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Mykononucaxapmaos | Tuna HacaegyeTcs o aytToCOMHO-PEeLeCCMBHOMY THIly n 06yC0BAEH AePULMTOM pepMeHTa allbpa-
L-uaypoHuaasbl, 4TO MPMBOAMUT K HAKOIMIEHUIO TIMKO3aMUHOITIMKaHOB (MPenMyLeCTBEHHO renapaHcyibpata 1 gepMmaTtaH-
cynbparta) B IM30COMax U MocaeayroLen noamopraHHon aucoyHKUmn. lNopaxxeHne cKkeneta Hapsgy ¢ GeHOTUMMYECKUMM
AaHHbIMU MO3BOJISIIOT B paHHEM BO3pacTe 3arnofo3pu1Th 3TO TSXKEN0€e reHeTn4YecKoe 3aboieBaHne, XxapaKTepmnsyemoe npo-
rpeccupyroLmm TedeHmneM. PaHHss1 pepMeHTo3aMecTuTeIbHas Tepanus u/nam TpaHcnaaHTayms KOCTHOro Mo3ra ro3BoJisiloT
OTCPOYNTb HacCTyrnieHme HeobPaTUMbIX MOPaXKEHUHN Pa3INYHbIX OPraHOB U CUCTEM UJIN YMEHbLUNTb UX BbIPaXKEHHOCTb, MOBbI-
CUTb KQ4Y€CTBO XXU3HU PEOGEHKA.

KnroyeBble cnoBa: myKkononmcaxapnaos, cuHapom lypnep, cuHapom LLene, cnHapom lypnep—Lere, Au30CT03, CycTaBHOM
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BBEJAEHME

CycTaBHOM CUHAPOM B PasnYHbIX NPOABAEHUAX BCTPE-
yaeTcs Npuv MHOTUX 3a6onieBaHusX. OH MOMET GblTb KaK
BeAyLMM B KIIMHUYECKOW KapTWHe, Tak U OJHWM M3 MHO-
)ecTBa CMMMNTOMOB MyKoMo/aucaxapuaosa. B Kaxaom
KOHKPETHOM cllydae Bpavy Heo6XxoAMMO BepUbULMPOBaTh
nopaykeHue CycTaBoOB, OLEHUTb JIOKANM3aLUMIo nNaTonoruye-
CKOro npoLecca, yCTaHOBUTb BHECYCTaBHbIE MPOSBIEHMS,
a TaKKe 06paTuTb BHUMaHWe Ha GEeHOTUNUYECKHUE IaHHble
nauueHTa.

MYKOMNOJIMCAXAPUAO3bI

KnuHunyeckasa KaptuHa

CKeneTHble aHOManuu ABNSIOTCH PaHHEW U xapaKTepHOM
0COGEHHOCTBIO GOMBLIMHCTBA HapPYLUIEHWI NPU IM30COMHbIX
60Ne3HAX HAKOMNEHUS, B 4YaCTHOCTU MpW MyKononucaxa-
pugozax (MIC). B HacToswee BpemMsa n3BecTHO 13 TunoBs
MTC. MNpaKTU4YecKn y BCeX NaLMEHTOB C 3TOM PeAKON reHe-
TMYECKOWM 60/Ie3HbI0 OTMEeYaeTCs NopaxeHne OnOopPHO-ABU-
ratenbHoro annapata. Npu nerknx dopmax MIMC KocTHble
fedopmMaLimmn ABAKIOTCS paHHUM Npu3Hakom 6onesnu [1, 2].
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Orthopedic Pathology in Children
with Mucopolysaccharidosis Type |

Mucopolysaccharidosis type | is inherited in an autosomal recessive manner and results from the defective activity of the enzyme
alpha-L-iduronidase, which leads to the accumulation of glycosaminoglycans (mainly heparan and dermatan sulfate) in the lysosomes
and further multiple organ dysfunction. This severe genetic progressive disease can be detected at an early age by skeletal deformities
and phenotypic data. Early enzyme replacement therapy and/or bone marrow transplantation can slow down irreversible damages
to various organs and systems or reduce their severity and improve the quality of life for a child.
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K xapaKkTepHbIM opToneamnyeckum ocobeHHoctam MIIC |,
II, VI n VIl TMNOB OTHOCHAT KOHTPAKTYypPbl CYCTaBOB WU MHOXe-
CTBEHHblE [AM30CTO3bl. I3MEHEHUsT OMOpPHO-ABUIaTENLHOIO
annapata npu MIC Il TMNa, HeECMOTPS Ha CXOXKECTb C APYrK-
MU TUMAMM, KaK NPaBuI0, MEHEE BblpaXKeHbl 1 NPOSABASIOTCA
Ha 6osiee No34HMX 3Tanax 3abonesaHua. na MIIC IV tnna
6o5iee XxapaKTepHbl AWCMNIa3uu cKkeneta M runepmMobuib-
HOCTb cycTaBoB [3].

MIIC | TMNna — HacneacTBeHHOe 3aboneBaHue U3 rpynn
JIN30COMHbIX 60N1E3HEN HAKOMIEHMS, NepeaatoLLeecs rno ayTto-
COMHO-pPEeLEeCcCUBHOMY TuMy; 06YyCnoBAeHO AedULUTOM MU
OTCYTCTBMEM aKTMBHOCTU depmMeHTa anbda-L-uaypoHuaasbl
BCNeAcTBME MyTauuu reHa anbda-L-uaypoHungasbsl (IDUA),
JIOKanM30BaHHOro B cermeHTe 4p16.3 [4].

Oednunt anbda-L-naypoHnaasbl NpUBOAUT K Hakomnae-
HMIO B TKaHAX MMMKO3aMUHOMIMKaHOB — NPENMYLLECTBEHHO
aepmataHcynbdata M renapaHcynbpata — M popmupoBa-
HUWIO MOMUCUCTEMHOCTU 3abosieBaHus. B HacTosee Bpems
KnaccnouumpyoT Tpu KinHudeckux tuna MIMC | B 3aBucu-
MOCTW OT CTeneHn TaxecTn: H — Tsxenasa ¢opma (CMHAPOM
[ypnep), S — nerkasa ¢popma (cuHapom LLlewne), H/S — cpea-
HEN CTeneHu TAXKecCTU (NpomexkyToyHas dopma) (CMHAPOM
lypnep-Lene) [1, 4, 5].

Ona cuHgpoma [ypnep xapaKTepHbl deHOTUNUYECKne
M3MEHEHUS B BMAE rapromnnama c orpybeHvemM 4epT auua,
LUMPOKOM MEPEHOCULIEN, YMIOLWEHHBIM NMLOM, Makpoue-
danuun ¢ BbICTyNalWmMM N60M; MMEKT MECTO MOMYTHEHME
poroBuLbl, renatocnieHoMeranusa, 3agepKka pocta (MakK-
cumanbHbii pocT — 110 cm) M paHHUW Oe6OT KOCTHO-
CyCTaBHbIX MPOSIBIEHUN [6] — TyronoABUXKHOCTb CyCTaBOB,
CHUXXeHME 06beMa ABUKEHUS B KPYMHbIX U MEIKMX CycTaBax,
rPYAONOSICHUYHBIN KMdO3 ¢ obpa3oBaHMeM ropba (puc. 1),
a TaKXXe yMCTBEHHas oTcTanocTb [7].

MNepBble NpM3HaKkK cuHapoma Lllere nosasnsatoTcs B BO3-
pacte 3-8 net: 60/bHbIX OT/IMYAIOT KOpeHacTaTtoe TeNocao-
EHWe, CUbHO pa3BuTas MycKynaTypa, rpyoble 4epTbl nua,
LWUMPOKMI POT C MNyxbiMK ry6amu, BbiCTynaloowas Bnepes
HWXKHAS YetocTHas KocTb. K 4Mciy xapaKTepHblX Mpu3Ha-
KOB OTHOCAT YTOMILLEHME W HATSKEHME KOXM Ha nanblax,
rmpcytnam [7]. OrpaHnyeHne ABMKEHUN B CyCTaBax BEPXHUX
KOHEeYHOCTeN HapacTaeT nocTteneHHo. K nepuogy nonosoro
cO3peBaHus BCe CMMMNTOMbI 60/1€3HM CTAHOBATCS Hanbonee
Bblpa*KeHHbIMMU [2, 7].

B otnnune ot cuHapoma [ypnep npu cuHapome Llene
oTMe4aeTcs Hebonbllas 3agep)Ka pocTta. OgHaKo KOCT-
HO-CYCTaBHble M3MEHEHWSA XapaKTEPU3YIOTCA YMEHbLIEHUEM
NOABUMXKHOCTU M Aedopmaumen KUCTU Mo TUMY KOITUCTOM
nanbl (puc. 2), TYronoaBUXKHOCTbIO BO BCEX KPYMHbIX CycTa-
Bax, MIBMEHEHUSIMW INLLEBOrO Yepena.

Onsa 6onesnu lypnep—LLene — npomexkyTo4HOM GOpMbI
MIIC | TMna — XxapaKTepHbl 4ebtoT 3aboneBaHnsa B Bo3pac-
Te 3-8 neT, a TakxKe [ypnep-nogo6Hbin deHoTUn: cKado-
W Makpouedanus, 3anasBliasg nepeHocuua, nyxible rybbl,
MaKpornoccus, peakune 3ybbl, TONCTas Koxa M AOCTAaTO4HOro
yacto Habngaemoe MNoOMyTHEHUE poroBuubl. [MopaxeHue
LLeHTPanbHOM HEPBHOW CUCTEMbI NIEFTKOE WU YMEPEHHOE.
TenocnoxeHuwe gucnponopumoHanbHoe. C BO3pacToM TeMmbl
pocTa CHUXKaloTCsl, NMPUBOAS K HU3KopocnocTh. OTmevatoTes
TYronoABMIKHOCTb B CycTaBax, AM30CTO3, KMNeBuaHasa rpya-
Hasa KneTKka, kKndockonmos [4, 6].

Taknm o6pasom, B uenom ana MIMC | Tuna xapakrep-
Hbl HU3KOPOCNOCTb, TYrONOABUMKHOCTb B KPYMHbIX U MENKMUX
cycTaBax, HapylleHMe NOoXoAKM. YacToTa BCTpevYaemMocTu
CyCTaBHOro CMHApPOMa Yy nauueHToB C cuHapomom Llene
n [ypnep-Lene — 6onee 80% [8-10].

PeHTreHonorMyeckne nposiBNEHWS NaToNorMM OMOPHO-
aBuratenbHoro annapara ans scex tmnos MIC nony4mnau

Ha3BaHWE «MHOXECTBEH-
Hbl AM30CTO3». [AM30CTO3
ABNSETCA TUMWYHOM ANns
MMC peHTreHonoruye-
CKOM aHoManuewn, pasBu-
Ballenca B pesynbraTe
HEMOIHOLLEHHOIO 3HAOXOH-
ApanbHOro 1 MeM6paHHOro
pocta [9, 10]. OTmeyatoTcs
TaKWe U3MEHEHMUS, KaK aHo-
MasnbHble GOPMbl MO3BOH-
KOB M pebep, WUPOKKe no-
natoo6pasHble pebpa, Ko-
POTKME  KAOYMLbI, YyBe-
NIMYEHHbIN pa3mep yepe-
na, yronueHue anaduson
W TOYEYHbIE NACTHbIE KOCTH.
Mnonnasus anMdun3oB
W runepnnasuvsa  nepea-
HEen 4acTu Tesl NO3BOHKOB
Ha rpaHuue rpygHoro w
NOSICHWUYHOrO OTAENOB CNOCcO6CTBYET GOPMUPOBAHUIO ropba
WX TPYOOMNOSICHUYHOro Kudo3a. TaKKe XapaKTepHbl AMUC-
nnasus ronoBkM 6eapeHHON KOCTU, BasiblycHas gedopma-
LIS KONIEHHbIX cycTaBoB. [o3xe HabnogaeTcs KoMmnpeccus
CMUHHOIO MO3ra, KOTopasi CTAaHOBWUTCH Yrpo30W ANS KU3HU
naumeHTa [11, 12].

MexaHn3m pa3BUTUS NaToNOrMYEeCKUX U3MEHEHUIN KOCT-
HO-XPSILWLEBOro annapaTa 4O KOHLa Heu3BecTeH. B uccne-
LOBaHMAX Ha XMBOTHbIX MOJlyYeHbl pe3ynbTaTbl, CBUAe-
TeNbCTBYOWME O 3HAYUTENbHOW POAM BOCMANUTENbHbIX
LIMTOKMHOB B pa3BUTUM KOCTHOM natonorku [10-12], xoTa
KNMHWYECKME NPU3HaKK BocnaneHusa y nauneHtos ¢ MIC
OTCYTCTBYIOT.

Hu3KuI poct xapakTtepeH ans scex tunos MIC. B HacTo-
duwee BpPeMs MnonaraloT, YTO 3amefieHue pocTa MpPOoUCXo-
OUT B pesynbraTe HapyLleHUs CKOPOCTU 3HAOXOHAPANbHOMO
OKOCTEHEHWUS B COYETAHWUM CO CTPYKTYPHLIMU M3MEHEHUAMU
B KocTax [13]. lMpu 6bICTPOM nNporpeccupoBaHnn 3abo-
neBaHus pocT nauueHToB gocturaer 100 cMm, Npu NErkux
dopmax — 160-165 cm [14]. U3MeHeHMa nporpeccupytot
W MHOrAa TPpebytoT onepaTMBHOMO BMeLWaTeNbCTBa.

Mnonnasus anndmn3oB 1 yTonueHne anadmnsos — TUNKUY-
Hble MPOSIBAEHUS KOCTHbIX U3MEHEHWI BEPXHUX KOHEYHO-
cTten. HabnogatoTcs TyronoaBUMKHOCTb B MJIEYEBLIX, JIOKTE-
BbIX, Iy4€3ansACTHbIX CycTaBax, crnbatenbHble KOHTPaKTypbl
nanbLeB v KnewHesnaHasa gebopmaums KUCTU. Beneacteme

Puc. 1. [MayMeHT ¢ cMHAPOMOM
[ypnep, 7 net: xapaktepHble
$EeHOTUMMYECKNE N3MEHEHNS
Fig. 1. A patient with Hurler
syndrome, 7 years old:
characteristic phenotypic
changes

Puc. 2. MNauuneHT c cuHapomom lypnep—Llenie, 16 net: gedopmaumsa
KWUCTW NO TUNY KOTTUCTOM Nanbl (YKOPOYEHUE U YyTONLLEHUE

LJIMHHbBIX KOCTEW, YTOMLLIEHWE KOPTUKaNbHOrO cfos, Aedbopmauus
MeTaannPKU30B, yHaCTKN paspereHns ryéyaToro Bellectsa —
0CTEON0pPO3, crubaTtesibHble KOHTPAKTYPbI)

Fig. 2. A patient with Hurler—Scheie syndrome, 16 years old: claw
hand deformation (shortened and thickened long bones, cortical
thickening, deformed epiphyseal cartilages, areas of rarefied
spongy substance (osteoporosis), flexion contractures)
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Puc. 3. Onepauua Ha KACTK NauneHTa ¢ cMHapomoMm lypnep—
LLlee: KapnanbHbI TYHHENbHbIA CUHAPOM, 0BYCNIOBAEHHbIN
CAaBIMBaHUEM CPefMHHOro HepBa B 3ansCTHOM KaHane

Fig. 3. Hand surgery in a patient with Hurler—Scheie syndrome:
carpal tunnel syndrome caused by the compression of the median
nerve in the carpal canal

CpeauHHbIW HEPB

MaLUA HEPBHOIO CTBOJ
1 eCOYHbIX Y

Puc. 4. PeHTreHorpaMma v KOMNblOTEPHAs TOMOrpaMma rpyaHomn
KNETKM NaLMeHTa ¢ Mykononucaxapuaosom IV Tuna, 9 net:
yTonweHue pebep (A), aedopmaumns No3BOHKOB, AedopmaLims
rPYAHON KNETKM MO TUNY KunesuaHow (b)

Fig. 4. Chest X-ray and computer tomography of a patient with
mucopolysaccharidosis, 9 years old: keeled chest deformation,
thickened ribs and the sternum, vertebral deformity

Puc. 5. Puc. 6. PeHTreHorpamma no3BoHOYHWKa
PeHTreHorpamma nauueHTa ¢ MyKononucaxapuaosom: aedop-
NO3BOHOYHUKA MaLms Ten No3BOHKOB ¢ GOPMUPOBaHUEM
nayueHTta KpaeBbIX KOCTHbIX pa3pacTaHui, Cy)KeHne

C MyKornonucaxa- NMO3BOHOYHOr0 KaHana (yKazaHo CTPesiKon),
pUao30M: nedbopmauumsa aypanbHOro MewkKa, LMpKy-
UCKPUBNEHWE OCHK NnsipHoe NponabupoBaHne MeXNo3Bo-
NO3BOHOYHMKA HOYHbIX AUCKOB C MPU3HAKaMM CYXKEeHUS

Fig. 5. Spine X-ray MEXMO3BOHOYHbIX OTBEPCTUM U BO3MOXKHOM

of a patient with KOMMPEeCCHUM HEPBHbIX KOPELLKOB

mucopolysaccharidosis: Fig. 6. Spine X-ray of a patient with

spinal axis curvature mucopolysaccharidosis: deformed vertebral
bodies with the formation of marginal
bone overgrowth, narrowed spinal canal,
deformed dural sac, circular prolapse of
intervertebral discs with signs of narrowing
of the intervertebral openings and possible
compression of the nerve roots

TEHOCMHOBMANbHON aKKyMynsauMWM [MUMKO3aMWHOMMKAHOB
nosIBASIETCS KapnasbHblA TYHHENbHbIA CUHAPOM, 06YC/OoB-
NIEeHHbIN cAaBAMBAHWEM CPEAMHHOrO HepBa B 3ansiCTHOM
KaHane. HerponaTtuns caaBneHus Yalle BCTpevyaeTcs y AeTen
B Bo3pacte 5-10 nert, a TakKe y B3pocnbix [15].

3afeprkKa nevyeHns NpuBoAUT K Pa3BUTUIO CTOMKUX KOH-
TpaKTyp MexdanaHroBbiXx CyCTaBOB, CHUXEHWIO YYyBCTBU-
TENbHOCTU MEPBLIX TPeX NanbLEB PyK M pasBUTUIO Napesa
MbILLIL, Ja4OHHOI0 BO3BbILEHWNS MOBEPXHOCTU KUCTU — TEHa-
pa (thenar) [15]. B cBA3K C UHTENNEKTYanbHON HEQoCTaToM-
HOCTbIO MauMeHTbl He Bcerga MoryT coobwaTb 0 60/eBbIX
OLyLEeHNAX BNAOTb 4O MoTepu GyHKUMM KUCTU. BoBpems
nNpoBefeHHas XMpypruyeckas LeKomnpeccus nytem pac-
CEYEHUS YTONLLEHHON MOMNEePeYHON CBA3KU KUCTK yny4dlaet
Ka4yeCTBO }N3HU pebeHKa (puc. 3) [15].

MoparkeHne ckeneTa MOXET Pa3BUTbLCS Ha MEPBOM rofy
WU3HU Npu TsKenbix dopmax MIC | Tuna, Korga o6pasyeTcs
rop6 nnv Kndoa B peaynbrate runonnasum nepegHen 4actm
Ten NO3BOHKOB Ha rpaHuLEe rPyAHOro U MOSICHUYHOMO OTAe-
noB (puc. 4). Takne gedopmaumn NO3BOHOYHMKA NPUBOAAT
K YNJOWEHWIO M 3anafeHUio rpyaHON KNETKU, YrnybneHuto
NMOSICHUYHOIO NOPA03a, OTBMCAHUIO KMBOTA, OMNYLLEHMIO NieYy
BHM3 U Bnepea. lNpu cTOMKOM KUdo3e orpaHuyYnBaeTcs
[bIxaTeNbHas 3KCKYPCUS TPYAHOM KNETKWU, CHUMKAETCSH XKMU3-
HEeHHas EMKOCTb NEerkux, NosaBAstoTcs 6011 B CNIUHE U NOSIB-
nsetcs 6bicTpas ytomasemocTs [15, 16].

Y peten ¢ MIC, nmetoumx CKOAMO3, HolleHMe KopceTa
He 060CHOBaHO B CBSi3W C OCOOGEHHOCTAMW TENOC/OXKe-
HUS U BHYTPUOPIOWHOIrO AaBfeHus. Y ManeHbKux OeTew
npu GbICTPOMNPOrpeccupyolleM Kupose U HEBO3MOXKHOCTH
XMPYPrMYEeCKOM KOPPEeKLMM UCMONb30BaHWe KopceTa fomny-
cKaetcs [15, 16].

[MokasaHWeM K onepaTtMBHOMY BMeLIaTeNbCTBY SABASA-
l0TCA NoKanbHblM Kndo3 6onee 70° n ckonnos 6onee 40°.
CpeaHun Bo3spacT nauuneHtoB ¢ MIIC, nepeHecLlmnx Xupyp-
FMYECKYI0 KOPPEKUMIO, cocTaBnseT 8 feT, XOTa onepauuu
no NoBOAY TSAXENbIX KOCTHbIX AedopmaLmin MoryT notpebo-
BaTbCA HAMHOro paHblue. OnbIT BEAEHWS NaLMEHTOB C TaKon
naTosornen, TeM He MeHee, MOKa3blBaET, YTO BbIMOAHEHWE
onepaumu B 6onee cTapliem Bo3pacte MaKCUMMU3UPYET POCT

Puc. 8. MarHuTHo-
pe3oHaHcHas ToMorpamMmma
NO3BOHOYHWKA NaLMeHTa

Puc. 7. PeHtreHorpamma
NO3BOHOYHMKA NauMeHTa
C MyKOMonucaxapvao3om:

Crna)keHHoCTb
PU3M0N0rMYECKUX N3rNMBOB,
CYXeHWe N03BOHOYHOro
KaHana (yKasaHo CTpesikown),
NPU3HaKW MuenonaTuu,
nedopmaunma Ten No3BOHKOB
Fig. 7. Spine X-ray of a patient
with mucopolysaccharidosis:
flattened physiological bends,
narrowed spinal canal, signs
of myelopathy, deformed
vertebral bodies

C MyKOMonvcaxap1ao30Mm:
CYXEeHWe KpaHuoBep-
Te6GpanbHOro nepexoaa
BCNEACTBUE YTONLLEHUS

TBEPAOM MO3roBoM 060/104KHM
3y60BKHAHOro oTpocTka C2
(yKa3aHo CTpenKkom)

Fig. 8. Magnetic resonance
imaging of the spine of a patient
with mucopolysaccharidosis:
narrowing of the craniovertebral
junction due to thickening of
the dura mater of the odontoid
process C2




Puc. 9. MarHuTHo-pe3oHaHcHas
TOMOrpaMMa Mo3BOHOYHUKA
naLuueHTa ¢ MyKononucaxapu-
[1030M: MPU3HaKK Muenonatnm
Ha PoHe Cy)KeHUs NO3BOHOYHO-
ro KaHana (yKasaHo CTpenKom)
Fig. 9. Magnetic resonance
imaging of the spine of a patient
with mucopolysaccharidosis:

NMO3BOHOYHMKA W CMUHHOIO
XxpebTa 1 cnocobCTBYET HOP-
MasibHOMY KOCTHOMY pa3BM-
™0 (puc. 5-7) [17-19].
Hanunune Muesnona-
TN TaKxe TpebyeT Tula-
TeNbHOro HabnwaeHUua u,
signs of myelopathy associated BO3MOXHO, ONepaTnBHO-

with the narrowing of the spinal ro BmewaresnbcTea. [1po-
canal rpeccupyolaa akkymyns-

UMK TIMKO3aMUHOIIMKaHOB
B o6nactu 3y60BMAHOIO
OTPOCTKa MPUBOAUT K CTe-
HO3Y M KOMMNPECCUM CMTUHHO-
ro Mo3ra B LWWEWHOM oTaene
No3BOHOYHMKaA (puc. 8, 9)
[19, 20]. YronuweHune o060-
NI0YEK CMUHHOIO MO3ra,
HecTabWbHOCTb aTtnaHTo-
aKcuanbHOro cycrtaBa npu-
BOAMT K ANCOYHKLIMM MOYe-
BOro ny3blps, HabnaatoT-
€A MbllleYyHas cnabocTb, HapylweHne NOXOAKU, OTMevaeTcs
HEYKIIOXECTb ABUKEHWUM MPU COXPaHHbIX MOTOPHbLIX HaBbl-
Kax. PazButue TeTpanapesa ABASETCA NMPUYMHON NpPEXKAEeB-
pemMeHHon cmepTu nauuneHTos ¢ MIC [19, 20].
DyHKLMOHaNbHas OLeHKa COCTOSHMS NauueHTa HeBpona-
TONIOrOM, BbIMOMHEHWE MarHUTHO-PE30HaHCHOM TOMOorpadum
(MPT) WwewrHoOro otaena nNo3BOHOYHMKA Ha PaHHUX CTaausx
NMOMOXET onpefennTs CUMNTOMblI MuenonaTuu. Mo AaHHbIM
K.K. White n P. Harmatz, nokazaHusmu K onepauuu gaxke
B OTCYTCTBMU HEBPOSIOrMYECKON CUMNTOMATUKM SBASIOTCA
AnamMeTp NO3BOHOYHOrO KaHana MeHee 14 MM U HecTabw/ib-
HOCTb B WWEWHOM OTAEeNe N03BOHOYHMKa 6onee 8 mm [21].
Onsa KnnHudeckon KaptuHbl MIC | TMNaA HepeaKo xapak-
TepHa paucnnasua TalobegpeHHoro cyctaBa (puc. 10).
Ha peHTreHorpamme — KapTMHa 3adepXKKW occudMKaumm
BEPT/NYKHOW BNaAauHbl. [TocTeneHHO pa3BuBatoTcs 60/1eBOM
CMHAPOM, HEeCTabuNbHOCTb W OrpaHU4YeHWe MOLBUIKHOCTH
B Ta3006e4peHHOM cycTaBe, YTO NPUBOAMUT K BblparKEHHOM

Puc. 10. PeHTreHorpamMmma Tasa 1 Ta3o6efpeHHbIX CyCTaBoB
nayMeHToB C MyKononMcaxapuao3om (16 v 12 ner): ynnoueHue
6eApeHHbIX FOI0BOK, NOABLIBUXM B Ta306eAPEHHOM CycTaBe,
paspexeHue ryéyaToro Bellectsa (octeonopos), aepopmaums
KoCTen Ta3a

Fig. 10. X-ray of the pelvis and hip joints in patients with
mucopolysaccharidosis (16 and 12 years old): flattened
femoral heads, hip joint subluxation, rarefied spongy substance
(osteoporosis), deformed pelvic bone

Puc. 11. MauneHT ¢ cuHgpomom lypnep: go v cnycta 3 roga nocne
TPaHCMAaHTaLMn KOCTHOro Mo3ra

Fig. 11. A patient with Hurler syndrome: before and 3 years after
the bone marrow transplantation

Puc. 12. MaumeHTKa ¢ MyKononucaxapmnao3om | Tuna: BanbrycHas gepopmaLmsa HUKHUX KOHeYHocTel. Pe6eHky 07.06.2013 r. npoBeaeHa
onepauus: MenanbHbi remnanuduanoaes 60bliebepLIOBbIX KOCTEW (C LEeNblo «apecTa» 30H pocTa U NoCTENEHHON KOPPEeKLMK
nedopmaunn HUKHUX KOHeYHocTen). B nocnegytowmne 7 mec npoucxoaunnia nocteneHHas Koppekums gedopmauun. lo onepaunu (A, b)
yron agedbopmaLuu coctaBun cnpasa U cesa COOTBETCTBEHHO 24° n 28°. Yepes 7 mec (B, I') aepopmaLimg ymeHbLimnach Ao 14° n 16°

COOTBETCTBEHHO

Fig. 12. A female patient with mucopolysaccharidosis, type | : valgus deformation of the lower limbs. The surgery was performed on June 7,

2013: medial tibia hemi-epiphysiodesis (to "arrest" growth areas and perform gradual correction of the lower limb deformity). In the next 7
months, a gradual correction of the deformity was performed. Before the surgery, the angle of deformation to the right and to the left was
24° and 28°, respectively. After 7 months, the deformation decreased to 14° and 16°, respectively
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0630p NUTepaTyphbl

OncnoKaumMm ronoBkuM 6e4peHHON KOCTM U noTepe Crnocoo6-
HOCTM K caMocCTosITeIbHON Xoabbe [22].

Mporpeccupyloline KOHTPaKTypbl B CycTaBax HUMKHUX
KOHEYHOCTEN NPenaTCTBYIOT PA3BUTUIO MOTOPHbIX HaBbIKOB
noytn y Bcex aeten ¢ MIC IV tuna n 50% ageten ¢ MIIC |
TMna. PasBuBaloTcs BanbrycHaa gedopmMauns B KOJNEH-
HbIX CycTaBax, a TaKMe TyronoABWMMKHOCTb M KOHTPaAKTypbl
(puc. 11, 12). lNoka3aHWeM On9 XUMPYpPruyeckoro BMme-
lwatenbcTBa sBAgeTcs 60nbliebepuoBo-6€ApPEHHbIN Yron
6onee 15° [17].

Ba)XHO OTMETUTb, YTO MpPU CPEAHETIKENOM W Taxe-
JIOM TeYyeHuu 3aboneBaHus HapylweHue OGYHKLMOHUPOBa-
HWS CTBOJIOBbIX OTAENOB FONOBHOrO MO3ra M orpaHuyeHue
NOABUXHOCTU HUXKHEW YenocTUM HeraTMBHO CKa3blBaeTcs
Ha QYHKUMK rNOTaHMs, Y NauneHTOB pa3BMBalOTCA MpU3Ha-
K1 nceBaobynbbapHoro unun 6ynbbapHoro napanuya [23].
lMonepxnBaHne TBEPAOW MULLEW, FMMepcannBauus B Hava-
ne 3aboneBaHua MO3XKE CMEHATCH rPyoObiIMU HapyLEeHK-
AMU OYHKLUMM TNOTAHUS MKW MOMHBIM €€ MCYE3HOBEHMEM.
[pbixaTenbHble HApPYLUEHWS KaK CNeAcTBME OTIOXEHUS MYKO-
nonnMcaxapuaoB B BEPXHUX M HUMKHWX AblXaTeNbHbIX MyTaX
ycyryonsatoTcs 3a6pocom MULLKU UK CIOHBI B TPaxet 1 6poH-
XManbHOe [AepeBo, Y4TO MPUBOAWT K Pa3BUTUIO BTOPUYHOWM
MHPEKLMM B BUIE PELMANMBUPYIOLLMX aCNMPALIUOHHbBIX GPOH-
XUTOB W NMHEBMOHMM [23].

UHCcTpyMeHTanbHaA AMarHocTUKa

Bbibop mMeToaa MccnefoBaHUS B KarKAOM KOHKPETHOM
cllydae ocTaeTcs 3a BpayoM, KOTOPbIM y4uUTbiBaeT Kanobbl
nauuneHTa, ero CoCTosiHWeE, a TakKe Heo6X0ANMOCTb AeTanu-
3aLuKn Uccneayemon 30Hbl.

MeTtoa ynbTpa3BYKOBOIo HcCC/e€4O0BaHUSI CYyCTaBOB
LUMPOKO UCMONb3YeTCs Npun ob6cnefoBaHnm naumeHTos ¢ MINC
N5 BbIIBNEHUS XapaKTepa NaToNormyecKkux U3MeHeHUN.

JlyyeBble meTogbl. MeToabl Ny4eBOW [AMArHOCTUKM,
He Tpebys npeaBapuTebHON NOArOTOBKM, NO3BONSIOT AeTallb-
HO M3Y4MTb COCTOSTHME CYCTABOB M MX CTPYKTYpPY. MoKasaHMeM
NS PEHTTEHONOMMYECKOro UCCNeA0BaHNS SBNSETCH OrpaHu-
YeHWe MoABUIKHOCTM NN60 aedopmaLnsa KOCTHO-CYCTaBHOMO
annapata [11, 12, 18]. O6bl4Hasa peHTreHorpadus WenHoro
M MOSICHWUYHO-TPYAHOrO OTAENa MO3BOHOYHMKA, MO Hawemy
MHEHMWIO, ONKHA BbINOAHATLCS Kaxable 1—3 roaa B 3aBUCH-
MOCTHM OT KIIMHWYECKON KapTuHbl [12, 18].

KomnbloTtepHbie metogbl. VIHOOpMaTUBHBIN MeToq
KOMMbIOTEPHOM TOMOrpadun no3BONSET OLEHUTb CTPYKTYPY
CYCTaBHbIX TKaHeW, NMOKa3blBaeT UX WM3MEHEHUS, Hanunyune
0CTEODUTOB M XpALWEBbIX pa3pacTtaHuin. MPT nNoO3BOHOY-
HWKa cneayeT BbINOAHATL 1 pa3d B 1-2 roga C aKLEHTOM
Ha y4aCTKM NOTEHLMaNbHOIro CAaBNEHNS CMIMHHOIO MO3ra —
3aTbI/IOYHO-LIENHbIN, WEeNHO-TPYAHOM U MOSCHUYHO-TPYAHOM
otaensl [12, 18]. B 3aBUCUMOCTHU OT NPU3HAKOB, CUMNTOMOB
M PEHTTEHONOrMYECKMX AaHHbIX O HECTabWMNbHOCTU LUENHO-
ro otaena No3BOHOYHWKA peKkomeHayeTca nposoantbe MPT
C QYHKUMOHaNbHbIMKM nNpobamn 1 pa3 Kaxable 1-3 roga
[11, 12, 18]. Takasa YacToTa 06cnenoBaHWs CycTaBoOB ABNS-
eTcs 6e30nacHOM, MOCKObKY MarHUTHoe rnosne B 3ajaHHOM
[Avanas3oHe He NpeacTaBnseT yrpo3bl OpraHn3mMy YenoBeka.
OrpaHuyeHnemM K npoBegeHnto MPT cny»KaT BXMBNEHHblE
KapAMOCTUMYNSATOPbI, KPOBOOCTaHaBMMBaOWME KAUMCHI
COCYA0B, 3/IEKTPOHHbIE UK GEepPPOMarHUTHbIE UMMAAHTaTbI
cpeaHero yxa [18].

DyHKLYMOHa/IbHbIe TecTbl. KaxaoMy nauueHTy Heobxo-
OMma perynapHas oueHka GyHKLMKM BEPXHUX KOHEYHOCTEW,
0COBEHHO MENKOM MOTOPMKKU. K LeHHbIM cTaHAapTU3WMpo-
BaHHbIM TecTam PYHKLUMUA BEPXHUX KOHEYHOCTEN OTHOCUTCSH
OLleHKa Cu/bl XBaTa M CWAbl WKNKa, GYHKLUMOHANbHbLIA TecT
[ABUraTebHbIX BO3MOXKHOCTEN PYK.

Tect 6-MMHYTHOMH X0A4bObl. B KauyecTBe UCMbITaHUSA Ha
BbIHOC/IMBOCTb Jly4lle BCEro MOAXOAUT G-MWHYTHbIM TecT
X04b6bl [2]. 3TOT cTaHAAPTU30BaHHbIM METOA npeanonaraet
M3MEepPEHNE PaCCTOSIHMSA, KOTOPOE YENI0BEK MOXET MPOUTH
no TBepAoOn POBHOW MOBEPXHOCTU 3a 6 MMH. TeCT OOJIKEH
NpPOBOANTLCH BCErAa B OAHOM M TOM e MecTe. XOAyHKK Unu
Oornopbl, UCMONb3yeMblE AN BbINONHEHUS 3afaHus, cneayet
3aJ0KYMEHTUPOBATb, OHU AO/KHbI MCMNOJIb30BATbCHA MOCTO-
SHHO OT OAHOr0 TecTa K APYroMy (He cneayeT U3MeEHATb TUN
onopsi!).

JleyeHune

[o HepaBHEro BpPEMEHM CMMMTOMATUYeCKas Tepanus
M TpaHCnNaHTauus KOCTHOro Mo3ra Oblniv eAUWHCTBEH-
HbIMM BMAaMW nedeHus ana naumeHtoB ¢ MIC | Ttuna.
TpaHcnnaHTauus KOCTHOro MO3ra MpoBOAWTCS MauMeHTam
Cc cuHapomom [ypnep 4O ABYX/eTHEro Bo3pacta C y4eToMm
HOPMasnbHbIX MAXW CyOHOPMalbHbIX MOKa3aTenewn pasBuTUSA
(1Q > 70). Nlyqwwue peadynbraTbl NOAyYeHbl NPU UCMONb30Ba-
HWUW CTBONIOBbIX KJIETOK KOCTHOrO Mo3ra HLA-coBMecTUMbIX
POACTBEHHbIX JOHOPOB WM CTBOJIOBbLIX KNETOK MyNOBUHHOWM
KPOBW POACTBEHHbIX AOHOPOB [24]. [locne TpaHcnnaHTauum
KOCTHOrO MO3ra yMeHblualoTCsi pa3mepbl NevyeHu U cene-
3€HKM, ynydwaeTtcs GYHKUMS AblXxaTebHOMW W cepaevHo-
cocyaucton cucteM. ChopMnpoBaBLLMECS M3MEHEHUS CKe-
fieTa, 0CO6EeHHO MO3BOHOYHOrO CTo0/N6a, B NOMHOM Oo6beme
He Kynupytotca [21].

B Hactosiwee Bpems ana nauueHtoB ¢ MIMC | Ttvuna
ncnonbdyetca depmeHTo3amecTuTeNnbHas Tepanusa napo-
Huaasown. lNpenapat npeactaBnsetr co60M PEKOMOWMHAHT-
Hyto dopmy YenoBedecKow anbda-L-naypoHunaasbl, Npoms-
BOAMMYIO MPKU MOMOLLM TEXHONOrMU peKoMOUHaHTHOM JHK
B K/IETOYHOM Ky/bType SAWYHWKOB KWUTAWCKMX XOMSAYKOB.
depmeHTO3amMecTUTeNbHaa Tepanusa obecneynBaeT BoccTa-
HOBJIEHWE YPOBHSI 3H3UMATUYECKOM aKTUBHOCTU, AOCTaTOY-
HOro AN FMAPONM3a HAKOMMEHHbIX MMWKO3aMUHOIIMKaHOB
M NpefoTBpalLeHns Mx JanbHENLWero Hakonnexwums [24—-26].
[MpenapaT MOXHO MCMNOb30BaTb Nepea TpaHCMhnaHTaunewn
KOCTHOrO MO3ra, HEMoCpPeACTBEHHO MOCne Hee, a TaKkKe
nocse TpaHCnAaHTauuMuM OT reTepo3uroTHOro AoHopa npw
HEMOIHOM BbITECHEHUU KJIETOK peuunueHTa AOHOPCKUMM
KneTkamu [24-286].

CumMmnToMaTMyecKkasi Tepanusi KOCTHO-CYCTaBHbIX Hapy-
WEeHWN BKOYAET KOPPEKUMIO HapyLEeHWUs OCaHKM, Tyro-
NMOABWMXXHOCTM CYCTaBOB C WMCMOMb30BaHUEM HexXupypruye-
CKMX METOAOB, OPTONEeAUYECKNX YCTPOUCTB, puanonpoueayp
(nazepHaa nyHKTypa, BO3[eNCTBME nasepa, anexktodopes
C NMAa30M Ha 06/1acTb MOPaXKEeHHOro cycTaBa, MarHuMToTe-
panus, napad®uHOBbIE annanKaLnn, yaapHo-BoNHOBas Tepa-
nus). LLMpoKo ncnonb3yetcs KMHeanTepanus [23, 27].

Mo nNoKa3aHWMsIM MPOBOAATCA XMpypruyeckas 3ameHa
Ta306e4pEeHHOr0 UAN KONEHHOro cycTaBa C Le/blo UcnpaBs-
JIEHWE OCHU HUXKHEN KOHe4yHOCTH. [pu nosiBNeHUM nepBbixX
CUMMTOMOB CAABMIEHUS CMMHHOINO MO3ra Heob6XxoAMMO pac-
cmaTpvBaTb BOMPOC O AEKOMMpeccUpyowen onepauun go
NOSIBIEHUS BblPaXKEHHbIX HapyweHun. MauneHtam, y KoTo-
pbiX MO pe3dynbrataM 3/1eKTpoHenpomMuorpadumm BbISIBJEHO
HapylleHWe CKOPOCTU PacCnpOCTPaAHEHUS 3NIEKTPUYECKOrO
MMMynbCa B HEPBHOM U MbIWIEYHOM TKaHK, a TaKkxke y aeTewn
C HapyweHueM GYHKUMW KUCTEW MOoKal3aHa AeKoMmpeccus
HEPBHbIX CTBOMOB. HeWpoxupyprnyeckas onepaums obec-
neymBaeT ObICTPOE CTOMKOE ynydlweHue GYHKUMKU KUCTW.
YacTtota peunavBOB KapnanbHOr0 TOHHENbHOro CUHApPOMA
y NauueHToB C pasnunyHbiMu TMnamu MIC He m3yyvanace.
B cBfA3M ¢ AONYCTMMOWM MOBTOPHOM KOMMNpeccuen MeanaHHo-
ro HepBa BCNeACTBME PyOLIEBAHMS MW OTIOXKEHUS MMKO3a-
MUHOIIMKaHOB TPebytloTCs Aa/lbHENLINE NCcCnefoBaHus.



3AK/TIOMEHUE

MporpeccupyiolMe apTpaarum U KOHTPaKTypbl CycTaBOB
6e3 Npu3HaKoB BOCMNaseHWs AOMKHbI BCeraa Bbl3biBaTb NOAO-
3peHne Ha Hanu4yme U30COMHbIX OO0Ne3HEeN HaKomMaeHus,
B YaCTHOCTU MyKononucaxapuaosa. Takum naumeHtTam B nep-
BYIO o4yepeab TpebyeTcs BbIMOAHUTb aHaIN3 MOYM Ha NKO-
3aMUHOMMNKaHbI, NPU MX NOBbLILEHHOM YPOBHE — MPOBECTU
aHanna cneunduryeckmx GepmMeHToB Ans onpeaenexHns tmuna
MTC. Ecnun y pebeHKa nmetoTcs rpbixu, HabntoaaTcs NomyT-
HEeHMe pOroBuLbl, YacTble pecnupaTtopHble 3aboneBaHus
BEPXHWUX U/UN HUKHUX AbIXaTeNbHbIX MyTENW, WYM B cepaue
WY B aHaMHe3e eCTb YKa3aHWs Ha repHUMOoNIacTuKy, cneayet
NPOBECTM aHaNn3 GepPMEHTOB 1 HanpaBWUTb NaLMEHTa K reHe-
TUKy. Ha cxeme B KayecTBe OTNpaBHOM TOYKWM anroputMma
Bbl6paHbl KOHTPAKTYpbl B CycTaBax, T.K. UMEHHO OHW ABNS-
I0TCS PaHHUM CUMNTOMOM MSArKMx dpopm MIC. PaHHAs nocTta-
HOBKa avarHosa MIC | Tuna Heo6xoanMa ans oNnTUMMU3aLInK
pe3ynbTaTtoB SIeYEeHUsT NaLMEHTOB BBUAY NPOrpeccupyolen
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npupoAbl 3aboneBaHusa. PazpaboTaHHas Tepanus MOXKET
YAYYLWNTb Ka4eCcTBO XKN3HKU pebeHKa.

UCTOYHUK ®UHAHCUPOBAHUSA
He ykasaH.
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