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NYYEBAA OJUATHOCTUKA
Y NALUMEHTOB C MYKOMNMOJINCAXAPUAO3OM:
BAXHDbIE NATTEPHbI BU3YAJIN3ALNA

© WU.N. dpmona, A.B. AHuKuH, J1.E. DomuHa

HaunoHanbHbI MeEQUUNHCKNIA nCCneaoBaTenbCKU LEHTP 300p0Bbs aeten, Mockea, Poccuickas depepaums

O6ocHoBaHune. Mykononncaxapugos (MI1C) siBnsieTcsi pegkovi HO30/10r1ev, rnosaToMy cpean oreye-
CTBEHHbIX ry6mKaLni COXpaHSeTCs HEAOCTaTOK CTPYKTYPUPOBaHHONU UHGopmayuu B 061acTu Jyde-
BOVI gnarHoCcTuku. Takum obpa3om, TpebyroTcsi cuctemaTnsanymsi, 06006LLeHNe U aHaIn3 CTPYKTYPHbIX
U3BMEHEHWI Pas/iNyHbIX OPraHoB U CUCTEM, BO3HUKarolmx y naymeHTos ¢ MIIC. Lenb nccnegosa-
HUs1 — rpoBegeHne rnepBoro B Poccun obLUNPHOO UccieqoBaHnsl NaLUneHToB C PEAKON HO30/10rneu,
BbISIBJIEHVE 4AaCTOTbl BCTPEYAEMOCTU U3MEHEHUI B Pas3/iNYyHbIX OpraHax, onucaHue Hanbosee 3Haqu-
MbIX M3MEHEHWI v nx npudnH. OnpegeneHne Hanbosiee MHGOPMaTUBHbLIX U 6e30rnacHbIX MeTO4oB 06-
c/1e40BaHNs PasHbIX OPraHoB v CUCTEM C YHETOM crieunenyHoCcTu nx nsmeHeHun npu MIC. Metogsl.
PetpocnektuBHo obcnegosaHo 303 pebeHka ¢ MIIC pasHbix TnnoB (B BbI6OPKY Bowim 70 cryvaes,
BepuuLMpPOBaHHbIX 1abopaTopHO U MOIEKYISPHO-reHETUYECKHM), KOTOpbIM B riepuosg 2015-2021 rr.
Ob1/I1 MpoBeAeHbl MarHUTHO-PEe30HaHCHOEe UCCe40BaHne roJlOBHOr0 Mo3ra v LLEIHOro oTg4esa rno3Bo-
HOYHUVIKa, PeHTreHorpagpus KocTern ckeseta. Pe3ynbrartel. [lpy aHanm3e rnosyYeHHbIX U306pakeHun
BbIsIB/IEHbI HanboJsiee 4acTo BCTpeYaeMble U3MEHEHWS, Takme kak an3ocTossl (y 100%; 70 naymeHToB),
CTEHO3 M03BOHOYHOIrO KaHasa Ha KpaHunoBepTebpasibHOM ypoBHe (73%; 51 nauymeHT), atpous (47%;
33 naywmeHTa) n o4arosoe rnopaxeHvie BeljecTsa Mo3ara (67%; 47 nauyneHToB), rugpoyegpans (28%; 20
rnayneHTOoB), pacLLUMpeHne nepuBacKyaspHbIX NPocTpaHcTB (70%; 58 nayneHToB). [NpoaHanM3npoBaHs!
M onucaHbl naTopuU3nNoIOrn4ecKne MexaHn3mbl BOSHUKHOBEHNSI CTPYKTYPHbIX U3MEHEHWI. 3aKtoqe-
Hue. []na oyeHKn KpaHnoBepTebpasibHOro nepexona Hanbosaee MHGopPMaTuBHbIM METOLOM BuU3yasu-
3aynu sIBAISIETCS MarHUTHO-Pe30HaHCcHasi Tomorpacgus. [Npu nccaeqoBaHnm KOCTEN KOHEYHOCTEN rpes-
MOYTUTE/IbHO UCMOIb30BaHne LNGdPOBONI PEHTreHorpagun ¢ y4eToMm 60Js1ee HU3KOU JIy4eBOU Harpy3ku
MeTogha ro cpaBHEHUIO C KOMIMbIOTEPHOM TOMOrpaguel.

KnrodeBble cyioBa: MyKonomcaxapugos; MarHUTHO-PEe30HaHCHasi TOMOrpagysi; CTEHO3 MO3BOHOYHOMO
KaHa/na; pacLumpeHue nepuBacKysiPHbIX MPOCTPAHCTB.
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Cnucok cokpalieHui

Al — raMko3amMuHOrMKaHbI
KT — koMmnbtoTepHas Tomorpacdus
MINC — mykononucaxapugossl

MPT — marHuTHO-pe3oHaHcHas Tomorpadus
MBI — nepuBacKynspHble NPOCTPaHCTBa

OPUTUHAJIbHbIE UCCJTEAOBAHUA

OBOCHOBAHUE
Mykononucaxapnpossl (MMC) — rpynna meTa-
6onuyecknx 3aboneBaHui, XapakTEPU3YHOLLNXCH

HapylweHneMm obMmeHa rnankosamuHornvkaHos (AT,
Mykononucaxapugos). MyTtauum B reHax, Koaupyro-
WX NM30COMHbIE FMApoONnasbl, BbI3bIBAOT HeOOCTa-
TOYHOCTb JIN30COMHbIX (PEPMEHTOB, Y4YaCTBYIOLLUX

B pacwenneHun Al 4TO NpUBOAWT K OT/IOXKEHWIO
MyKononMcaxapugos B SIN30COMaX KNETOK U MeX-
KNEeTOYHOM MPOCTPAHCTBE COEAMHUTENIbHOM TKaHMu,
KOCTSIX, CENe3eHKe, NeYEeHN N LeHTpanbHOW HEPBHOM
cucteme [1, 2].

O6was BcTpevaemoctb MIMC — 1 cnyyan Ha
25 000 HaceneHus, ogHako Kaxxapih Tun MIC no-
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OTOENbHOCTU BCTPEYAETCA HAaMHOro pexe: o
pasHbiM AaHHbIM, OoT 1 cny4daa Ha 100 000 po 1 Ha
200 000 HaceneHus [3, 4].
B 3aBucumoctn ot peduumtapHoro depmeHTa
15 cywecTtsytowmx Tmnos MINC penat Ha 7 (heHoTMNOB:
1) MIIC | Tuna: cungpom lNypnep (Hurler);
) MIMC Il Tuna: cuHpgpom XanTepa (Hunter);
3) MIC lllTuna: cungpom CaHcunmnno (Sanfilippo);
) MIMC IV Tuna: curgpom Mopkuo (Morquio);
5) MMNC VI Tuna:
(Maroteauxe—Lamy);
6) MIC VIl Tuna: cuHgpom Cnas (Sly);
7) MIC IX Tuna: cungpom Hatosunya (Natowicz).
®eHoTUMbI, B CBOIO 04Yepefnb, B 3aBUCUMOCTU OT
TSHKECTM TEYEHUS MU NIN30COMHOro hepMeHTa LensT-

cuHgpom  MapoTo-Jlamu

CSl Ha NOATMUMbI. XapaKTep HacnefoBaHNs BCEX TUMOB
MINC — ayTOCOMHO-peLecCcuBHbIA, 1 nuwwb ans |l Tnna
XapakTepeH X-cuenfieHHbI TUMN HacnefoBaHus.

Mpun poxgeHUn nauneHTbl (PEeHOTUNNYECKU 300PO-
Bbl, HO MO MEPE POCTa YXXe B NepByto Aekany XU3HU
nosBAAOTCA MOPMONOrMYEeCKNEe U3MEHEHWS, Takue
Kak renaTtocnfiieHoOMeranus, MHOXECTBEHHblE AU30-
CTO3bl, creundunyeckoe n3MeHeHne ¢GopMbl nnua,
a TakXXe Nopa)keHus1 Opyrmx OpraHoBs WU CUCTEM, Bbl-
3blBaOLLME YacTble PECMMPATOPHbIE NHMEKUMN, Kap-
Anosnornyeckue npobdnembl, TYroyxoCTb U OTCTaBaHue
B passutun [5-8].

3onoTteiM cTaHgapToMm Bepudukaumn MIC saB-
NATCHA MONEKYNSAPHO-TEHETNYECKNE NCCNeoBaHus,
NO3BONAIOLLME BbIABUTb HOCUTENbCTBO MYTaHTHbIX

DIAGNOSTIC IMAGING IN PATIENTS
WITH MUCOPOLYSACCHARIDOSIS:
IMPORTANT IMAGING PATTERNS

© LI Yarmola, A.V. Anikin, L.E. Fomina

National Medical Research Center for Children’s Health, Moscow, Russian Federation

Background: The need for systematization, generalization and analysis of structural changes in various
organs and systems that occur in patients with mucopolysaccharidosis (MPS). MPS is a rare disease,
therefore, there is a lack of structured information in Russian publications in the field of radiology. Aims:
The purpose of the study is to summarize our own experience, identifying the incidence of changes in
various organs and describing the most significant changes and their causes. Identification of more in-
formative and safe diagnostic methods of various organs, taking into account the specificity of changes
in MPS. Methods: Retrospectively, 303 children with MPS of different types were examined (the sample
included 70 cases verified by the laboratory studies and molecular genetics), the revision of tomograms
and radiographs was carried out for the studies from 2015 to 2021. All the patients underwent MRI of
the brain and cervical spine, X-ray of the skeletal bones. Results: The analysis of the obtained images
revealed the most common changes, such as dysostosis (in 100%;, 70 patients), stenosis of the spinal
canal at the craniovertebral level (73%; 51 patients), atrophy (47%; 33 patients) and focal lesions of the
brain substance (67%; 47 patients), hydrocephalus (28%; 20 patients), expansion of the perivascular
spaces (70%; 58 patients). The pathophysiological mechanisms of the occurrence of structural changes
have been analyzed and described. Conclusions: The assessment and comparison of various diag-
nostic methods for different organs and systems has demonstrated that MRI is the most informative
imaging method for the assessment of the craniovertebral junction. Given the lower radiation exposure
compared to computed tomography, it is preferable to use digital radiography for examining the bones

of the extremities.

Keywords: mucopolysaccharidosis; magnetic resonance imaging; spinal canal stenosis; perivascular

space dilation.
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reHoB. Bo3MoxXkHa TakxXXe AnarHocTuka Ha npeHaTasib-
HOM 3aTane, usyyeHve OHK poguteneli ¢ Uenbo BbISB-
NeHns HocutenbcTea reHa MIIC.

N3mepeHne akckpeuumn FAIT ¢ MOYON — CKPUHUH-
roBblli METOL.

JlydyeBble MeTOObl AMArHOCTUKU HOCHAT BCNOMOra-
TENbHbIN XapakTep: B C/ly4ae NOCTaHOBKU AuMarHosa
C MOMOLLbIO PEHTFEHONIONMYECKOro, MarHUTHO-pe-
30HAHCHOIO N KOMMbIOTEPHOrO MCCRefoBaHus Mpo-
BoguTcsa anddepeHumnanbHaas guarHoctuka, a npu
HEBO3MOXKHOCTW MpPOBEOEHNs UM HEeOOHO3HaYHbIX
pesynstatax reHeTU4ecKMx unm nabopaTtopHbIX UC-
CnefoBaHWin — MONCK OCJIOXKHEHUI N YTOYHEHME ana-
rHo3a.

Llenb nccnepoBaHuss — co3fgaHWe YHUKasbHO-
ro CMCTEMaTU3NPOBAHHOIO MaTepuana Ha PYCCKOM
A3blKe, 06beanHsAoLLEro Hanbonee BaXkKHbIe N cneLuun-
hnyeckne npusHakm MIC npu npoBegeHUn ny4eBbixX
MeTodoB 0b6cnenoBaHus. BbisiBNeHne 4acToTbl BCTpe-
4YaeMOCTN W3MEHEHWIN B pasHblX OpraHax, onMcaHue
Hanbonee 3Ha4YMMbIX U3MEHEHUI U X NpuynH. Onpe-
peneHve Hambonee MHMOPMaATUBHBLIX N 6e30MnacHbIX
METOA0B 00Ce[oBaHUSA pPasHbIX OPraHoB U CUCTEM,
y4nTbIBas cneumduyHOCTb UX n3MeHeHuin npyn MII1C.

METO/[bI

AunsaiiH uccnepgoBaHus

B ycnosusx ctaumoHapa HMWLL 3popoBbsa peteit
B nepuop, ¢ 2008 no 2021 r. 6bino obcneposaHo 303
nauueHTa ¢ MIC. PeTpocnekTBHO B BbIGOPKY 6bIN0
BKNo4eHo 70 naumeHToB (55 manb4mkoB, 15 geBo4ek)
C KMHMYeckon kaptuHon MIC oT nerkon go Tsxe-
JIOIA CTEMEHM BbIPa>XXEHHOCTU, [UArHO3 y KOTOPbIX bl
NOATBEPXXAEH C NOMOLLLIO SH3UMOLMNArHOCTUKN U MO-
NEKYNAPHO-reHeTUYECKOro nccnenosaHus. AnanasoH
Bo3pacta— oT 2 o 17 net.

Kputepuu cooTBeTCcTBUSA

M3 rpynnbl uccnepoBaHus 6binv UCKOYEHbI Ma-
LMEHTbl C HEMOATBEPXXAEHHbIM AMarHO30M; C ycTa-
HOB/EHHbIM AMAarHo30M MpPY OTCYTCTBUU MONEKYNspP-
HO-TeHeTN4YEeCKOro aHann3a.

AHanus B nogrpynnax
Mogrpynnbl cOpMUPOBaHbl HA OCHOBE NpPUHA-
nexHocTu K Tuny MIIC.

MeToabl peructpawmm ucxonoB

MarHuTHo-pe3oHaHcHas  Tomorpadusa  (MPT)
nposogunacb Ha annapatax GE Healthcare Optima
450W 1.5T, GE Healthcare Signa Explorer 1.5T, GE

OPUTUHAJIbHbIE UCCJTEAOBAHUA

Healthcare Discovery 750 3T (CLLA). PeHTreHorpadcus
nposogunacb Ha GE Healthcare Discovery XR 650
(CLLUA). bonblWMHCTBO uMccnegoBaHuiA NpoOBOAWSIOCH
B COCTOSIHUM MEANKAMEHTO3HOIO CHa.

CTtaTtucTn4yeckui aHanms

TMpuHyMnel pacyeTa pa3mepa BbIGOPKMN: Pa3Mep
BbIOOPKM NPEeABapUTENBHO HE PacCUNTLIBAJICS B CBSA-
31 C Tem, YTO AM3ailH uccneposaHus npegnonararn
aHann3 BCex NauMeHToB C AaHHON peaKo natonormei
3a yKasaHHbI BPEMEHHOW nepuog,

MeToabl CcTaTUCTUYECKOro aHanu3a pAaHHbIX:
paccynTbiBanacb 4actoTa BCTPEYaeMOCTV pPasnnd-
Hbix Npu3Hakos B rpynnax MIC. Bce uccneposaHus
PETPOCNEKTNBHO OblIM NEPECMOTPEHBI TPEMSA PEHTIE-
HoJloramy He3aBMCUMO Apyr OT Oopyra, pasHuiua B WH-
TepnpeTaumn Haxopok Obiia npuBedeHa K efuHOMY
MHEHMIO.

Mpwn oueHke MPT n peHTreHorpamm paccmarpusa-
JICb CrepnyroLne N3MEHEHNS: MOBbILLEHNE CUrHana ot
napeHxmmbl Ha T2-B3BeLleHHbIX (T2-BW) n FLAIR (fluid-
attenuated inversion-recovery — uHBepcusi-soccTa-
HOBJIEHVNE C MOAaB/IEHNEM CUrHasnaa OT XUAKOCTH)
n3obpaxkeHusix, pacwmpeHne 6oposg mMosra (aTpo-
dus), pacwmpeHne GOKOBbIX N TPETLErO >Xenygou-
KOB MO3ra, pacluvpeHne cybapaxHouganbHbIX Mpo-
CTpaHcTB, AedopmaLus KOCTen ckeneta (Gn3ocTo3bl),
CTEHO3 KpaHnoBepTebpasibHOro nepexoaa.

PE3YJIbTATbI

OO0beKTbl (y4aCTHUKM) UccnenoBaHus

MaumeHTbl (n=70) pasgeneHbl Ha noarpynmnbl Mo
npuHagnexHoctTn K Tuny MMC: | Tun — 9 yenosek,
Il Tun — 36 4enosekx, Il Tun — 11 yenosek, IV Tun —
10 yenosek, VI Tn — 4 4yenoseka. BbinonHeH aHanns
peHTreHorpamm, MP- n komnbtoTepHbix (KT) Tomo-
rpamm.

OCHOBHbI€e pe3ynbTaTbl UCC/IE[0BaHUSA

MPT sBnsietca meTogoMm Bbibopa npu Uccnepo-
BaHUM M3MEHEHMNI CTPYKTYPbl FONOBHOMO U CMIUHHOMO
mMo3sra y nauueHtoB ¢ MIGC; ucnonb3yetca ansg mMop-
(hONOrnYeckom OLEHKU N ONpedeneHns CTeneHn no-
paXKeHus1 LeHTpasbHON HEepPBHOW CUCTEMBbI; BMECTe
C KIUHWYECKMMW OaHHbIMW MOXXET WCMONb30BaTbhCsA
ONS1 UCKIIOYEHN Apyrux MeTabonnyecknx 3abonesa-
HUiA [2-4, 9]. MPT ncnonb3yeTcsa Takxxe ons guHamu-
4YeCKOoro HabnaeHN NauneHToB Npu oLeHKe adek-
TUBHOCTY Tepanuun.

Pes3ynbtaTbl ly4eBbIX WUCCAEQOBaHWA OTpaXkatoT
BbICOKYHO 4acTOTY NOPakeHUs LEeHTPanbHOW HEPBHOM
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CUCTEMbI U KOCTeN ckeneTa (Tabn. 1). BHe 3aBucumo-
ctn ot Tuna MIMC gm3ocTosbl o6Hapy>xeHbl Y 100%
nauneHToB. CTEHO3 MO3BOHOYHOIO KaHana pasHon
CTeneHn Bblpa>keHHOCTW onpefensncs y 100% nauym-
eHtoB ¢ |, IV u VI Tunamun MMC, a npwu Il n Il Tunax
BCTpEYasICA pexe, Y4TO NO3BONSAET NPOrHO3MPOBaTb
BO3MOXXHbl€ OCNOXHEHUSA U Ha3Ha4YaTb OUHAMUYECKUN
KOHTPOMb Yepe3 MeHblUMe BPEMEHHbIE MHTepBarsbl.
ATpodusa n nopaxkeHne BeLlecTBa rofioBHOrO Mo3ra
BCTpeyanacb pexe Bcero npu MIMC IV Tuna, 4To Cco-
OTBETCTBYET AaHHbIM MUpoBOWN nutepatypsl [4, 10],
a TakXXe KOPPEenupPYyeT C OTCYTCTBMEM 3a[EP>KKN VH-
TENNEeKTyanbHOro pasBuTusS.

OBCYXAEHUE

MepuBacKynsipHbie NPOCTPaHCTBa

YBennyeHHbIE NEPUBACKYISPHbIE MPOCTPaHCTBa
(MBI), Tak>xe U3BECTHbIE Kak npocTpaHcTBa Bupxo-
Ba—PobnHa, OKpy>KaloT CTEHKM COCYHOB, UOYyLIMX OT
cybapaxHonganbHOro NPOCTPAHCTBA Yepes NapeHxXm-
My MO3ra K nuanbHbiM cocygam. Cuntaetcs, yto MBI
3anoJiIHeHbl MHTEPCTULUMANBHOW XXUAKOCTBLIO U Cy>XaT
AN numaTnyecKoro gpeHaxka OT NapeHXmMMbl MO3ra,
a npsiMoe coobLleHne Mexay cybapaxHoupanbHbIM
npoctpaHcTeom u MBI otcyTcTyeT [11-13]. He non-
HOCTbIO paciuenneHHble Al 0TknaabiBaloTCA B opra-
HM3Me, B TOM YMC/E B MO3rOBbIX 060/104Kax, HapyLlas
APEHa XK NHTEPCTULMANBHOW XUOKOCTU OT NapeHXMbI
mosra. MBIl pacTarneaiTcs; B UX COCTaBe NMOMUMO
WHTEPCTULMANBHON >XXUAKOCTN MOABASOTCHA CMNUHHO-
Mo3rosas xuakocTtb 1 Al [8, 14, 15].

Pacwwupenue MBI onucaro y nauymnentos ¢ MIIC |,
I, 1l v VI Tuna. Mpwn cpaBHeHun 6onbHbIX MIC ¢ oT-
CTaBaHWeM B YMCTBEHHOM pa3BuTun 1 6e3 oTcTasa-
HNS [OCTOBEPHOI pa3HuLbl B YaCTOTE BCTPEYAEMOCTU

paclmpeHrHbix MBI He BbisiBneHo [10]. CunTaeTcs, 4To
npu nopaxxeHun MIMC paclunpeHme nepmnBacKynsipHbIX
NPOCTPaHCTB ABNSAETCH NHAMKATOPOM HavyanbHOoM cTa-
AN HapyLUeHWs LMPKYNALMMA CIMHHOMO3IOBOM XNA-
KOCTM, YTO B JaNbHENLIEM NPUBEOET K BEHTPUKYIOME-
ranum [8].

PacwupeHHbie MBI He aBnsioTCA cneumguyeckon
Haxogkon npu MIC, T.K. BCTpeYarTCst 1 Npu gpyrunx
3aboneBaHNsiX COCyaNCTON, BOCNannTeNbHOW, MHAEK-
LUMOHHOW 1 OMyXONeBON NPUPOAkI, @ Tak>Xe B HOPME.
Pacwwupenusa MBI yawe Bcero pacnonaraiTcsa ne-
PUBEHTPUKYNSAPHO 1M B 6asanbHbIX FAHMUSAX, OOHAKO
OnucaHbl Crnyyaun nokanusauum B CTBoSIe MO3ra 1 MO3-
xeuke [16]. O6b14HO gnameTp MBI BapbupyeT oT 2 A0
8 MM (puc. 1, a), ogHako B psge ny6avkaumin onmcaHsl
1 6onee KpynHoble (rMraHTckne) pasmeps (puc. 1, 6) [8,
15, 17].

PacwmnpeHne NMKBOPHbIX NPOCTPAHCTB MO3ra

TepMuH «rngpouedanus» NPUMEHAETCS nNpu yBe-
JINMEHUN KONMYecTBa CMUHHOMO3IOBOW >XMAKOCTU
B JINKBOPHbIX NPOCTpPaHCTBaxX rojioBHOro Mo3ra, 4to
BbI3bIBAET pPAaCLUUPEHNE >KENYAO4YKOB MO3ra (BeH-
Tpukynomeranuio) (puc. 2, a). OnucaHo gBa mexa-
HM3Ma BO3HMKHOBEHUA rm,u,pou,eq)anmm y nayneHToB
¢ MIIC. Mepsbii — oTnoxeHne Al B o6onovkax
MO3ra, KOTopoe MpUBOAUT K HapyLIeHWU QYHKLMWNA
apaxHouganbHblX FPaHynauui, cHuxas peabcopb-
LM CMUHHOMOS3IoBOM >ungkoctu. na gpyroro me-
XaHn3ma CyLlecTBYeT rmnotesa, YTO MOBbILEHHas
nponudepaumns KOCTHON TKaHM B 06nacTh OCHOBa-
HUS 4epena U KpaHuoBepTebpanbHOro nepexopa
Bbl3blBAET MEXaHW4eckoe 3aTpyLHEeHWe BEeHO3HOro
OTTOKa OT rofioBHoro moa3ra [4, 8, 14]. OguH unun oba
MexaHM3Ma BMeCTe MpuBOAAT K pas3BuTuio coobua-

Tabnuua 1/ Table 1

Mopa)eHus B pa3HbIX rpynnax mykononucaxapugosa /

The number of patients and types of lesions in different MPS groups

Tun mykononucaxapuaosa

MNMokasaTenb
I; n=9 (%) 11; n=36 (%) l; n=11 (%) IV; n=10 (%) VI; n=4 (%)

Pacwupenue MNBIM 5 (55) 34 (94) 6 (54) 3 (30) 4 (100)
MopaxkeHne 6enoro B-Ba Mo3ra 6 (66) 31 (86) 9 (82) 0 1(25)
mppouedanns 2 (22) 11 (30) 7 (63) 0 0

ATpodusa remuccep mosra 3 (33) 20 (55) 9(82) 0 1(25)
CTeHO3 N03BOHOYHOrO KaHana 9 (100) 22 (61) 6 (54) 10 (100) 4 (100)
OnsocTo3 9 (100) 36 (100) 11 (100) 10 (100) 4 (100)

MNMpumeyanue. MBI — nepmnBacKynsipHble NPOCTPaHCTBA.
Note. NBI1— perivascular spaces.
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Puc. 1. MPT ronosHoro mo3sra, T2-B/ B akcranbHOM NnockocTu: a, 6 — cTpenkamu nokasaHbl MHOXECTBEHHbIe pacluv-
PEHHbIe NMepUBaCKYSPHbIE MPOCTPAHCTBA; OTMEYaeTCs Takxxe paclumpeHne cybapaxHouaanbHbIX MPOCTPaHCTB 1 6opo3f,
MO3ra, 4YTO CBUOETENbCTBYET 06 aTpodun. KocTu Yepena yTonueHsbl.

Fig. 1. Head MRI, T2 WI axial plane: a, 6 — arrow: multiple enlarged perivascular spaces; subarachnoid space and cerebral
sulci are also dilated, that indicates cerebral atrophy. Skull bones are thickened.

lollenca (Heob6CTPYKTUBHOW) rugpouedanumn, KoTo-
pas MeLNIEHHO NPOrpeccupyeT, COMpPoOBOXOAsCb
JalNbHEeNWM pacLUMPEHNEM XXenynodkoB (06bIYHO
6GOKOBbIX U TpeTbero) u cybapaxHompasbHbIX MPo-
CTpaHCTB. Pe3ynbTatoM pacluMpeHnst JIMKBOPHbIX
NPOCTPaHCTB ABNSAETCA OpPMUPOBaHNE Makpoueda-
num [14]. Kak ocnoxxHeHvne npu rugpouedanin Mo-
XKET BbICTynaTb paclumpeHne nogobooYeYHbIX Npo-
CTPaHCTB 3puTeSIbHbIX HEPBOB. ECnn 310 COCTOAHME
OynoeT COXpaHATbCA OMUTENIbHOE BPEMS, TO MOXET
BO3HVKHYTb aTpodus 3puTenbHbIX HEPBOB [14].

BeHTpukyno-neputoHeansHoe LWYHTUPOBaHWe
(puc. 2, 6) y nauneHToB ¢ MINC npu pa3suTun rmgpo-
uedannm BbINONHAETCA NO MHAVBUAYaNbHbLIM NOKa3a-
HUSIM, KOTOPbIE KOPPENUPYIOT C NOABIEHNEM CUMMNTO-
MOB BHYTPUYEPEMHOWN MMNEPTEH3NN NN YXYALIEHNEM
HEBPOJIOrMYECKOr0 COCTOSAHUS.

OToenbHO BbIAENAIOT paclumpeHne 60bLLIOoN 3aTbl-
JIOYHOW UMCTepHBI (Mega cisterna magna) (puc. 2, B),
KOTOpoe cnegyet puddepeHunpoBatb C apaxHo-
nganbHON KNCTON. HaMHOro pexe BCTpevatoTcs aHo-
Manua Kuapu 1-ro tmna u ymeHblUEeHWE pasMepoB
3apHen yepenHon samkn [17, 18].

Atpocdusa mosra

Busyanusaumsa atpogum BeLLlecTBa MO3ra BKJIO4a-
€T B cebs Takmne NpusHaKu, Kak paclumpeHune 6oposg,
cybapaxHouganbHbIX MPOCTPAHCTB U CUIbBUEBBIX
wenen (puc. 3) [19]. MexaHn3m atpodumn 0O KOHUA He
N3y4YeH, OOHaKO Camoli pacnpOCTPaHEHHOW rmnoTe-

3011 sBnAeTCsA rmbenb HEMPOHOB U MIMO3, BO3HMKAK-
we scnegctene otnoxexus Ml [4, 17]. Atpocus se-
LecTBa Mo3ra vaile Bcero Bctpeyaerca npu MIIC |,
[l v Il TunoB., 3Ha4nTenbHO pexxe — npu MIC VI Tuna
[19, 20].

PaclumpeHne OOKOBbIX >XENyAOo4YKOB (BEHTPUKY-
nomeranusi) MOXeT OblTb MPOSBAEHMEM KaK rMppo-
uedanum, Tak n arpocdun. Y 6onbHbix MIMC yacTo
BCTpevarnTcsa 06a aTUX NpoLEeCCa, W BbIABUTb MPUYHUHY
annaraummn XXenyaoykoB Mo3ra He Bcerga npeacras-
NAeTcsa BO3MOXHbIM. OTCYTCTBYIOT TakXXe 0OBbEKTUB-
Hble KpuTepun no anddepeHunanbHOn anarHOCTUKe
NMOPa>keHHOro MEPUBEHTPUKYNSPHOrO 6enoro Bele-
CTBa MO3ra u TpaHcaneHgumansHoro oteka [19, 18].
Y naumeHToB ¢ MIC MOXeT nosiBNSTbCA OTEK AMCKa
3pUTENBHOrO HepBa, BbI3BaHHbIM OTAOXKEHuem [Al
B CKnepe, 6€3 NpnU3HaKoB BHYTPUYEPENHON MMNepTeH-
3um [21].

OuHamunyeckne wuccnepgosaHns MPT nomoratoT
OLUEHMBaTb CTEMEeHb PacLUMPEHNs JINKBOPHbIX Mpo-
CTpaHCTB U nosBneHus artpocdun. COOTHOLLEHWE
MEXAY BbIPAXXEHHOCTbI MaHudecTaumm 60ne3Hu,
ONNTENBbHOCTBIO €€ TeYEHMA U CTEneHbtlo aTpodun/
BEHTPUKYIOMErannun AeMOHCTPUPYET B PasHbIX WC-
CIe[0BaHUAX MHOXECTBO MPOTMBOPEYMBLIX pe-
syneraTtoB [4, 8, 10, 18, 22]. Tak, B uccnegosaHuu
E. Shapiro n coasT. [23] npu npoBeaeHnn BONOMOMET-
pun Kopbl (M3MepeHne obbema mo3ra npu UCnosib-
30BaHNM TOHKOCPE30BbIX T1-nocnegoBaTenbHOCTEN
MPT) n cpaBHeHUN ¢ KOIDPULMEHTOM UHTENNEKTA
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Puc. 2. MPT ronosHoro mosra: a (T2-BW B akcranbHOM NIOCKOCTY) — BbIPaXKEHHOE pPacLUMPEHe BOKOBbIX »XXeya0o4KOB
MO3ra Kak nposieneHue rugpoledanuu. [NepnBeHTPUKYNApHOE 3MeHeHe 6enoro BeLlecTBa Modra crnenyeT auddepeH-
LUMpoBaTbh MeXy TPaHCaNeHaMMasnbHbIM OTEKOM 1 NopaxkeHnem 6enoro BeLlecTsa npu Mykononucaxapungose; b (T2-BA
B akCuasibHOM MIOCKOCTW) — MPSAMbIMU CTPENKAMN MOKa3aH LUYHT, PaCcnofIOXEHHbIN B GOKOBOM >Kefyao4Ke. VI3orHyTas
CTpenkKa nokasblBaeT pacCLUMPEHHbIN 1 0edOpMUPOBaHHLI BOKOBOW xenyaodek. Cnegyet OTMETUTb UCTOHYEHWE NEePUBEH-
TPUKYASAPHOro 6enoro BeLecTBa Mo3ra 1 paclumpenve 60po3a Mo3ra, HYTo SBNSeTCs NposiBneHnem atpodun; ¢ (T2-BU B
caruTTanbHOM NNOCKOCTM) — CTPESKOW MoKasaHo paclumMperne 60SbLLION 3aTbINIOHHOM LMCTEPHBI (Mega cisterna magna).
3aTbinoyHas KOCTb NIoKanbHO UCTOHYEHa, YTO 0BYCNOBNEHO MyNbcalen NMKBopa.

Fig. 2. Head MRI: a (T2-WI axial plane) — lateral ventricles are markedly dilated due to hydrocephalus. Periventricular white
matter lesions need to be differentiated between transependymal edema and cerebral lesions due to mucopolysacchari-
dosis; b (T2-WI axial plane) — arrow: shunt in a lateral ventricle; curved arrow: an enlarged and deformed lateral ventricle.
Thinning periventricular white matter and enlarged cerebral sulci must be noted as a sign of cerebral atrophy; ¢ (T2-WI
sagittal plane) — arrow: an enlarged cisterna magna (mega cisterna magna). The occipital is bone locally thinned due to
the liquor's pulsation.

(IQ) no pesynbrataMm TECTUPOBAHUS C MOCNEQYOLL MM
COMOCTaB/IEHNEM C KOHTPOJIbHOM rPpynnoi nokasaHo
OTCYTCTBUE KOppensaunm Mexay cTeneHblo atpodumn
npu MIC | Tuna n yMCTBEHHOW 3a0ep>XKON passu-
Vs, Npy 3TOM Koppenauusa Habnoganacs npu MIMC
Il Tvna.

N3meHeHus B 6enom BellecTBe Mo3ra

MopaxkeHue nonywapuini Mo3ra onucbiIBaeTCsa Npu
pasHbix Tunax MIMC, mexaHn3m n3yyeH He [0 KOHLA,
HO CUMTaeTCs, YTO NoBpexaeHme 6enoro BellecTsa
BO3HMKAET M3-3a OTKJIOHEHU B CTPYKTYype MUENu-
Ha, cBA3aHHbIX ¢ oTnoxeHnem MAl B onvrogeHnpo-
umTax u HerpoHax [23, 24]. CywecTByeT rmnoTesa,
YTO USBMEHEHMNS CBSA3aHbl C YMEHbLUEHNEM KayecTBa
N KONMYeCcTBa MUENIMHA, YTO NPUBOLMUT K AUCMUENN-
Hu3auum [25].

M3meHeHnss onpepensaiotca Ha T2-BUM u FLAIR
B 6enom BellecTBe MNoayLlapuii B BUGE CUMMETPUY-
HbIX MEPUBEHTPUKYIAPHbBIX MMNEPUHTEHCUBHBIX O4a-
ros (puc. 4, a). O4aru MOryT C/iMBaTbCs B 30HbI Pa3HOM
CTEeNeHn BbIPa>XeHHOCTU, UMUTUPYS NENKOANCTPOdUIO

Puc. 3. MPT ronosHoro mosra, T2-BW B akcransHOM Mnocko-
cTn. CTpenkammn ykasaHbl paclUMpeHHble cybapaxHovaasb-
Hble MPOCTPaHCTBa 1 60PO3abl, YTO ABASETCS MPU3HAKOM
atpoun. MNepuTprroHanbHO ONPedensAtoTCs PaCLLUMPEHHbIE
neprBacKynspHbIe MPOCTPaHCTBA.

Fig. 3. Head MRI, T2-WI axial plane. Arrows: dilated sub-

arachnoid spaces and sulci as a sign of cerebral atrophy.
Also noted are enlarged perivascular spaces in the peritrig-
onal region.

(pwnc. 4, 6) [14, 17, 26]. Bonee penko o4aru BCTpe4aroT-
€Sl CyOKOPTMKANbHO, a TakXXe B ApYrnx [oNnax u oTge-
Jlax mosra.
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Puc. 4. MPT ronoBHoro mo3ra, T2 Flair B akcranbHOM MAOCKOCTU: @ — CTPEenKamm nokasaHbl ovark B 6e10M BELLECTBE
Hecneundun4eckoro xapakTtepa (y AaHHOro naumeHTa OHW CBA3aHbl C MyKOMONMCcaxapmnao3oM); b — CTpenkamm nokasaHbl
NEePUBEHTPVIKYNSAPHbIE CANBAKOLLMECS OYarn, CUMYIMPYKOLLME NaTTEPH MopaxkeHus npu nenkognctpodum. OTMedaroTca
pacLLMPEHHbIE BOKOBbIE XXENMYA0YKN 1 MEPUBACKYNSAPHbIE MPOCTPAHCTBA.

Fig. 4. Head MRI, T2 Flair axial plane: a — arrows: non-specific white matter lesions (in this patient, the lesions are related
to mucopolysaccharidoseies); b — arrows: periventricular confluent white matter lesions, simulating involvement patterin of
leukodystrophy. Dilated ventricles and perivascular spaces are also noted.

[An30CcTO3bl U CKENETHO-MbILWEYHas cuctema

MopaxkeHne kocTel ckeneta npu MINC BcTpeyaeT-
ca npm |, 1l, IV, VI, VIl Tunax, HOCUT MHO>XXECTBEHHbII
xapakTtep. MpuynHon ssngaetca otnoxeHue Al B KO-
CTSX, YTO BbI3bIBAET HApYLLUEHNE POCTa KOCTER C no-
cnepgyollein gecopMaumnenn 1 HEHOPManbHOW NPosun-
hepauuen [17].

B nNO3BOHOYHWMKE XxapakTepHoW Aedopmaumei
SABNSETCA NAATUCMOHOUNNS, BOrHYTOCTb 3agHero
N 3a0CTPEHNE NepeqHEro KOHTYPOB MO3BOHKOB, Ku-
HoBMOHasa gedopmanmsa Nno3BOHKOB (puc. 5, a). Name-
HEeHVs MOrYT NMPMBOANTL K KMOTUHECKON rnb6yCcHOM
pedopmaumm (gibbus — rop6, ocTpoyronbHoe wuc-
KPVB/IEHE NO3BOHOYHMKA) 1 CKONMo3y. MopaxkatoTcs
N MEXMNO3BOHKOBbBIE OUCKU C HAPYLUEHUEM WX CTPYK-
TYPbl, CHUXXEHNEM BbICOTbI; MOIYT ONPEAeNnsaTbCs Lmp-
KYNsipHbIE BbiNgYMBaHWA U rpbixu [17, 27].

CambIM FpO3HbIM OCJIOXKHEHUEM [OM30CTO30B SB-
JIAETCA CTEHO3 MO3BOHOYHOrO KaHana, KOTOpbIA BO3-
HUKaeT B pesynbrate MOoBbIWEHHOW npoandepaunn
kocTel ocHoBaHus Yepena n C1-C2 No3BOHKOB, a Tak-
XKE YTONLLEHNS MNEPUOOOHTOUAHBLIX MArKUX TKaHewn
(puc. 5, 6) n BGasunapHON MHBarnHauUuM (BKIMHEHNE
B 60sbLUOE 3aTblI04HOE OoTBepcTHe) [18].

B yepene mMoryT pas3BuBaTbCH YTOJLLEHNE QUMO3,
nnatmbasuns, Mmakpouedanus, J-obpasHas gedopma-
uns cegna, CKNepoTM4ecKoe CTPOEHNE COCLEBUOHbIX
OTPOCTKOB, LUMPOKOE pacnosiokeHne 3ybos, nedop-

Maums nnueBbIX KOCTen. B TpybyaTbix KOCTSX 4acTo
BCTPEYalOTCA YKOpoYeHne amnadunsoB C YMEPEHHON
runonfaasven annusos, yTOSLWEHNE KOPTUKaIbHOMO
cnos, octeonopos. B knctax n cronax MIMC nposie-
nseTca Hambonee 4acTo runonnasuen, yTONLWEHNEM
N YKOPOYEHNEM MACTHBIX U NIIKOCHEBLIX KOCTeW. [Npu
Taknx U3MEHEHNSAX (YHKLMSA CYCTaBOB MOXET Hapy-
LWaTbCs U3-3a YTOSLEHUS NepuapTUKYNSPHbIX MAMKUX
TKaHen, pasrubarenein nanbLeB 1 HEMPaBWUIbHON Me-
XaHN4eCcKon KoHdUrypauum cycrtasa, YTO NpuBOAnT
K gechopmanuim no Tuny «KOrTucTon nanbi» [28-30].

Onsa Busyanusauun gedopmauum KOCTel KOHEYHO-
CTEN 1 MO3BOHOYHMKA NMpY MEPBUYHOM 0BCNIEnOBaHNM
Mbl MICMOSb30BaIN LMPOBYIO PEHTIEHOrpaduio B CBA3M
C MEHbLLIEN JTy4EBOI Harpy3Kom nNo cpasHeHuto ¢ KT. [ns
BM3yaiM3auym MUENonaTuyM CrMHHOrO Mo3ra 30J10TbIM
cTaHpapToM siBnsieTcs MPT, Tak kak 061a0aeT BbICOKOWA
TKaHeBOW KOHTPACTHOCTLIO. OHaKo npuy BbICOKOM pyC-
Ke MpOBedeHUsi aHeCcTe3UONOrM4eckoro nocobus um
npu npoTtmeonokasaHuax K MPT mbl nposogunn KT no-
3BOHOYHWKA, rae Tak »Ke BO3MOXHO JOCTOBEPHO BU3ya-
JIM3NpPoBaTh CTEHO3 NO3BOHOYHOMO KaHana.

3AKJTIOMEHUE

Ha ocHoBaHum faHHbIX Hawel paboTbl BO3MOXKHA
nepsuyHas anarHoctuka MIMC y geTtein, KOTOpbIM eLle
He MPOBOAWANCH MOJIEKYNSPHO-TEHETNYECKIME NCChe-
[OBaHus.
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Puc. 5. [1n30CT03bl N03BOHOYHMKA: a (KT B caruTTanbHOM N0OCKOCTN) — MPSMON CTPENKOM MOKa3aHO YTONLLEHWE, YKOPO-
YeHre 1 geopmMaLms rpyanHbl, N3OrHYTOW CTPENKOW — CHUXKEHME BbICOTbI TEN MO3BOHKOB, AedopMaLIMsa UX KOHTYPOB; b
(MPT T2-BW B carntTanbHOM NIOCKOCTH) — CTPENKOM NokadaHa 06nacTb CTEHO3a MO3BOHOYHOIO KaHana, KOTopbIf BbI3BaH

yTonueHmnem neprogoHTONOHbIX MArKNX TKaHewm.

Fig. 5. Spinal dysostosis: a (computer tomography of the vertebral column in the sagittal plane) — arrow: thickening, short-
ening and deformity of the sternum, curved arrow: flattening and deformation of vertebral bodies; b (MRI T2-WI in the sagittal
plane) — arrow: the vertebral canal stenosis due to enlarged periodontoid soft tissue.

Hawe nccneposaHue Ha 6onbLUoi BbIOOpKE nawu-
E€HTOB C MONEKYNSPHO-rEHETUYECKON Bepudukaumen
MIC, BnepBble NpoBegeHHoe B Poccuu, nokasano Tu-
nuyHbIe n3meHeHuns npu MIMC pasHbix TUNOB. [Nonyyer-
Hble pe3ynsTaTbl COOTBETCTBYIOT AaHHbIM 3apy6eXKHON
NMTepaTtypbl; NpPoaHanuU3nupoBaHbl U ONUCaHbl NaTo-
h13MoNornyeckne MexaHu3Mbl UX BO3HUKHOBEHUS.
YCTaHOBNEHO, YTO AN OUEHKU KpaHmosepTebpanb-
HOro nepexopa Hanbonee MHPOPMATUBHBIM METOLOM
Bu3yanusauun asnsetca MPT. Npu nccneposaHmm Ko-
CTell KOHEYHOCTEN NPEeAnOYTUTENIbHO UCMNONb30BaHNe
unpoBon peHTreHorpadun ¢ y4eTtom 6onee HMU3KOM
JIy4eBOI Harpy3Km No cpaBHeHnto ¢ KT.

MIC oTHOCWTCS K pPeaKkum HacnefCTBEHHbIM Jn-
30CcoMarnbHbIM 3a60/1EBaHNSAM, MO3TOMY PEHTIEHONON
OOMKEH ObITb OCBEOOMEH O BO3MOXHbIX CTPYKTYp-
HbIX U3BMEHEHUSAX PA3/INYHbIX OPraHOB Y CUCTEM, MOHU-
MaTb UX 3HAYUMOCTb 1 BOSMOXXHbI NPOrHO3.

AOONOJIHUTENIbHAA NH®OPMALUA

Bknap asTopos. .. Apmona — HanncaHve Tek-
CcTa pyKoOMuCW, COCTaBfEeHME nfaHa CTaTbu, aHanus
AnarHocTu4eckunx nsobpaxxexunin; A.B. AHUKUH — pe-
JaKTUPOBaHNe TeKCTa cTaTbW, aHanuTu4eckas pabo-
Ta, 06cyxaeHne pesynsraTos; J1.E. DomnHa — penak-
TMPOBaHNe n306paXkeHui ans ctatby, COCTaBlEHUE
CTaTUCTUYECKOWN BbIOGOPKW. ABTOPbI MOATBEPXAAKOT
COOTBETCTBME CBOEr0 aBTOPCTBA MEXAYyHapO4HbIM

KpuTepusam ICMJE (Bce aBTOpbl BHECNN CYLLECTBEH-
HbIl BKNag B pa3apaboTKy KOHLEeNuun, NpoBEeLEHNE NC-
cnepoBaHus 1 NOAroTOBKY CTaTbu, MPOYaM U 0gobpu-
n bmHanbHy0 Bepcuto nepep nybnukauunen).

Author contribution. |.I. Yarmola — manuscript
writing, planning the article structure, imaging analy-
sis; A.V. Anikin — manuscript editing, analytical work,
discussion of the results, reading and approval of the
manuscript for publica; L.E. Fomina — editing images
for the article, compiling the statistical sample. The au-
thors made a substantial contribution to the concep-
tion of the work, acquisition, analysis, interpretation of
data for the work, drafting and revising the work, final
approval of the version to be published and agree to be
accountable for all aspects of the work.

UctouHuk chuHaHcupoBaHua. ABTOPbI 3aABNSIOT
06 OTCYTCTBUM BHELIHErO (DUHAHCUPOBAHUS NPKW NPOo-
BEOEHUN UCCefoBaHMS.

Funding source. This study was not supported by
any external sources of funding.

KoHhnukT uHTepecoB. ABTOPbl LeKNapupyloT
OTCYTCTBUE SBHbIX W MOTEHUUasbHbIX KOHMANKTOB
NHTEPECOB, CBA3aHHbIX C NybnvKaumen HacTosLen
cTaTtbw.

Competing interests. The authors declare that
they have no competing interests.

www.clinpractice.ru 67

2021

Tom 12 v2



JINTEPATYPA / REFERENCES

1. Clarke LA. The mucopolysaccharidoses: a success
of molecular medicine. Expert Rev Mol Med. 2008;10:el.
doi: 10.1017/S1462399408000550

2. Giugliani R, Federhen A, Rojas MV, et al. Mucopolysacchari-
dosis |, Il, and VI: brief review and guidelines for treatment. Genet Mol
Biol. 2010;33(4):589-604. doi: 10.1590/S1415-47572010005000093

3. Muenzer J. Overview of the mucopolysacchari-
doses. Rheumatology (Oxford). 2011;50(Suppl 5):v4-v12.
doi: 10.1093/rheumatology/ker394

4. Vedolin L, Schwartz IV, Komlos M, et al. Brain MRI in
mucopolysaccharidosis: effect of aging and correlation with
biochemical findings. Neurology. 2007;69(9):917-924. doi:
10.1212/01.wnl.0000269782.80107.fe

5. Neulfeld EF, Muenzer J. The mucopolysaccharidosis.
In: Scriver C.R., Beaudet A.L., Sly W.S., Valle D., eds. The meta-
bolic and molecular basis of inherited disease. Vol. 3. 8th ed. Mc-
Graw-Hill, New York; 2001. P. 3421-3452.

6. Albano LM, Sugayama SS, Bertola DR, et al. Clini-
cal and laboratorial study of 19 cases of mucopolysacchari-
doses. Rev Hosp Clin Fac Med S Paulo. 2000;55:213-218. doi:
10.1590/s0041-87812000000600004

7. Muenzer J. Mucopolysaccharidoses.
1986;33:269-302.

8. Matheus MG, Castillo M, Smith JK, et al. Brain MRI find-
ings in patients with mucopolysaccharidosis types | and Il and
mild clinical presentation. Neuroradiology. 2004;46:666-672. doi:
10.1007/s00234-004-1215-1

9. Cheon JE, Kim 10, Hwang YS, et al. Leukodystrophy in chil-
dren: a pictorial review of MR imaging features. Radio Graphics.
2002;22(3):461-476. doi: 10.1148/radiographics.22.3.g02ma01461

10. Gabrielli O, Polonara G, Regnicolo L, et al. Correla-
tion between cerebral MRI abnormalities and mental retardation
in patients with mucopolysaccharidoses. Am J Med Genet A.
2004;125A(3):224-231. doi: 10.1002/ajmg.a.20515

11. Kwee RM, Kwee TC. Virchow-Robin spaces at MR imaging.
Radlio Graphics. 2007;27(4):1071-1086. doi: 10.1148/rg.274065722

12. Zhang ET, Inman CB, Weller RO. Interrelationships of the pia
mater and the perivascular (Virchow-Robin) spaces in the human
cerebrum. J Anat. 1990;170:111-123.

13. Schley D, Carare-Nnadi R, Please CP, et al. Mech-
anisms to explain the reverse perivascular transport of sol-
utes out of the brain. J Theor Biol. 2006;238(4):962-974. doi:
10.1016/j.jtbi.2005.07.005

14. Barkovich AJ, Patay Z. Metabolic, toxic and inflammatory
brain disorders. In: Barkovich A.J., Raybaud C., eds. Pediatric neu-
roimaging. 5th ed. Philadelphia, Pa: Lippincott Williams & Wilkins;
2012. P. 81-239.

15. Dekaban AS, Constantopoulos G. Mucopolysaccharidosis
type I, Il, 1A and V: pathological and biochemical abnormalities in
the neural and mesenchymal elements of the brain. Acta Neuro-
pathol (Berl). 1977;39(1):1-7. doi: 10.1007/BF00690379

16. Algahtani E, Huisman TA, Boltshauser E, et al. Mucop-
olysaccharidoses type | and Il: new neuroimaging findings in

Adv  Pediatr.

OB ABTOPAX

ABTOp, OTBETCTBEHHbIN 3a NEPENUCKY:

fApmona Uropb UropeBuy, Bpay-peHTreHosor;
appec: Poccuiickas ®egepauus, 119991, Mocksa,
JloMoOHOCOBCKUIN NpocnekT, 4. 2, cTp. 1;

e-mail: Lord_Dukich@bk.ru; eLibrary SPIN: 5591-8066;
ORCID: https://orcid.org/0000-0002-1272-5119

CoasTopbl:
AHUKNH AHaTonuii BhagummpoBud, K.M.H.;
e-mail: anikacor@gmail.com; eLibrary SPIN: 7592-1352

®omuHa JTio60Bb EBreHbeBHa, OpaVHaTOP;
e-mail: love.fomina@mail.ru

OPUTUHAJIbHbIE UCCJTEAOBAHUA

the cerebellum. Eur J Paediatr Neurol. 2014;18(2):211-217. doi:
10.1016/j.ejpn.2013.11.014

17. Zafeiriou DI, Batzios SP. Brain and spinal MR imaging find-
ings in mucopolysaccharidoses: a review. AUNR Am J Neuroradiol.
2013;34(1):5-13. doi: https://doi.org/10.3174/ajnr.A2832

18. Manara R, Priante E, Grimaldi M, et al. Brain and spine
MRI features of Hunter disease: frequency, natural evolution and
response to therapy. J Inherit Metab Dis. 2011;34(3):763-780. doi:
10.1007/s10545-011-9317-5

19. Lee C, Dineen TE, Brack M, et al. The mucopolysacchari-
doses: characterization by cranial MR imaging. AUNR Am J Neuro-
radiol. 1993;14(6):1285-1292.

20. Finn CT, Vedolin L, Schwartz IV, et al. Magnetic res-
onance imaging findings in Hunter syndrome. Acta Paediatr.
2008;97(457):61-68. doi: 10.1111/j.1651-2227.2008.00646.x

21. Beck M, Cole G. Disc oedema in association with Hunt-
er’s syndrome: ocular histopathological findings. Br J Ophthalmol.
1984;68(8):590-594. doi: 10.1136/bjo.68.8.590

22. Vedolin L, Schwartz IV, Komlos M, et al. Correlation of
MR imaging and MR spectroscopy findings with cognitive im-
pairment in mucopolysaccharidosis Il. AUNR Am J Neuroradiol.
2007;28(6):1029-1033. doi: 10.3174/ajnr.A0510

23. Shapiro E, Guler OE, Rudser K, et al. An exploratory
study of brain function and structure in mucopolysaccharidosis
type I: long term observations following hematopoietic cell trans-
plantation (HCT). Mol Genet Metab. 2012;107(1-2):116-121. doi:
10.1016/j.ymgme.2012.07.016

24. Kumar M, Nasrallah IM, Kim S, et al. High-resolution mag-
netic resonance microscopy and diffusion tensor imaging to as-
sess brain structural abnormalities in the murine mucopolysaccha-
ridosis VIl model. J Neuropathol Exp Neurol. 2014;73(1):39-49. doi:
10.1097/NEN.0000000000000023

25. Satzer D, DiBartolomeo C, Ritchie MM, et al. Assessment of
dysmyelination with RAFFn MRI: application to murine MPS |. PLoS
One. 2015;10(2):e0116788. doi: 10.1371/journal.pone.0116788

26. Barone R, Parano E, Trifiletti RR, et al. White matter changes
mimicking a leukodystrophy in a patient with mucopolysaccharido-
sis: characterization by MRI. J Neurol Sci. 2002;195(2):171-175. doi:
10.1016/s0022-510x(02)00014-x

27. Rasalkar DD, Chu WG, Hui J, et al. Pictorial review of mu-
copolysaccharidosis with emphasis on MRI features of brain and
spine. Br J Radiol. 2011;84(1001):469-477. doi: 10.1259/bjr/59197814

28. White KK, Harmatz P. Orthopedic management of mucop-
olysaccharide disease. J Pediatr Rehabil Med. 2010;3(1):47-56. doi:
10.3233/PRM-2010-0102

29. Aldenhoven M, Sakkers RJ, Boelens J, et al. Muscoskele-
tal manifestations of lysosomal storage disorders. Ann Rheum Dis.
2009;68(11):1659-1665. doi: 10.1136/ard.2008.095315

30. Mankin HJ, Jupiter J, Trahan CA. Hand and foot abnormal-
ities associated with genetic diseases. Hand (NY). 2011;6(1):18-26.
doi: 10.1007/s11552-010-9302-8

AUTHORS INFO

The author responsible for the correspondence:
Igor I. Yarmola, Radiologist; address: 2, b. 1,
Lomonosovsky prospekt, Moscow, 119991, Russia;
e-mail: Lord_Dukich@bk.ru;

eLibrary SPIN: 5591-8066;

ORCID: https://orcid.org/0000-0002-1272-5119

Co-authors:
Anatoly V. Anikin, MD, Cand. Sci. (Med.);
e-mail: anikacor@gmail.com; eLibrary SPIN: 7592-1352

Lyubov E. Fomina, Resident of Radiology Department;
e-mail: love.fomina@mail.ru

68 https://doi.org/10.17816/clinpract71338


file:///L:/!%20My%20Job%27s/!%20ClinPractic%20full/!%20ClinPractic%202-2021/add%2023-06/ 
mailto:anikacor@gmail.com
mailto:Lord_Dukich@bk.ru
https://orcid.org/0000-0002-1272-5119
mailto:anikacor@gmail.com

	_Hlk22686221
	_Hlk22686382
	_Hlk22686624
	_Hlk22686686
	_Hlk22686577
	_Hlk22686473
	_Hlk22686516
	_Ref75280697
	_Ref64273617
	_Ref64273417
	_Ref75280752
	_Ref75005994
	_Ref64273619
	_Ref69569208
	_Ref75006027
	_Ref75283198
	_Ref75005309
	_Ref75005319
	_Ref75005847
	_Ref75005321
	_Ref75005341
	_Ref75068902
	_Ref75068188
	_Ref75005781
	_Ref75005824
	_Ref75715526
	_Ref75712875
	_Ref75712891
	_Ref75710439
	_Ref75005350
	_Ref75005365
	_Ref75005387

