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Cunopom lleapua—/Jlncamnena (xondpoducmpoguueckas MUOMOHUsL) — MOHO2EHHOE HACACOCMBEHHOEe 3a001e8aHUe, XapaKmepusyrujee-
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Hocmeli. Beudy moeo, umo 6 co8peMeHHOl HayHHOI OMe1eCmMeeHHOU AUMepamype UMeromcest eOUHUYHbIe ONUCAHUS KAUHUMECKUX NPUMEPO8
0aHH020 CUHOPOMA, HACMOAWUE HAOAOOCHUS UMEIOmM O0AbULYIO 3Ha4UMOCcmb. Xupypeuueckoe aeuenue 0egopmayuii OnopHo-08ueamens-
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Schwartz—Jampel syndrome: comprehensive diagnostics and orthopedic treatment
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Schwartz—Jampel syndrome (chondrodystrophic myotonia) is a monogenic genetic disorder, demonstrating unique coincidence of the fea-
tures of skeletal dysplasia and neuromuscular disease. We present four clinical cases of Schwartz—Jampel syndrome. Principles of diagnos-
tic and results of surgical treatment of the lower limbs deformities are discussed. Importance of this study comprises unique description of
rare cases. Surgical treatment for orthopaedic conditions is important and can lead to functional improvement, prevent progression of defor-
mities and enhance daily activity.
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Bsepnexue

MuOTOHMU — TeTepOreHHas TPyIMIia HACJIEACTBEHHBIX MalMEHThl 00palaloTCsl MO MOBOAY MUMEIOIIUXCS Y HUX
3a200JIeBaHIIA, TIPOSIBIISTIOLIMXCS 3aMeIJICHIEM pacciabneHnsT  aecopMamii 1 KOHTpakTyp. I1pn oTCyTCcTBMM HACTOPO-
MBI [1]. B ocHOBHOM MarmeHThl ¢ MUOTOHWEH HAOMIOMa-  SKEHHOCTH U OTIBITA Y CIIEIINAIICTa MUOTOHUSI MOXET OBITh
JOTCS 1 JIeYaTcsl y HEBPOJIOTOB. B psize cirydaeB ¢ mposiBlie-  HEKOPPEKTHO MHTEPIPETUPOBaHA KaK HapyIICHUE MbI-
HUSIMU MUOTOHUI CTAJIKMBAIOTCSI OPTOIEABI, K KOTOPBIM  IIEYHOTO TOHYCA, YTO HE COOTBETCTBYET IIPUPOIE TAHHOTO
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cocrogHud [2]. O6¢cyxaeHne 3Toi MPoOdJIeMbl aKTyaJTbHO
CETOIHS B CBSI3M Majiolt MHOOPMUPOBAHHOCTBIO Bpadeid
0 MATOJIOTWH M, KaK CJICACTBHE, TIO3MHEN TUAarHOCTUKOMN
1 CJIOKHOCTBIO T (hepeHIINATLHOTO TTOMCKA MEXIY pa3-
HBIMU (hopMaMU 3To 6osie3Hu [3].

YHuKanpHOI (OPMOIT MUOTOHUHM SIBJISIETCS] XOHIPO-
nucTpoduueckas MUOTOHUSA, Win cuHapom IlIBapia—
Hxammena (CIIO) (OMIM #255800). bose3Hp BiepBbIe
ormcanu Ockap IBapi n Pobdepr dxammen B 1962 1. AB-
TOPBI OOPATWJIM BHUMAaHUE Ha IIPOTrpecCrpylolee 3a0oJe-
BaHME Y OpaTa 1 CeCTPhI, KOTOPOE XapaKTepHU30BaIOCh HI3-
KAM pocToM, OiedapodrMo30M U TeHepalIn30BaHHBIM
rmopaxkeHrueM MbI [4]. I[lepBoe omucaHme CKeIETHBIX
MPOSIBJIEHUIA TIPY TaHHOM cuHApome aan JloHanba Adep-
(enba B 1965 1., KOTOPBII TAKKE OIMKICAIT IIPOrPECCUPYIOLLYIO
0oJie3HBb OpaTa U CECTPHI ¢ HU3KOPOCIOCThIO, MUOTOHMEIA,
sMU3apHBIMIA N3MECHEHUSIMI Ha peHTTeHOTpaMMax, KOH-
TPaKTypaMHM B CycTaBaX U KWJICBUIHOM aechopMarmeit rpy-
HOW KJIeTKU [5]. B oTeyecTBeHHOII Hay4YHOM JIMTEpaType
MMEIOTCS eAMHUYHBIC MMyOIMKAIIAN TT0 JaHHOM Ipoodieme,
0€e3 OIMMCaHMsI CEPUN KIIMHUYECKUX CiTydaes [6].

Cunnpowm IlIBapua—/Ixkammesna (B UCTOPHMICCKOM
acTeKTe MMEHYEeMBIN TaKKe KaK TUIT 1) BBI3BIBACTCS MY-
tanueit rena HSPG2 (Kkogupyiomero CUHTe3 0esika mep-
JiekaHa) Ha xpoMmocome 1p36 [7]. [lepiaekan — 310 mpo-
TEOTJINKaH, SBISIOMIUICST OMTHUM U3 KOMIIOHEHTOB
SKCTPALIEIITIONIIPHOTO MAaTPUKCa W BHITIOJHSIIOIINI pa3-
HOOOpa3HbIe (PYHKIINH, TIPEACTABICHUS O KOTOPBIX ITOC-
TOSTHHO pacmupsiorcd [8]. B nx unciie ero BausgHue
Ha alleTUJIXOJIMHACTepa3y, KOTopast MTHAKTUBUPYET alle-
THJIXOJIMH B CHHAIITUYECKOM IIIEIN 1 CITOCOOCTBYET pac-
cJ1abeHUIO MblIIeYHOU KiaeTKu. [1pu nedekre nepeka-
Ha HapylIaeTcs MpoliecC MHAKTUBALIMU alleTHIXOJIMHA
U TIepexoJa MAOIIMTA B COCTOSTHIE TTOKOST, YTO IIPUBOIUT
K TIATOJIOTUYECKOMY CITa3My MBIIIIL U UX OTCPOYCHHOMY
paccnabieHuoo [9]. B matoreHese 3a001eBaHUS TaKXKe
MIPEeIToJIaraoT pojib nedekra Na-moHHBIX KaHayioB [10].

HcTopnuecku omrcaHa Takke HeOHaTaIbHas hopMa
CLLI (Tut 2), cBs13anHas ¢ mytanueii reHa LIFR (leukemia
inhibitory factor receptor), KoTopast Ha CerOTHSIIIIHUI I¢Hb
oTHOcUTcS K cuHapomy IlltroBe—Bumemanna (OMIM
#601559) [11].

CormacHo coBpeMeHHBIM TipeacTaBiaeHusM CIL/ xa-
paKTepU3yeTCs CIICAYIOIIMMI OCHOBHBIMU KITMHUYECKUMU
MIPOSIBJICHUSIMMU:

1) MuOTOHMS;

2) XxapaKTepHbIe U3MEHEHUS JIUIa (IToclie POXKICHUS
0e3 0coOeHHOCTe, 3aTeM CTAaHOBUTCSI MacKooOpas-
HBIM, C BBITISTYCHHBIMU TyOamu, OedapodumMo3om,
IITO30M BCJICACTBAE TOHMYECKOTO COKPAIICHMS MU-
MHMYECKON MYCKYJIaTypHhI);

3) OCTCOXOHAPOINCILIA3MS;

4) KOHTPaKTYPHI B CycTaBaX KOHEYHOCTEIA;

5) 3amep:kKa pocTa.

K MeHee TMIMIHBIM OCOOEHHOCTSIM KIMHUYECKOM
KapTUHBI CUHAPOMAa OTHOCSITCSI BBICOKHIA TOJIOC, HU3KAS

TpaHHUIIa pOCTa BOJIOC Ha JIOY, HU3KOIIOCAKEHHBIC MaJICHb-
KUe YIITHBIC PAKOBUHEBI, BBICOKOE HEOO, TUTTOTLIA3MS SIMIEK,
SKBUHOBapycHas ae(opMalins CTOII, aCeNTUISCKUI He-
KpO3 TOJIOBKHM Oenpa, coxa valga, coxa vara [12]. CuHapoM
MMEET ayTOCOMHO-PEIIeCCUBHBIN TUIT HACICIOBAHUS.

Bnekrpomuorpadust (BMI') UToIpUATBIM 3IEKTPOIOM
B TUTIMYHBIX CJIyYasiX B ITTOKOE BEISIBIISICT ITOCTOSTHHYIO BbI-
COKOYACTOTHYIO aKTUBHOCTh, HATIOMUHAOIIYIO HEMPOMM -
OTOHMYECKUE MU CIIOXHBIC TTOBTOPSIIOIINAECS Pa3psiIbl.
ITocTOSTHCTBO CITOHTAHHO# aKTMBHOCTH KaK B TIEPUOI
00IpPCTBOBAaHUSI, TaK M BO CHE, OTJIMYAET €€ OT KJIacChIe-
CKOIl MUOTOHUM U HelipoMuoToHUH. Hammame mocTosH-
HO¥1 MBIIIIEYHOM aKTUBHOCTU OOYCIIOBIICHO TTOBBIIICHHOM
YyBCTBUTEJIBHOCTBIO TTOCTCHUHATITUYECKON MeMOpaHBI
K alleTUJIXOJIMHY, TAK UTO JaXKe CITOHTaHHBIC KBAHTHI a1le-
TWJIXOJIMHA W3 HEPBHBIX TePMUHAJICH BBI3BIBAIOT ACTIOJNSI -
PHU3ALIMIO, JOCTATOUYHYIO JIJIST TIOSIBJICHUST MBIIIICUHBIX CITaii-
KOB. [1poBOIMMOCTB IO CEHCOPHBIM M MOTOPHBIM BOJTHAM
nepudeprnIecKUX HepBOB, KaK MPaBWIO, HOpMaJbHas,
TakXe He OOHApyXMBAIOTCS M3MEHEHUS ITOTCHIIMAIOB
TMEWCTBUS IBUTATEILHBIX SIMHUIL X BO3OYIUMOCTH TIEPH-
depnueckux HepBoB [13].

HccnenoBanus OMOINTATOB, COMEPKAIINX HEPBHO-MBI-
IIEYHBIC COSTMHEHNS, TIOKA3aJI1 XOPOIIo chOPpMUPOBAHHEIC
TIOCTCUHANTHYECKIIE MEMOPAHBI C peMHHEPBALINEH TTOCpeT-
CTBOM TEPMUHAJIBHOTO CITpayTUHTA, IeMUIIAT CHHATITHYC-
CKOM aneTuixonmHacTepassl [14]. I[Ipu 31eKTpOHHO-MU-
KPOCKOIIMYECKOM MCCICIOBAHNUM OOHApPYKMBAIOTCS
pacIIMpeHne CapKOIIa3MaTUIECKOTO PETUKYIyMa U JI0-
KaJbHbIC U3MEHEHUS B Z-T10JI0CaX, N3MEHEHHUSI KOHIIEBBIX
LMCTEPH U TIOTICPEYHBIX TPYOOUEK, KaK U IIPH IPYTHX 3200-
JIEBAHUSIX, COUETAIOLIMXCSI C MUOTOHMeEN [15].

Cunnpom [IBapiia—/Ixxamriesa — peako BCTpeUaro-
mIasicsl MaTOJIOTHS C XapaKTePHBIMU HEBPOJOTMUECKUMU
¥ OpTONeINICCKIMU postBieHusIMA. [TaToreHes Hapyiiie-
HUIA CO CTOPOHBI KOCTHOI cuctembl ipu CIII HemocTa-
TOYHO M3y4YeH. B mccrnemoBaHMsIX omycaHo, YTO MHOTO-
00pa3HbIe CTPYKTYPHBIE U (DYHKIIMOHAJIBHBIC OTKJIOHECHUST
CO CTOPOHBI XPSIIIEBOI TKAHU MOTYT OBITH CBSI3aHBI KaK He-
TMOCPEACTBEHHO ¢ U3MEHECHNEM MEeXaHMIeCKMX (DYHKITUIA
SKCTPALCIUTIONSIPHOTO MaTpUKCca, TaK M C HapyIIeHUEM
MEXKJIETOUHBIX B3amMogeiicteuii [16]. Hecmorps Ha TO
YTO KOHTPAKTYPHI U AehOopMaiii KOHEYHOCTEH Y TTaIu-
eaToB ¢ CIIIJI nMmeroT cymecTBeHHOE TTaTOTeHETUIECKOe
3HaueHNE, B IOCTYITHOM INTepaType HaM HE BCTPETUIINCH
TaHHBIC O Pe3ybTaTaX UX XUPYPTUISCKON KOPPEKIINH.

Ieap HacTOSIIEH MyOJMKAIAA — TEMOHCTPAIIS BO3-
MOXHOCTEH OpPTOIEINIECKOTO JCUCHUS V 4 TTallieHTOB
¢ CILII.

Mamepuanbl U Memofbl

Ha 6a3ze ®I'BY «HarmoHanbHbII1 MEIULIMHCKII UCCIE-
JOBATEIILCKMIA IICHTP AETCKOI TpaBMAaTOJIOTUN Y OPTOTICTUAN
nm. ILU. TypHepa» 0butn odcnenoBanbl 4 maenTta ¢ CII,
B KIIMHUYECKOI KapTHUHE KOTOPBIX, IOMUMO TTPOSIBJICHUIA
MHMOTOHHUU, TOMIUHVPOBAJIM OPTONICANICCKIEC HAPYIIICHMSI.
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Puc. 1. Ilayuenm 1. Knunuueckue u paduonoeuueckue nposieaenus cunopoma lllseapya—/lncamnena: a — eneuinue nposenerus 6 8 aem: auuegoil ousmophusm
(Hu3KonocaiceHHole yuiu, 6aeapodumos, «cmpadanbueckoe» 8bipaldceHue AuYd, CKOUeHHbli N00GOPOOOK ¢ MHONCECMBEHHbIMU MOPUUHAMU BOKPY2 PMA),
ceubamenvHvie KOHMPAKMYPbl 8 NOKMEGbIX CYCMABAX, 6AAb2YCHAS 0ePOPMALUs HUNCHUX KOHEHHOCmell; 6 — peHmeeHo2paghusi HUNCHUX KOHeYHocmel 00
neueHus (8 .aem): eanveycHas 0eqhopmayus HUNCHUX KOHeHHOCmell, 601ee 8bIpadceHHas CNPaed; 8 — MAeHUMHO-Pe30HAHCHAS MOMO2padus ma3o0e0peHHbIX
cycmasoe 0o aeuenus (10 1em): degpopmayus u cHUdICEHUEe 8bICOMbL SNUPU3A, CMPYKMYPA SNUPU3A ¢ HEPABHOMEPHBIMU 30HAMU CKAEPO3A CAeBa; & — PeH-
meeHoepaghusi HUNCHUX KoHeyHocmell uepe3 18 mec nocae xupypeueckoeo aewenus (10 1em): mexanuueckas oce npagoil HUNCHel KOHEHHOCMU UCRPABAeHA;
0 — ueonbuamas I1eKmpomMuoepagpus 08y2Aasoll Molullybl nae4a: CHOHMAHHA AKMUGHOCMb 8 NOK0e, HANOMUHANWAS KOMNACKCHbII NOBMOPSIIOUULICS
Pasps0 8bICOKOI 4aAcmombl He MEeHIIOuelics: aMRAUMYObl

Fig. 1. Patient 1. Clinical and radiological Schwartz—Jampel syndrome manifestations: a — clinical appearance at the age of § years: facial dysmorphism
(low-set ears, blepharophimosis, “suffering” face, retrognathism with multiple wrinkles around the mouth), flexion contractures of the elbows, valgus deformity
of the lower extremities; 6 — the radiography of the lower extremities before treatment (8 years old): valgus deformity of the lower extremities, more pronounced
on the right; 6 — radiography of the lower extremities 18 months after surgical treatment before treatment (10 years old): the mechanical axis of the right lower
limb is restored; e — magnetic resonance imaging of the hip joints at the age of 10 years: deformation and decrease in the height of the epiphysis, uneven sclerotic
structure on the left side; 0 — needle electromyography of biceps muscle: the spontaneous activity at rest resembling a complex repetitive discharges

of a high frequency of unchanging amplitude

INaunenTam ObLIM POBEACHBI KIIMHUYECKOE 00CIeI0Ba-
HUe, peHTreHorpadusi, MAarHUTHO-Pe30HAHCHAsT TOMOTpadust,
OMI, nccnenoBanye (PyHKIMY BHEIITHETO IBIXAHMS, SJIEKTPO-
Kapaorpagus.

Ha ocHOBaHUYM KIIMHUKO-PEHTTEHOJIOTMYECKOM KAPTUHBI
BCEM MaleHTaM ObUTH BBITIOJTHEHBI XUPYprUUecKIe BMella-
TEJIBCTBA TT0 TTOBOLY AehOpMAaLIMii HIDKHUX KOHEYHOCTEH.

Pesynbmambl

Ilayuenm 1, § nem, nocmynua 6 omoeaenue ¢ scarobamu
Ha 601b nocae Hazpy30K (0aumenvHoil Xxo0b0bl, 3aHAMULL Pu3-
KYAbmypoil 6 wiKone) 6 1e60M mazobedpeHHoM cycmasge, npo-
epeccupyrouyio 0egpopmayuio HUNCHUX KOHeYHOCHmel, Hapy-
wernust noxooxku. CemeiiHblil U AKYUEPCKO-UHeK0A02UYeCKULL
AHAMHE3 He OMS20UlEeH.

Pebenox acmenunecko2o nponopyUOHANLHOO EA0CA0-
JICEHUs, POC COOMBEMCIMBYem HUJICHEl 2PaHULE 803PACMHOLL
Hopmbl. Ommeuaemcs psid 0Co0OeHHOCMell AUYe6020 OU3MOop-
Qusma: HuzKonocaicenHole yuiu, baegpapopumos, «cmpadans-
yecKoe» 8blpadiceHue AuUa, CKoueHHbulil no0bopoooK ¢ MHO-
JcecmeeHHbIMU MOPUUHAMU 80KpYye pma (puc. la).

Tlpu ocmompe y nayuenma cnpasa u cieea Omme4arm-
ca ceubamenvHvie KOHMPAKMYPbL 8 NOKMEBbIX CYCMABAX
10—15°, ckoauomuueckas deghopmausi pyoOH020 U NOSACHUY -
HO020 0M0e06 NO36OHOUHUKA ¢ mopcuell n0360HK08 I cmene-
HUl, OMHOCUMEeNbHOe YKOPOUEHUe NPABOLL HUNCHEL KOHeYHOCU
Ha 0,5cm 3a cuem 6oavuell degpopmayuu poHManbHOIL OCU.
Amnaumyoda 0sudiceHuil 6 mazo00e0peHHbIX CYyCmasax 0epaHu-
uena caesa: ceubanue (cnpasa 120°%/caesa 110°), pazeubanue
(5—10°/0-5°), omeedenue (55°/25°), npusedenue (30°7/20°),
eHympeHnusas pomayus (10°/0—5°), napyucuas pomauus
(50°/45°). Hmeemcs sanveycras degpopmauus HUNCHUX KO-
neurnocmetl. Cmonsl HAX00MCs  CPeOHeM NOAOJCEHUU.

Tonyc mbiuiy, nogwviuier, 6oavute cnpasa. Hmeromes mpyo-
Hocmu Hauana xo0bbbl, Obicmpas ymomasiemocms moiuiy. Om-
Meuaemcs crabocms mbluiy bedpa caesa 0o 4 6ann08, paseuba-
meneii npeonaeyuii 0o 3—4 6a1106. Bviséasromes nosoluieHHble
CYXONHCUNBHBIE PereKchl ¢ PACUUPEHHBIX 30H, C AKUEHMOM
cnpasa, Oblcmpo ucmouaemble, 8biPANCEHHbIN CUMIIMOM «8a-
AUK@», 60abULe ¢ 08Y21a80L MbLUULbL NACHA CNPAB.

Ha nanopammuix penmeernoepammax y nayueHma omme-
Yaemcst 8anbeyCHOE OMKAOHEHUE MEXAHUHECKOU OCU HUNICHUX
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KoHeuHocmeil, 601bUle CNPasa, ¢ NPeUMyu,ecmeeHHoll 8epuil-
Holl deghopmauuu Ha yposHe OUCMANbHO20 Memadu3a OedpeH-
Holl kocmu. lucmanvHolii snuguzo-ouapusaprolil yeon beopa
cnpasa — 76°, cneea — 81° (Hopma — 88°); npokcumanvhulii
anuguzo-ouaguzapHolii yeon boavuedepyo8oil Kocmu cnpa-
6a — 81°, caeea — 85° (nopma — 87°). Ilo danneim penmeerno-
N02UHeCK020 UCCAe008AHUS BbIABACH ACENMUYECKUL HeKpO3
201108KU N1€601l bedpeHHOIl KOCMU ¢ CYyOmMOmanbHbimM nopaice-
Huem snugu3za 6 cmaduu hpazsmeHmayuy — Ha4aia 80ccma-
Hognenus. CoomHoulenus 8 cycmaege y0081emgopumensHoie,
aKcmpy3uu 20108Ku Hem (puc. 10).

Maenummno-pesonancras momoepagus mazobeopeHHsix
CYCmaso0s 8vis8UAA Y008AeMBOPUMENbHYIO CHENeHb Xpsiuje-
6020 NOKPbIMUSL, XPAUe8dsl MOOeAb 20108KU CNPABA OKPY2A0ll
gopmol, cresa — deghopmanyust u CHUMICEHUE BbLCOMbL INUPU-
3a, cmpykmypa snughuza ¢ HepagHOMePHbIMU 30HAMU CKAe-
posa (puc. 18).

C yenvio Koppexyuu npozpeccupylowjeli 8aabeycholl de-
Gopmayuu HUNCHUX KOHeYHOCMel 0blA0 NPUHAMO peuleHue
00 UCNONB308AHUU MeMOOUKU YNPABASIEMO020 POCMA KOCMU
nocpedcmeom epemeHHo20 eemusnuguszeodesza. Cymos memo-
Juku 3akauaemcs 8 610KUPOBAHUU HACMU 30Hbl POCA KO-
cmu onpedeneHHo20 ceemMeHma Memaiiudeckol naacmuHoll
¢ 08yMs1 GUHMAMU, YMO 8 pe3yabmame npueooUm K HepasHo-
MEPHOMY (PYHKUUOHUPOBAHUI OAHHOI 30HbL pOCMA, acuMMe-
MPUHHOMY POCIY KOHEUHOCIU U, MAKUM 00pa3oM, KOppeKuuu
degpopmayuu.

Yepes 18 mec nocae nposedennozo xupypeuueckozo aete-
HUs 0AUHA HO2 00UHAK08A, AMIAUMYOA 08UICEHUIL 8 CYycma-
84X HUJICHUX KOHeuHocmell He napywiena. Ha nanopammbix
DEHM2EHOSPAMMAX: MEXAHUYECKAsl 0Cb HUICHUX KOHeHUHOCmell
cnpasa u caesa — Qusuonsoeuveckas Hopma (éaaveyc 5°)
(puc. 12). Ha penmeeHnoepammax mazodedpeHHbIX CYyCmasos —
COOMHOUEHUsL 20108KU OeOPeHHOI KOCMU U 8004 8ePMAYJIC-
HOU 6NAOUHBL He HAPYUeHbl, KOCMHAsL 4acmb dSnUdu3a npu-
obpena okpyeayro popmy u 00HOPOOHbLI PUCYHOK.

IIpumenenue memooduku ynpasnnemozo pocma no3eoau-
10 000UMbCs KOpPeKyul 8anveyCHOU 0edpopMayuu HUNCHUX
KoHeuHocmell. Bvibpannas makmuka, ne npednosaearouas
NOAHOIL pazepy3ku mazobeoperHo2o Cycmasa, 0Kkazaiacs pa-
YUOHANBHOLL U He CnOCOOCMB08AAA YEeAUHEHUIO CPOKOB Aeye-
HUs U Npoepeccuposanuro de@opmayuu 20108KU 1e6oll Oe-
dperHoll Kocmu.

Heonvuamas IMT deyanasoii mvluuybl nie4a cnpasa euia6u-
Aa NPUBHAKU NOCMOSIHHOU MblUleYHOl aKMUBHOCMU 8 NOKoe,
KOmopasi HanOMUHAAG MUOMOHUHYecKUe pas3psadbl, 0OHAKO 8 OM-
AuYUe om MUOMOHUU He HaOa00anoch 0CHO8epHO20 XapaKmep-
HO2O 3aMYXAHUSL U HAPACMAHUSL AMIAUMYOHbIX U YACHOMHbIX
Xxapakmepucmuk. B deyaaaeoil mbluye naeva cnonmannas ax-
MUBHOCMb HANOMUHAAA KOMIAEKCHble NOBMOPSIIOUUECs] pa3psiobl
evlcokoil uacmomol (puc. 10).

Ha ocnosanuu cogoKynHocmu KAUHUYECKUX, PEHM2eHO-
A02UMeCKUX U Helpopu3uoai0eu1ecKux 0aHHbIX NAyUeHmy
yemanoener duaeros CII.

Ilayuenm 2, 17 nem, nocmynun 6 omdenerue c ycanoda-
MU Ha 60U 6 cMONAx, HapyuieHue noxXo0Ku, omcymcmeue

HOAHORO pa3eubanUs 8 KOAeHHbIX cycmasax, deghopmayuro
cmon. Hacaedcmeennbiii anamues He omsieoujer. Ilpu poscoe-
HUuu Obl1a 8bls6ACHA O8YCMOPOHHSIA KOCOAANOCHb, AEHUACS
do I mec koucepsamugro. Pazguseancs ¢ He3HAUUMENbHbIM
OMCcmaganuem 8 NCUXomomopHom paseumud. Ilayuenm Kom-
cynbmuposar eenemukom 6 14 1em: ycmaroenen ouaeros CIIT.
Yxyowenue no 3aboneéanuro Hauaroce 8 mom dxce sospacme:
npoepeccuposaniie MblilevHol carabocmu u degpopmayuii cmon.
Ilo danneim IMT 6bira eviserena cnonmanHas AKMUBHOCHb
6 NOK0e, HaNOMUHAIWAsI KOMUAEKCHble NOBMOPSIOUUECs Pa3-
pAdelL evicokoll uacmomet. 1o danHbiM 6UOXUMUYECKO2O aHA-
AU3A KPOBU OMMEUAN0Ch NOBblULEHUE YPOBHS KpeamuHpocgo-
Kunasvl — 515 Ed/n (nopma do 170 Ed/a).

Pebenox acmenuueck02o nponopyUOHaIbHO20 MeA0CAO0-
acerus. Pocm coomeemcmeyem nusicheil epanuye 603pacmmoil
HopmbL. JTuyo eunomumuuro, umeemcs muxpocmomusi. M3 op-
monedu4ecKoll namoao2uu y NayueHma UMeomcesi ceubamens-
Has KOHmMpaKkmypa Koaenuvix cycmaeos (160°) u pueuorwie
aKeUHOBaApYCHYbIe deghopmayuu cmon. Bapyc 3adneeo omdena
npaeoii u aesoii cmon — 15°, npusederue nepednezo omoena
cmon —25°, s3Keunyc — 5° ¢ obeux cmopoH.

Ilo danHbim HesponoeuuecKk020 0CMOMPA OMMEHAIOMCS
8bicoKUe, Oblcmpoucmouaemsle CyXoxuCUulbHble pehaeKcol.
Buisagnsiemes He3aHauumenvHoe CHUdICEHUe CUAbL MbLUUY: Nie-
4e6020, 10KMeEB020 CYCmagos u cycmaesos kucmu. Ilpu nods-
eme ¢ Kopmouek u co cmyaa ucnoaszyem npuemst logepca.

Ha ocnosanuu umerouuxcs s#canod u KAUHUKO-peHmee-
HOA02UYeCKOl KAPMUHbL C Ueabl0 YAYUUIeHU NOX00KU
U ymeHvuleHus 60168020 CUHOPOMA OblAO NPUHAMO peuleHue
0 BbINOAHEHUU KOCMHO-PEKOHCMPYKMUBHOU Onepayuu
Ha cmonax — apmpode3a wionaposa cycmasa (yuumol8as
603pacm pebenka u msxcecms deghopmayuu) u yoiuHeHue
ceubameneil 20aeHU — MEHOMUOMOMUSL NOAYCYXONCUNHOL
U nOAYNEPenoHUamoll Mblull, NOIMANHO ¢ 00eUx CHOPOH.

IIpu ocmompe uepes 6 mec nocae smannozo xupypeuve-
CK020 N1eveHUs] CIONbL HAX00SMCcsl 8 cpeOHeM NOA0NCeHUU,
0nopocnocodnblL, MulabHas (aekcus docmamouHo2o 0bsema
(cnpasa u caeea — 10°).

Ilayuenm 3, 2 200a. Pooumenu o6pamuaucs c ycarodbamu
Ha HU3Kopocaocms u degpopmayuu kKoneunocmeii. Ilpu ocmo-
mpe — pocm Hudice epanuybl 3-20 nepyenmuns. B opmonedu-
ueckom cmamyce OOMUHUPYIOM MHOJCeCmBeHHble Dedhopma-
yuu KoHeyHocmeil, AUUeBOU OUMOppuU3M, MUNUUHBLI
ons CIILT (puc. 2a). Ilpu netipogusuonoeuueckom obcaedo-
BAHUL MbIUUY, U2ONBHAMBIM IAEKMPOOOM GblA6AeHA NOCMOSIH-
Hasi aKMUBHOCMb, HANOMUHAIOULASA KOMIAEKCHble NOBMOPSL-
rowuecst pazpsadsl 8bICOKOU YaACMOMbl 8 BEPXHUX U HUNICHUX
KOHeYHOCMSIX.

B cnexmpe opmoneduueckoii namonoeuu y pebenka nau-
00/ee OUOMEXAHUYECKU 3HAHUMBIM SI8ASA0CH 8AAb2YCHOE O~
KAOHeHUe ocu HUMCHUX KoHeunocmell. Ha penmeenoepammax,
BbINOAHEHHBIX 8 NOAOICEHUU CINOSL, MEXAHUYECKAsl 0Cb HUICHUX
KOHeuHocmeil onpedensinace @ 30He 3, ymo coomgemcmeyem
msicenoll cmenenu 8anveycHoll degpopmanuu (puc. 20).

B ces3u ¢ svipadcennocmoto degpopmayuu u ee npoepeccu-
DPYIOWUM XAPAKmMepoM 6bINOAHEHO ONepamusHoe leveHue —
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Puc. 2. I[Tayuenm 3, 2 rem: a — enewinue nposieaenus (HU3KONOCadiceHHble yulu, onegapoumos, «cmpadarvueckoe» 8bipajicerue Auya, CKoueHHbulil n000o-
DPOOOK ¢ MOPUUHAMU BOKPY2 PMA, 8AAb2YCHAS 0eopMAUUs HUNICHUX KOHEHHOCMElL); 0 — PeHMeeHOZDAMMA HUNCHUX KOHeHHOCmell 00 AeHeHUs — 8aNb2YCHAsS
dehopmayus ¢ 08YX CMOPOH; 8 — PEHM2EHOPAMMA KOACHHbIX CYCMABO8 HENOCPEOCMBEHHO NOCAe NPOBEOCHHO20 XUPYPSUHECKO20 NeUeHUsl: YCMAHOBACHb

naacmumbl 045 BDEMEHH020 eeMuanucjzweoaesa

Fig. 2. Patient 3, 2 years old: a — low-set ears, blepharophimosis, “suffering” face, retrognathism, valgus deformity of the lower extremities; 6 — radiograph
of the lower extremities before treatment - valgus deformity on the both sides; ¢ — radiograph of the knee joints immediately after surgical treatment (temporary

hemiepiphysiodesis)

BpeMeHHbLI eeMUdNUpU3e00e3 OUCMANbHBIX POCIKOBIX 30H
bedpenHbIX Kocmell U NPOKCUMAAbHBIX POCIKOBbIX 30H 0601b-
webepyosvix Kocmeil (puc. 28). B nacmosuee epems peberok
Haxooumcst no0 HabAO0eHUeM ¢ Ueabio onpedesenus Onmu-
ManbHO20 CPOKa yoaseHus NAACMUH.

IHlayuenm 4, 19 aem, nabarodanacs ¢ 1 2oda scusHu c dua-
2HO30M «JemcKuil yepebpansvhblil napasuws. B npoyecce na-
01100eHUsL U AeueHUst HeOOHOKPAMHO 803HUKAAU 0OOCHOBAHHbLE
COMHeHUs1 8 duazHo3e, 00HAKO 8 C85I3U C OMCYMCMEUEM UHBIX
npeononoxcenuli pabouuil 0uazHo3 «0emcKull yepeopatbHblil
napanuu» coxpausacs. B eospacme 12 nem noseuauce 6oau
6 mazobedpenHbIX CyCmasax, CMmanu Hapacmams ccUbamenbHo-
npugodsugue KoHmpaxkmypol. B caedyrowue 4 2oda 6oau ycu-
AUBANUCH, AMAAUMYOA OBUNCEHULL CHUNICANACH.

B 6o3pacme 16 nem 6 c6:a3u ¢ pe3Kum npozpeccuposa-
HUeM KOKcapmpo3a U 8blpajiceHHbiM 001e8biM CUHOPOMOM

Puc 3. [layuenm 4, 19 nem. Penmeernoepamma mazobeopeHHbix cycmagos:
CHUDICEHUE BbICOMbL INUPU308, CYIUCEHUE PEHMEHON0UMECKUX CYCIABHBIX
weneil, Aameparu3ayus 201080K 6eOpeHHbIX Kocmeli

Fig. 3. Patient 4, 19 years old. Radiograph of the hip joints: decreased height of
the epiphyses, narrowing of the articular space, lateralization of the femoral heads

8bINOAHEHO IHOONPOME3UPOBAHUE MA300€0PeHH020 CYCMasa
no3amanHto ¢ obeux cmopor (puc. 3). B pezyromame onepayuu
0016011 CUHOPOM ObLA NOAHOCIBIO KYRUPOBAH, AMAAUMYOd
08uUdICeHUTl 3HAUUMENbHO YAYHIMUAACh: ceubanue (do 120°),
paszeubanue (0—5°), omeedenue (55°), npusedenue (30°),
eHympeHHss pomauus (10°), napyycnas pomayus (45°).
Ilpu ouepednom ocmompe ¢ npueieueHuem CneyUaIucmos
omoeneHus CUCMEeMHOU Namoao2uu Obii PempocneKmueHo
yemanoeaer Kaunuueckuit duaeno3 CIIJ. Ocnoéanuem
04151 QUACHO3a NOCAYIHCUAA COBOKYNHOCMb KAUHUKO-DeHmee-
HOA02UYECKUX OAHHBIX: NOBbIUUECHUE MbIULEHHO20 MOHYCA
0€e3 NOBBIUEHUSI CYXONCUAbHBIX PehieKcos, 3a0epicKka neu-
Xopeueeo2o pazeumust, 0COOEHHOCb MUMUKU («cmpadaib-
yeckoe» AUUO), A MAKICe NPOCPECCUPYouUe U3MeHeHUs
maszobedpenHoeo cycmaea, xapakmepHvie 045 CKeAemHOl
ducnaazuu.

Ha dannviii momenm nayuenmra Haxooumes noo Haoar-
denuem. C 803pacmom ommeuaemcs: ymepeHHoe npoepeccu-
posanue ceubdamenvHviX KOHMPAKMYpP KOACHHbIX CYCMABOE.
Amnaumyoa deudiceHuil 8 mazobeopeHHbIX Cycmasax yoosiem-
BOPUMENbHAS.

Tayuenmam uzy4eHHol Hamu epynnovl 00 ROCMYNACHUS]
6 HauLy KAUHUKY He NP08o0Uioch eeHemuueckoe 00ciedosanue,
HanpaenenHoe Ha evisigaenue mymayuii 6 eene HSPG2 no npu-
YUHAM OPeAHUAUUOHHOR0 XAPAKMEPQ, NOCKOAbKY 0emu ROCHy -
naau s Xupypeutecko2o Ae4eHus ¢ CIayuoHap opmoneoute-
CK020 npouas. Dmo, 6e3yca06HO, A6AAEMCS CYUeCMEEHHBIM
HeAoCcmamxom 0451 COBPeMEHH020 UCCAe006anus. JuaHos Oovin
YCIMAHO8AEH Ha OCHOBAHUU COBOKYNHOCIU OAHHBIX KAUHUYECKO-
20, 1IY4E6020 U ANCKMPOPU3U0A0eUYECK020 Uccaedosanuil. Beem
nayueHmam 610 PeKoMeHO008AHO 8 OANbHelUeM CeK8eHUPO8A-
Hue eena HSPG2 ons noomeepoicoenust OuazHo3a u cemeiHo2o
2CHeMUHECK020 KOHCYAbmuposarus. Mot cuumaem, umo y na-
UUEHMO8 Haulell epynnbL NOOMEepICcOeHIe MyMAayul He NOGAUS-
A0 Obl HA MAKMUKY XUPYPeUHeCK020 AeHeHUs. UMEHOuUXcs de-
opmayuii u KOHmMpaxKmyp.
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06cyxpeHue

Cungpowm IlIBapua—/Ixxammnena — yHUKaJIbHOE MOHO-
TeHHOe HacJIeICTBEHHOE 3a00JIeBaHNe, OObeTUHSIONIEE TTPU-
3HAKM CKEJIETHOI TUCIIIa3MU U HEPOMBILLIEUHOTO 3a00J1e-
BaHus. M3-3a mopakeHUs] MBIIIEYHON TKaHMU T10 THUITY
muotonnu CII oTHOCUTCS K TPYIIIe TTPOrPeCcCUpYIONINX
HEpPBHO-MBIIIEYHBIX 3a00JIEBaHUI M, CJIeJOBATEJbHO,
KOHTWHTEHT 3TUX OOJIbHBIX Yallle HAOII0JAeTCI U JICUNTCS
y HEBPOJIOTOB. B TO e BpeMs BaXKHOI XapaKTepUCTUKOM
JTAHHOTO 3a00JIeBaHUS SIBJISIETCS TTOPAKEHNE OTTOPHO-IBU-
raTeJIbHOTO anrapaTa, IprudeM He BTOPUYHOT0, KaK MPU IMpo-
YUX HEHPOMBILIIEYHBIX 3200JIEBAHMSIX, a IEPBUYHOTO XapaK-
Tepa. Hammune 3THxX XapakTepHBIX M3MEHEHUI TTO3BOJISIET
00JIETYNTD KITMHUKO-PEHTIEHOJIOTUUECKYIO TUATHOCTUKY
JTAaHHOTO 3a00JIeBaHMsI, JeJiast BRICOKOBEPOSITHBIM OKOHYA-
TenbHbIN TrarHo3 CIIJI, maxke 1Ipy OTCYTCTBUM MOJIEKYIISIP-
HO-TeHEeTMYeCKOoro moaTBepxiaeHus. HecMorps Ha TO
YTO JaHHAsI IATOJIOTHSI He MeeT OOIIETPUHSITOTO ITaTOTeHe-
TUYECKOTO JIEYEHUsI, pACCMOTPEHHBIE KIIMHUYECKHE CITydan
MO3BOJISIIOT MPOAEMOHCTPUPOBATH BO3ZMOXKHOCTb XUPYPIH-
YeCKOI KoppeKimy aeopMalinii 1 KOHTPAKTYP Y MallMeHTOB
¢ JaHHBIM 3a00J1eBaHAEM.

Hamu 0600111€H OMBIT KIMHUKO-PEHTIEHOJOTMYECKOM
JIIMATHOCTUKU W OPTOTIEANYECKOTO JIeUueHUST 4 TTallieHTOB
¢ CIIJ. Y o6cnenoBaHHBIX OOJBHBIX MMeTach TUTTUYHAS
kmHMYeckas kaptrHa CIIJI, xapakTepu3syomnascs coue-
TaHUEM MPU3HAKOB MUOTOHUY W OCTEOXOHAPOIVCIUIA3NMN,
KpOMeE TOTO, aCTEHWYECKUM ITPOMOPIIUOHAIBHBIM TEJI0-
CJIOXXKEHMEM, POCTOM, COOTBETCTBYIOIINM HIDKHEN IpaHN-
1Ie BO3pAaCTHOM HOPMBI, HU3KOMOCAXXKEHHBIMU yIIAMU,
oedapodrumMo3oM, «CTpagaaTbuyeCKUM» BhIPaXKEeHUEM TN~
11a, MUKPOCTOMMEIA.

ITo ganabiM DM BBIIBIEHA CITOHTaHHASI aKTUBHOCTD
B ITOKO€, HAITOMWHAIOIAs KOMITJIEKCHBIE TTOBTOPSIOIIE-
¢S pa3psabl BRICOKOM YaCTOTHI.

Co CTOpPOHBI HEBPOJIOTMYECKUX TIPOSIBIIEHUI ObLIN 3a-
PETUCTPUPOBAHBI MOBBIIIEHIE MBIIIIEYHOTO TOHYCA, OBICTpast
YTOMJISIEMOCTD MBIIIIL, BLICOKME CYXOKMIIbHBIE pedIIeKCHI.

OcHOBHBIE KaJ00bI Y HaOJI0maeMbIX HAMH OOJTBHBIX
ObUTM Ha JeopMallid KOHEUHOCTEH, 00J1eBO CUHIPOM
W HapylIeHUsT TTOXOAKU, CBSI3aHHBIE ¢ JeopMalusIMu
¥ KOHTPAKTypaMU HIDKHUX KOHEUYHOCTe. YUNThIBas 1aH-
HbIE OpTONEeANYECKNE TIPOSBICHMS, OblIa BEIOpaHa TaK-
TUKA OIIepPaTUBHOTIO JICYSCHUSI.

Xupyprudeckoe jedeHne neopMainii OmopHO-IBU-
raTeJIbHOTO arrapara MaTOreHeTUYeCK 00OCHOBAHHO,
TaK KaK IT03BOJIIeT JOOUTHCS (DYHKIIMOHAIBHBIX YITyUIIIe-
HUI ¥ OTOPOCIIOCOOHOCTH, TIPEIOTBPATUTH MTPOTPECCr-
poBaHue nedopMalnii 1 KOHTPAKTYp, YBEJIMINBasT IBU-
ratejabHy aKTMBHOCTbD MalueHToB [17].

3annioyenue

Xonapoauctpoduueckast Muotonust, uau CII/, sB-
JISIETCST PEIKUM TeHEeTUIECKIUM CUHIPOMOM, B MUPE OIIH -
canHo okouo 100 cirygaeB maHHOTO 3a00JIeBaHUS, B OTEUC-
CTBEHHOI HAayJYHOM JMTEpaType MMEIOTCS eAUHUIHBIC
MMyOJIMKAITAN 10 TAaHHOM TTpo0ieMe, 0e3 ONMCaHMS CEPUU
KJIIMHUYECKUX crydyaeB. Yaile Bcero aTux 00JbHBIX HA0I0-
AT W JieyaT HEeBPOJIOTU, HO JAHHBIA CHHIPOM TaKXKe
MMeeT KIMHNICCKN 3HAUMMBIC TIPOSBICHMS CO CTOPOHBI
OITOPHO-IBUTATEIBHOTO amrapara. [IpeacTaBieHHbBIC Ha-
MM HaOJTIONEHUST AEMOHCTPHUPYIOT BOBMOXHOCTD YCTICIITHOM
XUPYPIUUYECKON KOPPEKIINHT UMEIOIIUXCS OPTOTICTTISCKIX
nposBieHnii y mauneHton ¢ CILJI.
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