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KAVMHUYECKUIA CNYYAN MYKOMOJINCAXAPUA03A VI TUMNA C KPATKUM
JNINTEPATYPHbIM OB30POM

B npedcmasnieHHOU HuUXe cmamee omMpaxeHsl cogpemMeHHble npedcmasseHus 06 00HOM u3 Haubosiee 4acmeix
3abosiesaHuli cpedu HacnedcmeeHHbIX U30COMHbIX bone3Hell HakonaeHUs — Mykonoaucaxapudosax, a umeHHo VI mune
smoli namosnozauu — cuHOpome Mapomo-/lamu. CymmupogaHsl OaHHble aumepamypel U cobcmeeHHele HabAOeHus,
Kacarowjuecs 80npocos 3MmuoJioeul, NamozeHe3a, Cpokos MAHugecmayuu U KJAUHUYECKOU cuMnmomMamuku 6o/1e3HU,
Memo0o8 duazHOCMUKU, COBPeMEeHHO20 JleHeHUs U Npoguaakmuku Mmykonoaucaxapudosa VI muna. OnucaH kauHu4Yeckul
cyyali kaaccudeckoeo munda cuHopoma Mapomo-/lamu. [NokazaHo, Ymo ocHosol npogunakmuku cuHopoma Mapomo-
Jlamu siensiemcsa sgpgpekmugHoe MeOUKo-2eHemuU4eckoe KOHCYIbMmupo8aHue.

Knroueewle cnoea: mykononucaxapudos VI muna, cuHOpom Mapomo-Jlamu, 2at0K03aMUH2AUKAH, apuacyispamasa B,

eancynegpasza, demu

B HacTtoAwee Bpemsa m3BecTHO cBbiwe 50 nun3o-
COMHbIX HonesHel HakonneHus [1], npesAcCTaBAAOLLMX
coboli peskume, HO TAXeNble paccTponcTBa obMeHa Be-
LLLeCTB, NMPW KOTOPbIX reHeTu4eckn 0bycNoBAEHHbIe Je-
dekTbl paga GepMeHTOB Bbi3blBAOT HAKOMJIEHNE BHYT-
pY IM30COM MPOAYKTOB XXWU3HeAEeATeNbHOCTM KAETOK.
Mykononucaxapugos VI tvna, nav cnHapom Mapoto-
Jlamn, Ha3BaHHbIW Tak MO MMeHaM BrepBble OMMcaB-
wux ero B 1963 r. dpaHLy3ckux Bpaveli MNbepa Mapoto
n Mapwuca flamn [2] - nm3ocomHas 6onesHb Hakonae-
HWUA, OBYCNOBNEHHAs CHUXEHWEM aKTUBHOCTU dep-
MeHTa N-aueTunranaktozamunH-4-cynbdatasbl (4-cynb-
¢dataza, apuncynbdarasa B, ARSB, EC 3.1.6.12) [3].

Snnaemmonormna. Mykonoancaxapngos VI tuna
OTHOCKTCSA K peAkuM (opdaHHbIM) 3aboneBaHmsM. Yac-
ToTa 3aboseBaeMOCTV B sMTepaType BapbupyeTca OT
0,05 [4] po 2,3 [5] Ha 100000 >xmBOpoOXAEHHbIX. He-
CMOTPA Ha TO, YTO JaHHOe 3aboneBaHMe He CBA3AHO C
onpegeneHHbIMU 3THUYECKUMW TPYMnamun, pPervMoHoMm
abdekTa ocHoBaTena npegnonaratot [lopTyranvio wu
palioHbl bpasunuu [6]. Ha cerogHsLWHWIA AeHb, onupa-
ACb Ha 3apybeXHble WnccaefoBaHVS 3MNUAEMUONOTN
BbISIBJIEHO, YTO Hambosiee BbiCOKME Mokasatesn 3abo-
NeBaeMOCTN OTMeYaroTCa B TakuX pernoHax, kak bpa-
3uama — 25,0:100000 >xkmBopoxaeHHbIx, CayaoBckas
Apasua — 8,0:100000 xunBopoxaeHHbIX [3, 7, 8].

StnonatoreHes. len VI Tmna Mykonosimcaxapmgo-
3a (ARSB - arylsulfatase B) kapTMpoBaH Ha AAVHHOM
nieye xpoMocoMsl 5 B yuactke ql1-ql3, nmeet annHy
206 knnobas 1 coaepxut 8 ak3oHoB. [eH apuncynbda-
Ta3bl B koAuMpyeT OAHOVMMEHHbI depMEeHT, KOTOpPbI
ocyLecTBAfAeT rMApoan3 cyabdatHor rpynnsl N-aue-
TUAranaktosamuH-4-cynbdata, gepmataH cynbdata wu
XOHApouUTUH-4-cynbdaTta. Apuncynbdatasa B coctout
13 492 aMUHOKMCIOT U UMeeT MONEKYNAPHbIN BeC 47
kDa [9]. MNaToreHHble MyTaLMW 3TOrO reHa MNPUBOAAT
K CHWXXEHWUIO WAW OTCYTCTBUIO aKTMBHOCTM pepMeHTa
apuncynbdatasbl B (ASB), ogHOro ns natn depmeHTosB,
HeObXOAMMBIX ANA paclienneHns gepmaTaHcyabdara
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(DS) - BaXKHOro KOMMOHEHTA COEAMHUTENbHOW TKaHW.
JepmataHcynbdaT cofepXuTca B COeAUHUTENbHOWM
TKaHW pPa3HbIX OPraHoB, B TOM YMCAE KOXM, CYXOXM-
NI, KPOBEHOCHBIX COCYAOB, AblXaTelbHbIX MNyTen W
KnanaHoB cepaua. B pesynbrate yero mnaer HemoaHoe
pacLiensieHve 1 nocteneHHoe HakomnaeHne NpoAyKTOB
pacnaga gepmMartaHcynbdaTa B IM30COMax BCeX KNETOK,
4YTO MPUBOAUT K HeobpaTMMbIM MOBPEXAEHUAM Kie-
TOK W TKaHeW 1, COOTBETCTBEHHO, K AUCOYHKLMUM opra-
HOB. YTO KacaeTca xoHApouTuH-4-cynbdaTta (CS), Tak-
Xe aBAsroLmMinca cybctpatom ASB, TO OH ruapoansyet
rmanypoHungasy n 6eta-rnoKypoHungassl B Tpucaxapu-
4bl W BbICLLME O/IMTOCaxapuabl, KOTOpble Tak>Ke Hakamn-
NINBAIOTCA BCIEACTBME HapyLUeHWA B KJeTKaxX M TKaHAX
[10].

Mykonoancaxapugo3s VI Tuna nposeaseTcsa To/b-
KO y MauMeHTOB C TAXeNbIM AedULINMTOM pepMeHTaTnB-
HOWM aKTMBHOCTWM apuacynbdaTtasbl B (06biuHO MeHee
10% OT HUXXHEW rpaHnLbl HOPMbI). Y HOCUTENEN OfHO-
ro aHOMasIbHOrO anfiens coxpaHAeTca AoCTaTouHas ak-
TUBHOCTb GepMeHTa, NO3BO/IAOLWAsA n3bexaTb NposB-
NeHnn 3abonesaHuna. Tun HacnegoBaHWA 3abosneBaHuA
— ayTOCOMHO-PELLECCUBHbIMN.

Knnnunueckne npoasnerHna. CuHgpom Mapo-
TO-/laMn SBASIETCA KAMHWUYECKU pa3Hoobpa3sHbiM 3a-
6oneBaHMeM C TOUKM 3pPeHUA PacnpoCTPaHeHHOCTU U
CKOPOCTN MPOrpeccnpoBaHna MOPaXKEHNA Pa3aNYHbIX
opraHoB M cucteM. bonesHb xapakTepusyeTcs oTCTa-
BaHWEM B pOCTe, U3MEHEHNSAMU CO CTOPOHbI OPraHOB
3peHnsa, orpybeHnem uepT Mua, CHUXKEHUEM CyXa,
TYronoABMXKHOCTBIO B CyCTaBax, renaTtocrnjeHoMeranm-
€W, NocTeneHHbIM Pa3BUTUEM CePAEUYHO-COCYANCTON U
AblxaTesbHOM HegocTaTouyHOCTU. [porpeccrpoBaHme
3aboneBaHuA: ckeneTHble gedpopmaumn, 3aboneBaHns
CyCTaBOB, CepAeYHO-NeroYHble OCIIOXHEHWSs, cnenoTa
N KOMMpeccns CMHHOIO MO3ra, YTO NMPUBOAAT K NHBa-
vansaunn nauuveHTa. B HacTosAwee Bpems BblAenaroT
3 dopmbl bonesHu: npu Taxenon dopme aebroT 3ab6o-
JNieBaHUs Mpoucxoamt B Bo3pacte 1-3 roga, npu cpea-
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HeTAXeNOoN MpPOosABAEHUS HauMHaroT Becnokoutb C 6
net, npw nerkon — nocne 20 ner.

HapyweHnune pocta. Mpu Taxenbix dopmMax CUHA-
poma Mapoto-/lamn Habatogaerca 3HaunMTesNbHasA 3a-
aepxka pocta. Tak, y B3pocabix 60/bHbIX ANVHA Tena
06bI4HO He npeBbiwaeT 95-100 cM, UTO CcOOTBETCTBYET
kapankoBocTu. Mpun nerkux popmax 3abonesaHns poct
MOXeT AOCTUraTb HUXXHEW rpaHuLibl HOPMbl U COCTaB-
natb 140-150 cm. [11].

B Tabanue 1 npepcraBneHbl Havbonee pacnpo-
CTPaHEeHHble U3MEHEHNs CUCTEM OpraHmM3Ma Npu CUHA-
pome Mapoto-/lamu [12-21].

Tabavua 1
Hanbonee pacnpocTpaHeHHble N3MEHEHWS CUCTEM
opraHusma npuv cuHgpome Mapoto-Jlamu

Cucrembli CuMnTOMbI

KocTHo - | lopcontombapHbii  kndo3, CKOAMO3,

CycTaBHas | yBEIMYEHHbIA  MOSICHUYHBIA  10pA03,

cucTema aHoManva GopMbl Ten MO3BOHKOB (yr-
NollleHne, nporvb Hasag), HezopasBu-
TWe Tas3a, AMCNAasusa roaoBOK bespeH-
HbIX KOCTEM W BasiblyCHOE MOJIOXKEeHMe
wernkn 6espeHHON KOCTW, CUMMTOM
«KOTTUCTOW Nanbl», crumbatesibHble KOH-
TpakTypbl NIOKTEBbIX, 6eApeHHbIX N KO-
NeHHbIX cycTaBoB [12]

AbixaTenb- | OBCTPYKTMBHbIE 3abosieBaHUA  Ablxa-

Has CuUCTe- | TebHbIX MyTei, 06CTPYKTUMBHOE amnHo3

Mbl BO BpeMs CHa, ObOCTpyKLMSA BepXHUX
JbIXaTeNbHbIX NyTelr, NEFOYHbIN GUBPO3
[13]

Ceppaeu- |[lporpeccupyrowaa natonornsa Knana-

HO-CcOoCYy- | HOB cepaua (CTeHO3 wu/uan HepocTa-

4 W CTaAa|TOYHOCTb), TUMepTeH3ns, HapylleHue

cuctema cepgeyHor nposogumoctu, Ha KT xa-
pakTepHO - CUMHYCOBas TaxuvKapaws, oT-
KJOHEHWs 3NEeKTPUYECKON ocu cepAua
BMpaBO W B/IEBO, yBENNYEHME Npeacep-
avn [14]

Penpo-|3agepxka Hayana NMoOAOBOro co3pesa-

AYKTUBHAaA | Hua [15]

cucTema

3putenb- | [loMyTHEHVWE POroBULbl, HOYHas cne-

Hasf CuCTe- | NOTa, CHUXKEHWE OCTPOThI 3peHMs, OTeK

Ma AVCKa 3pUTENBHOrO HepBa, aTpodus
3pUTENBHOTO  HepBa,  MOBbILEHHOE
BHyTpuUraasHoe gasieHue [16]

HepeHasn | ngpouedanna, nopaxeHnme CMUHHOIO

cmcTema MO3ra, KOMMPECCMOHHbIe HerponaTuuy,
CUHAPOM 3aMACTHOrO KaHana, LepBu-
KaJbHas Muenonatns ¢ HecTabuabHOC-
TbHO MEPBOro U BTOPOrO LUEMHbIX MO3-
BOHKOB WM KOMMpeccMen CrvHHOro
mo3ra [17, 18, 19, 20]

Xenypou- | CUHAPOM pa3fpa’keHHOro KMLLEYHMKA,

H O - K 1 - | renatocnaeHomMeranma [21]

WweyHas

cmcTema

,D'VIaFHOCTI/IKa 3aboneBaHus npoBoOANTCA Ha OCHO-
BaHWWN KJINHNYECKNX NMPU3HAKOB U na60paToprlx aHa-
JIN30B!:

ﬂ\f/\k 37

1. ToBbllWeHHaa 3KcKpeuusa AepmaTtaHcynbda-
Ta (FAT) ¢ Mouoii. Bbicokune 3HaueHus yposHs Al B
MOUYe KOPPENMPYHT CO 3Ha4MTe/IbHbIM OTCTaBaHWEM
B POCTE U CHWXEHHOW Maccol Tesa, a Takxe Bblpa-
>XEHHBIMU KJVHUYECKMMW MapameTpamMu, yKasblBato-
WMMKN Ha BbICTpOe pasBUTUE U TAXeNoe TeyeHne 60-
Ne3Hn. Y naumeHtos ¢ yposHem [Al, He3HaunTesbHO
MpeBbILAOWMM HOPMaJbHbIV AManasoH 3HauYeHun,
NPOXOAUT TpU-4YeTblpe [JeCATUNETUA AO Pa3BUTUA
KJAMHWYECKMX MPOSIBEHWI TaKOMN e CTeneHu Bbipa-
XEHHOCTN. Y B3POC/bIX GOJIbHBIX BbIMNOAHAETCA 6-TW
MUHYTHBIA TecT XoAbbObl, AN JAeTeli HOpMaTUBHble
JaHHble OTCYTCTBYHOT.

2. CHumxeHue akTmBHOCTM N-aueTuaranaktosa-
MUH-4-cynbdaTasbl (apuncynbdatasel B) B KynbType
d1bpobaacToB NN B N30IMPOBAHHbIX NENKOLMUTAX.

3. NccneposaHue reHa, koaupyrowero gpepmeHTt
apwicynbdatasy B, snokanusytowlerocs B CermeHTte
5gq13-ql4).

4. lns npeHaTanbHOW AMArHOCTUKN WUCMOJ/b3YHOT
aMHMOLNTLI U KNETKM BOPCUH XOpUOHa [22].

AvddepeHumanbHblil - AnarHO3 MNPOBOAUTCS  C
CUCTEMHBIMW CKENETHbIMU AUCMNA3NAMN N APYTUMU
JNIN30COMHBIMN  BONE3HAMW HAKOMAEHUS, B MEPBYHO
oyepesb, C rypaeprnofobHbiM GEeHOTUNOM: MYKOAUMU-
A03aMK, G-MaHHO3MAO030M, MyKoMnoancaxapuaosamm I,
II, I n VII TMNoB, MHOXeCTBEHHON cynbdaTasHON He-
AOCTAaTOUYHOCTBIO.

JNleueHve. Ha cerogHAWwHWMIA aeHb depmeHTO3a-
mecTuTesbHaa Tepanus (P3T) asnsetca Hanbonee Ge-
30MacHbIM BUAOM JiedeHnsa cuHgpomMa Mapoto-Jlamu.
Ona ®3T npumeHsaetca npenapat lancynbdaza (Ha-
rnasmmM; kog ATX A16ABO08). fancynbdpasa — 310 pekom-
6uHaHTHas ¢opma N-aueTuaranaktozamuHa-4-cynb-
¢daTasbl yenoseka. [penapat BBOAWUTCA B f03e 1mr/kr
OZVIH pa3 B HeZesto B BUAE BHYTPUBEHHOW NHOY3UW B
TeyeHue 4 u. B ycnoBuax ctaumoHapa. 2,5% pactsopa
BBOAAT B TeUEHMEe MepBOro 4aca, OCTaNbHON O6bEM
(npumepHo 97,5%) B TeueHne nocneaytowmx 3 u. Pep-
MEHTO3aMeCTUTENbHYHO Tepanuio B BUAE BHYTPUBEH-
HbIX WUHOY3UA NPOBOAAT €XEeHeAeSbHO MOXMU3HEHHO.
BO3MOXHO pa3BuTME TaKMX HeXesnaTe/lbHbIX SABAEHWN,
Kak aHrMOHEeBPOTMYECKU OTeK, apTepuanbHas ru-
MOTEH3Ms, OAbIlKa, OpPOHXOCMasM, pPecnMpaTopHbIi
ANCTPeCcC-CMHAPOM, KpanmvBHMLA, a TakXke Anxopag-
ka, 03HOO, ronoBHas 60/b, CbiMb, TOLWHOTA, PBOTA T.A.
lMepBble HeAenu BBefeHWA MpenapaTta M3-3a puUcka
BO3HWMKHOBEHWs HebNaronpusaTHbIX peakuuin B OTBET
Ha MHQY3MIO, NaLMeHTaM Ha3Ha4yaroTCa aHTUTMCTaMUH-
Hble nMpenapaTtbl B COYETaHUM C XXapOMOHMXKaOLWUMM
HernocpeacTBeHHO nepey, MHoy3melh. VIHTeHCMBHOCTb
NPOSABAEHUI MOXHO YMEHbLUNTb MPU CHUXKEHUMN CKO-
poCT\ BBeAEHMA npenapata Uan BPeMEHHOM Mpekpa-
WeHnn MHOY3uU. Mpu pasBUTUM TAXKENbIX MOBOYUHbBIX
peakuuii cinesyeT HeMeA/IeHHO MPEeKpPaTUTb BBEAEeHUe
npenapata 1 NpPoOBeCTU BCe HeObXOAVMble Meponpu-
ATUA ANS KYNUPOBAHUA HeXXenaTesibHbIX ABAeHWUN. [23]
Mpn NpoBeseHHbIX 3apybexKHbIX ncciesoBaHMAX Obin
BbISIBJIEH MoJoXuTenbHbI 3¢pdekT or ®3T, Takme Kak
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cTabunmsauma uam ynydieHve cayxa, GyHKUUN cepa-
La, perpeccMpoBana renatocrnjeHoMeranns, CHU3NICA
yposeHb Al B MOuYe, O0AHaKO Mporpeccnposanc Mno-
MyTHEHME POroBULIbl U COXPaHANNCHb CKeNeTHble aHO-
mManuu. Mpenapat 1 Ao3bl ero 6bLIM XOpOLLO nepe-
HOCMMbl AEeTbMW N He OblN0 BbISBAEHO YrpOXaroLLMX
KU3HW MOBOUHBIX peakumi. ITO BCe AOKa3blBaeT, YTo
paHHee neyeHne O3T MOXET CHU3UTb UAN 3aMefNnTb
NporpeccMpoBaHne HEKOTOPbIX MPOSBAEHWI B0ae3HM
[24, 25, 26]. TakXe CyLLeCTBYHOT TakMe MeTOAbl fneve-
HWA, Kak nepecaska reMorno3TMYeckmx CTBONOBbIX Kae-
TOK, MO MOKa3aHWAM MPOBOAUTCA CMMMTOMaTMyeckas
Tepanus, XMpypruyeckoe seyeHne rnaykombl, Koppek-
LMS CKEeNETHBIX aHOMainRi, XUPYPruyeckoe neyeHune
CMHAPOMa 3aMACTHOrO KaHana, rpbikeceyveHme.

MpuBoanM cob6cTBEHHOE HabnaeHue

PebeHok TA., manbumk 8 net obpatmics B 2010
rogy B AO «HaLuWoHanbHbIV LEHTP HENPOXMPYPrum» K
HeBpoOMnaTo/iory € Xanobamu Ha 3afZepXKy pocTa, OT-
CTaBaHWe MCUXOMOTOPHOIO PasBUTUSA, TONIOBHYHO 60,
TOLWWHOTY, PBOTY, YTOMASEMOCTb, C1aboCTb, CHUXEHMe
3peHus.

3 aHamHe3a XU13HM M3BECTHO, UTO AaHHas bepe-
MEHHOCTb MpoTekana Ha ¢oHe aHemuu, oTekoB, YT1b,
poabl B cpoke 39-40 Hegenb, no Anrap 7-8 6annos,
KpyrnHbIM BecoMm (4200r). PaHHWIA nepuog npoTekan
6e3 ocobeHHocTel. Poc 1 pa3BuBaics C TEMNOBON 3a-
aep>kkon. CeMelHbI aHaMHe3 — CO C/I0B MaMbl OTPHU-
LaerT.

N3 aHamHe3a 3aboneBaHMs C MePBbIX JIET XU3-
HU y pebeHka OTMeYannCb NPOSBIAEHNS KJAVHUYECKOM
KapTUHBI: yBEJMYEHME POCTa FOJIOBbI, 3ajepXKa poc-
Ta, rpybble YepTbl JvLa (rapronavsm), AUCiponopum-
OHa/IbHOE CTPOEHWe cKeneTa, nyroyHas rpbixa. Kaum-
HUYeckme npu3Haku ctanaum 6onee BbipaXKeHHbIMU K
2-3 netHemy Bo3pacty. B 2005 rogy B Bo3pacte 3 roga
pebeHky nposeseHa MPT rofoBHOrO MO3ra, rae BbisB-
JleHa KapTvHa rugpouedanvm 1 apaxHouganbHbIX KNCT
BMCOYHbIX AO/EN FOJIOBHOrO MO3ra C O0Benx CTOPOH.
YuuntbiBas coxpaHsatowytoca Ha KT ronosHoro mosra
KapTUHY BHYTPEHHEW, OKKJ/IHO3MOHHOW, acMMMeTpUY-
HOW rugpouedanvy, CoxpaHsroLLyocs rpybyto ovaro-
BYHO HEBPOJIOTMYECKYD CUMMTOMATUKY (OTCTaBaHuWe
MCMXOMOTOPHOTO  Pa3BUTUS, YacTUYHYHO aTpoduIo
3pPUTE/ILHOTO HepBa) PELUEHO MPOBECTU OmnepaTMBHOE
NeyeHne. Onepaums B Bo3pacte 5 JeT - BEHTPUKYNO-
NepuUTOHEOCTOMMUS CleBa C MMMJAHTaUMen LyHTUpY-
toLLen cucTteMbl. 3a Bce BpemMs 3aboneBaHns 60/bHOrO
Habatogann pasHble CneumanucTbl — Xupypru (ygane-
HWe rpbiX), opToneabl (opToneamyeckas KoppekLms
HapyLleHNA ONOpPHO-ABUraTeIbHOTO annapara), neau-
aTpbl (B CBA3M C YacCTbiMWM OCTPbIMWU PeCcrnvpaTOpHbI-
MW BUPYCHBIMU WHPEKLMAMY, CePAEYHO-COCYANCTOM
HeZ0CTaTOYHOCTbIO), OTOPUHONAPUHTONOMM (B CBA3M C
HapyLWeHUAMWN CNyXa, XPOHUYECKUMUN OTUTAMU U CUHY-
cntamm), odTanbMoOr, HEMPOXMPYPIM 1 HEBPOMaTO-
norn (BHyTpuyepenHaa runepTteHsus). Vicnonb3sosanu
415 NeYeHns ropMoHanbHble npenapaTbl (KOPTUKOTPO-
MUHa, TNHOKOKOPTUKOWAOB, TUPEOUANHA), BUTAMUH A,

nepenvBaHUa MnpernapaToB KPOBW Ma3Mbl, BBEAEHWUE
aekctpaHa-70 NpyvBOAMAO Wb K BPEMEHHOMY Yayu-
LIEHWIO.

ObbekTMBHbIN cTaTyc: ObLiee cOCTOsiHME YAOB-
NeTBOPUTE/IbHOE, KOXKHble MOKPOBbI H1e4HO-PO30BbIE,
aebopmaLums rpyaHON KNeTky, BecnoobpasHble pebpa,
KNPO3 rpyAOnOACHUYHOIO OTAeNa, MPaBOCTOPOHHMM
remunapes, Kap/JvMKOBOCTb, remaTocrnjeHoMeraaus.
HeBponorunuecknin craTtyc: ronosa rugpouedanbHoin
dopmbl. CTUrMbl An3smMbpuoreHesa: LIMpoOKas nepe-
HOCML@, 3MMKaHT, rpybble YepTbl avua (rapronansm),
3ajiepxKka pocta (HaHW3M),  AUCNPOMOPLMOHAb-
HOe CTpoeHuWe ckeneTa, Aepopmauum NO3BOHOYHMKA
(CKONMO3), KOHTPaKTypbl CYCTaBOB, CHUXXEHWe cayxa.
3paukn oamnHakoBble OD = OS, peakuua Ha CBET He-
CKONbKO CHUWXXEHa. [BWXKEHWS rnasHbix 610K B NoJ-
HoMm obbeme. PoHaLMA N [IOTaHWE He HapylueHbl. B
ABUraTeNbHON chepe MMeeTCas MNPaBOCTOPOHHWUIA re-
Munapes. YyBCTBUTE/IbHbIE HApYyLLIEHWS He onpejens-
toTcsA. MONOXKUTENbHBIA PE3KO BbIPAXKEHHBIA KJOHYC
cTonbl cnpasa. KoopgnHaTopHble MpoObl: HEYCTONYM-
BOCTb MpPW BbINOJHEHUN YCAOXHEHHOW Mpobbl Pom-
6epra. Peub — TUxas, HeYBEPEHHbIN, OrNAAbIBAETCA Ha
MaTb. VIHCTPYKUUM BbIMONHAET MOCAe HEOAHOKPATHbIX
NoBTOpPEeHWA. BHMMaHWe KpaiHe paccesiHHoe. PebeHok
YUMUTCA Ha AOMY (CO CIOB POAUTENEN), HET NHULMATUB-
HOCTW 1 MOTUBaLMI K yuebe.

[aHHble nabopaTopHbIX UCCAefoBaHWUA: 3KCKpe-
UM C MOYOM XOHAPOUTUHCYAbdaTa, MeTaxpomasus
NekoumnToB 1 prbpobnacTos.

Helpopaanonornyeckoe

nccnegosaHme:  MPT

ronosHoro mosra ot 13/01/10 - npu3Hakm MHOXeCT-
BEHHbIX KMCTO3HbIX O4aroB, ANPPY3HO PaCnoNOXeH-
HbIX B BelllecTBe rofoBHoro mo3sra (puc. 1, 2). Hanbo-
Nlee KpyMnHble 04arn pacrnosioxXeHbl B MO30MCTOM Tesle
N CPeaVNHHO-MEXOKeNy[04KOBOM MpocTpaHcTBe. He
WCKHOYEHbI OYary NnopaxKeHns B XvMasme 3puTesbHOro
HepBa.

PucyHok 1, 2 - MPT ronoBHoro mo3ra ot 13/01/10

MPT  weWHoOro otzesa MO3BOHOYHMKA  OT
13/01/10 — npu3Hakn fereHepaTvBHbIX W3MeEHeHWI B
BUJE YKOPOUEHUS LUEVHOrO OTAEeNa, BbIPaXXeHHOro 3a-
TbINOYHO-LWeNHoro yraa (puc.3). Onpeaenstorcs yyacT-
KW MeJIKUX O4aros B CTPOMe MO3roBOro BellecTBa Ha
MPOTAXEHUN BCETO LLIEWHOrO OTAeNa.
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PucyHok 3 - MPT wenHoro otzesna No3BOHOYHMKA OT
13/01/10

PebeHOK KOHCYNbTUPOBaH APYrvMW CreLlmanmc-
TamMW: 3HAOKPWMHONOT — TUNOTUPEO3; odTasbMonor
— OH — Huctarm, anctpodua porosuubl, OS — Backy-
napusmposaHoe 6esbmo porosuubl, OH — atpodus
3PUTENILHOTO HepBa, HUCXOAAWAA. Y reHeTMka — My-
konoauncaxapugos VI tuna — cuHgpom MapoTto-Jlamu
(*253200, 5qll-gq13, reH ARSB, p) - HefOCTaTOYHOCTb
apwicynbdarasbl B.

TaknM 0bpa3oM, onmMcaHHbIN Ciyyar NpescTaBas-
€T cObOoI KNaccmyeckyro KapTUHY MyKomoancaxapuaos
VI tvna (cmHgpom MapoTto-J/lamn). oasneHve Kaun-
HUYECKMX CUMMTOMOB MOC/ie Nepuoga HOPMasbHOrO
pa3BUTUA CBOMCTBEHHO 60/bLIMHCTBY 6Gone3Hel Ha-
KOMJeHMs. ITO CBA3AHO C JOCTUXKEHMEM KPUTUYECKO-
ro ypoBHA HepacLlenaeHHoro cybcrpata B IM30COMaX.
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Mpw nccnesoBaHumM BMONTATOB Pa3NNYHbIX TKaHel 06-
Hapy>X1BatoTCA yBeNNYEHHble B pa3Mepe JN30COMbI,
npeAcTaBastoLLmne cobon pa3ayTbie BaKyou.

B 3akstoueHnmn xotenock 66l OTMETUTD, YTO Aumar-
HO3 MapoTo-/lamMn XOTb W SBASETCA PEeAKMM, OfHa-
KO He BbI3blBaeT 3aTPYAHEHWI, eCIn O HeM 3HaTb U
NOMHWTb. HeobxoaMMO akLeHTMpOBaTh BHMMaHME Ha
npodunakTnke, KOTOpas 3aK/JKO4aeTcs B HuKecaeay-
towem. PoauTtensm getert ¢ MyKoOMoJamMcaxapuzo3om
VI Tina HeobxoaMMO npoBeseHne 3PPeKTUBHOTO Me-
[AMKO-TeHEeTNYEeCKOro KOHCynbTMpoBaHusa. Kak v npwu
APYTUX ayTOCOMHO-peLLecCUBHbIX 3aboneBaHMAX, pUcK
poxzaeHus pebeHka ¢ cuHApoMoM MapoTo-flamu B
TakKMX CEMbAX COCTaBAAET ANA KaXAon BepeMeHHOCTU
25%. [lns cynpyxeckmx nap, nmeroLimx 60abHOro pe-
6eHKa, cyliecTByeT BO3MOXHOCTb MpPOBeAeHWUA npe-
HaTa/bHOM W MNPEeUMMAaHTaLMOHHOW AMarHOCTUKM.
MNpeHaTanbHasa AvarHoCTMKa Mykonoaucaxapugosa VI
TMNa BO3MOXHa MOCPEACTBOM W3MEpPeHUst akTMBHOC-
TV An3ocomManbHoro depmeHTa apuacynbdartasbl B. B
6uonTate BOPCMH XOpuoHa Ha 9-11-i Hepene bepe-
MEHHOCTU W/WAW omnpejeneHna crektpa ravko3amu-
HOMMKAHOB B aMHWOTUYECKON XMAKOCTU Ha 20-22-1
Hegene rectaumn. CembsM C WM3BECTHbIM T€HOTUIMOM
6osee uUenecoobpasHbiM ABASETCA MPOBEAEHWE Mnpe-
HaTanbHou AHK-anarHoctnkmn natonoruun. MNMporpamma
CKPWHVHIa HOBOPOXJAEHHbIX Ha MyKOMoJvcaxapuao-
3bl HaxoAMTCA B pa3paboTke M MOXeET ObITb AOCTyMHa
y>e B 0603pvMOM ByayLieM, 0ocCOBeHHO ceivac, Koraa
yCnewHo BHeAPeH MeTOZ MnaToreHeTU4eckoro Jsede-
HUA TEHHO-UHXEHEPHbIMU pepMeHTO3ameLLaroLL MU
npenapatamu, B YacTHOCTW, Harnasumom ans 60/bHbIX
¢ cnHgpomom Mapoto-Jlamun [27]. CneayeT oTMeTUTb
YTO MPOTrHO3 NMpw Bcex popmax AaHHOro 3aboneBaHus
HebnaronpuATHbIA, T.K. C BO3PacTOM Mporpeccupyert
HeobpaTUMbI MPOLLECC MOPaXKEHUs LLeHTPaAbHOW 1
nepndepunyeckor HEPBHOMN CUCTEMbI.
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VI TUNTI MYKOMOJINCAXAPUAO03AHDbIH, KITMHUKADIK XXAFAANDI
XXOHE KbICKALUA SAEBUVETKE LLOJ/TY

Byn Makanaga >XnHakTanylbl TyKbIM kKayanamTbiH
NINCO30MABIK, aypynapablH, ilWiHAEr eH, XWi Ke3geceTiH
aypynapgblH, 6ipi — Mykonosnvcaxapugosanap Typasbl,
aTan amtkanza 6yn natonorusaHbi VI Tvni — MapoTo-
Jlamy cMHAPOMBI Typasibl Kasipri 3amaHfbl TYCiHiKTEp
YCbiHbINaAbl. AypyaAblH 3TMOMOTUACK], MNaToreHesi, Ma-
HudecTauma yakbiTbl >XaHe KAWHUKaNbIK 6enrinepi,
VI tmnTi  Mykonosvcaxapuio3aHblH, — AMarHoctuka
aaicTepi, Kasipri 3amaHfbl emzeyi XaHe anjblH anybl

XOHIHAEr Macenenepre KaTbICTbl 34€0MeT XaHe 83iHZAiK
bakblnay Aepektepi KopbITbiHAbIaHFaH. MapoTo-Jla-
MW CUHAPOMbIHBIH, KJaCCUKanblK TUMIHIH, KAUHUKANbIK,
Xafgalibl cunattanfaH. MapoTo-J/lamn CYHAPOMBIHBIH
Heri3ri anAblH any Lwapacbl MefuKanblK-reHeTuKanblk,
KeHec bepy ekeHgiri kepceTines,.

Herisri ce3spep: VI TmnTi Mykononvcaxapuzosa,
Mapoto-/lamu CUHAPOMBI, TAOKO3aMUHIANKAH, apui-
cynbdatasa B, rancynbdasa, bananap.

SUMMARY

S.S. Ibatova (Cand.Med.Sci.), T.T. Kerimbayev (D.Med.Sci.), G.N. Kasenova

JSC “National Centre for Neurosurgery’, Astana, Republic of Kazakhstan

CASE REPORT OF MUCOPOLYSACCHARIDOSIS TYPE VI WITH A BRIEF
LITERATURE REVIEW

This article reflects the current representation of
one of the most common diseases among hereditary
lysosomal storage diseases — mucopolysaccharide
disorders, in particular VI type of this disease -
Maroteaux-Lamy syndrome. It summarizes the listed
literature as well as our own observations on issues
of etiology, pathogenesis, terms of manifestation
and clinical symptoms of the disease, methods of
diagnosis, modern treatment and prevention methods

of mucopolysaccharidosis type VI The work presents
a case study of classic form of Maroteaux-Lamy
syndrome. It is argued that the basis of prevention
Maroteaux-Lamy syndrome is an effective medical and
genetic counseling.

Key words: mucopolysaccharidosis type VI,
Maroteaux-Lamy syndrome, glucosaminoglycan,
arylsulfatase B, galsulfase, children.



