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Summary. The paper provides clinical description of Ehlers-Dan-

los syndrome in a boy of 6 years. Based on the clinical and labo-

ratory characteristics, a classic type of the disease with autosomal

dominant inheritance has been diagnosed. This case represents a

severe manifestation of connective tissue dysplasia, which requires

a symptomatic treatment, including hemostatic therapy.
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Cunppom Inepca-Jlannoca (IMIepamacTUIHOCTh KOXI,
CUHJIPOM AMCIUIA3UM COEHVHUTEIbHOI TKaHNU) — TpyIIIa
HaC/Ie[CTBEHHBIX 3a00/IeBaHNII, KOTOPbIe XapaKTepu3y-
I0TCSI TUIIEP3/IACTUYHOCTBIO ¥ XPYTIKOCTBIO KOXKI B COYe-
TaHMM C M3MEHEHNUAMN CKe/leTa I BHYTPEHHNUX OPTaHOB,
4Ype3MEPHOI MOABVKHOCTBIO B CyCTaBaX, IIOBBIIICHHON
KPOBOTOYMBOCTBIO, BBI3BAaHHBIX JIe(eKTOM B CUHTE3e
komtareHa I1I Tuna [3-5]. I[ToBbllIeHHAast KPOBOTOYMBOCTD
00YyCIIOB/IeHa HapyIIeHNeM B3aMOAEIICTBI TPOMOOIV-
TOB C KOJUIaTeHOM 1 Cy03Hf0TenueM [2, 6, 9].

3aboeBaHNe BCTpedaeTCs KpailHe pelKo, pasHble
(hOpMBI CHHIPOMa PETYCTPUPYIOTCA € YACTOTOI 1 Cydait
Ha 10000-100000 HaceneHus, a OTHe/NbHbIe (GOPMBI OIN-
CaHBI Y BeCATU-TPUALIATY YeTIOBEK, B CBA3M C YeM KaXKBII
CTyJail MPEeNCTaB/IAET OYEBUIHbIN HAYIHO - IIPAKTUIECKUIA
uHTepec. [IpuBopuM coOCTBEHHOE HaOMOeHME

Bonbhoit H., 6 net, caxa, Mecto npoxusanus HiopOuHckuit
ynyc, I. Hiop6a. IIpoxomnn o6cnefoBaHye B KOHCY/IbTaTUBHON O-
JUK/IMHIKE IeANaTPUIecKoro eHTpa Pecrry6mKaHCKoi 60MbHUIBL
Ne 1 HIIM (r. fIKyTcK) ¢ xamob6amMu Ha JIETKYI0 PAaHUMOCTb KOXKIL,
MBIIIEYHYIO CTTA60CTD, yTOMIIIEMOCTD, CHVDKEHHBIIT alllleTUT, CUH-
KI1, TeMaTOMbI Ha KOXe, J/IUTeIbHble KPOBOTeUeHM II0C/Ie TPaBM,
YaCTBII XKUKWIL CTY (0 4-5 pa3 B [IeHb), IEPUOIIECKYIe TOLIHOTY,
PBOTY, 60/1U B XMBOTE OCTIE, CBIIIb Ha CIaJiKOe Ha KOXKe KUCTel pyK
U TY/IOBMILA C 3yKoM. VI3 aHaMHe3a 3a00/1eBaHIsT: CHHSIKY U T€MaTo-
MBI CTa/IM IOABIATBCA C 1,5-2 71eT nocje Maneimx TpaBM, JOITO
He IIPOXOAVIN, ocTaB/sisa pyoust. Koxa 6e3 Typropa ¢ poxaeHus.
HocoBpIx KpOBOTe4YEHNI He PErMCTPUPOBaNOCh.

VI3 anamHesa Xu3HU: pe6eHoK oT 1-11 bepeMeHHOCTH 1-X POJIOB,
B [IEPBYI0 IIOJIOBUHY OGepeMeHHOCTH ObT TOKCMKO3. IIpexyenpe-
MeHHble popbl Ha 30-31-11 Hefene. [IpexxneBpeMeHHOE U3TUTHE
OKOJIOIIOHBbIX BoJ. Macca Tena npu poxpenun 2400 r, fnuHa

ApryHosa Enena ®uinnoBHa — KaHf. MeJl. HayK, JOLEHT Kadepbl
nepyuarpun u gerckoit xupypru MU CBOY; e-mail: eargynova@mail.ru

Tenna 49 ¢M, OKPY>KHOCTb TOIOBbI 32 CM, OKPY>XHOCTb rpynu 30 cMm.
3akpuyas Ioc/le peaHMMalMOHHBIX MeponpuATuii (o6BuUTHIE MIy-
oBYHOI, acukcus). K rpyan npunoxnnu Ha 4-e cyTku. IpynHoe
BcKapmmBanue 1o 1 mec. IlcuxomoTopHOe pasBuTue: TONOBY Aep-
XKaJl ¢ 4 Mec., Cufien ¢ 8 Mec., Hayas XopuTh B 1,3 ropa. IIpodunak-
THUYeCKye IPUBUBKI M0 KaneHpapio. [lepeHeceHHble 3a60/IeBaHMA:
OCTPBIII OPOHXUT, OCTpasi peCIMpaTopHas BUPYCHasA MHQEKINA,
B 5 JIET 3aKPbITHIJ YPE3MBbIILIETKOBBIN IIEPEIOM JIEBOV I/IEYEBOI
kocTi. HacnencTBeHHOCTD OTATOIEHa, Y OTLIA — TUIIEP3/IacTUYHAA
KOXXa 6e3 Typropa, ruIeprofBIDKHOCTb CYCTABOB, YaCThle CUHSIKIL.
Annepronornyeckuii aHaMHe3: ChIIlb 110 TeTy Ha C/IajiKoe. YC/IoBus
TIPOKMBAHNA YIOBNIETBOPUTEbHBIE.

OOBeKTHBHBII CTATYC: COCTOAHME CPefHEl CTEIeHN TAXKeCTH
1o 3abonesannio. CaMoO4yBCTBME He CTpajaeT. PebeHOK BAIbINL,
runopmHaMuaHbli. Koxa runepanactuyaHast, 61egHol OKpacKy, Ha
TPYAM, )XUBOTE, KUCTAX PYK U MEXY JIOIATKaMM C MEIKOTOYed-
HBIMM BBICBIIAHUAMMU (pMUC., a). Typrop MATKMX TKaHeil CHVKEH.
Ha 3aHe-60K0BOJI ITIOBEPXHOCTH JICBOII TOJICHY KaBepHO3Has Te-
MaHIMOMa pasMepoM J0 6-7 CM B IONepPeYHMKe, B 0O/IaCTy roje-
Hell MHO>KeCTBEHHBIE 3KXMMO3bI, reMaToMbl. Ha MecTax «cTappix»
rematoM (7106, IIpeAIIedbs) pyOLoBbIe M3MEHEHUA KOXKY 0 TUILY
kermoupos. OTMevanach runepMoOONIbHOCTD CYCTaBoOB (puc., 6).
3eB crokoeH. Ilepudepudeckne muMdOysIbl 3MaCTUIHbIE, MeT-
Kue. B 1erknx apIxaHye Be3UKY/IAPHOe, XpUIIOB HeT. ToHBI cepylia
SICHBIE, PUTMMYHbIE, YNC/IO CepleYHbIX coKpallenuii 100 B MuH.
JKuBot markmit. @usnonornyeckne oTIpaBieHNA He HapyLIeHBI.
ITpu ynbTpa3ByKOBOM MCCTIEHOBAHUY OPraHOB OPIOLIHON HOIOCTI
o6Hapy»xeHa fedOpMars XKeTIHOTO My3BIPSL.

JIabopaTtopHble UCCIeRoBaHMA: TpoMboLMTbl — 200 ThIC./MKII,
cBepThiBaeMocTh 1o CyxapeBy — 4 MMH 58 ¢, IIUTETBHOCTb KPO-
BoredeHus 1o JJyke — 1 MyH. Mopdomnorus TpoMOOIMTOB: arr/io-
TUHA0eIbHOCTb COXPaHeHa, YMEPEHHDIN aHU3OMONKIIOINUTO3,
BCTPEYAIOTCA eHNYHbBIE aTUIINYHbIE TPOMOOLNTHI (YI/IMHEHHbIE,
M3OTHYTbIE), IpeobIafaloT I0Hble GOpMbL. PAKTOPBI CBEPTHIBAHN:
VIII - 100 %, IX - 100 %.

ITocne ocMoTpa reHeTMKOM, FeéMaTO/IOrOM, EPMaTOIOTOM, aH-
TMOXUPYPrOM, TaCTPOIHTEPOTIOrOM, NEefUATPOM M YITyO/IEHHOTO
MHCTPYMEHTA/ILHOTO 00C/IeOBaHys IOCTaB/IeH JUarHo3: CUH/J-
poMm Inepca-Jlannoca, TpPOMOOLMTOIATHA, TIPOJIATIC MUTPATIBHOTO
K/IallaHa, BAPMKO3HOE paclIMpeHNe BeH HUKHUX KOHEYHOCTell,
TeMaHTMOMa JIEBOJI TOTIEHM, a/l/IePTUIeCKMil IepPMaTuUT.

Cunppom Idnepca-Jlannoca — TUIIMYHBIA IPUMEp pas-
HOJIOKYCHOII T€TEPOreHHOCTU. Bee ToKychl, MyTanum B Ko-
TOPBIX BbI3bIBAIOT CMHIPOM, MMEIOT OTHOLIEHNE K CMHTE3Y
6€/IKOB BOJIOKHUCTBIX 9/IEMEHTOB COCAMHUTEIBHOI TKaHU.
Yamre BcTpedaroTcs erkyue GopMbl JAHHOTO CUHIPOMA,
C HEPE3KO BBIPAXXEHHOW IMIIEPSIACTUIHOCTDIO KOXU U
U306BITOYHON MOABVDKHOCTBIO CYCTaBOB, KaK IIPaBUIIO,
codeTamomuecs ¢ TpoMbonuTonaTyeil. MoneKyiapHble Me-
XAaHU3MBI IIaTO/IOTUN COGHI/IHI/ITe}IbHOI?'I TKaHU BbIABJICHBI
TOJIBKO JI/IA OT/EeIbHBIX TUIIOB 3a00/I€EBaHNA. ITopaxxenne
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Puc. Cungpom Onepca-Jlannoca:

a — 2UunepanacmuvHOCmMy KOxu, 6- ZMVIEPHO()SM?MHOCmb cycmasos.

CepAeYHO-COCYANUCTON CUCTEeMbI PETUCTPUPYETCA IPUMEp-
HO B 90% HabmoneHnii.

Panee BbIJie/IsIN [IeCATh TUIIOB JAHHOTO CHHIPOMA.
Ero reHeTuka paccMOTpeHa OT/ENbHO A/ KaXKJOTro U3
HMX: ayTOCOMHO-JOMMHAHTHO HaclenyoTcsa 1-4, 7 u 8-11,
ayTOCOMHO-PELIECCUBHO — 6-11, X-CLENIeHHO — 5-11 1 9-11
Tynbl. i1 10-ro TIa 3aKkOHOMEPHOCTD HACTENOBAHNA He
yctaHoBneHa [1, 3,7, 8]. B 1997 1. 6b11a mpepnoxkeHa 6oree
mpocTas KmaccuuKarysi, KOTopas COKpaTuIa YuCyo I71aB-
HBIX TUIIOB CHMHJIpoMa Dnepca-/lannoca o mecTu: Tumep-
nozBixkHOCTH (Hypermobility), kmaccuuaeckuii (Classical),
cocypuctsbiit (Vascular), kudockonnos (Kyphoscoliosis),
aprpoxanasus (Arthrochalasis) u gepmarocnapakcuc
(Dermatosparaxis) [4, 5]. [lpyrue TUIBI YCTIOBHO MOTYT
CYILLIeCTBOBATb, HO O HIUX COOOIIAETCsI TONBKO B OT/E/IbHBIX
CeMbsIX, W/IJ OHY [IOXO Xapakrepusosausl [10, 11].

Vicxopst U3 KIIMHUKO-71ab0paTOPHOI XapaKTePUCTHUKIL,
MBI CTONKHY/IUCD C KITACCUYECKUM TedeHMeM CHMHApOMa
Onepca-JlaHnoca ¢ ayTOCOMHO-ZOMUHAHTHBIM IyTeM
Hac/eJOBaHMsI, IPY KOTOPOM IOpa)kaeTcsl KoJtareH I
un V tunos [6, 11]. B HacTosi1iee BpeMs He CYIeCTBYeT
OIIpefie/IeHHOTO TeCTa ISl AMArHOCTHKM 3TON Pa3HOBUA-
Hoctu cuHpapoma. VI [HK-aHanus, u 6uoxuMmdeckne
MCCIeNOBaHMS VCIIONIB3YIOTCS [i/Isl BBLSIBIICHNSI NI, TIOPa-
YKEHHBIX 00/Ie3HbI0. B HEKOTOPBIX CTyJasx OMOIICIA KOXU
37eCh MPU3HAETCS MTOJIE3HOI PV MOCTAHOBKE [MarHo3a.
K coxanenuto, nepedncieHHble TECTbI HEZOCTATOYHO Ha-
IEeXKHBI, YTOOBI BBIABUTD BCeX OONMbHBIX. JJaHHBIII CIIyda
npefacTaBisieT coboit TsDKeMoe MPOosiBIeHNe AVCIIA3UN
COEVIHUTEIbHOM TKAHMU, IIPU KOTOPON IOKAa3aHO CUMII-
TOMATHYEeCKOe JiedeH e, BKII0Yaloliee reMOCTaTUIECKYI0
Tepanuio. PaHHMe IMarHOCTHKa 1 Ha3HAYeHMe CUMIITOMA-
TUYECKOIl Tepanuy MO3BOIAIOT CYLeCTBEHHO YIy4LINTD
Ka4eCTBO JKM3HM MTaljMIeHTa.
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Pesrome. [IpuBoanTCcs KIMHNYECKOE ONMCaHNE CMHApPOMa JDnepca—
Iannoca y manpunka 6 jet. VIcXopsi U3 KIMHUKO-Ta60PaTOPHOI
XapaKTePUCTHUKY, JUATHOCTUMPOBAH KIACCHYECKUIT TUII 3a60TeBa-
HUSL C @y TOCOMHO-TOMMHAHTHBIM TUIIOM Hac/efOBaHMs. JJaHHbII
Cydail IpeicTaB/sieT co6oil TsDKeNoe MpOsiBIeHNe AUCIUIA3UY
COENVHNUTETBHON TKAHM, IIPY KOTOPOM [OKa3aHO CUMIITOMATIYeC-
KOe JIedeH1Ie, BK/II0Yaloliee TeMOCTATNIEeCKYIO TePAIIIIO.
Kniouesvte cnosa: curopom oucnnasuu coeOUHUMenvHol mekanu,
KAUHUKA, OUAZHOCHUKA.



