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NYYEBAA ANATHOCTUKA
Y NALUUEHTOB C MYKOMOJINCAXAPUAO30M:
BAXHDbIE NATTEPHbI BU3YAJIUZAL A
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O6ocHoBaHune. Mykornonvcaxapugos (MI1C) siBnsieTcsi peakovi HO30J10r1ev, rnosToMy cpean oTedye-
CTBEHHbIX Ny6mKaLuy COXpaHSeTCsl HEAOCTaToOK CTPYKTYPUPOBaHHON MHGopMauyu B 061acTu Jyye-
BOV AnarHOCTUKW. Takum obpas3om, TpebyroTcsi cucTtemaTnldanymsi, 0600LeHNe N aHann3 CTPYKTYPHbIX
UBMEHEHUN pas/InyHbIX OpraHoB U CUCTEM, BO3HUKarLumx y naymeHTtoB ¢ MIIC. Lenb nccnegosa-
HUsA — rpoBeaeHne rnepBoro B Poccumn oB6LUNPHOro UCC/Ie[oBaHusT NaLneHTOB C PEeAKOV HO30/10MMew,
BbISIB/IEHNE 4aCTOTbl BCTPEYAEMOCTU USMEHEHU B Pa3/INYHbIX OpraHax, onucaHue Hanbosiee 3Hayu-
MbIX U3BMEHEHW 1 ux fpnyuH. OnpegeneHne Hanbosiee nHpopMaTUuBHbIX N 6e30MnacHbIX MeTo[oB 06-
c/1iej0BaHNs pasHbIX OPraHoB v CUCTEM C yHETOM CrieLnduyHOCTU ux nameHeHui npu MriC. Metogsbl.
PetpocnekTuBHo obcnegosaHo 303 pebeHka ¢ MIIC pa3sHbix TunoB (B BbIOOPKY BoLun 70 cry4aes,
BepupuUMpPOBaHHbIX J1abopaTopHO U MOJEKY/ISPHO-FEHETUYECKHM), KOTOpbIM B nepuog 2015-2021 rr.
OblM MPOBEAEHbl MarHUTHO-PEe30HaHCHOEe NCCIe40BaHmNe rojloBHOroO Mo3ra v LLIEHOro oT4es1a rno3Bo-
HOYHVIKa, PEeHTreHorpagusi KOcTel ckeneta. Pe3ynbratbl. [lpy aHaam3e nosyYeHHbIX n3006pa>keHui
BbIsiB/IEHbI HanboJiee 4acTo BCTpeYaeMble U3MEHEHUS, Takne Kak an3ocTo3bl (y 100%; 70 nayneHToB),
CTEHO3 MNO03BOHOYHOIrO KaHasa Ha KpaHuoBepTebpasibHOM ypoBHe (73%; 51 naymeHT), atpogus (47%;
33 nayweHTa) n o4aroBoe nopaxxeHvie BelyecTsa Mo3ra (67%; 47 nayneHToB), rugpoueganns (28%; 20
rnaymeHTOB), pacLLUUpPeHNe nepuBacKyIspHbIX npocTpaHcTB (70%; 58 nayneHToB). NpoaHanu3npoBaHbl
M onucaHbl NaTopuU3noIorn4ecKkme MexaHn3mbl BOSHUKHOBEHUSI CTPYKTYPHbIX U3MEHEHWIA. 3akode-
Hue. [1515 oyeHKu KpaHunoBepTebpasibHOro rnepexoga Hanbonee nHHoOPMaTUBHbIM METOLOM BU3yasn-
3aUnn sIBJISETCS MarHUTHO-pPe30HaHCcHasi Tomorpadgus. [pu nccregoBaHy KOCTEN KOHEYHOCTEN rnpes-
MOYTUTESILHO UCMO/Ib30BaHNE LNpPOBON PEHTreHorpagum ¢ y4eToMm 60s1ee HU3KOW JTyHEBOW Harpy3Kku
MeTogha o CpaBHEHW C KOMMbIOTEPHOM TOMOrpague.

KnroueBbie c/ioBa: MyKoroamcaxapvgos,; MarHuTHO-Pe30HaHCHasi TOMorpagusi; CTeHO3 Mo3BOHOYHOMO
KaHasia; pacLuMpeHne nepuBacKyIsipHbIX MPOCTPaHCTB.
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CnucokK cokpalieHum

A" — raMko3amMuHOMMKaHbI
KT — komnbtoTepHas Tomorpadus
MIC — mykononucaxapuposbl

MPT — marHuTHO-pe3oHaHcHas ToMorpadus
MBI — nepuBacKynspHble NPOCTPaHCTBa

OBOCHOBAHUE B pacwenneHun Al 4TO NpUBOAUT K OTIOXKEHMIO
Mykononuncaxapugosbl (MIC) — rpynna meta- MyKoOMnoaMcaxapugoB B JIM30COMax KIETOK U MeX-
bonuyecknx 3aboneBaHnii, XapaKTEpPU3YIOLUXCA KJIETOYHOM MPOCTPaHCTBE COEAMHUTENIbHON TKaHu,

HapyweHnem obmeHa rnankosamuHornnkaHos (AT
MyKononucaxapugos). MyTauum B reHax, Koaupyo-
LWMX NM30COMHbIE MMAPONasbl, BbI3blBAOT HeJOCTa-
TOYHOCTb JIN30COMHbIX (DEPMEHTOB, Y4aCTBYHOLLUX
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KOCTSIX, CeNle3eHKe, MeYEHN U LEHTPANBHON HEPBHON
cucteme [1, 2].

O6wasa BcTpeyaemoctb MIMC — 1 cnyyain Ha
25 000 HaceneHusi, ogHako Kaxxablh Tn MIIC no-
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OTOENbHOCTU  BCTPEYAETCA HAMHOro pexe: Mo
pasHbiM AaHHbiM, oT 1 cny4daa Ha 100 000 go 1 Ha
200 000 HaceneHus [3, 4].
B 3aBucumoctn ot pedwuumtapHoro depmeHTa
15 cywecTtsytowmx Tmnos MINC penat Ha 7 (heHOTUNOB:
1) MIIC | Tuna: cungpom lNypnep (Hurler);
) MIC Il Tuna: cungpom Xantepa (Hunter);
3) MIC Il Tuna: curgpom Candununno (Sanfilippo);
) MIC IV tuna: curgpom Mopkuo (Morquio);
5 MMC VI Tuna:
(Maroteauxe-Lamy);
6) MIIC VIl Tuna: cuHgpom Cnas (Sly);
7) MIC IX Tuna: cungpom HatoBunya (Natowicz).
deHOoTUMbI, B CBOIO O4Yepefnb, B 3aBUCUMOCTU OT
TSDKECTM TEYEHUs1 U NIN30COMHOro hepMeHTa LensT-

cuHgpom  MapoTo-Jlamn

Csl Ha NOATUMbI. XapaKTep HacNefoBaHNs BCEX TUMOB
MIMNC — ayToCOMHO-peLeccuBHbIA, 1 nuwb ans Il Tnna
XapakTepeH X-CLUeneHHbI TUM HaceoBaHus.

Mpu poXxxaeHnn naumeHTbl (heHOTUNNYECKN 300PO0-
Bbl, HO MO MEPEe poCcTa Y>Ke B NepBY0 AeKany >KU3HU
NosiBASIOTCS MOPOSIOrMYEeCKNe W3MEHEHWS!, Takune
Kak renaTtocrnfieHoMerannsi, MHOXXECTBEHHblE AU30-
CTO3bl, creundnyeckoe n3MeHeHne GopMbl Nnua,
a TakXXe NMopakeHusi Opyrmx OpraHoB W CUCTEM, Bbl-
3blBatoLLME YacTble pPecnmpaTopHble MHdekuun, Kap-
Avonornyeckmne npobrembl, TYroyxocTb U OTCTaBaHue
B passutun [5-8].

3onoteiM cTaHgapTom Bepudukauum MIIC saB-
NIAIOTCA MOJIEKYNISIPHO-TEHETUYECKNE NCCIEL0BaHMS,
NO3BOJISIIOLLNE BbIABUTb HOCUTENbCTBO MYTAHTHbIX

DIAGNOSTIC IMAGING IN PATIENTS
WITH MUCOPOLYSACCHARIDOSIS:
IMPORTANT IMAGING PATTERNS

I.I. 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.
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reHoB. Bo3MOXKHa Tak>Xe AnarHocTuka Ha npeHaTasib-
HoM aTane, usyyeHne [HK pogutenel ¢ Uenbio BbiSB-
NeHnst HocuTenbcTea reHa MrII1C.

M3amepeHne akckpeuumn AT ¢ MOYOI — CKPUHUH-
roBbIi MeTON,.

JlyyeBble MeTOAbl AMArHOCTUKU HOCHAT BCnoMora-
TENbHbI XapakTep: B Clly4ae MOCTAHOBKM OuarHosa
C MOMOLLbIO PEHTrEHONONMYECKOro, MarHUTHO-pe-
30HAHCHOIO 1 KOMMBIOTEPHOrO UCCNe[oBaHns npo-
BoanTca anddepeHumansHas AWarHocTuka, a npu
HEBO3MOXXHOCTWN MPOBEOEHNS WM HEOOHO3HAYHbIX
pesynbratax reHeTUYecKnx unm nabopaTtopHbIX MKC-
CcnefoBaHni — NOUCK OCNIOXXHEHWUA U YTOYHEHWE aua-
rHo3a.

Llenb nccneposaHus — CO3[aHVE YHUKaSIbHO-
ro CUMCTEMaTU3NPOBAHHOIO Marepuana Ha PYCCKOM
A3blke, 06beanHALLEro Hanbonee BaXkHbIe U CrneLum-
dryeckne npmnsHakyu MIC npu npoBeaeHUn y4eBbiX
MeTo[oB 06cnenoBaHust. BoisiBNeHne 4acToTel BCTpe-
4aeMOCT/ M3MEHEHUIN B PasHbIX OpraHax, onucaHue
Hanbonee 3HaYMbIX UBMEHEHUI 1 X NpuyunH. Onpe-
peneHne Hambonee MHMOPMAaTUBHBIX 1 6Ge30mnacHbIX
MeTo[oB 06CNefoBaHNs PasHbiX OPraHoB U CUCTEM,
y4MTbIBasA CNELMPUIHOCTb UX n3MeHeHun npyu MIIC.

METO/bI

Av3saiiH uccnepgoBaHus

B ycnosusix craumnoHapa HMULL 3popoBbs getei
B nepuog ¢ 2008 no 2021 r. 6bino obcnegosaHo 303
naumeHta ¢ MI1C. PeTpocnekTBHO B BbIOOPKY Oblno
BK/to4eHo 70 naymeHToB (55 manb4mkoB, 15 oeBoOYeEK)
C KJIMHMYecKol KapTuHoi MIIC oT nerkon o Tsxe-
JION CTEeNEHN BbIPAXXEHHOCTU, ONarHO3 y KOTOPbIX Oblf
NoATBEPXXAEH C MOMOLLbIO SH3VMOANArHOCTUKMN 1 MO-
NEKYNIAPHO-TEHETNYECKOr0 UccnenoBaHns. [duanasoH
Bo3dpacTta— oT 2 Ao 17 net.

Kputepun cootBetTcTBus

M3 rpynnbl nccnepoBaHus ObIn UCKHOYEHbI Ma-
UMEHTbl C HEMOATBEPXAEHHbIM AMAarHO30M; C ycTa-
HOBJIEHHbIM OUArHO30M MPU OTCYTCTBUU MONEKYNSApP-
HO-reHEeTMYECKOro aHanmaa.

AHanus B nogrpynnax
Moarpynnbl cchOpMUPOBaHbl Ha OCHOBE NpuHaa-
nexxHocTun K Tuny MIC.

MeToabl perncrTpaumm ncxoaos

MarHuTtHo-pe3oHaHcHast  Tomorpadwusa  (MPT)
nposogunack Ha annapatax GE Healthcare Optima
450W 1.5T, GE Healthcare Signa Explorer 1.5T, GE

OPUTNHAJIbHBIE UCCNTEAOBAHUA

Healthcare Discovery 750 3T (CLLUA). PeHTreHorpadwus
nposogunacb Ha GE Healthcare Discovery XR 650
(CLUA). BonbluMHCTBO uCCneaoBaHuii NpOBOAUIOCH
B COCTOSHUW MEOVKaMEHTO3HOrO CHa.

CTtaTtuctunyeckuii aHanus

TMpuHYymnnel pacyeTa pa3mepa BbIGOPKU: pasmep
BbIOOPKM NpeaBapuUTENbHO HE paccYUTbIBasICS B CBS-
31 C Tewm, 4YTO Au3ariH MCCNefoBaHWs npegnonaran
aHanm3 BCex NaumeHToB C aHHON peaKol naTonoruei
3a yKasaHHbI BDEMEHHOW nepuos,.

MeTtogbl cTaTucTU4eckoro aHasnau3a p[aHHbIX:
paccynTbiBasacb 4actota BCTPEYaeMOCTV pPasnny-
HbIX Npu3HakoB B rpynnax MIC. Bce uccneposaHus
PETPOCMNEKTUBHO OblIM MEPECMOTPEHBI TPEMS PEHTIE-
HOJloramMy He3aBMCUMO ApYr OT Apyra, pasHuua B UH-
TepnpeTauMn Haxogok Obina nprBedeHa K eanHoMy
MHEHMUIO.

Mpwn oueHke MPT 1 peHTreHorpamm paccmarpusa-
NMCb CneayoLLre N3MEHEHNS: MOBbILLEHNE CUrHana ot
napeHxmmbl Ha T2-B3BeLeHHbIX (T2-BW) n FLAIR (fluid-
attenuated inversion-recovery — uHBEpcuUsi-BoccTa-
HOBJIEHWE C Tr104aB/IEHNEM CUrHaaa OT XXULKOCTU)
n306paxeHunsix, paclumpeHne 6oposg mosra (aTpo-
us), pacwmpeHne GOKOBbIX M TPETLErO >Xenygou-
KOB MO3ra, paclvpeHvne cybapaxHouganbHbiX Mpo-
CTpaHCTB, AeopmaLms KOCTEN ckeneTa (GU30cTosbl),
CTEHO3 KpaHMoBepTebpasibHOro nepexoaa.

PE3YJIbTATDI

OO0beKTbl (y4aCTHUKM) uccnepoBaHust

MaumneHTbl (n=70) pasgeneHbl Ha nogrpynnbl no
npuHagnexHoctn Kk Tuny MMC: | Tun — 9 4enosek,
Il Tun — 36 4venosek, Il Tun — 11 yenosek, IV Tnn —
10 yenosek, VI Tun — 4 yenoseka. BbinonHeH aHanu3
peHTreHorpamm, MP- n komnbtoTepHbix (KT) Tomo-
rpamm.

OcCHOBHbI€e pe3ynbTaTbl UCCNIe[0BaHUA

MPT sBnsieTca mMeTogom Bblbopa npu uccnepo-
BaHUN N3MEHEHUI CTPYKTYPbl FOSIOBHOMO U CAMHHOMO
mMo3sra y naumeHtos ¢ MIC; ncnonb3dyetca ons Mop-
honorMyeckom OLEeHKN 1 OnpedeneHns CTeneHn no-
Pa>kKeHNs LEeHTPasibHON HEPBHOW CUCTEMbI; BMECTe
C KJIMHWUYECKMMU OAHHBbIMA MOXXET WUCMONb30BaTbCH
LS UICKIIOYEHUS Apyrux MeTabonm4ecknx 3abonesa-
HUI [2-4, 9]. MPT ncnonb3yeTcs Takxxe s AuHamu-
YeCKOro HabtogeHNs NauMeHToB Npu oueHKke addek-
TUBHOCTU Tepanumn.

Pesynbratbl nyyeBbIX WCCNEOOBAHUA OTpakatoT
BbICOKYI 4acCTOTY NOPa>XeHUs LEHTPaNbHON HEPBHOM

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



OPUTUHAJIbHbIE UCCJTEAOBAHNA

CUCTEMbI U KOCTeN ckeneta (tabn. 1). BHe 3aBucumo-
ctn ot Tuna MIMC gu3ocTosbl 06Hapy>xeHbl Y 100%
nauneHToB. CTEHO3 MO3BOHOYHOIO KaHana pasHon
CTeneHn Bblpa>keHHOCTW onpegensncs y 100% nauym-
eHtoB ¢ |, IV n VI Tunamun MrIIC, a npwu Il v Il Tnax
BCTPEYasiCA pexe, YTO MO3BONSET MPOrHO3UPOBaTb
BO3MOXXHbI€ OCNOXHEHUSA U HAa3Ha4YaTb OUHAMUYECKUN
KOHTPO/Mb 4epe3 MeHbLUME BPEMEHHblE VHTepBarbl.
ATpodurs 1 nopakeHue BeLlecTBa roNoBHOMO Mo3ra
BCTpeyanacb pexe scero npu MIC IV Tuna, 4to co-
OTBETCTBYET AaHHbIM MUPOBON nutepatypbl [4, 10],
a TakXXe KOPPENUPYET C OTCYTCTBMEM 3a[EPXKKU VH-
TENNEKTYaNbHOrO PasBUTHUS.

OBCYXAEHUE

MepuBackynsipHbie NPOCTPAHCTBA

YBenuYeHHble MepuBacKynspHble MNPOCTPaHCTBa
(MBIT), Tak>Xe nU3BECTHblE Kak nNpocTpaHcTea Bupxo-
Ba—PobuvHa, OKpy>KarT CTEHKM COCYLOB, MAYLLUX OT
cybapaxHouganbHOro NPOCTPaHCTBA Yepes NapeHxu-
My MO3ra K nuanbHbiM cocypam. Cuutaetcs, yto MBI
3anoJIHEHbI MHTEPCTNLMNANIBHOW XXNOKOCTBIO U Cy>XaT
Ana numdaTn4eckoro gpeHaxka oT NapeHXumbl Mo3ra,
a npsMoe coobLleHne mMexay cybapaxHougasbHbIM
npocTtpaHcTeoMm u MBI otcytcTtByeT [11-13]. He non-
HOCTbIO pacluennenHble MAlN OTKnagbiBaTCsa B opra-
HM3Me, B TOM Y1CIIe B MO3rOBbIX 060/104Kax, HapyLuas
OPEHAXX UHTEPCTULMATBHON XUOKOCTU OT NapeHXMbI
mo3sra. lNBI1 pacTtarusatoTcs; B UX coctase nomMuMmo
UHTEPCTULMANBHON >XXUOKOCTU MOSABAATCHA CMMHHO-
Mo3roBas xuakocTtb 1 Al [8, 14, 15].

Pacwwwpenue MBI onucaHo y naymnentos ¢ MIC |,
I, ' n VI Tuna. MNpn cpasHeHnn 60nbHbIX MIMC ¢ oT-
CTaBaHneM B YMCTBEHHOM pasBuTun 1 6e3 oTcTasa-
HNS JOCTOBEPHON pa3HuLbl B 4HaCTOTE BCTPEYAEMOCTU

pacLumpeHHbix MBI He BbisiBneHo [10]. CuuTaeTtcs, 4T0
npu nopaxxeHunn MIMC paclmpeHne nepnBacKynspHbIX
NMPOCTPaHCTB ABMSAETCS MHONKATOPOM HayasnbHO cTa-
OVN HapyLleHUs LMPKYNAUUM CMHHOMO3IOBOWM XXUA-
KOCTW, YTO B AasibHENLIEM NPUBEOET K BEHTPUKYNOME-
ranuu [8].

PacwmnpeHrHble MBI He saBRstoTCa cnewmguyeckon
Haxogkon npu MMC, T.K. BCTpe4atoTCsa 1 nNpu gpyrnux
3ab0neBaHNsiX COCyANCTON, BOCNaNUTENbHOM, MHAEK-
LMOHHOM 1 ONYyXONEeBOW NPUPOLbI, & TakK>XXe B HOPME.
Pacwwupenusa TBI1 vawe Bcero pacnonaratTcs ne-
PUBEHTPUKYNAPHO 1 B 6a3anbHbIX FAHMNSX, OAHAKO
OnucaHbl cryyan nokanusauum B CTBOJSIE MO3ra i MO3-
xeuke [16]. O6b14HO anameTp MBI BapbupyeT oT 2 A0
8 MM (puc. 1, a), ogHako B psige nybamkaumin onmcaHsbl
n 6onee KpynHble (rMraHTckme) pasmeps (puc. 1, 6) [8,
15, 17].

PacwmnpeHune NMKBOPHbIX NPOCTPAHCTB MO3ra

TepMuH «rugpouedanusa» NPUMEHAETCA Npu yBe-
JINYEHNN KOJINYECTBA CMMHHOMO3IOBOW >KUOKOCTU
B JINKBOPHbIX MPOCTPaHCTBaxX rojioBHOro Mo3ra, 4to
BbI3bIBAET pPaCLUMPEHME >KENyAO4YKOB Mo3ra (BeH-
Tpukynomeranuw) (puc. 2, a). OnucaHo gBa mexa-
HN3Ma BO3HUKHOBEHUA FI/I,D.pOLLeraJ'II/II/I y nauyneHToB
c MIIC. Mepsbii — oTnoxeHne Al B o6onovkax
MO3ra, KOTopoe MpUBOAUT K HapyLUEHWU QYHKLMNA
apaxHouganbHbIX FPaHynsunin, cHmxas peabcopb-
UM CMMHHOMO3rOBOW »XUAKOCTU. [ns gpyroro me-
XaHn3ma CcyuwecTByeT rmnote3a, YTO MNOBbllLlEeHHasA
nponudepaums KOCTHON TKaHuW B 06nacT OCHOBa-
HUS 4epena U KpaHuoBepTebpanbHOro nepexopa
Bbl3blBAET MEXaHU4YeCKoe 3aTPyAHEHUE BEHO3HOro
OTTOKa OT rosioBHoro moa3ra [4, 8, 14]. OanH nnn oba
MexaHM3Ma BMeCTe MpUBOASAT K pa3BuTuiO coobLua-

Tabnuua 1/ Table 1

Mopa)eHusi B pasHbIX rpynnax mykononucaxapugosa /

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

Tun mykononucaxapuposa

MNMokasatenb
I; n=9 (%) 11; n=36 (%) 1; n=11 (%) 1IV; n=10 (%) VI; n=4 (%)

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

Atpodusa remucdep 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)

MpumeyaHue. MBI — nepmnBacKynsipHble NPOCTPaHCTBA.
Note. Bl — perivascular spaces.

www.clinpractice.ru 63

2021

Tom 12 v2



OPUTNHAJIbHBIE UCCNTEAOBAHUA

Puc. 1. MPT ronosHoro moara, T2-B/ B akcuanbHOM NinockocTu: a, 6 — CTpenkamu nokasaHbl MHOXECTBEHHbIE pacLuUu-
PEHHbIE NMepUBaCKYISAPHbIE MPOCTPAHCTBA; OTMEYaeTCs TakXXe paclunpeHme cybapaxHouaanbHbIX MPOCTPaHCTB 1 6opo3ay,
MO3ra, YTO CBUOETENbCTBYET 06 aTpodum. KocTu Yepena yTosLeHb!.

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.

towencs (HeoBCTPYKTMBHOWM) rugpouedanmmn, KoTo-
pas MeLJIEHHO NpPOrpeccupyeT, COMpoBOXOasCb
JaNlbHENLLUM pacLUMPEHNEM XKENyao4KoB (06bIYHO
OOKOBbIX 1 TPETbero) u cybapaxHouganbHbIX MPO-
CTpaHCTB. Pe3ynbratoM pacluvMpeHnsi JIMKBOPHbIX
NPOCTPAaHCTB ABNSEeTCA PopMUpOBaHne Makpoueda-
nun [14]. Kak ocnoxxHeHvne npu rugpouedanim mMo-
)KeT BbICTynaTb paclumpeHne nogobonoYeYHbIX Npo-
CTPaHCTB 3pUTENbHbIX HEPBOB. ECnn 3TO cocTosiHME
OyLoeT COXpaHATbCHA OUTENbHOE BPEMSA, TO MOXET
BO3HWKHYTb aTpodus 3pUTenbHbIX HEPBOB [14].

BeHTpukyno-neputoHeansHoe LWYHTUPOBaHWe
(puc. 2, 6) y naumeHToB ¢ MINC npu pa3suTun rmgpo-
uedanum BbIMOMHAETCA NO MHOUBUAYANbHbLIM NOKa3a-
HNSIM, KOTOPbIE KOPPENVPYIOT C NOSBIEHNEM CUMMTO-
MOB BHYTPUYEPEMHOW MMMNEPTEH3NN NN YXYALIEHNEM
HEBPOJIOrMYECKOr0 COCTOSHUS.

OToenbHO BbIAENSIOT paclumMpeHne 60bLLIOoN 3aTbl-
JIOYHOI LMCTEpHbI (Mega cisterna magna) (puc. 2, B),
KOTOpOoe cnegyet auddepeHunpoBatb C apaxHo-
nganbHOW KNCTON. HaMHOro pexxe BCTpeyarTCs aHo-
manus Kuapu 1-ro tmna M ymeHblUEeHNEe pasMepoB
3agHen YepenHom amku [17, 18].

Atpocusa mo3sra

Buayanusaumsa atpodum BelLlecTBa MO3ra BKJo4a-
€T B cebs Takune NpusHaku, Kak paclumpeHune 60po3ag,
cybapaxHonganbHbiX MPOCTPAHCTB W CUMbBUEBbIX
wenen (puc. 3) [19]. MexaHn3m atpoun 4O KOHLUA He
N3yyeH, OOHaKO caMOl PacrnpOCTPaHEHHOW runoTe-
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301 ABnseTcs rmbenb HEMPOHOB Y FIN03, BO3HMKAK0-
wie sBcneacteue otnoxeHus FAlC [4, 17]. Atpocdus Be-
LecTBa Mo3ra vaile Bcero Bctpedaercs npu MIIC |,
Il v Il TNOB, 3HauMTENbHO pexxe — npu MIC VI Tnna
[19, 20].

PaclumpeHne 60KOBbIX >Xenyao4ykoB (BEHTPUKY-
nomMeranusi) MoXeT ObiTb MPOSIBNEHWEM Kak rMgpo-
uedanuu, Tak n arpodun. Y 6onbHbix MIC yacTo
BCTpeyvaloTcs 0b6a aTuxX NpoLecca, U BbISBUTb MPUYMHY
aunataummn XenyaoykoB Mo3ra He Bcerfga npencras-
nsieTca BO3MOXHbIM. OTCYTCTBYIOT TakXe 0O6beKTMB-
Hble KpuTepun No anddepeHumanbHOn AnarHoCTUKe
NMOPaXKEHHOrO MEPUBEHTPUKYNSAPHOrO 6efloro BeLle-
CTBa Mo3ra 1 TpaHcaneHgmMmanbHoro oteka [19, 18].
Y naumenToB ¢ MIC MOXET NosiBNSATbCA OTEK AnMcKa
3pUTENIBHOrO HepBa, BbI3BaHHbLIN OTAOXEeHuem [Al
B CKJiepe, 6€3 Npr3HaKOB BHYTPUYEPENHON MNepTeH-
3um [21].

OnHamunyeckue uccnegosaHus MPT nomoratoT
OLEeHUBaTb CTEMNeHb PaclUMpPEHUs JINKBOPHbIX MNpo-
CTpaHCcTB W nosiBneHus aTtpodun. COOTHOLIEHNE
MEeX[Jy BbIPAXEHHOCTb MaHudectTauum 601e3Hu,
ONTENBHOCTBIO €€ TeYEeHUst U CTeneHbto atpoduun/
BEHTPUKYSIOMeranuy OEMOHCTPUPYET B PasHbIX UC-
cnefoBaHMaX MHOXECTBO MPOTUBOPEYMBBIX pe-
3ynetatoB [4, 8, 10, 18, 22]. Tak, B uccnegosaHuu
E. Shapiro n coasT. [23] npu npoBegeH BONIOMOMET-
pun Kopbl (M3mMepeHne obbema mo3ra npu UCMosb-
30BaHUN TOHKOCPe30BbIX T1-nocneposaTefibHOCTEN
MPT) n cpaBHeHUN ¢ KOI(PHULNEHTOM WHTENEKTa
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Puc. 2. MPT ronosHoro mosra: a (T2-Bll B akcranbHOM NIOCKOCTY) — BbIPaXKEHHOE pPacLUMPEHe BOKOBbIX »XXeya0o4KOB
MO3ra Kak npossieHne rugpoledanuu. [NepnBeHTPUKYNApHOe M3MeHeHne 6enoro BeLLecTBa Modra crnenyet auddepeH-
LUMpOBaTb MEXAY TpaHCaneHaMasbHbIM OTEKOM U MOPaXkeHnem 6en0oro BewecTsa Npu Mykononmcaxapuoose; b (T2-Bi
B akCuasibHOM MIOCKOCTN) — MPAMbIMX CTPENKAMN MOKa3aH LUYHT, PaChOIOXEHHbIN B BOKOBOM >Xenyao4ke. VI3orHyTas
CTpenka NoKasbIBaeT PacLUMPEHHbIN 1 AePOPMMPOBaHHbBIN BOKOBOW »kenyaodek. CneayeTr OTMETUTb UCTOHYEHNE NEPUBEH-
TPUKYNAPHOro 6enoro BellecTsa Mo3ra 1 paclumpeHe 60po3a Mo3ra, YTo ABASeTcs nposieneHem atpoduu; ¢ (T2-B B
caruTTanbHOM MIOCKOCTN) — CTPENKON MOKa3aHO pacLuMpeHne B0bLLION 3aTbITIOYHON LIMCTEPHBI (Mega cisterna magna).
3aTbINoYHast KOCTb NTIOKalbHO MCTOHYEHA, YTO 00YCNOBNEHO NynbCaLen NMKBoOpa.

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 pesynbTatam TECTUPOBAHUS C MNOCNEQYOLLMM
COMOCTaB/IEHNEM C KOHTPOJIbHOWN FPYnnov nokasaHo
OTCYTCTBUE KOppensaunm Mexay CTeneHblo atpodumn
npu MIC | Tuna n yMCTBEHHOW 3a0ep>XKON passu-
TVs, Npy 3TOM Koppenauus Habnoganacs npu MIMC
Il Tuna.

N3meHeHus B 6enom BewwecTBe Mo3ra

[MopaxkeHue nonywapuin Mo3ra onucbiBaeTcsa Npu
pasHbix Tunax MMNC, mexaHn3m n3yyeH He A0 KOHLA,
HO CUMTaeTCs, YTO NOBpexXaeHne 6enoro BeLlecTsa
BO3HUKAET U3-3a OTKJIOHEHUN B CTPYKType Muenu-
Ha, cBA3aHHbIX ¢ oTnoxeHnem MAlC B onvrogeHppo-
umTax u HerpoHax [23, 24]. CywecTByeT rnunoTesa,
YTO U3MEHEHMS CBA3aHbl C YMEHbLUEHNEM KayecTBa
N KONM4YecTBa MUENIMHA, YTO NPUBOLMUT K AUCMUENN-
Hu3auum [25].

M3meHeHnss onpepensawtca Ha T2-BU n FLAIR
B 6efloM BellecTBe MonyLapuii B BUOe CUMMETPUY-
HbIX MEPUBEHTPUKYNAPHbLIX FUMNEPUHTEHCUBHbBIX O4a-
ros (puc. 4, a). Oyarn MoryT CmBaTbCH B 30HbI PA3HON
CTeneH BblPa>KeHHOCTN, UMUTUPYS NENKOaNCTPOdUIO

Puc. 3. MPT ronosHoro mosra, T2-Bl B akcuanbHOM Miocko-
cTn. CTpenkamm ykasaHbl pacluVpPeHHble cybapaxHovaasb-
Hble MPOCTPaHCTBa 1 60PO3abl, YTO ABMAAETCA MPU3HAKOM
atpoun. MNepuTprroHanbHO ONPeaensAtoTCs PaCLUVPEHHbIE
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.

(puc. 4, 6) [14, 17, 26]. Bonee pegko o4yarn BCTpeYatoT-
Csl CyOKOPTMKANBbHO, a TakXXe B APYrnxX JONAX U OThe-
nax mosra.
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Puc. 4. MPT ronoBHoro mo3ra, T2 Flair B akcranbHOM NAOCKOCTU: a — CTPenKamu nokasaHbl odark B 6e10M BELIECTBE
Hecneumdn4eckoro xapakTtepa (y 4aHHOro naumeHTa OHM CBA3aHbl C MyKOMNoncaxapnao3om); b — cTpenkammy nokasaHbl
NEPUBEHTPUKYNAPHbIE CNMBAOLLMECH OYaril, CUMYIMPYHOLLIME NaTTEPH MOpaXkeHusa npu nenkognctpodum. OTmedaroTcs
pacLUMPEHHblE BOKOBbIE »XXENYOO4YKN U MEPUBACKYSIPHbIE MPOCTPAaHCTBA.

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.

On30cTO3bl M CKENEeTHO-MbILWEYHas cuctema

MoparkeHne kocTeln ckeneta npu MIC BcTpevaeT-
ca npu I, 1, IV, VI, VIl Tunax, HOCUT MHO>XECTBEHHbIA
xapakTep. NpudnHon sensetca otnoxeHne Ml B KO-
CTSX, YTO BbI3bIBAET HApYLLUEHNE POCTa KOCTEe C no-
cnepywouen gecdopmMaumnen 1 HEHOPManbHOM NPosun-
depauuen [17].

B no3BOHOYHMKE XapakTepHoWn aedopmaumei
ABNSETCA NAATUCMOHOUANS, BOFHYTOCTb 3agHero
N 3a0CTPEHNE NepeqHEro KOHTYPOB MO3BOHKOB, Ku-
HoBMAHasa gedopmaumns No3BOHKOB (puc. 5, a). Mame-
HEHNSI MOTYT NMPUBOANTb K KNOTUHECKON rmbOyCHOM
nedopmaumm (gibbus — rop6, ocTtpoyronbHoe uc-
KpVBEHME NMO3BOHOYHNKA) U CKONMO3y. NMoparkatoTcs
N MEXMNO3BOHKOBbIE OUCKN C HAPYLUEHUEM WX CTPYK-
TYPbl, CHUXKEHNEM BbICOTbI; MOTYT ONPEeAenATbCS Lup-
KyNsipHbIe BbiNs4MBaHus 1 rpbbxu [17, 27].

CambIM IpO3HbIM OCJIOXXHEHNEM [OM30CTO30B SB-
NseTcsa CTeHO3 NO3BOHOYHOrO KaHana, KoTopblil BO3-
HVKaeT B pesyfbraTte MOBbIWEHHON nponugepaumm
kocTeln ocHoBaHus Yepena n C1-C2 Nno3BOHKOB, a Tak-
KE YTOJLLEHNS MNEePUOOOHTOUAHbIX MArKUX TKaHew
(puc. 5, 6) n 6a3UNAPHON UHBarNHaUMN (BKJIMHEHNE
B 60nbLUOE 3aTbl/I0YHOE 0TBEpCTHE) [18].

B yepene moryT passusaTbCs yTOSLLEHNE AUNII03,
nnatnbasns, makpouedganus, J-obpasHasa gedopma-
unsa cefna, CKNepoTMYECKOEe CTPOEHME COCLIEBUAHbBIX
OTPOCTKOB, LUMPOKOE pacrnosioxeHne 3y6os, gedop-

Maumsa nMUEBbIX KOCTeln. B TpybyaTbix KOCTSIX 4acTo
BCTPEYaloTCA YKOPOYeHne puadunusoB C YMEPEHHOM
runonnasven anuusos, yTOMWEHNE KOPTUKANIbHOMO
cnos, octeonopod. B knctax n ctonax MIC nposs-
nsetcs Hambonee 4acTo runonnasven, yTomnweHnem
N YKOPOYEHMEM MACTHBLIX U MAOCHEBLIX KOCTel. Npu
TaknX U3MEHEHNsX (YHKLMS CyCTaBOB MOXET Hapy-
LIaTbCA U3-3a YTOJILLEHUS NepuapTUKYNSPHbIX MAMKUX
TKaHel, pasrubarenen nanbues U HenpaBuibHON Me-
XaHU4EeCKOWM KOHGUrypauum cyctasa, YTO NpuBOAUT
K gecdopmMauum no Tuny «KOrTmcTom nanel» [28-30].
[Ona smayanusaumm gedopmaummn KOCTel KOHEYHO-
CTell 1 MO3BOHOYHMKA MPY NEPBUYHOM 06CNefoBaHNM
Mbl MICMOJIb30BaNN LPOBYIO PEHTreHOorpaduio B CBSA3M
C MEHbLLEN Ty4eBOIN Harpy3koi no cpasHeHuto ¢ KT. Ons
BM3yanu3aumm MMUEenonaTum CrmMHHOro Mo3sra 30/0TbIM
cTaHgapToM siBnsietcst MPT, Tak Kak 06n1afaeT BbICOKOW
TKaHEeBOW KOHTPaCTHOCTBI0. OfHaKO NMpuy BbICOKOM pUC-
Ke MpOBEdeHUsi aHEeCTE3NONIOrM4ecKoro nocobus um
npv npoTmBonokasaHusax Kk MPT mel nposogunn KT no-
3BOHOYHUKA, e Tak Xe BO3MOXHO JOCTOBEPHO BU3ya-
M3MpoBaTh CTEHO3 NO3BOHOYHOMO KaHana.

SAKJTIOYEHUE

Ha ocHOoBaHMM paHHbIX Hallel paboTbl BOSMOXHA
nepeuyHas guarHocTnka MIC y geTen, KOTOPbIM eLle
He NPOBOAMINCL MONEKYNAPHO-reHETUYECKIEe uccne-
OOBaHus.
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Puc. 5. [1n30CcT03bl N0O3BOHOYHVKA: a (KT B carutTanbHOM NA0OCKOCTY) — MNPSMON CTPENKOM MOKa3aHO YTOMLLEHWE, YKOPO-
YeHre 1 geopmaLms rpyanHbl, N3OrHYTON CTPENKON — CHUXKEHME BbICOTbI TEN MO3BOHKOB, AedopMaLIMs X KOHTYPOB; b
(MPT T2-BW B carnTtTanbHOM NIOCKOCTH) — CTPENKOM NokadaHa 061acTb CTEHO3a MO3BOHOYHOMO KaHana, KoTopbIv BbI3BaH

yTonueHnem neprogoHTONOHbIX MArKNX TKaHeMN.

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 nccnegosaHue Ha 6onbLUOl BbIOOpKe nawu-
E€HTOB C MOJEKYNSPHO-reHeTU4EeCKon Bepudukaumen
MIC, BnepBble NpoBeageHHoe B Poccuu, nokasano Tu-
nuyHble n3meHeHns npu MIMC pasHbix TUNoB. [Nonyyer-
Hble pe3ynbTaTbl COOTBETCTBYIOT AaHHbIM 3apy6eXHON
NMTepaTtypsbl; NpPoaHanuM3nUpoBaHbl U OMUcaHbl NaTo-
rsnonornyeckne MexaHuambl UX BO3HUKHOBEHUS.
YCTaHOBNEHO, YTO ANS OUEHKN KpaHmosepTebpanb-
HOro nepexopa Hanbonee MHHPOPMATUBHBIM METOLOM
Bu3yanusauun asnsetca MPT. MNpu nccneposaHum Ko-
CTell KOHEYHOCTEN NPEeAnoYTUTENIbHO UCMONb30BaHNe
unpoBoN peHTreHorpadun ¢ y4eTom 6onee HU3KOM
JIy4eBOW Harpy3Kn nNo cpaBHeHuto ¢ KT.

MIC oTHOCUTCH K peaKum HacnefCcTBEHHbIM -
30CoMarsbHbIM 3a60neBaHNsAM, MOSTOMY PEHTIEHONOr
OOMKEH ObITb OCBEOOMEH O BO3MOXHbIX CTPYKTYp-
HbIX U3BMEHEHUSAX Pa3/INYHbIX OPraHOB Y CUCTEM, MOHU-
MaTb UX 3HAYUMOCTb 1 BOSMOXXHbI NPOrHO3.
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