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Maroteaux-Lamy syndrome—mucopolysaccharidosis type VI:
a case report (errors and complications)

L.K. Mikhailova, A.A. Kuleshov, N.I Arzhakova, T.V. Sokolova, M.S. Vetrile, I.V. Shvachka,
O.A. Poliakova, I.S. Gromov

FSBI The Priorov Central Scientific Research Institute of Traumatology and Orthopaedics of the RF Ministry of Health, Moscow, Russia

IMpuBomuTest ciyqait Mykononucaxapunosa VI tnma y pebenka. Huskast BcTpedaeMocTh MyKOIOIHMCAXapH103a CPEIH JETCKOTO HACENECHHUS, TPYIHOCTH
ero auddhepeHnnanbHON JUarHOCTUKY U JICUCHHS JAl0T OCHOBAaHHUE MOJAraTh, YTO OMHMCAHUE TEUCHHS HTOTO 3a00ICBaHHsA, IPOBOJHUBIICIOCS ICUCHHUS C
aHAJM30M OMIMOOK M OCIOXKHEHHIT y peOeHKa 11 JieT peacTaBIsIoT HHTEpeC [T OPTOIEIOB, HEBPOJIOTOB, AHECTE3HOJIOTOB, MIEIHATPOB.

KuroueBble ciioBa: Mykononucaxapuno3 VI tumna, cuaapom Mapoto-Jlamu, KTHHUYECKOE TeYCHUE, TUArHOCTHKA, JICYCHHE, CITydal U3 MPaKTUKH

The authors present a case of mucopolysaccharidosis type VI in a child. Low incidence rate of mucopolysaccharidosis in pediatric population, its difficult
differential diagnosis and treatment suggests that this description of the disease pathology and treatment with the analysis of errors and complications in an
11-year-old child would be of interest for orthopedists, neurologists, anesthesiologists, and pediatricians.

Keywords: mucopolysaccharidosis type VI, Maroteaux-Lamy syndrome, clinical course, diagnosis, treatment, case report

BBEJAEHUE

Cungpom Maroteaux-Lamy — Mykononucaxapuuos
VI (MIIC) tuna otHOCHTCS K Tpynrne ophaHHBIX 3adore-
Bauuii [1]. [laromormst oOycnoBIeHa HEIOCTATOYHOCTHIO
apwicynbdarasel B [2, 3, 4, 5]. B oTaenpHYI0 HO30JI0TH-
yeckyto Gpopmy MIIC VI Beinenen B 1963 . P. Maroteaux
u E.J. Lamy [6].

[NoxTBepxkeHne auarHo3a IPOBOIUTCS OHOXMMHYE-
CKUM orpeaereHneM nedexrnoro pepmenra [5, 7, 8]. Ia-

ToreHeTn4eckas gpepmentTozamecrurenbras Tepanus (P3T)
crasna Bo3MOkHOM ¢ 2005 roga ¢ mosiBIEHHEM Mpenapara
«Harmasum» (galsulfase). B PO — ¢ 2009 roma [1, 8, 9, 10,
11]. Tlo3mHsiss MuUarHOCTMKAa W IO3HEE HA4Yayo JICUEHUS
MIIC VI trmna yxXyamaroT MporHo3 )u3Hu 0osbHoro [12].

Ilesab: O3HAKOMUTH CIELHUAIUCTOB C BO3MOXXHBIMH
OmMMOKaMH W OCJIOKHEHHSIMH TIPH JICUCHUH OOJIBHBIX
MIIC VI tuna.

MATEPUAJI 1 METO/1bl

MMamment T., 2001 roxa poxxaenus, noctymwi B LIUTO
12.11.12, naxomguncs Ha jiedenuu 10 28.08.13 ¢ nnarmosom
«MIIC VI tima. CTeHo3 03BOHOYHOTO KaHajla Ha ypPOBHE
KkpanuoBepreOpansHoro mepexona C1-C2. IleitHas mu-
eJonaTHsl, CHacTMYECKUil TeTpamnape3. JIeBoCTOpOHHUI
TPYAOTIOSICHUYHBIN CyOKOMIICHCHPOBAHHBIM ckommno3 111
crerieHu. ['maponedanus. Bropuyaas kapauroMHOTIATHS C
MOpPaXEHUEM TIPaBBIX OTAEJIOB CEpPALA, HEIOCTATOYHOCTh
AOpTaJIbHOTO, TPUKYCHHUJAIBHOTO, MHUTPAJIBHOTO KIIama-
HOB. JIBYCTOPOHHSSI KOHIYKTHBHAsl TyroyxocTb. ITomyT-
HeHue porosulbl. MeranokopHea. Jlerounas runepreH3us.
Xpounuecknit OpoHxUT. [ITHEBMOCKIIEpPO3 cpemHel IO
npaBoro Jjerkoro. I'emarocmeHoMeranus. KoHTpakTypsl

KPYITHBIX U MEJKHX CyCTaBOB KOHEUHOCTEW». PocT marm-
enra 107 cm, Bec 24 Kkr.

Ponurenu nanueHta — poACTBEHHUKM TPEThEH crene-
HU O0KOBOI JmHMK (A0 U TweMsHHnna). [Ipu poxnennn
pebeHKa Kakoi-mnbo TaToNoTuy He BBIABICHO. B 4 mecsma
oproreioM OOHApY)KEHO OTpaHWYCHHE OTBEAEHHsA Oernep,
YTO OBLTO PACIIEHEHO KaK «IHCIUIA3MsD» Ta300ePEHHBIX CY-
craBoB. JleueHre Ha OTBOMAIIEH IIMHE B TeueHue 4 Mec.,
6e3 a¢dexra. XomuTh CaMOCTOSTENFHO Hadad B 14 mec.
[epBrre 2 Toma KU3HU 9acTO OOJIEIN: TApUHTHTHI, PHHUTEI,
otutsl. C 3 net wepTs! nuna mmMeHsutick. B 4 roga 8 OJJKb
Benmxoro Horopona 3anono3prmi MIIC VI tuna, quaraos
noateepkaeH B MITHL] PAMH. C 5 ner y pebenka otme-

L Cunapom Maporo-Jlamu — mykonosnucaxapunos VI Tuma: ciayuaii u3 npaktuku (omm6ku n ocioxknenus) / JLK. Muxaitnosa,
A.A. Kynemos, H.U. Apxakosa, T.B. Cokonosa, M.C. Betpwm, U.B. IlIauka, O.A. [Tonskosa, 1.C. ['pomos // ['enuit opronenum.
2017.T. 23. Ne 1. C. 80-84. DOI 10.18019/1028-4427-2017-23-1-80-84.
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ganach 3a7iepkka pocra. [IporpeccupoBanu IpIXxaTelbHbIC
HapymeHus. [laToreHeTryeckas Teparnus nayueHTy He Ipo-
BOJIMJIACH, BRITIOJIHSIIOCHE CUMIITOMaTH4ecKoe Jedenue. B 10
JIET POAWTENN 3aMETHIIN CHIKCHHE BUTATEIFHON aKTHB-
HOCTH peOeHKa: MPONTH CaMOCTOATENFHO MOT He Ooee 20
METPOB, 110 JiecTHULE — 7-8 ctyneneld. B 10 net cran xoqurhb
¢ moxnepxkoit. B 11 et 6ompHOI o6cnenosan B HII3/ (¢
17.09.12 mo 26.10.12). TlontBepxaen amarao3 MIIC VI
TUTIA, BBLBICH KOMOMHUPOBAHHBIA CTEHO3 ITO3BOHOYHOTO
kaHana Ha ypoBHe CO-C1-C2, pekoMEeHIOBaHO OIepaTHB-
Hoe sredeHne. Porurenn ooparumuick ¢ pedenkom B LIUTO.

pu moctymennu B [IUTO 12.11.12 obmee cocTos-
HHUE TaruenTa Tsokenoe. CaMoCTOATENFHO HE TepeIBUra-
eTcs (B TeueHue rona). HeBpomornueckoe WCCIeIOBaHHE
MIPOBOIIIIOCH IO KJIACCHYECKOH CXeMe U C MCITOIh30BaHH-
€M IIKaJ OTPENEeNIeHUs] CTENICHH MOBPEXKICHUS CITHHHOTO
mosra Frankel\ASIA [13], ¢ olleHKO# MBITIIETHON CHIIBI TIO
5-6amnpHoi mkaie Nerve Injury Committee [14], kmuHH-
YECKOW OLEHKON MBIIIEYHON CACTUYHOCTH 110 MIPEO0IIE-
HUIO MBIIIIEYHOTO COMPOTHBIICHUS TACCUBHBIM JIBIYKCHUSIM
Y HaJMYHUIO TATOJIOTHYECKUX peduiekcoB. Vcmoap3oBaHue
mrkanel cnactiaHocTH Ashworth [15] u 6-mMuHyTHOTO Te-
cta ¢ xoapooi (TheSix-MinuteWalkTest) ms oOGcnenoBa-
HUS TTAIUEHTOB CO CXOMHBIMHU KIIMHUYECKUMHU TPOSBICHHU-
SIMH CO CTOPOHBI OpTraHoB U cucteMm [16, 17, 18, 19, 20, 21,
22] oxa3aroch HEBO3MOXXHBIM HM3-3a BBIPAKEHHOTO Orpa-
HUYEHUS y OOITBHOTO IBUTATEIIEHONW aKTUBHOCTH B 00beMa
MTACCUBHBIX JIBIKCHUI B CyCTaBax BCIIEACTBHE KOHTPAK-
Typ. Ilpn ouenke no mxkane Franke\ASIA [13] xorcraru-
posaH Tun C — HETOITHOE HapymIeHne (YHKIUH CIIMHHOTO
Mo3ra. BbIsBIIEH ciacTUYECKU TeTpanapes ¢ NpeumMyLie-
CTBCHHBIM NOPAKCHUEM HIDKHUX KOHEYHOCTEH, OoJiee BhI-
pakeHHBIH cieBa (BepXHHE KOHEYHOCTH B IUCTANBHBIX OT-
Jienax — MBIIIeYHast Cujia crpasa 4 Oana, ciueBa 3 6aia;
HIDKHUE KOHEYHOCTH — B TIPOKCHMAITBHBIX OT/IENIaX CIpaBa
4 6amna, crieBa 3 Oaia, B AUCTANBHBIX OTAETaX CIpana 3
Oayna, ciieBa 10 2 0ayioB). BBIABIEHBI MATOJOTHIECCKUE
KHCTEBBIC U CTOMHBIC pedrekchl. CriacTHIeCKUil THIepTo-
HyC TIPEISATCTBOBA XOIb0E.

[To maHHBIM KIMHHYECKOTO OOCIIEIOBAHUS U Pe3yib-
TaTaMm JY9YEeBBIX METOJOB WCCIICIOBAHUS AUATHOCTHPOBAH
OUPKYISPHBIA KOMOMHHPOBAaHHBIH cTeHO3. B 00macTu kpa-

HHOBEPTEOPAILHOTO TEPEX0/ia CAABIEHUE CITMHHOTO MO3-
ra coctasisuio 90 % (puc. 1) u Ob110 00YCIIOBIEHO OTIIO-
JKEHHEM B TKaHSX TIIMKO3aMHUHOTIINKaHOB. Ha koHCcHIIIyMe
MIPUHSTO PEIICHHUE MPOBECTH TAIMEHTY JEKOMIPECCHBHOE
BMEIIATEIBCTBO 10 JKU3HEHHBIM MOKA3aHHSM.

IIpn mnanmpoBaHMM aHecTe3WM ObIIa HETOOICHEHA
TSDKECTb COCTOSIHHS peOCHKa, HE BBIIOIHEHA KOMITBIOTEP-
Hast TOMOrpadust JISTKUX M TPaxew, HE OCYLIECTBIISIICS
OMI -koHTpONs cocTosHUA marmeHTa. 19.11.12 mpu mpo-
BE/ICHUN aHECTE3WH HE YJaJloCh BBIIIOJIHUTH MHTYOAIHIO.
BonbHOI OBLT TIEpeMeIIeH B peaHNMAaIllHOHHOE OT/ICICHNUE.
B Teuenue 48 yacoB Hapocna JbIXaTellbHAask HEAOCTATOY-
HOCTb, CBSI3aHHAsl C OCHOBHBIM 3a0oineBaHueM. IlanmeHnt
ObUT TIepeBeIeH Ha UCKYCCTBEHHYIO BEHTHIIAIIMIO JETKHX
(UBJI). 23.11.12 npomsBeneHa Tpaxeoctomus. Ha done
OTEeKa MO3Tra ¢ YTHETCHHEM CO3HAHMS /10 COTIOpa Pa3BUIICS
OZIHOKPATHBIN TIPHUCTYI TEHEPAIN30BAaHHBIX CYHOPOT, Te-
Tparmapes ycyryomscs O TeTparuiernd (TUI A TI0 TIKajie
Frankel). Crrycts 14 cyTOK IOCTETICHHO TIOSIBUJIACH aKTHB-
HBIE JBWKEHHUS B KOHEYHOCTSX C COXPAaHEHHEM acCHMMe-
TpuH (MBIIICYHAS cHja 10 3 0aiioB B pykax, 3-4 Gamia B
MPaBOil HIKHEH KOHEYHOCTH, 2 Oaiia B MPOKCHMAIHHOM
OTJIeJIe JIEBOM HUKHEH KOHEYHOCTH, TUIETHS JICBOH CTOIIBI).
BonbHoii Haxonuncs Ha UBJI B pexxume NpuHyAUTEIbHON
BEHTWJISILINHN C MOAJEPIKKOH 110 00beMy.

[Tocne crabuimmsanmu coctossHus manuvednra 12.12.12
OBLT HAaJIOXKEH TaJlo-ammapar, GUKCUPOBAH MICHHBIA OTIENT
MIO3BOHOYHMKA, BBIMIOJHEHA PE3CKIMs 3aJHEH MOIyayrn
C1 no3BOHKa, OKIWIHUTOCIIOHANIONE3, METANIOOCTEOCHH-
Te3 TUTAHOBOU KOHCTpYKIHeH (puc. 2).

Pannuii nocneonepaioOHHbINA NEPUOJ] OCIIOKHUIICS KIIU-
HHUKOH JIMKBOPOJMHAMUYECKHUX HAPYIICHHN U YCYTYOICHAEM
CHacTHYECKOro Terpanapesa 1o terparieruu. 02.01.13 nanu-
enty HazHaueHa O3T: exxeHenenbHas mo3a mpemapara «Ha-
m1a3umy 24 Mr, BHyTpUBEHHO, MeUIeHHO. Yepes 3 mec. nmocie
ee HayaJla OTMEUYEHO HE3HAUYMTEIIbHOE YITYUIIEHHE CO CTOPO-
HBI HEPBHOH CHCTEMBI: TIOSBJICHIE aKTUBHOTO CTHOAHMS PyK
B JIOKTEBBIX CyCTaBax (10 4 0ayuioB), CrubaHms —pa3rHOaHus
TaJbIIeB 00eHX KHCTeH (10 2 6aiioB), crubaHus — pasruoa-
HUS TIPaBOIl HOTM B TA300€PEHHOM M KOJIEHHOM CyCTaBax
0e3 OTpBIBa CTOMBI OT IOBEPXHOCTH KpoBatH (2 Oasia), Ha-
TIPSDKEHNS MBI JIEBOI HIDKHEH KoHeuHOCTH (110 1 Gara).

Puc. 1. MPT (a) u KT ¢ muenorpadueii (0) meifHoro otaena no3BonouHuka nanuenrta T. mpu noctymiennu B LIUTO. CTeH03 TO3BOHOYHOTO

KaHaJla Ha ypoBHE KpaHuosepreOpasibHoro nepexona, C1-C2
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Puc. 2. KT meiinoro otaena Mo3BOHOYHMKA (a) ¥ pEHTI€HOrpaMMa IpyIHON KiIeTku nanuenta T. (6) Ha 3-u CyTKH IOCIIe HAJIOKEHHS rajo-
anmaparta, pe3ekuun 3aaneit nomyyru C1 mo3BoHKa, OKIHITHTOCIIOHIUI0/E3a, IeKOMIIPECCUH CITMHHOIO MO3ra

PE3VIJIBTATBI

B utone 2013 r, uepe3 7 Mec. mocie onepauuu, CoOCTos-
HUE TIAllUEeHTa CPeTHEeH TSHKECTH, cTabMIIbHOE; TeTpanapes
C TIOJIOXKUTEIBHONW AMHAMUKOI: MOSBHIIOCH AaKTHBHOE Ha-
TIPSOKEHUE AETBTOBHTHBIX MBI, PeOCHOK CrudaeT — pas-
rH0aeT PyKH B JIOKTSX, COBEPIIACT KauaTeIbHBIC IBIXKCHIS
B KHCTAX B mpenenax 20°, crubaeT M pa3rndaeT maibIisl
pyk (2 6anna). YBenuuuiIach cuiia B HIDKHUX KOHEIHOCTSIX
Ha 1 Gamn (zo 3 6anyoB crpaBa U 2 OaNJIOB ClieBa), YTO CO-
otBercTByeT Ty C mo mkane Frankel. Cuaut B xpece-
Katasnke. DYHKINH Ta30BBIX OPTaHOB COXPAHEHBI.

Ha ¢one perynsaproit @3T Habmonazach MOI0KUTETb-
Hasi TUHAMHUKa CO CTOPOHBI JIBIXaTEIbHON CHCTEMBI (pery-
JpyeMast BA3KOCTh MOKPOTBI, CAMOCTOSITEIIEHOE JIBIXaHHE

mo 12 gacos B cyTkn). Bech mepuon neuenus B IUTO ma-
IIUEHT HaXOJMJICA B OT/eNeHnH peannMannu Ha IBJI ¢ mo-
CTOSIHHBIM MOHHMTOPHHIOM >KH3HEHHO BA)KHBIX (DYHKITHIA.
IIpoBomumuce mopbop pexuma MBI, koHTpoIHs 00BeMa U
KadecTBa MH(Qy3uoHHOW Tepamuu, ®3T, cummromarmye-
CKO€ JICUeHHE, peaOMITUTAITHSL.

28.08.13 mammeHT B CTaOMIBFHOM CPEIHETSDKEIIOM CO-
CTOSIHUM OBIII TIEPEBE/ICH B CTAI[OHAP TI0 MECTY JKUTEIb-
CTBa JUIS TPOIOJDKEHHMS JiedeHusl. PeOCHOK Haxomuics B
pearnmaronHoMm otaeneann OJIKB, tae Obuta mpomon-
skeHa D3T, BEIMOTHANNCH peaOMINTAIIIOHHBIE MEPOTIPHSI-
tis. Ocenpro 2013 1. y 6015HOTO pa3BUIIACH HO30KOMHUAIh-
Hasi ITHEBMOHUS, peOeHOK morub B HOsOpe 2013 1.

OBCYXIAEHHE

Huarnoz MIIC VI tuna ObuT MOCTaBICH MAlMEHTY B
Bo3pacte 4 mer. OTCyTCTBHE HAaIEKAIIETO KOHTPOISI
KJIIMHUYECKUX TPOsIBICHU cuHApoMa Mapoto-Jlamu (3a-
JIepKKa pOCTa, MHO)KECTBEHHBIE KOHTPAKTYPbI, CHIDKEHHUE
JIBUTATEIIFHON aKTUBHOCTH) M aJCKBATHONH KOHCEPBATHUB-
HOM Tepanuy MPHUBEJIO0 K OBICTPON MHBAIUAN3ALNN PEOCH-
ka. CTeHOo3 MM03BOHOYHOr0 KaHajia ObLI BeIsBIEH B 10 jeT,

Ho 10 noctyruienns B LIMTO pebenky He ObL1a Ha3HAYECHA
®3T, koTtopas Moryia Obl 00JIErYUTh TEYCHUE TOCIeoIepa-
nuonHoro nepuoaa [23]. OneparuHoe seuenne B [IUTO
OBUIO MIPEIIPHHATO 110 )KU3HEHHBIM IIOKA3aHUSM B CBS3U
C BBIPOKCHHBIM LEPBHKAIBHBIM CTEHO30M. Hemoouenka
CIIO)KHOCTH BBINOJIHEHUS] HHTYOAIMH, IO31HEe Hayajo
@®3T npuBeny K yXyAIICHUIO COCTOSHUS MAIlUCHTA.

BbIBO/IbI

[Mauuenram ¢ MIIC TpedyeTcst AuHaMU4ecKoe HaOI0-
JeHue y crienuanuctoB 1 MPT-koHTpoib mieiiHoro otena
TMO3BOHOYHHKA HE peke 2 pa3 B TO/I.

OmnepaTHBHOE JIeUeHHE BO3MOXKHO TIOCJIE BCECTOPOH-
HEero 00CJIEIOBaHUS U KOJUICTHAIBHOTO OOCYXIEHHS CO-
cTostHus 00JIbHOTO, 00s13aresibHO Ha (poHe D3T. Pekomen-
nyercst OMI-koHTponb cocTosHus manueHTta. IlokazaHo
BBINOJIHEHHE KOMITBIOTEPHON TOMOrpaduu JISTKHX U Tpa-
XEeH B IIPEIONEPaMOHHOM Iiepuoze. B ¢BA3U ¢ «TpyIHBI-

MW ObIXAaTCIIbHBIMU MyTAMU JISA I/IHTyGaLII/II/I HeO6XO}II/IMO
UCIIOJIb30BaHNE ONTHYECKON TeXHUKH: (HPHOPOOPOHXOCKO-
na, JIApUHTeaJbHOrO BO3AYXOBOJA, JAPHHIOCKoma. Bss-
KOCTh MOKPOTBI, CIIOCOOCTBYIOIIAsI aTe/ICKTa3UPOBAHUIO
JICTKHX, & TAKXKe Mape3 MeXPeOCPHbIX HEPBOB U Auadpar-
MBI JIeJIal0T 3ajady nepesoja nanuenta ¢ UBJI Ha camo-
CTOATCIBHOC IObIXaHHUEC B cnyqaﬂx IIO3OHETO BbISIBJICHUA
3a00JIeBaHUS U HE HAYaTOTO CBOEBPEMEHHO JICUCHUS TIPaK-
THUYCCKU HeBLIl’IOJ’IHPIMOﬁ.
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