeckuid Tun (Arthrochalasis) C3/1, KoTopbIii XapakTepusyeTcs
nedextom komareHa 1 tuma 3a cuer reHoB COL1A2 collagen, type I, alpha 2 u
COLIA collagen, type I, alpha 1, mpu 3TOoM Bapuante peOEHOK MOXKET POKIATHCS C
BPO>KICHHBIM BBIBUXOM Oezipa; ObUIO onmucaHo ToJbKO 0kojo 30 cioyyaeB. [lanneHTs
¢ stuMm tunoMm COJ] uMeroT paHHee HaAyajao apTPHUTA, YACTOE IMOSBICHHE Ha KOXKe
KPOBOIIOATEKOB, ATACTUYHYIO KOXKY U aTpOPUIECKUE PYOITBI.

» Jhogu c npepmarocnapakcuc (Dermatosparaxis) COJl umeroT aedeKTHbI T'eH
ADAMTS2, ADAM metallopeptidase with thrombospondin type 1 motif, 2, o
KOoTOpoM Obl10 cooOmieHo B 10 ciywasx mo BceMy MHpPY, MUMEIOT YpEe3BbIUAHHO
XPYIKYI0 KOXY C MSTKOH, pbIXJIOW TekcTypoil. OHU TOK€ OY€Hb BOCIPUUMYUBBI K
KPOBOTIOJTEKAM, IIPUTOM YTO PACCTPOHCTBO HE MPEMATCTBYET 3KUBJICHHUIO PaH, Kak
9TO TMPOUCXOMUT Tpu Jpyrux Gopmax 3aboneBaHus. PacTSKUMOCT KOXKH
BapualeibHa, W HE XapakTepHa aTpodUYHOCTh pyOIoB. OJHAKO MBIIMICYHBIE H
CycTaBHbIE OOJIM HAYMHAIOTCS OYEHb pAHO C U3HYPSIOMIUM W XPOHUYECKHM

XapaKkTepOM.

Haumenee pacnpoctpanennoit ¢opmoit (Kyphoscoliosis) COJ] sBnsiercss kudockonmos, o
KOTOPOM OBLIO COOOIIEHO JIMIITh B HECKOJIBKHUX CIIydasx BO BceM mupe. [Ipencrasiser coboi
ayTOCOMHO-IOMHHAHTHBIN J1e()eKT, BBI3BIBAIOIIMN HEIOCTaTOK (epMeHTa, Ha3bIBAEMOTO
JIM3WH THAPOJa30ii 3a cuer aedektHoro rena PLODI, procollagen-lysine, 2-oxoglutarate 5-
dioxygenase 1. CnaOblii MBbIILIEUHBIH TOHYC M 3aJepXKKa MOTOPHOIO pa3BUTHs, 4YacToO
IPUBOIUT K TIOTepe MOOMIbHOCTH K 20-30-X Toam, SBIsOTCS oommmu uist 3toro tuna COJ1.
[To mepe Toro kak 00JIE3Hb MPOTPECCUPYET, TO3BOHOUYHUK CTAHOBUTCS BCE 00JI€E N30THYTHIM.

FJ'I8.38., UMEIOT HeOOJIbIIne POTOBHILIBI, KOTOPBIC JICTKO IMOBPCKAAIOTCA U PA3pPbIBAIOTCA.

JMATHOCTHUKA

CDJ] nmarHOCTHpYyeTCsl MO NaHHBIM KIMHUYECKOTO 00CIeNOBaHUs, M3YyYCHHUS CEMEHHOro
aHaMHe3a, U OJJHOTO Wiu Oosee u3 HuWKe npuBeneHHbIX TecToB: JIHK-Tect, koTophIit MOXeT
OTIpeNIeNIUTh KIaCCUUECKUe, COCYAUCTON, Kupockonno3 u arthrochalasis BapuaHThl.

buorncus KoXH, KOTOpas MOXET WACHTU(HUIMPOBATH COCYAWUCTHIE AHOMAJIWHU HA OCHOBE
aHaJIM3a KOJUTareHa.

VY31 cepama, KOTOpoe MPOBEPSET HaIMYHE IPOJarca MHUTPATBHOTO KJlallaHa, COCTOSHHE

cepana, 4Tto OBLIO CBS3aHO C KJIACCUYECKUM H FI/IHCpMO6I/I.HBHBIM C3I[



JIEUEHUE N INCITAHCEPU3ALINAL.

Benenne 5TuX NAMEHTOB NpEANONaraeT MEXAUCUUIUIMHAPHBIA moxaxon. Ileamatpsr,
TeHETHKH, TEpaleBThl, oOpTomensl, (usnorepanesTsl, crneruanuctsl JIOK, HeBposorw,
KapJHOJIOTH M JIPyrue MOJAKIIOYAIOTCA HA PA3IMYHBIX dTamax >KU3HU IMalUeHTa U C Yy4ETOM
JOMUHUPYIOIIUX HAa 3TOT MOMEHT KIMHHYECKHMX CUMOTOMOB. Crneunupuyeckue MeTOoJbl
neuennss COJl He paspaboranbl. [Ipym XupyprudyeckoM BMEMIATENBCTBE HEOOXOIUMO
YUYUTBHIBaTh BO3MOXKHOCTH pa3BuTHs mpu COJl Takux OCIIOKHEHHWH, Kak KPOBOTCUCHHE B
pe3ysbTaTte paspblBa XPYNKOH COCYIMCTONH CTEHKH M HEBO3MOXXHOCTH YIIUTH €€ JIe(eKT,
pPacXoXJIeHUE aHACTOMO30B KHUIICYHHMKA, IUIOXOE€ 3aKHUBJICHHE W IOBTOPHOE PACKpPBITHE
IIOCJICONIEPAIIMOHHBIX MIBOB. CBOEBPEMEHHOE OIpEAEICHUE THUIIA aHOMAJIbHOTO KOJUIAreHa
NpU3BaHO 00ecneynTh (OPMUPOBAHUE MPABUIBHON TEPaNeBTHYECKON U MPO(UIaKTHUECKON

POrPaMM.

['eMocTaTrueckasi Tepanusi HalmpaBlcHAa HA YIydlieHHE (YHKIMOHUPOBAHUS COCYIUCTON
CTCHKHU: aCKOpOMHOBasi KMCIOTa (aCKOPYTHH), 3TaM3HIAT (IUIU-HOH), aHTU(DUOPUHOIUTUKH.
B cmydasx okazaHus OSKCTPEHHOW MOMOINM WHTEHCHBHAs TE€MOCTAaTHUYECKas Teparus:
Tpanc@y3un TtpomOormroB, C3II, mpemaparst VII ¢akropa, spurpounTHas Macca C

3aMECTUTEILHOM LIENbIO.

CBH caM 10 cebe He ABIAETCA (baTaJ'IBHBIM, 1 OOJIBILIMHCTBO JIIOAEH ¢ AUAarHo30M HMEIOT
BO3MOXXHOCTb XHTb OTHOCHTCIIBHO HOpMaHBHOﬁ JKU3HbKO, IMOTOMY HYTO €ro CHUMIITOMBI
noadar0TCA JICYCHHUIO. A JIUIa C HETAXKEIbIMU q)OpMaMI/I 3a00JIeBaHHS UMCIOT npeuMymiecCTBa
B HCKOTOPBIX apT HCT HMYCCKUX CICHUAIBHOCTAX B LUPKCE, Oanere. B TskenmpIx cirydasax
Hen30eKHa WHBAJIN-AU3alusd C BO3MOXKHBIM OIpaHUYCHUCM HE TOJIBKO (I)YHI(I_[I/IOHaJ'H)HBIX

BOSMO)KHOCTCI‘/’I, HO U IPOAOJIKUTCIIBHOCTH KU3HH.

Pucku, cBsi3aHHbIe ¢ OepeMEHHOCThIO y nanueHToB CO/l, 3HaUMTEIBHO BapbUPYIOT OT Cllydyas
K choyyato. Bpaum MOryr mocoBeTOBaTb HEKOTOPHIM OJKEHIIMHAM OTKa3aTbcsi OT
OepeMEeHHOCTH, €CIIM OHM CYHMTAIOT, YTO BO3MOXKHBIE OCJIOKHEHMSI MOTYT OKa3aTbCs
¢daTtanbHbIMU. OCJHOXHEHHS, KOTOpble MOTYT BO3HMKHYTh BO BpeMsi OepemeHHoctu CO/I,
BKJIIOUAIOT NPEXKJIEBPEMEHHBIE POBI U UPE3MEPHOE KPOBOTEUYEHHE BO BpeMs poaos. Kpome
Toro, ecnu pebeHok Hacienyer COJI, nedexkT mMameHThl MOXET BbI3BaTh OOLIUPHOE
KpOBOTEUEHHE Yy MaTepu M ONacHocTh i pedenka. Muoro OGepemenHocreit COJ]

3aBEpIIAOTCS BHIKH/IBIIIEM Ha pPa3HbIX CPOKaX OEpEeMEHHOCTH.

Cocyaucteie BapuanTbl COJl mpeacTaBisioT caMble TOTCHIIMAIBHO OMACHBIE MPOOJIEMBI IS

6epeMCHHOCTI/I. MarouHoe KpPOBOTCYCHHUEC MOKET OBITh CMCPTCJIBHBIM JIAI MATC€pU U IMMOYTHU
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HaBepHSAKAa TpeOyeT THCTEPIKTOMHM Cpa3y TIOCJIe pPOXKIEHHUsS, €CIM MaTb BbDKUBACT.
[TpoBenenue kecapeBa ceueHHs OCOOCHHO PUCKOBAaHHO, TAK)KE€ M BarMHAJIbHbBIE Pa3pbIBbl BO
BpeMsl POJIOB MOT'YT IIPUBECTH K 00Jiee Cepbe3HBbIM OCIOKHEHUSM JUld MaTepu. | eHeTuku-
KOHCYJIBTAQHTBI M JPYrHe Bpayd MOTYT IIOMOYb OOBSICHUTH M OLIEHUTHh PUCK OEPEeMEHHOCTH.
[TaHCHI ycnenHo poaAuTh pedeHKa 6e3 OCII0KHEHHH CYIEeCTBYIOT, KaK IMPaBUIIO, JJIS KEHIIUH

C HETSDKEJIBIM TEUYEHHEM 3a00JIeBaHMS.

I/IHBaJ'II/II[HOCTB MAaUEHTBhI IIOJYYarOT IIPU HaAJIWYUKW Y HHUX TAXKCIbIX HpOHBJ’IeHI/Iﬁ

336OJ'IGBaHI/I${, OrpaHM4YMBarOINX UX KXKU3HCACATCIIbPHOCTD.

OCHOBHBIMU HampaBlIeHUSIMU NPOPUIAKTUKY HEOIaronpuaTHbeIX nposisaeHuit CO/ sBistoTcs
MPaBWIBHO MOA0OpaHHas (hu3HUecKas Harpy3ka, UMEIOIIas LeJIbl0 YKPEIJICHHUE MBIIIEYHOTO
KapkKaca, MpEeNOTBpAIlCHUE JUCIOKAIWK, MNPOQUIAKTUYECKHE KypChl — JICYCHUS Y
o(TarpMoJIOra, CTOMATOJIOra, yJAajJeHHE IICEBIOOIYXOJIeH, XUpyprudeckas KOppeKIus

BOpOHKOO6p33HOI>'I I[e(l)OpMaI_[I/II/I FPYHHOﬁ KIICTKH, JICUCHHUC I1aTOJIOIHU CEpJla, I'J1a3 U T. /.

JKuznennoe MNPOCTPAHCTBO IMAaMCHTA OOJIZKHO OBITE OpraHu3oBaHo C€ MAKCHUMAJIbHO

BO3MOKHBIMU Me€pamu, NPELyNpeKAAOIUMHA TPAaBMATH3M.
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