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BBepeHne

BonesHb lNowe (Gaucher), unn uepebpo3naoKNETOUHDIN
NUNonao3, — BpOXAeHHOe pefKoe 3aboneBaHue. ITO reHe-
Tuyeckoe 3abonesaHue 06ycnoBneHO AedeKTom Nn30Co-
ManbHoro ¢epmeHTa B-D-rnioko3ngasbl, KOTOPbIA OTBEYaEeT
3a pacLiensieHre CNOXHOro unuaa — rokKouepebposnaa,
Haxogslleroca B MembpaHax 3puUTPOLMTOB U NIENKOLNTOB.
Yawe oHO HacnepyeTCA peueccnBHO, pexe — JOMUHAHTHO
M CBA3AHO C reHeTnYecKuM gedekTom pepmMeHTa roKo3uUsI-
uepamng-6eta-rnoKo3naasbl, YTO NPUBOANT K HAKOMIEHWIO
B KJleTKax Luepamuarniokosuga (nmnuga lowe) «Harpy»xeH-
Hble» UNMAAMU KNETKN SBAAIOTCA MaToNOrMYecknmM cy6-
cTpaToM 60ne3Hn 1 Ha3sbiBaloTcA KneTkamu fowe. NHGunb-
TpaumnAa Knetkamu fowe pasnnyHbiX OPraHOB M TKaHen, B
KOTOPbIX NPUCYTCTBYIOT Makpodary, o6bACHAET MynbTUCK-
CTEMHbIN XapaKTep 3Ton 6one3sHun. Knetku lowe Hakannunga-
I0TCA B NeYEHMU, cefie3eHKe, KOCTHOM MO3re, erkunx, NoyKax,
numartunueckmx ysnax. Bnepsble 60nbHOro ¢ 3Tol natono-
rmen onucan ¢paHuysckuin gepmartonor lowe (Ph. Ch. E.
Gaucher) B 1882 r.B HacToAwee Bpema onucaHo 6onee 300
Pa3fNYHbIX MYyTaHTHbIX annenen, KoTopble YacTUYHO Wn
NOJTHOCTbIO BNOKMPYIOT KaTaNNTUYECKYI0 aKTUBHOCTb dep-
meHTa B-D-rntoko3ngasbil.

B 3aBMCMMOCTW OT KNMHMYECKOro TeYeHUs BblgenatoT 3
Tuna bl, KoTopble OCHOBaHbI Ha HanNUYMM AN OTCYTCTBUM
CYMMTOMOB MOPaXeHNA LEeHTPaSIbHON HEPBHOW CUCTEMDI
(UHC). 1-n Tun 6one3HM xapakTepusyeTca OTCYTCTBMEM
HEBPOJIOrMYECKON MaTosorMu, BCTPEYaeTCA valle Apyrux
(6onee 90% Bcex cnyvaes bl). [1Ba gpyrux Tvna bI' accoum-
npytotca ¢ sossieyeHmem B npouecc UHC: 2-n tun - nHdax-
TWbHbIA, WA OCTPbI HEMpPOHOMaTUYyeCckum; 3-n Tmn -
NoAOCTPbI HEMPOHOMATUYECKNN.

KnnHnueckne npossneHus 1-ro tuna 6onesHun lowe
BeCbMa MOAUMOPQHbI, MOFyT BCTPETUTbLCA OT MepBOro
rofa »KWU3HW JO NATOro AeCATUNETUA OfHAKO YETKOW Kop-
penaunn mexpgy reHOTUMNOM, BenMYMHoW depmeHTaTuB-
HOW akTMBHOCTU B-D-rnioko3mpaasbl 1 TeyeHrem 3abonesa-
HUA 0O HacToALWEro BpeMeHU He BbifiBNeHo. 3aboneBaHmne
OAWHAKOBO YacTo AMarHocTupyeTca y nuy o6oux nonos, B

40

paHHeM BO3pacTe NPOrHoCTUYeckn HebnaronpumaTHo. Teye-
HUe XpoHMYecKoe, nporpeccupyolee. KnuHnyeckasa Kap-
TUHa XapaKTepu3yeTcAa NPOrpeccupyolM yBennyeHnem
NnapeHXNMaTo3HbIX OPraHoB (MeyeHn 1 cenie3eHkKm), naHyu-
TOMeHnen 1 pa3BUTUEM KOCTHOW natonornu. Y geten otme-
yaeTcA oTCcTaBaHMe B GM31MYECKOM 1 MONOBOM PA3BUTUN.
OCHOBHOW NMPUYNHOWN CTOMKOW WHBanMausauuun mnpu
bl 1-ro Tvna ABnaeTca nopakeHue ckeneta. N3meHeHusa
B KOCTHOW TKaHW — C/lefCTBME 3aMeLleHMA HOPMasbHbIX
3/1eMEHTOB KOCTHOIro Mo3ra nHounbTpataMu Knetok louwe,
KOTOpOEe COMPOBOXJAeTCA HapyleHneM HOpPManbHbIX
dursmnonornyecknx npoueccos. B nepsyto oyepeab o6bIYHO
nopaxaeTtcA 6efpeHHas KOCTb, 3aTem pApyrue Tpyb6ua-
Tble KOCTU 1 MO3BOHOYHUK. Y 60nblIMHCTBA 60MbHbIX C Bl
OTMEYaeTCA CHUXEHUE MUHEepPanbHOM MIOTHOCTU KOCTEN 1
noTepa KOCTHOW macchbl. HakonneHne knetok lowe B KOCT-
HOM MO3re NPWBOAWT K OTeKY, YBENINYEHNIO BHYTPUKOCT-
HOro AaB/IEHUS U OCTPLIM OONEBbIM OLLYLLIEHNAM, KOTOpble
M3BECTHbl KaK «KOCTHble Kpu3bl». [py 3TomM oTmeuatoTca
pe3Koe CHMXeHVe ABUraTeNIbHOM aKTUBHOCTM, NMUXOPaAKa,
03HO0, Ha BbICOTe KpM3a — Nnenkountos, ysenmyeHune COS.
MpopomKknTenbHOCTb KpU30OB cocTaBndAeT oT 12-36 yacoB
[0 5-15 gHen. Y 60MblUuMHCTBa 60MbHbIX OHY Pa3BMBalOTCS
CNOHTaHHO, B 15-40% cnyyaeB Kpu3bl MOTyT HabnogaTbca
rnocne rnepeHeceHHbiX WHGEKUMOHHbIX 3aboneBaHUiA.
Kpu3bl MoryT 6biTb 06yCNOBEHbI Kak OAUHOUYHBIMM, TaK U
MHOXECTBEHHbIMU UHpAPKTaMM B OAHOWM WU HECKONbKUX
TpybuaTbiX KOCTAX (4acTo B AUCTasbHbIX OTAenax 6eapeH-
HbIX, MPOKCMManbHbIX OoTAeNax 6onbluebepUoBbIX U Mieve-
BbIX KOCTEW), MO3BOHOYHMKE, Ta30BbIX KOCTAX. KNUHMUeckan
KapTMHa «KOCTHOrO Kpu3a» NofgobHa KapTUHe ocTeomue-
JINTA, HO B OT/INYME OT HErO, MPU KKOCTHbIX KpU3ax» NOCeBbI
KpOBW Ha 6akTepuanbHyto Gbnopy oTpuLaTenbHbl.
Mporpeccupytowana uHounbTpauma knetkamu lowe
KOCTHOFO MO3ra MOXeT NPUBOAMUTL K CY>KEHUIO COCYLOB, NX
OKKJI03UK, TPOMOO3Y, UTO BbI3bIBAET Pa3BUTME NATONOrNYe-
CKMX O4YaroB OCTEOHEKPO3a U CKNepo3npoBaHMe KOCTHOM
TKaHU. OCcTeoHeKpPO3 06bIYHO NMOpa)kaeT rofIoBKN beapeH-
HbIX KOCTEl, HO Y HEKOTOPbIX GOMbHbIX MATONOTMYECKMM
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N3MeHeHVAM B ronoBke 6Gefpa MOXeT npepawecTtBOBaTb
BOBJIeUeHue B npouecc werku 6eapa. boiio BbIABNEHO, UTO
bakTopom pucKa anA pa3BUTUA OCTEOHEKPO3a B MPOKCU-
MaJIbHOW YacTun 6e,qpa ABNAETCA CNJIEH3KTOMMUA.

MNpwn nporpeccuposanHun Bl y naumeHTOB OTMeuvaeTcA
nedopmMaums ronoBKM 6GedpeHHOW KOCTW, YKOpOueHue
HUXHEN KOHEYHOCTUN, HapylweHne NoxoaKku, orpaHnyeHmne
OBVXKEHNA, BeCb 3TOT CUMMNTOMOKOMMEKC [aeT pa3Bu-
TUe KOKCapTpo3y, KOTOPbIA B CBOKO ouyepefb NPUBOAMUT K
HapyLlweHUo KOHFPYSHTHOCTU CYCTaBHbIX I'IOBerHOCTeI7I,
HecTabunbHOCTM B cycTaBe. [1nAa BoCcCTaHOBEHNA GYyHKLUN
HUXHEWN KOHEeYHOCTU W MOBbILLIEHNS CaMOO6CJ1y)KI/IBaHI/Iﬂ B
coumnanbHon cpege 3GpPeKTUBHbIM METOJOM ONepaTUBHOIO
neyeHma FlaHHOI7I naToJIoOrn B HacToALlee BpemMA ABNAETCA
TOTaNbHOE 3HAONPOTE3MPOBaHVe Ta306ePEeHHOro CycTaBa
(TBC), no3Bonslollee B KOPOTKME CPOKM BOCCTAHOBUTb
ONUHY, OMOPHOCTb M QYHKUMIO KOHeyHoCTW. [Ona npeg-
ynpexaeHna pa3ButUA Taxenbix GOpM KOKcapTpo3a Ha
doHe Bl n HapyweHna GyHKUMIA B 4PYIMX 3BEHbAX OMOPHO-
[BMraTe/IbHOro annapata 3HAONPOTE3MPOBAHME [OMKHO
NPOBOAUTLCA CBOEBPEMEHHO, UTO obecneymBaeT MaKCu-
ManbHY0 3$GPeKTUBHOCTb neyeHna. [1o3TomMy nokasaHua K
TOoTanbHOMY 3HAonpoTte3nposBaHuto TbC npuxopgutca cra-
BUTb faXe MoJsioAbim, LITO6bI He TONbKO 0b6NerynTb UM cyue-
CTBOBaHMe Ha 6bLITOBOM YPOBHE, HO 1 MHTErPUPOBaTb MX B
TPYZOBYIO AeATENbHOCTb.

HeFlOCTaTOK HaBblKOB U 3HaHVIVI, OTCYyTCTBUE CUCTEMDI
JleYeHnAa, OrpaHMYMBaEeT WCMOJIb30BAHUE 3SHAOMNPOTE3U-
POBaHMA B TeX CNny4danax, rae MOXHO NONy4ynTb XOpOLIJI/IVI
pe3ynbraT. AHaTOMMYecKne, GyHKUMOHanbHble 1 Tpodurye-
CKMe HapyLweHUsa B NopaxeHHOM Ta3obepeHHOM CycTaBe
y noapocTkoB, 6e3 CBOEBPEMEHHOro JieueHus, NpuBoaAT
K TAXeNbIM BTOPUYHBIM M3MEHEHUAM CTPYKTYp CyCTaBa,
KOTOpPbl€ BbI3bIBAlOT HapylweHUA OI'IOpHOVI anraTeanoM
(I)yHKLlVII/I KOHEYHOCTN, K WU3MEHEHWNID NONOXEeHUNA Ta3a,
WCKPVBNEHNIO MO3BOHOYHUKA, pa3Butuio aedopmumpyto-
Lero OCTeOXOHApPO3a W KoKcapTpos. lpu onepaTnBHOM
neyeHnn KokcapTpo3sa Ha ¢poHe Bl, apTpoaes TazobenpeH-
HOro CycTaBa CNoco6CTBYET Pa3BUTHIO aHKMUII03a, UTO YXKe K
cpefHeMy BO3pacTy YesloBeKa rpo3vT pa3BuTUEM Heusne-
ynMbIx gebopmMaumii NO3BOHOYHMKA.

OTcyTCTBME pafuKanbHOro MeTofa JieYeHWA AaHHOMN
Kateropuu 60/bHbIX MOAPOCTKOBOrO BO3pacTa C TAXKENON
bopmoi KokcapTpo3a, MO3BONALWMIA YCTPaHUTL 6oneBon
CMHAPOM, co3gaTb OMopy U AO6UTbLCA BOCCTAHOBEHUA
OBUXeHWI B Ta306epeHHOM cycTaBe, nobyxaaeT K Aanb-
HelLwemy NOWCKY NyTei peLleHna 3Ton npobnemsl. B HacTo-
Awee Bpema B nogobHOM cMTyauumn Bce vaule npuberatot
K TOTaJlbHOMY 3HAOMNPOTE3MPOBaHUIO Ta306efpeHHOro
cycTaBa.

OTCyTCTBME pafVKanbHOro MeToAa neyeHus 6oNbHbIX
NOAPOCTKOBOro Bo3pacTa ¢ lll ctaguen KokcapTpo3a, KoTo-
pbii no3sonan 6bl ycTpaHUTb 6oneBon cMHAPOM, co3aaTb
onopy 1 pBobuTbCA BOCCTAHOBMIEHUA ABVMXEHUN B Ta3o-
6eppeHHOM cycTaBe, NoOyxpaeT K JanbHenwemy MoucKy
nyTen pelweHnsa 3Ton npobnembl. B HacToAwee Bpems B
nofo6HoON cuTyaummn Bce yaule npuberatoT K TOTaibHOMY
3HAONPOTE3NPOBaHMIO TazobedpeHHoro cycTasa [1,2].

Mpu cy6beKkTMBHOW OLEHKe nauueHTamu, OCHOBHbIMM
Xanobamu agnaATcA 6onb B Ta306epeHHbIX CycTaBax, pas-
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HULUA ONUHbI KOHEYHOCTEN, XPOMOTa, HapyLlleHne onopo-
CNOCOBHOCTUN HUXKHEN KOHEYHOCTW, YTO AENaeT HEBO3MOX-
HbiM B 90% cnyyaeB, nepeasuxeHne 6e3 4ONONHUTENIbHOWN
ornopebl.

Knunuyeckuti cnyqai: bonbHaa Cabuna [., 1993 r.p.,
BrepBble NOCTYNWa B reMaTonornyeckoe otaeneHune Hayu-
HOro ueHTpa 3gopoBbsa geten (HU3) PAMH B deBpane
2001 .

AHamHes 3abonesaHuA: B nione 1995 r. No mecTy XuTesnb-
CTBa BblABNEHO cHWKeHne Hb go 82 r/n. OanbHeliwero
obcnepgoBaHMA He npoBogunn. [leBouka nonyyana Kypcamm
npenapatbl xenesa — 6e3 apdekrta. B AHBape 2001 r. pebe-
HOK 6blN1 HanpaB/ieH Ha rocnuTanu3auuio B remMaTtonoruye-
ckoe otgeneHuve JOB r. Kanyru, roe Bnepebie 6b110 BbIABNEHO
yBenunyeHne neyeHn +4,5 cm m3-nog Kpaa pebepHon ayru,
yBennyeHne ceneseHKkn (3aHMMana BCKO NEBYIO MOJSIOBUHY
XNBOTa). B obwem aHanvsze KpoBu: aHeMUA, NeNKONEHNs,
Tpomb6ouutoneHusa. B pespane 2001 r. geBouKka bbina rocnu-
Tanu3npoBaHa B rematonornyeckoe otgenerve HU34 PAMH
ana obcnefoBaHNA M YyTOUHeHMA AuarHosa. O6beKTMBHO:
neyeHb A0 +6 CM n3-nof Kpasa pebepHON Ayru, ceneseHka
— HVXKHWIA NONIOC Y BXofda B Manblil Ta3. B obwem aHanuse
KpoBu — He 103 r/n, Tpomb6ouutbl 74 Tbic. B Mnenorpamme
— BblABNEHbI Knetkn lowe. 5 ¢peBpans 2001 r. B Meaunko-
reHeTMYeCckom Hay4yHom ueHTpe (MIHL) npoBeneHo uccne-
[lOBaHMe aKTUBHOCTU JIN30COMHbIX PEPMEHTOB 1 BbIABIEHO
CHuKeHue B-D-rnioko3ngasbl — 1,6 HM/mMr/uac (Hopma 4,7-
19), pe3Koe MOBbIWEHNE AaKTUBHOCTU XMTOTPUO3UAA3bl A0
14575 HM/mr/uac (Hopma 4,5-198), uTo CBMAETENBCTBOBASIO
0 Hanuuuu y pebeHka 6onesHm lowe. B 2001 r. feBouKa Bble-
XaJla Ha NOCTOAHHOE MECTO XUTENbCTBO B A3epbaligKaH, rae
Haxoawunacb no utonb 2008 .

26 anpena 2002 r. B otgeneHun rematonorun POKB
AzepbaligKaHa NpoBefeHa CrneHaKTOMUA. B ganbHeliwem
pebeHoKk Habntoganca rematonorom POKB AszepbaligxaHa.
®3T He nonyuvana. lMNepBasa rocnuTanu3auna B OTAeneHne
BOCCTAHOBUTENbHOMO NleYyeHnA faeTen ¢ 6onesHsmm opra-
HOB MuLeBapuUTENbHON cnucTeMbl B ceHTABpe 2008 r. CocTo-
AHNe cpepHen TAXecTn no 3abonesaHuto. Kanob akTMBHO
He npepbasnseT. [pn ocmoTpe: neyeHb +5.0+6.0 cm, nnoT-
HOW KOHCUCTEHLMK; cene3eHKa yaaneHa. B obwem aHanuse
KpoBu: HB 124 r/n, neikounTbl 12.9 Tbic, TPOM6OLUTbI 446
Tbic, CO3 4 Mmm/4ac; B GUoxumnm KpoBu — 6e3 natonoruu. Mo
HaHHbIM Y3W: 3x0-npu3Haku renatomeranumn (neeaa gons
92 mm, npaeasa gona 135 MM), NapeHxrMMa — MenKoo4aroBo
anddy3Ho ynnotHeHa. o pesynbTatam AeHCUTOMETPUSA
BblABNIEHO CHWMXeHue MVIHepaﬂbHOVI MIOTHOCTN KOCTHOW
TKaHu, octeonopos (Z-score L2-L4 -2,9, B obnactu L2 -4.0;
BMD 0.840 r/cm/?). bbino pekomeHZOBaHO MNpoBefeHne
®3T B po3e 60 EJ/kr (2400 E[l), ogHaKo NO MeCTy XUTenb-
CTBa MMUIOLepasy AeBoYKa He nonyyana. Mposogunacb
camMmnToMaTuyeCKkaa TepanuA: npenapatbl KalbuuA, ocTe-
OreHOH. B TeueHune 6 mecAueB nocse BbIMUCKU NOABUINCH
Xanobbl Ha 6onn B 6epeHHbIX KOCTAX, ¢ anpena 2009 r. —
NOBTOPHbIE KOCTHblE KPW3bl, 601N U CKOBAHHOCTb B JIEBOM
Ta3obepeHHOM CyCTaBe, HapyleHue noxogku. mwurnio-
Lepasy AeBOYKa Hayana nosyyartb TOJIbKO € uiona 2009 r.
Mpy KOHTPONBbHOW rocNUTanM3aunn B KIMHWUKY B CEHTAOpe
2009 r. npoBefeHa KomrbloTepHas Tomorpadusa (KT) nesoro
Ta3obeApeHHOro cycTaBa. 3aK/luyeHue: rofoBKa JiIeBOM
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6eApeHHON KOCTU YMoWeHa, BU3yanusnpyeTcsa JIMHUS
MMMNPECCMOHHOro nepenioMa ¢ gepopmaumert KOHTypa no
nepegHnm otaenam. Busyanmsmpyorca nokanbHble y4acTKu
pa3pAaXeHuA KOCTHOW TKaHWU BAOJIb NepefHNX N HapYXHbIX
OTAEeNIoB 30Hbl POCTa. B weike neBoi 6eapeHHON KOCTM
npeobnafaioT ABNEHNA CKNEPO3a, OQHAKO B HUKHEN TPeTU
BUAHblI KNUCTOBUAHbIE YYaCTKMU paspAXeHnAa CTPYKTYypbl,
paclwmMpeHns KOCTHOMO3TOBOro KaHana 6efpeHHO KOCTU.
B nonocTn cyctaBa onpefenaeTca ymepeHHoe KOnn4yecTBo
OOMONHUTENBHO XUAKOCTHOTO copepxumoro. [eBouka
KOHCYNbTUPOBaHa OpPTONeAOM B KOHCYNbTaTVBHO-AUArHo-
CTUYECKOM LEeHTpe. 3ak/iloyeHune: acenTUYecknin Hekpos
rofioBKM 6efpeHHO KOCTK CJieBa, 0CcTeonopos. PekomeH-
[OBaHO: AMHaMnueckoe HabnogeHue, koHTponb KT Taso-
6eapeHHbIX CycTaBOB Yepes 6 mecAueB. B cBs3u ¢ npubas-
KOW Macchbl Tesla 6bI0 PEKOMEHOBAHO MOBbILEHUE [03bl
umurnouepasbl go 2800 EA 1 pa3 B 14 gHen (60 Ea/kr).
lNpenapaTt B yka3aHHOW AoO3e AeBOYKa nosyyasna no mecty
XutenbctBa perynapHo. MNpu obcnefoBaHUN B KNVHKKE B
asrycte 2010 r. oTMeyeHo, 4To Ha doHe nposogmmon O3T
eBOYKa Bblpocsa Ha 5 cm, npunbasuna B Bece 6 Kr, Kynmpo-
Ba/INMCb KOCTHble KpW3bl, yyywmnacbk Y3-KapTuHa (Hopma-
NM30Banuncb pasmepbl NeyeHun), No pesynbraTamM BbIAABEHO
yBenmyeHne MUHepanbHOW NMAIOTHOCTW KOCTEN B MOACHWY-
HOM oThene no3BoHoYHuKa (Z-score L2-L4 -1.9; BMD 1.013
r/cm/?), oiHaKo, COXPaHANOCb CTONKOE OrpaHuYeHne nog-
BVPKHOCTM B JIeBOM Ta306elpeHHOM CyCTaBe U HapyLleHne
noxopkun. Ha cepum KT Tomorpamm TazobefpeHHbIX cycTa-
BOB (0T ceHTA6pA 2010 I.) N0 cpaBHEHWUIO C ceHTAGpem 2009
I. YMEHbLUEHWA rofIoBKM NeBON 6eipeHHON KOCTU, KOHTYpPbI
ee pgedopmupoBaHbl. YBENNUMANCH NOKaNbHble YYaCTKM
pa3pAaXeHuA KOCTHOW TKaHu BOOJIb NepefHNX U HapyX-
HbIX OTAENIOB 30Hbl POCTa C MOPaXeHUeM aHanormyHbIX

YYaCTKOB B NPOoeKLUn 60MbLIOro BepTena 1 Wekn 6eapeH-
HOM KocTu. CoxpaHAaeTCAa paclmpeHne KOCTHOMO3roBOro
KaHana NieBoil 6efjpeHHON KOCTW 1 Hannyue yMepeHHOro
KONMYecTBa [AOMONHUTENbHOIO XUAKOCTHOIO COAEPXK-
MOrFO B MONIOCTK CycTaBa. BepTnyxHaa BnagnHa coxpaHsaeT
[OCTaTOUYHO POBHble, YeTKne KOHTypbl. lpaBbii Tasobe-
[PEHHbIN CYyCTaB — CyCTaBHble NMOBEPXHOCTU KOHIPYSHTHbI,
CyCTaBHas LWefb He U3MEHEHa.

[leBOouka KOHCYnbTMpPOBaHa OpTONefOM B TpaBMaTo-
noro-optoneguyeckom otgeneHnun HU3O PAMH. Optone-
AMYecKuin ctatyc: PebeHOK MpPaBUIbHOMO TENOCTOXEHNA.
OTmevaeTca acMMMeTpuAa CTOAHMA NonaTok, H3,£I,I'IJ'IEHI/II7I,
TpeyronbHukK Tanuun. OCb NO3BOHOYHNKA OTKJIOHEHA BNEBO
B MOACHWYHOM OTAene No3BOHOYHUKA. BepxHune KoHeuyHo-
¢t cdopMMpPOBaHbl NPaBUbHO, ABUXKEHME B CyCTaBax pykK
B MONHOM o6beme. bonbHas xoauT 6e3 OMONIHUTENBHOM
onopebl, Xpomasa. ,[lBI/I)KEHI/Iﬂ B FOJIEHOCTOMHbIX, KOJIEHHbIX
CcycTaBax B MOJIHOM o6beme. YKOpoueHume JIeBOW HUMXKHEN
KOHEYHOCTM Ha 2 cM. [IBMKeHWA B Ta300edpeHHbIX CyCTa-
Bax: C MPaBoOW CTOPOHbI crnbaHue 110 rp. pasrubaHve 180
rp., BHYTpeHHAA poTtauua 40 rp., HapyxHasa 60 rp., oTse-
neHuve 40 rp. npueegeHmne 20 rp.; C N1eBOW CTOPOHbI crnba-
Hue 30 rp., pasrnbaHue NosHoe, BHYTPEHHAs poTtauus 10
rp., HapyxHasa 10 rp., otBegeHve 15 rp., npusegeHne 5 rp.
HenpounpKynATOpHbIX HapyweHWn HeT. 3aknoveHue: Y
pebeHka c bl pepopmupyiownii NeBOCTOPOHHUIA KOKCap-
Tpo3 lll cT. OrpaHnyeHne crmbaHnsA, pasrnbaHns, HapyxHei
N BHYTPEHHel poTauumn (orpaHuYeHne ABUKEHWA CBA3AHO
c 6oneBbIM cMHAPOMOM.). Ha KoMnbloTepHol Tomorpadum
Ta300eApeHHbIX CYCTaBOB BasibrycHas aedbopmanus Wwenkn
npaBoro 6egpa, acenTMyeckuMil HEKPO3 U cefnoBuaHas
nedopmanms ronosku neBoro 6egpa. NokasaHo ToTasbHOE
SHAONPOTE3NPOBaHNe NeBOro Ta3obedpeHHOro cycTasa.

Puc. 2. BrewHuti 8ud 60/1b-
HOU  npu  nocmynseHuu.
MakcumaneHoe nonoxeHue
HUXHUX KOHeYHocmeli 8 npu-
ceoaHuu.

Puc. 1. BHewHul 8ud 6o1bHoU npu
nocmynneHuu. Ommedyaemcs yko-
poyeHue nesol HUXHeU KOHeYHO-
cmu. MakcumansHoe omegedeHue
HUMXHUX KOHeYHocmed.
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Puc. 4. O630pHas peHmeeHoepamma
masobedpeHHbIX cycmasos 8 npsamou
npoekyuu (ceHms6bpeo 2010). Ommeya-
Puc. 3. BHewHul 8uU0 emca KOKCapmpo3; HapyuweHue KOHepy-
60/1bHOU  NpU  nNocmy- eHmMocmu npasozo MaszobedpeHHo20
nneruu. [lonoxumens- cycmaga. [onoska 6edpeHHoOU Kocmu
Hblli cumnmom TpeHOe- umeem ce0s108UOHYI0 hopmy Oegpopma-

neH6ypaa. yuu.
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Puc. 5. Pesynbmam nposedeHHOU KOMNbIoMepPHOU MoMo2pammbl
npu nocmynneruu ¢ 3D pekoHcmpykyuet (ceHmsabpe 2010). Ha kom-
nelomepHoli momozpaguu mazobedpeHHbIX Cycmasos 8asibeyCHAA
Oechopmayus weliku 1e6020 6edpd, acenmuyeckuli Hekpo3 , cedno-
8UOHAA Oehopmayus 20/108KU /18020 6edpa 8 Komopoli umeromcsa
nosnocmu u 3po3uu

YunTbiBaa HapylleHNA CTPYKTYPHO-aHaTOMUYECKUX COOT-
HoWeHWI B neBoM Ta3obeApeHHOM cycTaBe 6 OKTAOPA
2010 r. B TpaBMaTonoro-optoneanyeckom otaeneHum HU3
PAMH BbinonHeHa onepauua no TOTaJlbHOMY 3HAOMPO-
Te3npoBaHNIO NleBOro Ta3obefpeHHOro cyctaBa (npoTes
cucTembl Bicontact-Plasmacup). Becb matepuan, nonyyen-
Hbll B XOA4e OnepaTMBHOrO BMellaTeslbCTBa, rMMCcTonornye-
CKM nccnefgosasncs.

Puc. 6. Ha onepayuu; 2pubosudHas depopmayus 20108Ku bedpeH-
Hou Kkocmu. “V3vedeHHble “ CmeHKU 8epmiTyKHOU 8NAOUHBI.

Puc. 7. Makponpendapam pe3eyuposaHHoU 20/108KuU GedpeHHOL
kocmu. [Jedpopmauusa 6K, Ha pacnune ommevdemcs XapakmepHsil
0718 KOKCapmpo308 Ha ¢hoHe bl xxesimebiti okpac.
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Ha makponpenapaTe oTmeuvanacb: OTC/OMKa Xpsla, C
o6pa3oBaHMeM NONoCTV B NOAXpPsLLEBON 30He. Ha pacnune
rofioBKM GefjpeHHON KOCTY ry6yaTas 4acTb KOCTV UMENa Xesl-
TbIl OKPAC, C HEMPUATHBIM THUIUCTBIM 3anaxom. MposegeH-
Hoe mopdonornyeckoe NcciefoBaHne NOATBEPAUIO KIVNHN-
UeCKM ArarHo3 acenTnUeckoro HeKpPo3a rofloBKy 6eapeHHoI
KOCTY; B XPALLEBOI TKaHN OGHaPYKMBaNCb OTYETIMBbIE UC-
Tpoduyeckne N3MeHeHUn KNEToK 1 obefHeHMe TKaHel Npo-
TeornrkaHamu. B noBepxHOCTHOM croe Habntofanoch beckne-
TOUHbIE 30Hbl, HEKPO3 YaCTV XOHAPOLIUTOB 1 MHOTFOsiEPHbIe
XOHZAPOLUTbI, NYCTble NaKyHbl, OTCYTCTBUE MPOTEOINKAHOB,
drbpunmnzaLuma 1 paspbixieHne MaTprKca, HepoBHas y3ypu-
poBaHHas MOBEPXHOCTb. BbIABNANOCH pa3pbixieHne Kpaes
KOCTHbIX 6anok. Takxe 06HapyKeHbl YUacTKM MOSIHOMO OTCYT-
CTBUA CYCTaBHOIO XPsALLA C YTOSLLEHNEM M KOMMATUHU3aLMei
Cy6XOHAPaNbHON KOCTHOW NNACcTUHKM.

MNepvop peabunurtauunm:

B nepBble cyTKM Nocne onepauun NpUCTYNUIu K neyeb-
Ho ¢u3KynbType ¢ nomouibio meTtoamcta JIOK. 3aHAaTtua
BKJIIOYAIOT CTaTMUeCKMe fbIXaTeNbHble YNpaXXHeHNA C rpya-
HbIM, OPIOLWHBIM U CMeLaHHbIM [bIXxaHWEeM, YrnpaXHeHus
ONA MbiWy TyNOBUWA YNpPaXHEeHUA ANA MbllL, BEPXHUX
KOHEYHOCTEeN 1 HeoneprpoBaHHOM Horu. OneprpoBaHHas
HOra B MepBble CYyTKM HaxoamuTca B nokoe. [pogonxnTtennb-
HOCTb YNPaXHEHNA N NX UHTEHCUBHOCTb 3aBUCUT OT CaMo-
UyBCTBMA KaXKAOro 60/IbHOrO, a TakXKe XapakTepa Hapylue-
HUA GYHKLUN BPYTUX CUCTEM.

JleBouKa BbIMONHANA BCe Heobxoaumble ¢ursMyeckme
yrpaxXHeHusa, oHa ObICTPO ocBoWna CNyck U nogbem Mo
necTHuUUe, Y Hee BOCCTAaHOBWIICA MPaBW/bHbIA CTepeoTun
xoAb6bl. K 10 — 12 fHI0 B KOMMNEKC YNPaXXHEHWI BKIOUEHbI
yNpa)KHeHVA Ha yKpenneHne cpefHeln ArogMyHon MbllLbl
Ha CTOpPOHe onepauun B MONOXKEHUMN JieXKa Ha 3[0POBOM
60Ky. MauneHT yKnaablBaeTcAa Ha 340POBbIN HOK C MATKOT-
KaHHOW pacrnopKom Mexay Horamm 1 OTBOANT ONeprpoBaH-
HYI0 KOHEUYHOCTb KBEpPXY.

3TU ynpaXKHeHWA MaKCUMManbHO MOOMAM3YIOT peuen-
TOPHbIN MEeXaHN3M MbILIL, CYXOXWUN, OCTaBLIeroca CBA-
30YHOrO anmnapaTta, a TakKe Crocob6CTBYIOT YaCTUUHOMY
BOCCTAHOBJIEHMIO NMPONPUOLENTUBHON YYBCTBUTENbHOCTU
oneprvpoBaHHOrO CyCTaBa, YTO ABNAETCA BaXXHbIM MOMEH-
TOM B NMOArOTOBKE KOHEUHOCTM K NOJIHOW Harpyske.

CneflyeT OTMeTUTb, UTO 3aMeHa CyCTaBa Ha NCKYCCTBEH-
HbI ABNAGTCA MO CYTW ero nonHoun gepeuenunenn. UmeHHo
3To obycnaBnuBaeT OTCyTCTBME 60nn. BmecTe ¢ Tem ans
obecneyeHnA NOKOMOTOPHON GyHKLMUN Heobxoanma npo-
npuouenTnBHaa apdpepeHTauma. Ee pednumnt nocne ycra-
HOBKW 3HAOMNPOTE3a MpPu3BaHbl BOCMOMHUTb peLenTopbl
OKOJOCYCTaBHbIX MbllL. BOT nouemy ctonb BaxHa Tpe-
HUPOBKa MbIWL, OTBOAALMX, pa3rmbalownx n crubaowmx
6eppo. CneynanbHO TPEHNPOBATL NPUBOASLLME MblLLLbI HE
cnepyerT, T.K. X GyHKLMUA Noc/ie onepaunn ctpagaeT B MeHb-
Wwew cTeneHn 1 Jo onepauumn nx TOHYC NOBbIWeH (OAHO U3
NpoABNEHUN KoKcapTpo3a). Metoauka BOCCTaHOBJMEHMA
byHKUMM B LEeNOM COOTBETCTBOBana OMWCAHHOW Hamu
paHee B XypHane «/leyebHaa GU3KynbTypa U CNOPTMBHAA
MmeanunHa», 2013, N2 8 (3).

MpoBefeHHas onepauvsa Mo3BofMNa YCTpaHUTb 60nb,
3HAUUTENIbHO BOCCTAHOBUTb YCTOMUMBOCTb B TaszobeppeH-
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Puic. 9. PemeeHozpaghus mazobedpeHHbIx
cycmasos (utone 2011 2.). Ommeuaemca
Xopouwiee NO3UYUOHUPOBAHUe u cmabusiu-

3ayuAa KOMNOHeHmMoe 3Haonpomesa.

Puc. 8. Yepes 2 mec. nocne onepayuu (Oekabpo 2010). BHewHuUl 8ud 60s16HOL

npu hocmynyieHuu. @yHKL{UFI KOHe4YHOCMu 80ccmaHose/ieHa.

HOM CycTaBe Onarofapa HaTAKEHWIO MblWL, BbIPOBHATb
OCaHKy NyTem YCTPaHEeHWNA KOHTPAKTYpPbl U YANNHEHNA HOTW.

B nione 2011 r. peBoYkKa NOBTOPHO MPOKOHCYNbTUPO-
BaHa opToneiom B TPaBMaTOIOro-opToneauyeckom otae-
nenvn HU3L PAMH. Mpu ocmoTpe: 06beM ABMXKEHWUA B
nesom TazobefjpeHHOM CycTaBe NOJHbIN; ABMXeHUs 6e360-
ne3HeHHble. MayneHTKa akTUBHO XOAMWT, B T.4. N0 NIeCTHULE,
He xpomaeT. Ha peHTreHorpapum nesoro Ta3obefpeHHOro
CyCTaBa B NPAMOW NPOeKUUN C 3aXBaTOM 6eJpeHHOro Kom-
noHeHTa oT 26 utona 2011r.: coOCToAHME Nnocne TOTaNbHOro
SHAONPOTE3NPOBAHNA NEBOro Ta3obelpeHHOro CycTaBa;
3HpoNpoTe3 cTabuneH, GyHKLMOHUPYET NpaBuibHO. Peko-
MeHJ0BaHO MPOAOIKUTbL BbIMOMHEHNE VHAWBUAYANbHOIO
KomnJiekca no peabunutaumm.

Takum obpasom, y naumeHtkn ¢ bl 1-ro Tmna, npose-
JeHHaa onepauma no 3HAONPOTE3MPOBAHMIO IEBOMO Ta3o-
6efpeHHOro cyctaBa No3BOAUA YCTPAHUTL 60Jb 1 NOSIHO-
CTbl0 BOCCTAaHOBUTb (YHKLMUIO OMNEPUPOBAHHON HUMHEN
KoHeyHocTn. Onepauua No ToTafbHOMY 3HAOMNPOTE3UPO-
BaHWIO ABWIAaCb 3BEHOM B OCYLLECTBIEHWW Hallen rnas-
HOW 3afjaun: BePHYTb 6OSIbHOMO B COLMANbHYIO 1 GbITOBYIO
cpeny. XoyeTca TakKe OTMETUTb, YTO B HacTosdllee BpeMmsA
3TO eAMHCTBEHHAA NOKa onepauna NpoBeAeHHan pebeHkKy
C Taknm grarHosom B Poccun.

3aknuyeHune

KocTHaa natonorua npu Bl y MHOrMx 60AbHbIX 3Haun-
TENbHO CHMXKAeT KauyecCTBO »KM3HW, N 3a4acTylo NpuBoanT
K MHBanuausaumn. W Hawa 3apjaya He JOMyCTUTb pPasBu-
TMA HeobpaTMMOWN cKeneTHoW natonoruu. OnAa 3Toro Bce
60bHble, cTpagatowme Bl fOMKHbI perynsipHO NPOXoanTb
o6cnefoBaHMe KOCTHOWM cucTembl (peHTreHorpadua, MPT,
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KT, BeHcuToMeTpus) 1 Npuv BbIABNEHUN OCNOXKHEHWIA HEOO-
XOAUMO HabntoAaTb TakMX NALMEHTOB COBMECTHO C OpTone-
namu. B HacToAwee Bpema HegonycTumo npu Hannumm O3T
npoBoauTb 60nbHbIM ¢ BI' cnneHsKToMMIO, T.K. 3Ta onepa-
uua aBnaeTca GakToOpoM pPUCKA B Pa3BUTMM OCTEOHEKPO3a
rofIoBKM 6efpeHHon KocTu. [lo3a 3aMecTUTeNIbHOW Tepanun
y 6ONbHbIX C BbICOKMM PUCKOM CKENETHbIX OCHOMXHEHWI
nomkHa coctaBnaTb 60 E[/kr 1 pa3 B 14 gHelr. Heobxogumo,
Kak MOXKHO paHblle cTaBuTb AnarHo3 bl n ceoeBpemeHHO
HaunHatb O3T, KoTOpaA NPMBOAUT K HOpManu3auum Knu-
HUKO-NabopaToOpPHbIX NOKa3aTeneln, 3HaYNTeIbHOMY YMEHb-
WEeHNI0 MPOABAEHUI renaTocrnieHOMeranum, ynyullueHuto
nokasaTenein ¢u3Myeckoro passBuTUA, npe-goTBpaLlaeT
NnosABNEHNE CKEJIETHbIX OC/IOMXHEHWN N PAHHIOW NHBaNUAn-
3aLM10 NaUMEHTOB 1 onpeaenseT 6naronpuATHbIA NPOrHo3
3aboneBaHus.

Y naueHTOB MOJIOLOro Bo3pacTa NepBMyYHOE SHAOMPO-
Te3npoBaHMe Ta306efpeHHOro CycTaBa, BBUAY 6Gonbliei
Harpysku B XOAe akKTUBHOWM U COUMANbHOWN chepbl KNU3HN
TpebyeT 6Gonee TWaTeNbHOro noaxoja W cobnogeHue
nokasaHuA K TOTalbHOMY 3HAOMNPOTE3MPOBaHMIO Ta3obe-
OpeHHoro cycTasa. [pn TwartenbHOM MNJaHUPOBaHWUK one-
paTUBHOrO fleyeHus, nogbope pasmepa npoTtesa W wWwaps-
Wen TeXHNKe BEPOATHOCTb MHTPaonepaliOHHON TpaBMbl
6efpeHHON KOCTM 1 NpeXAeBPEMEHHOMY pacluaTbiBaHUIO
SHAOMNPOTE3a CHMPKAeTCA.

JNeuebHan PpU3KynbTypa U ABUraTENbHBIN PEXUM ABNA-
I0TCA OCHOBOMONarawwWyMn CpeacTBaMmm peabunutayumu,
HO KPOME HMX JOJIKHbI NCMOJIb30BaTbCA U NHblE — MacCaX,
rMApOoKMHe3oTepanuma, KOTopble JOMOHAITCA CpeacTBamum
KOHCepBaTMBHOIO OPTONEANYECKOrO NIeYeHus.
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PE3IOME

B cratbe npunBefeHbl CcBeAeHNA O NaTtoreHese n KHaCCI/I(bVIKaLI,I/IVI 6one3Hu lowwe. B 3aBUCMMOCTI OT KIMHNYECKOTO TeueHUst
BblgenaAoT 3 Tmna B, KoTopble 0CHOBaHbI Ha HANMYMK WA OTCYTCTBMU CYMMATOMOB MOPaXEHNA LIEHTPaNbHOW HEPBHOWN CUCTEMBI.
Hamwn onucaHa KapTUHa Nopa*KeHUA CKeneta npu 6onesHu lowe 1-ro Tuna. KnnHnyeckune npoAsneHnA 1-ro TMNa, MOryT BCTpe-
TUTbCA OT NEPBOrO rofa »KMN3HW [0 NATOro AeCATUNETUA, OBHAKO YETKON KOPPEeNALMM Mexay reHOTUMOM, BeNIMYMHON GepMeHTaT/B-
HOW aKTMBHOCTM 3-D-rnioko3naasbl U TeueHnem 3aboneBaHA A0 HaCTOALLEro BPeMeHM He BbiiBieHo. OfHVM 13 METOLOB fleyeHms
6one3Hu lolwe ABNAeTCA NaToreHeTMYeckasa GpepmeHTo3amecTuTeNbHaA Tepanua. Mpw nporpeccpoBaHmny 601e3HW y NaumneHToB
LebopmMMPYIOTCA roNoBKY BEAPEHHON KOCTU, MOSBNAETCA YKOPOUEHUE HIPKHMX KOHEYHOCTEN, KOHTPaKTypbl B Ta306eApeHHbIX
CyCTaBax, OrpaHuUUeHVe ABUXEHNSA, HapyLLEHME NOXOAKY, BCE 3TO NPVBOAUT K Pa3BUTUE KOKCAPTPO3a, KOTOPbIN B CBOIO ouepedb
HapyLIaeT KOHIPYSHTHOCTb CYCTaBHbIX MOBEPXHOCTEN 1 obpasyeT HeCcTabunbHOCTL B Ta306eapeHHOM cycTaBe. AHaTOMUYECKNe,
$YHKLUMOHanNbHble 1 TpopUUeCcKre HapyLLIeHNA B MOpaXkeHHOM Ta306epeHHOM CycTaBe y MoApPOCTKOB, 6e3 CBOEBpeMeHHOrO fieye-
HIWA, NPVBOZAT K TAXKENbIM BTOPUYHBIM M3MEHEHUAM CTPYKTYP CyCTaBa, KOTOPbIE BbI3bIBAOT HAPYLLIEHWA ONOPHOW ABMraTENbHOM
GYHKLUMM KOHEUHOCTY, U3MEHSAIOT MOJSTOXKEHNA Ta3a, NMPUBOAAT K Pa3BuTuio AedopMUpyIoLLLErO OCTEOXOHAPO3a U KOKcapTpo3a. B
CTaTbe MpefCTaBeHo KNMHMYeckoe HabnoaeHne pebeHka ¢ 1-M Trnom 6one3Hu lowwe, KoTopomy 6bio NPOBEAEHO ToTalbHOE
SHAOMNPOTE3MPOBaHVE NEBOro Ta3006eAPEHHOro CycTaBa B CBA3W C Pa3BUTEM KOKCapTpo3a. KocTHas natonorma y MHOrmx 60sb-
HbIX 3HAUNTENBHO CHVXKAET KaueCTBO MXM3HW, 1 3a4acTylo MPUBOAMT K MHBanuam3aumn. OCHOBHaA 3afiaya He JOnyCTUTb pa3BuTMe
HeobpaTMOl cKeneTHOW natonoruu. JleyebHaa Gu3KynbTypa, ABUrATENBHBIN PEXUM, MacCaX, MMAPOKMHe30Tepanus, ABNAIOTCA
OCHOBOMOMArawLLUMN CPeaCTBaMU peadbunmTaLum.

KnioueBble cnoBa: 60ne3Hb [0Lle, 0CTEOHEKPO3, KOKCAPTPO3, aceNTUUECKMIA HEKPO3, SHAOMPOTE3NPOBaHNE, AeTH, peabunnTta-
LA, KOCTHaA NaToNOr A, KOHTPaKTypa, neuebHan Gpuskynbtypa, B-D-rnoko3uaasa, XutoTprosmaasa, XOHAPOLMTDI, KOCTHbIE KPK3bl,
Ta306eapeHHbIN CycTaB.

ABSTRACT

The article presents information on the pathogenesis and classification of Gaucher disease. Depending on the clinical course
distinguish 3 types of BG, which oc-Nova on the presence or absence of simptomov central nervous system. We describe the pattern
of skeletal involvement in Gaucher disease type 1. Clinical manifestations of type 1 may be found from the first year until the fifth
decade, however, a clear correlation between genotipom, size aktivnosti enzyme 3-D-glucosidase and course of the disease has not
yet been revealed. One of the treatments for Gaucher disease is enzyme replacement therapy pathogenetic. With the progression of
disease in patients deformed femoral head, there is a shortening of the lower konechnostey, contractures in the hip joints, limitation
of motion, gait disturbance, all this leads to the development of arthrosis, which in turn gives the congruence of the articular surfaces
and forms the instability of the hip joint. Anatomical, functional, and trophic disturbances in the affected hip in adolescents without
early treatment, lead to severe secondary changes in the structures of the joint, which causes violation of the supporting limb motor
function, change the position of the pelvis, lead to the development of osteoarthritis and deforming arthrosis. The article presents
the clinical observation of the child with the 1st type of Gaucher’s disease, which was carried out a total hip replacement of the
left hip joint due to the development of coxarthrosis. Bone pathology in many patients significantly reduces quality of life, and
often leads to disability. The main objective to prevent the development of irreversible skeletal pathology. Physiotherapy, motoring,
massage, hydrocolonotherapy are fundamental means of rehabilitation.

Keywords: Gaucher disease, osteonecrosis, coxarthrosis, aseptic necrosis, arthroplasty, children, rehabilitation, bone pathology,
contracture, physiotherapy, 3-D-glucosidase, chitotriosidase, chondrocytes, bone crises, hip joint.
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