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PE3IOME lNpenctaBneHbl pe3ynbTaThl 7-neTHEro HabnoaeHust 3a 60nbHLIM ¢ BepudLUnMpoBaHHbIM AUAarHo30M:
«CuHppom Anepca — [aHno, kudockonumoTuyeckum Tun, obycnosneHHbIn aynn. 8,9 1. n. H. B reHe PLOD1». lMNpo-
aHanuM3upoBaHbl MPOrPeANEHTHOCTb TEYEHUsS U Haunbornee 3HaYUMBbIe AN ANAarHOCTUKMA AaHHOM NaToriorMm Knu-
HUYeckue mapkepsbl. lokazaHo, 4To cuHOpPOM Anepca — [laHno KUKOCKONTMOTUYECKOrO TUMA MOXKET OCJIOXKHATBLCSA
paspbiBaMu COCyaoB.
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Cungpom 3nepca — [anno, C3[ (Syndrom Ehlers —
Danlos, SED, wudp Q79.6 8 MKB 10 ) — retepo-
reHHas rpynna HacneacTBEHHbIX HapyLleHWUid co-
€OVHUTENbHON TKaHW, BedylMMK MNpOSBAEHUAMU
KOTOPbIX SBNSAOTCH rMNeppacTsKUMOCTb, XPYMNKOCTb
KOXM W runepmobunsHocTb cyctasoB (TMC). Co-
rnacHo knaccudgpukaumm P. Beighton et al. [3] BbI-
gensoT wectb Tunos CO[: knaccuyeckuin, runep-
MOOMINbHbBIA, COCYAWUCTbIA, KUAOCKONMOTUYECKUN,
apTPOXanasncCHbIA U KOXHbIA, ANarHOCTUKa KOTOPbIX
ocyLLecTBNseTCs cornacHo BunnbdpaHLckum Kpu-

nnbo KomMnayHAHOM reTepo3nroTHOW MyTaumen B
reHe PLOD1 (npokonnareH-rim3unH, 2-okcornyra-
pat 5-guokcureHasa 1; 154454), Haxogdalemcsa Ha
KopoTkoM nneye 1-i xpomocombl (1p36.3-p36.2).
HdaHHbIn reH kogupyeT epMeHT NU3NMArMapoKcu-
nasy (EC 1.14.11.4), koTOpbIA y4acTBYET B rMAPOK-
cunMpoBaHuM octatkoB nuanHa. Ob6pasoBaBLUUACH
rMOPOKCUIN3NH NPUCOefUHSET MOHO- 1 ucaxapugbl
K Monekyrne konnareHa. Kpome Toro, nuMannrugpok-
cunasa katanusunpyet peakumto npespaiyeHns NH2-
rpynn oTAEMbHbLIX IM3UHOBBIX U TMOPOKCUITU3NHOBBIX

TepusaM.

Kndgpockonunotnyeckuin tun C3O (cuHoHumbl: C3[
VI tnna, C3I] rnaso-ckonuotudeckmin, COL Tun
VIA, OMIM: #225400) oBycrnosneH romMo3vroTHOW

OCTaTKOB KonnareHa B anbgerngHble rpynnbl n obpa-
30BaHue annusnHa. BosHukwne anbaerngHsie rpyn-
Mbl y4acTBYOT B 06pa3oBaHny KOBaneHTHbIX CBA3EN
(ocHoBaHusa Wudda), ctabunusmpyrowmx pudpun-
nbl konnareHa [1, 4, 5, 10].

Kadurina T. ., Klychkova I. Yu., Kriuchkova A. D., Abbakumova L. N.
EHLERS — DANLOS SYNDROME, KYPHOSCOLIOTIC TYPE: OBSERVATION IN CATAMNESIS

ABSTRACT The authors presented the results of seven-year observation in patient with verified diagnosis of
Ehlers — Danlos, kyphoscoliotic type stipulated by duplication of 8,9 thousand of nucleotides pairs in PLODI gene”.
Its course progradient index and the most significant clinical markers for this pathology were analyzed. It was
demonstrated that Ehlers — Danlos syndrome of kyphoscoliotic type might be complicated by vessels ruptures.

Key words: Ehlers — Danlos syndrome, kyphoscoliotic type, clinical picture, catamnesis.
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3aboneBaHue HOCUT nporpegneHTHoe TeveHue. le-
PYOA, HOBOPOXAEHHOCTU XapakTepusyeTcs TAXENON
MbILLUEYHOW TMMOTOHUEN, BPOXAEHHBLIM CKOMMO30M,
BbIBUXaMW, rMNepmMobunbHOCTbIO CyCTaBOB, KPWBO-
LLIeen, KoconanocCTblo, 3KBUHOBAPYCHON YCTaHOBKON
cton [7, 8]. OnucaHbl BHYyTpUYepenHble KpOBOUINHNS-
HWS M NPEeXAEeBPEMEHHbIA paspbiB NOAHbIX 0600-
yek [1].

C BO3pacToOM MporpeccupyoT KugocKonmos, Mbi-
LeYyHasa rMnoTOHUS, peKypBauus CyCTaBoB, Hapac-
TaeT rmneppacTsSXKMMOCTb U PaHUMOCTb KOXU, dop-
MupyeTcsa mapdaHonogobHbin deHoTun [4, 6-8]. Co
CTOPOHbI OPraHOB 3PEHUS BbISBMNSAOT MUOMUIO, aCTUT-
MaTU3M, MUKPOKOPHEA, U3BMITUCTOCTb apTeEPUiA, OT-
cnowiky cetyatku [2, 9]. CepaeyHo-cocyamcTas nato-
niorms NPosIBMAETCS NporancamMmu KnanaHoB cepgua,
Avnartauuein aopTbl, @ UHOrga — CMOHTaHHbIMU pas-
pbiBamMu apTepuia [6, 9].

MpuBoaMM COBCTBEHHOE KMMHWYecKkoe Habnwoge-
HVe B kKaTamHese BepudunumposaHHoro cnydas C3[
kngockonumoTtudeckoro tuna. Cembs pebeHka B. A.
(8. p- 22.08.2004 r.) KOHCYNbTUPOBaHa Mo Hanpaene-
Huto HUWOOW nm. T'. U. TypHepa ¢ Lenbto yTOYHEHNS
aunarHosa B ¢espane 2007 r. XXanobbl Ha uckpue-
NeHne NO3BOHOYHUKA, CNaboCTb, PAHUMOCTb KOXM,
3a4epXKy MOTOPHOro pasBuTUSA, AedUUUT Macchl
Tena. CemelHblli aHaMHe3 He OTArowéH, 6pak He-
POACTBEHHbIA, pOAMTENY MOMOAbIE, 300POBLIE, NPO-
deccmoHanbHble BPELHOCTU, BPeAHbIE MNPUBbIYKK
oTpuuyatoT. PebeHok oT nepBoin 6GepeMeHHOCTH, Mpo-
TekaBLUel Ha (poHe TOKCcuKo3a |- nonoBuHbLL. Pogbl
Ha 42-n Hepene. Macca tena — 3050 r, gnuHa —
60 cm, oueHka no wkane Anrap 7/8 6annos. Cpasy
nocrne poXAeHUs Obinv BbISIBIEHbI: NepUoparnbHbIi
LaHo3, CHIXEHME Typropa KoXu, KngoCcKonmnos, ya-
NMHEHWNE N N3OMHYTOCTb KMoYnL, ABYCTOPOHHMWIA Bbl-
BUX Ta300edpeHHbIX CyCTaBOB, reHepanvn3oBaHHas
MC, MbiweYyHass rMnoToHUs, OTCYTCTBUE peddinek-
COB C AUCTarnbHbIX OTAENOB HWXHUX KOHEYHOCTEW,
nynoyHas rpbbka, ABYCTOPOHHWUIA  KPUNTOPXM3M.
B pogoome OCMOTpeH HEBPOMOroM U OpPTOMEAOoM.
[wnarHos: «ApTporpnnos. BpoxaéHHbI Kndbockonum-
03. [IByXCTOPOHHMWI BbIBUX Ta3zobefpeHHbIX cycTa-
BoB. OpraHuyeckoe nopaxeHue LIHC. AToHudeckuii
cuHgpomy». B 1,5 mecdua no pelleHuto cembun no-
CTynaeT B Cneunann3vpoBaHHbll oM pebéHka ang
MEeOULUMHCKOrO YXOAa, FAe HaxoAWTCs B TeYeHue
2 net. PasBrBaeTCH C BblpaXeHHOW 3a4epKKON ncu-
XOMOTOPHOrO pasBuUTUS, 0OYCINOBIIEHHOIO TSXEMNOA
MbILLEYHOW runoToHmei. Monyyan: nupauetam, ue-
pebponuanH, maccax, JIOK. MNepeHEc: MHpeKUnto
MOYEBbIX MyTeW; BETPAHYIO OCMY, OCTPbIA BPOHXHT,
xenesogemuunuTHy aHemuto | cT. TaxecTu. [Npu Bbl-
nncke n3 goma pebeHka (2 roga 2 mMec.) cCamocTos-
TENbHO CUAUT, UMEET OMOPY Ha HUXHUE KOHEYHOCTH,
BbINOMHSAET NPOCbObI, FOBOPUT OTAENbHLIE CIOBA, HE

xoauT. UHcTpymeHTanbHoe obcnefosaHune (2 roga
4 MecC.): peHTreHorpaMma MO3BOHOYHMKA — KUpo-
ckonuos (yron ckonuotuyeckon gyrm — 13°); MPT
NMO3BOHOYHMKA — BbIP@XXEHHbI CKONMO3 rPyAHOro OT-
gena, cybapaxHompanbHas KUCTa HUXKHErpygHOro U
MOSICHUYHOrO OTAENOB, aTpoUYECKNE U3MEHEHNS
AWNCTanbHbIX OTAENO0B CMUHHOMO MO3ra; 3NeKTPOHEN-
pomuorpadunsa — HapyLUEeHWe 3neKTporeHesa MblLLy
BEPXHUX W HWKHWUX KOHEYHOCTEW; peHTreHorpaMmma
Ta306edpEHHbBIX CyCTaBOB — ABYCTOPOHHUIA BbIBUX
6épnep; Y3U cepgua — pgononHuTenbHasa xopaa ne-
BOro >xenygouka; Y3 nodek — gucronusa, potauuns
noyek 6e3 CTPYKTYPHbIX M3MeHeHuin. KoHcynbTaumm
Bpayen-CrneumanmcToB. HEBPONOr — OpraHu4eckoe
nopaxexvne LIHC, 3HaumMTenbHas 3agepxka mncuxo-
MOTOPHOFO pPasBUTUS, MMWOTOHMYECKUIA CUHLPOM,
othbTanbmoror — cxoAsLeecs kocornasume, Muonuye-
CKNI aCTUrMaTun3m, Xupypr — 4BYCTOPOHHWNIA KpUNTOp-
xu3M. OcmoTpbl JIOP-Bpaya, ctomaronora, Xxmpypra,
JepmMartosiora u remaToriora naTosiornm He BbISBUIN.

[Mpn ocmoTpe (2 roga 6 mec.): macca Tena 11,7 kr
(1); anuHa — 89 cm (4); OKPY>XHOCTb ronoBbl — 48 cM
(2); okpyxHocTb rpyau — 51 cm (3). Cuawnt, cTouT
npw NOAAEPXKKE, CAMOCTOSATENBHO HE XOAUT, BbICTPO
yTomMnseTcd, pasoBas pevb oTcyTcTByeT. CocTos-
Hue no 3aboneBaHuto Tskénoe (puc. 1). Jonuxocrte-
HOMEenus, apaxHog4akTUnNnga nanbLeB KUCTER n cTon,
BbICOKOE roTnyeckoe HEBO, KuockonmnoTuyeckas ae-
dopmaumsa No3BOHOYHMKA 2 CT., FeHepann3oBaHHas
'MC, pekypBaumMs KOMEHHbIX, BbIBUXU W MOABbLIBU-
XV TOMEHOCTOMHBIX CYCTaBOB, MSATOYHO-BasbrycHas
ycTaHoBka cton. Koxa ToHkas, runeppacTtsaxumas,
C MHOrOYUCNEHHBIMU KenouaHeiMun pybuamu, aTpo-
dryeckuMn CTpUAMU U MHOFOYUCIIEHHBIMWU FremMaTo-
MamKn nocrne MWHUManbHbIX TpasM. MblweyHasa rm-
NMOTOHMSA, pacluMpeHne MynoYHoOro Konbla, Auacras
NPSAMbIX MbILL, >KUBOTA, CUCTONUYECKUA (PYHKLMO-
HanbHbIN WyM B 4 JICK, onyLeHne neyeHu, Kpuntop-
XW3M, CUMMTOM «BSSON MOLUOHKUY. JlaBopaTopHoe
obcnepoBaHme: B-cross-laps Tect — 2,03 Hr/mn (Hop-
ma — 0,14-0,81 Hr/mn), ocTeokanbLuH CbIBOPOTKM
KpoBu — 99,26 Hr/mn (Hopma — 14—46 Hr/mn), TP1NP-
TecT — 681,1 Hr/mMmn (Hopma — 667,1-975,3 Hr/mn).
BbicokoathhekTnBHas XugkoctHas xpomarorpadpus
CbIBOPOTKM KPOBW: NoBbIeHne ypoBHA OH-Pro, Pro;
CHUXeHMe YpoBHA Lys, makpo- um mukpo-konnare-
Hocneunpunyecknx anemMeHToB B TKaHAX (BOMOCHI),
obuyero sutamuHa D,(OH); KanbUMTOHWH — B HOPME.
COBOKYMHOCTb KNUHWKO-NTabopaTopHbIX AaHHbIX MO-
3BOMWMa gMarHoCTMpoBaTb CMHAPOM Anepca — [ax-
no. Bepudukauma Tuna sabonesaHus Tpebosana
HabnoaeHns B anHamuke n JHK-guarHocTmku.

JdaHHble AuHamuveckoro HabnwpeHus (¢ 3 neT
6 mec. go 10 net 6 mec.). B npouecce Habnoge-
HWS OTMeYarnocb peskoe nporpeccMpoBaHne Ku-
doTnyeckon rpygonosicHuyHon (B 3 roga 6 mec. —
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4o 89°) M npaBOCTOPOHHEN CKOMUOTMYECKOW (B
3 roga 6 mec. — fo 29°) gehopmaum No3BOHOYHMUKA
(puc. 2), HeCMOTPSA Ha MOMOXUTENbHYIO AUHAMUKY
3MeKTporeHesa Mblll BEPXHUX U HUXKHUX KOHEY-
HOCTEN MO [aHHbIM  3neKTpoHenpomuorpadpum,
anekTpomuorpadun. BpoxaEHHbBIN OBYXCTOPOHHUIA
BbIBUX Begpa. [ATo4YHO-BanbrycHas ycTaHoBKa cTomn —
6e3 cyuwjecTBeHHoW AvHamuku. o Mepe B3pocne-
HUA peb&Hka npopomxanocb GopMUpoBaHMe map-
aHomgHoro deHotmna (puc. 3), coxpaHanca mu-
OMNMYEeCcKUn actTurmaTmam, ¢ 4 feT 6 mec. nosiBuUMIcH
rOpU3oHTarnbHbIA HUCTarM, ¢ 6 NeT pe3ko Bo3pocra
«JIOMKOCTb» KOXW. B 7 net 6 mec. — yBenuyeHue
KMOTUYECKON rpyAOMNOACHUYHON AedopmManun no-
3BOHOYHUKa Ao 91° (+2°), B 9 neT 6 mecC. NponsoLLén
CMOHTaHHbIA paspbiB MpPaBoW MOAKOMEHHOW apTe-

pvx, KOTOPbIA NPUBEN K (POPMUPOBAHUIO TYromnop-
BVXXHOCTM KOMEHHOro cyctasa. [JuHaMuKy peHTreHo-
rpaduyecknx gaHHbIX UNNICTPUPYIOT puc. 4—6. Ha
NPOTSXKEHUN BCero HabnogeHs NpoBOAMIIOCH KOH-
cepBaTWBHOE OpTONEeAMYyeckoe neyeHue, CUMMTO-
MaTuyeckas Tepanus, metabonuyeckas Koppekuus,
HanpasreHHas Ha ynydleHne COCTOSHUS obmeHa
COEANHNTENBbHON TKaHW, BUOSHEPreTUYECKON akTnB-
HOCTW OpraHn3ma, 4To CrnocobcTBOBasO yNy4LleHuo
CaMOYyBCTBUSA, cTabunumsauny obLLero CoOCTOSHUS U
ncmxocouuansHou agantauuu.

Tonbko Yepes 6 neT 6 mec. HabnoaeHNs NoABUNach
BO3MOXHOCTb MNPOBECTU  MOJIEKYNAPHO-TeHeTUYe-
ckoe obcneposaHue (LieHTp monekynspHon reHe-
Tk, MockBa) Ha BbISIBNEHME MaXOpPHbIX MyTaLuWii

Puc. 1. B. A., 2 ropa 6 mec. BugHbl: LONMXOCTEHOMENMWS, apaxHOL4AKTUIMA NarnbLeEB KUCTEN 1 CTOMN, KUAOCKONMoTUYecKas
Aedopmauusa Nno3BOHOUYHMKA, MbILLIEYHASA TMNOTOHUSA, pacLUMpeHne NynovHoro KonbLa, gnactas npsmMbiX MbiLLL, XUBOTa

Puc. 2. B. A., 3roga 6 mec. (a) u 7 net 6 mec. (6)
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Puc. 3. B. A., 9 neT 6 mec.

B reHe PLOD1 (Arg319X, 3 9 u gynn. 8,9 T. n. H.,
3 10-16). MeTtogom MNOA®P obHapyeHa MaxopHas
MyTauus B reHe PLOD1, gynn. 8,9 T. n. H., YTO no-
3BONUNO Bepuduumposatb gnarHo3 COL n gnarHo-
CTUpOBaTb KNGPOCKONNOTUYECKUIA TUN. Ona ycTaHoB-
NeHNst COCTOAHNS AaHHOW MyTauuu (reMusnroTHoe,
rOMO3WUroTHOE, reTepO3UroTHOE) — NnaHmpyeTcs ob-
cnegosaHne poguTenen.

B HacToswee Bpemsa B. A. 10 neT. Poct — 136 cwm,
BeC — 26 kr. CnpaBnseTcsa ¢ nporpaMMoin 4-ro knac-
ca obueobpasoBaTenbHON LUKOMbI, OOLUTENEH,
NMeET XOpOoLUYyto NamMsATb; Be4ET OCTAaTOYHO aKTMB-
Hbln 06pa3s Xn3Hn. HapyLueHns co CTOpOHbI OpraHoB
3peHns, cepaevyHo-CocyauCcToN CUCTEMBI, CKerneTa
He nporpeccupytoT. MmewTca xanobbl Ha yTOM-
NAemMoCTb, apTpanruun, TYronoABUXHOCTb MPaBoro

Puc. 4. PenTreHorpammel B. A., 2 roga 6 mec.

KONMEHHOro CycraBa, CHMXEeHNe KOHUEeHTpauun BHU-
MaHuA, HapyLwleHune CHa, nepnoanyeckm — arpeccuB-
HOCTb.

Taknum obpasom, ckeneTHbIMn Mapkepamn CIL ku-
dockonmoTnyeckoro Tuna, obycrioBfeHHOro Aynn.
8,9 7. n. H. B reHe PLOD1 sBNSAOTCA BPOXAEHHbIN
NporpeccupyroLnii - KNOCKonNmMo3, LBYXCTOPOHHUN
BbIBUX 6edpa, NATOYHO-BanbrycHas gedopmauns
cTon, reHepanusoBaHHad [MC, mapdaHougHbI
deHoTun. lNaTtonorusa opraHa 3peHus, MO AaHHbIM
Halwlero HabnaeHUs, MOXEeT MPOABNATLCA TOMbKO
MUOMUYECKUM acTUTMaTU3MOM W TOPU3OHTarbHbLIM
HucTarmom. 3aboneBaHne XapakTepusyeTcs npo-
rPEAVNEHTHBIM TEYEHNEM N MOXET OCIOXHATLCA pas-
pbiBamMu COCyO0B.
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Puc. 5. PeHTtreHorpammbl B. A., 3 ronga 6 mec.

Puc. 6. PenTtreHorpammel B. A., 9 neT 6 mec.
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