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MYKOIIOJIUCAXAPUIO3bI
(MYKOITOJIMCAXAPUJIBI + -OSIS)

rpyIina HacJIeICTBEHHBIX 00JE3HEN COEAMHUTEILHON TKAaHU, 00YyCITIOBIECHHBIX
HapyIICHHEeM 00OMEHa TIMKO3aMHUHOIIMKAHOB (KMCIIBIX MYKOITOJIMCAaXapHI0B) B
pe3yabTaTe reHeTUYECKU 00YCIIOBICHHON HEMOJIHOLIEHHOCTH (DEPMEHTOB,
YYaCTBYIOIIMX B UX pacuieruieHnu. Hacneayercs mo ayroCoMHO-PENECCUBHOMY
THUTTY.

[Tpu M. nopakaeTcst cucTema JIM30COMHBIX (hepMEHTOB (CM. Kriemxka),
YYaCTBYIOIIMX B KaTabOJM3Me 2iuKozamuHo2iukanos. Benencrtue
(epMEHTAaTUBHOM HEIOCTATOYHOCTH MOCIICIHUE HAKAILIMBAIOTCS B OOJIBIIIOM
KOJIMYECTBE B OpraHaxX M TKaHSIX, MOTOMY M. OTHOCST K O01e3HsIM HAKONLEHLIA,
B pesynbrare HapymaeTcs (yHKIIMOHAIBHOE COCTOSHUE Pa3IMUHbIX OPraHOB 1
CUCTEM, a TIOCKOJIbKY IIMKO3aMHUHOTIMKAHBI BXOIST B COCTaB COCIMHUTEIBLHOM
TKaHHU, TO OJHUM U3 BEIYIIHUX MPOSBICHUN MYKOIOJUCAXapUI03a SBISCTCS

CHCTEMHOE TIOPKEHHUE CKeJIeTa, 3aJepKKa (PU3MUSCKOTO Pa3BUTHUS, OCOOCHHO
npu I-S, IV u VI tumax.

[To coBpeMeHHOI Kiaccu(uKaluy, B 3aBUCUMOCTH OT XapakTepa
(epMEHTATUBHOTO JIeeKTa BBIICIISIIOT BOCEMb OCHOBHBIX TUIIOB M.
Bcerpeuaronuiics B IMTeparype TEPMUH «Trapromyii3m», BBEACHHBIN AHINIMHUCKUM
Bpauom DumricoM (R. W.B. Ellis) B 1936 r., o0benunser
mykomnonucaxapuao3sl Tina I (H u S) u tumna I1.




MYKOIOJUCAXAPUI03 TUIIA I-H
(CUHIPOM I'YPJIEP).

Bnepsoie onucan nemenkum nexuarpom Lypaep (G. Hurler) B 1919 r. Yacro naGaronaercst y Jereii, poAHTeIH KOTOPLIX HAXOASITCS B

KpoBHOM poactBe. Yactora cpean HoBopoxaeHHbIX 1:20000 — 1:25000.

IpusHaku 60JIe3HN MOABJSIIOTCA YKe HA MIEPBOM TOIy KU3HU, a K 1—2 rogaMm Bce KIHHHYECKHE MPOABIEHUS JOCTATOYHO BhIPAKeHbI.
Otmeualorcs ckadouedanus (depen B popme KUJst JOAKH), rPyObIe YepTHI JIHIA, IIYMHOE IbIXaHHE PTOM, 00YCJI0OBJIEHHOE aIeHOUIaAMH U
MOPOKAMM Pa3BMTHS JHIa U Hoca. [locTeneHHO MporpeccupyeT oTcTaBaHue B pocTe, (POPMHUPYIOTCS HeNPABUJIbHOE TeJI0CI0KeHUE H
nedopManuu cKeJieTa: mest KOPOTKasi, HUKHUE pedpa BHICTYNAIOT, HA0JI0AaI0TCst KM(03 IPYIHOT0 ¥ MOSICHUYHOr0 OTA€JIOB MO3BOHOYHHKA (B
MOJIOKEHUH CHJISI BH «KOIIAYbell CIIMHBIY), JIONATKH PACIO/I0KEHbI BHICOKO, KHCTH IIHPOKHe, V maJjiel] KOPOTKUii, HCKPUBJIEH (KUCTh
HAMOMHUHAET KOITUCTYIO0 Jianmy). [locTeneHHO pa3BUBAOTCA CrudaTeIbHbIe KOHTPAKTYPbI, CHAYAIA MJIeYeBbIX U JOKTEBBIX cycTaBoB (puc. 1),
HECKOJILKO M03:Ke CYCTABOB HMKHMX KOHEYHOCTel, BCieCTBHE Yero 00JbHbIe XOAAT HA MOJYCOTHYThIX HOTaX Ha IbIMOYKaX. 3a cyeT cjiabocTn
OpIONIHON CTEHKH U 3HAYUTEJIbHOI renarocnjeHoMerajum ;KuBOT yBejJndeH B pasmepax. [lopaxkeHue coeTMHUTEILHOW TKAHU MPOSBISIETCS
NyNOYHBIMHM M MAXOBBIMH I'PbI:KaMu, ruapouene (cM. Juuxo), U3BMEHEHUSIMH CO CTOPOHBI cepaua (CHCTOIMYECKHIl IIyM, MPULTYIIEHHbIE TOHBI,
pacuiuperue rpanun cepaua, Ha IKI' — auddysHoe mopaxkenue Muokapaa). BoiaBisiioTcs H3MEHEHHs €O CTOPOHBI [JIa3: MOMYTHEHHUE
POTrOBHIIbI PA3JTUYHOI CTeNeHH BbIPAKEHHOCTH, HEPEIKO YBeJIHYeHHe Pa3MepoOB POrOBHUIIbI, BPOXKIEHHAsI [NIAyKOMa, 3aCTOHHbIE SIBJIECHUS] HA
IJ1a3HOM JIHE M aTPO(usl COCKOB 3PUTEIbHBIX HEPBOB, MUTMeHTHasi TUcTpodus ceTyarku. Hadaionaercs cHuKeHUe ciryxa. XapakTepHO
Yype3MepHoOe pa3BUTHe MYIIKOBBIX BoJoc. C BO3pacToM Bo3pacTaeT YMCTBEHHAsA OTCTAJOCTh BIJIOTH 10 COCTOSIHHMSI. HATIOMHUHAIOLLEro
OBEHUJIbHYI0 AMABPOTHYECKYI0 HAHOTHIO (M. Qiuzodhpenus), HEBPOJIOTHYECKAsT CUMITOMATHKA (MOBBIIIEHHE TOHYCA MbIIIIII, MAPAJIHYH,

HapylIeHHe KOOPIMHAIIMH TBHKEHMIT).



CuHpapom Nyprniep: TUnn4Hble
BHELLUHWE NPOSAABIIEHUS.




AHOMAJINUN JIMIEBOI'O CKEJIETA I

CUH]J

POME HURLER




[IOMYTHEHUE
POI'OBMULIbI [TPU
CUHJIPOME HURLER
MYKOITIOJIMUCAXAPHJIO3
bl

'PVIIIIA
HACJIEJCTBEHHBIX
3ABOJIEBAHU,
OBYCJIOBJIEHHBIX
JIEOULIUTOM
®EPMEHTOB I'MIPOJIN3A
MYKOIIOJIMCAXAPUJIOB
(IJTFOKO3WJIA3BI).
[TPOJIYKTBI
HE3ABEPILIEHHOI'O
OBMEHA
AKKYMVIINPYIOTCS BO
BHYTPUKJIETOYHBIX
BAKYOJISIX B PAJIMYHBIX
TKAHSIX 1 OPTAHAX,
OBHAPY)XMBAIOTCS U B
MOUE.




[Ipu peHTTeHOIOTHYECKOM UCCIICTIOBAHUH BBISBIISIOTCS XapaKTePHbIC N3MEHEHUS
MIO3BOHKOB Y MO3BOHOYHOI'O CTOJI0a (Telia MO3BOHKOB KYOOBHIHBIE C 3aKPYIJICHHBIMU
KOHTypaMu, nocTteneHHo yiiomarorcs, XII rpyanoi nu I—II mosicanynbie T03BOHKH
SI3BIKOOOPA3HBIE CO CKOIIEHHBIM MEPETHEBEPXHUM yIIIOM, KOPOTKUMH H
YTONIICHHBIMU OTPOCTKaMH, YIITO00Pa3HBIN KH(PO3 TOSCHUTHO-TPYIHOTO OT/AEA);
IPYIHOM KJIeTKH (pebpa B MepeHUX OT/EaxX yTONIICHBI, B 3aJHUX NCTOHYCHBI, B
pe3yibTaTe Yero MMEIOT CabJIeBUIHYIO U JIONATOBUAHYIO (GOpPMY); KITIOUHIL (OHH
KOPOTKHE, C YTOIIICHHBIMA MEINATbHBIMU KOHIIAMH ¥ U30THYTHIMU W OINYIIICHHBIMHU
KHHU3Y JIaTePaIbHBIMHK); IJICUEBBIX KOCTEH (FOJIOBKH UX YMEHBIIICHBI B pa3Mepax u
CMEIICHBI KHAPY)KH ¥ AUCTAIBHO OT HEJIOCTATOYHO Pa3BUTHIX CYCTaBHBIX BIAIWH
JIOTIATOK); Ta3a (OH Kak Obl CIaBJICH C OOKOB, KPhIIIa BEPTIYKHBIX BIAJUH CKOIIICHA);
OeApEeHHBIX KOCTEH (MX TOJOBKH HEOOJIBIINX Pa3MEPOB, TO3TOMY BO3MOKEH
MOJIBBIBMX M BBIBUX TOJIOBKU Oelipa): IPYrvX JUIMHHBIX TPyOUaThiX KocTed (auadusnl
M KOCTHOMO3TOBOM KaHaJ PaCIIUPEHbI, KOPTHKAIBHBIN CIIOH UCTOHYEH); KHUCTEH
(msACTHBIC KOCTH, CPEIHUE M IPOKCUMAIIbHBIC (halaHTH IIMPOKUE U KOPOTKHE,
HOT'TEeBBIC (pajlaHTH THIOIJIA3MPOBAHBI); yepena (Makpoliedanus, KpaHHOCTEHO3,
TypeIKOe CeJJI0 B BHJIe OalliMaka, KOCTH JIMIIEBOTO Yeperna HeI0pa3BUTHI).

B Hauasne pa3Butus 00J€3HU y Je€Te paHHEro Bo3pacTa CuHApoM ['ypiep
HeoOxoauMo audepeHIIMpoBaTh ¢ BPOXKACHHBIMU JiehOpMaIUsIMU O3BOHOUYHHUKA
(11 MOCJIeMHUX HE XapaKTepHa 1103a «KOIIaYbe CITMHBD, YMCTBEHHAs! OTCTAJIOCTh,
rpyObIe YepThI JIMIA, CrIeU(DUICCKUe OHOXUMUYCCKUE HAPYIICHUS); 2L/10MUDE030M
(B aHaMHe3¢ — 3aTSHYBIIASACS YKEJITyXa U 3all0pbl, CYXOCTh KOXH; TOHKHE, TYCKJIbIC,
JIOMKHE, CyXHE€ BOJIOCHI, HET XapaKTePHBIX KOCTHBIX JedopMaliuii).




PEHTIEHOJIIOI MYECKW/

E T

PU3SHAKU

CUNHOPOMA I'YPJEP —
OEPOPMALINA TASA W

BEOPEHHbIX KOCTEMW.




PEHTITEHONOI MYECKUE MNMPU3HAKU
CUHOPOMA N'YPNEP — XAPAKTEPHbIU
B KUCTEW.




MYKOITOJTUCAXAPHUJIO3 TUIIA I-S
(FOJIE3HB IIEUE; TTO3/THUN
CUHIPOM T'VPJIEP).

BrnepBble onucan amepukanckuM opraabmosiorom Ileiie (H.G. Scheie) B 1962 r.
Myxkonoaucaxapuaossl Tunos I-H u I-S paccmaTrpuBarT Kak BapuMaHThI OTHOMH 00JIe3HH.

Ilpu pokaeHuH NPU3HAKHU 00J1e3HU OTCYTCTBYIOT. IlepBble cuMnToMbI (OrpaHuYeHHe
pa3rudaHus NajblieB PyK) nosiBJasitorcss B 3—6 Jser. [locTeneHHo pa3BuBaercs
orpaHMYeHHe JBHKEHHI H B IPYTHX CYCTABAX BEPXHUX KOHeUHOCTeil. OrpaHuyeHust
NABUKEHHI HUKHUX KOHEYHOCTel He3HAYHMTEIbHbI, BO3MOKHA HX BaJibrycHasi 1edopmanusl.
Hau6o.,1ee BbIpaKeHHbIMH BCe CHMIITOMBI 00JI€3HH CTAHOBSITCS K NMEPHOIY MOJ0BOI0
co3peBanus . OTMeuaeTcss HeGONbINIAS 3a/Iep:KKa pocTa. BoJibHbIEe KOPEHACTHI ¢ CHJIBLHO
Pa3BUTOI MYCKYJIATYpOii, YepThl JMIA IPyOble, XapaKTepeH MMPOKUA POT ¢ ONYIIeHHBIMH
BHU3 yriiamu. HadawonaeTcsi moBbIIIEHHOE OBOJIOCEHHE, YTOJIIeHNE U HATSKEHNEe KOKU Ha
najgblax, MynoYHasi WM MaxoBasi rpbika. Bo3M0o:KHBI Tak:Ke CHHAPOM 3aIsICTHOI KaHaJia
BCJIEICTBHE CAABJEHUsI CPETUHHOTO HEPBA, YTO conmpoBokaaercs nmapecresuavu B III—IV
NaJblax KHCTH U aTpodueii MBI BO3BbIIIEHHS 0OIBIIOr0 NAJbIa, IOMYTHEHHE
poroBuiibl, riiaykoma (y 6oabHbIX cTapiie 30 jer), IUrMeHTHas AUCTPO(PUSA CeTUYATKH.
MNHorna pa3BuBaeTcsi HEOCTATOYHOCTh KJIANAHOB A0PTHI WJIM A0PTAJbHBIN CTEHO3,
renaTrocnjieHoMerajusi orMevaercsi peako. MureiekT 60JbHbIX coxpaHeH. Ilpu
PEHTIEHOJIOrMYeCKOM HCCIeIOBAHUM CKeJIeTAa BBISIBJSIIOTCS Te JKe H3MEHEHHSs, YTO U MPHU
cunapome I'ypiiep, HoO MeHee BbIpasKeHHbIE.



BONE3Hb WEWE:
TUNMN4HbIE BHELWHWE
[MPOABITEHNA




MYKOIOJMUCAXAPUI03 TUIIA II
(CUHPOM I'YHTEPA).

KianHuvyeckne CHMIITOMBI NOSIBJISIIOTCS MO3IHee, YeM npu cuuapome I'ypaep (y nereii
crapue 2 jieT) 1 MeHee BbIpaxkeHbl. Yalie 00/1€10T MaJbYHKU. XapaKTepHbI Ipyobie
yepThl Juia, ckadgouedanusa (puc. 3. a), WymMHOe IbIXaHHe, HU3KHII TPyObIii roJioc,
YacTbie OCTPbIe pecnupaTopHbie BUPyCHbIe HHpeknuu. Kudo3 o0b14H0 He
pa3BuBaeTcs; B 3—4 roaa nosiBJsilOTCs HAPYLIEHUs] KOOPANHAIIUM ABHKEHU A —
MOXO0/JKA CTAHOBHUTCS HEYKJIIOJKeil, IeTH MpH Xoaboe yacto naaawt (puc. 3. 0),
U3MEHAIETCH MOBeleHNe XapaKTepPHAa 3MOUMOHAJIbHAA JA0UJIbHOCTh, ATPECCUBHOCTD.
OTMeuarTcs TakKe MPOrpecCHpPyOIIasi TYTOyX0CTh, Y3€JKOBbIE MOPAKeHUS KOKHU
CIIMHBI, 0CTE0APTPUTHI, HE3HAYUTEJIbHAS renarocinjieHomeraans. B 0osee crapmem
BO3pacTe NMOSIBJIACTCH JIeTKoe MOMYTHeHHUe POoropuibl. CHUKeHHEe HHTEJJIEKTA
BbIPA’KEHO B MEHbILIEH CTeNeHn, YeM npu cuvapome ['ypJep.

IIpu peHTreHoJI0rn4ecKoM UCCIAeJOBAHNN KOCTHON CHCTEeMbl H3MEHEHHS Te JKe, YTO U
npu Mykomnosmucaxapuaose I-H, Ho MeHee BbIpasKeHbI.

Boieasiior 1Ba Bapuanra 0ojsie3iu — A u B. Ilpu Bapuanre A Bce CMMIITOMbI
BbIPa’KeHbl, 00JIE3Hb MPOTEKAET THANKEJIO0, C YMCTBEHHOH OTCTAJIOCTHIO; CMEPTh
Hacrynaet 10 15 Jser. Ilpu Bapuanre B Teuenue 0os1e3HM Jierkoe, yMCTBeHHAsl
OTCTAJIOCTHh BHIPA’KEHA HE3HAYUTEIbHO WJIN OTCYTCTBYET, 00JIbHbIE HEPEaKO
no:xkuBaiot 10 30 Jer.



CYHOPOM
'YHTEPA Y
MAJBYMKA 2
NET — IPYBbIE
YEPTbI NIMUA,
CKADOLIEDANN
q.



CUNHOPOM
[YHTEPA'Y
MAJIBYNKA 2
JNET —
M3MEHEHWA
CKEJIETA
CJIABO
BblIPAXEHDbBI,
HET KNDOSA,
KOHTPAKTYP.




MYKOIIOJMUCAXAPUAO3 TUHA 111
(CUHAPOM CAH®WUJIMIIIIO, BOJIE3Hb
CAHO®UJIAIIIIO).

Onucan amepukanckum neauarpom Candununmno (S.J. Sanfilippo) B
1963 r. Yacrora 1 na 100 000—200 000 HoBopoxaenusbix. IlocJie
POKIEHHS B TeueHne 3—>5 JieT pedeHOK pPa3BHBAeTCs HOPMAJIbHO, OHAKO
B HEKOTOPBIX CJIy4asiX HAOIIOIATCA HEYKJIIOMKAS MOX0AKA, 3aTPYIHEHHOe
riioranue. [lepBble CHMNITOMBI 00J1€3HH B BH/I€ HAPYIIEHHUI CHA
NOSIBJIAIOTCA y aeTeii crapme 3 Jiet. [locTeneHHo pa3BUBaeTcs anaTus,
CHMIKAETCS HHTEpPeC K HTPYIIKAM, 0TMEYAETCH 3a/IePKKA IICHXOMOTOPHOI0
Pa3BHUTHA, HAPYIIEHHUS PedH, YepThl Juia rpyoerr. [osBasiorcs
HelepKaHHe MOYH M KaJjia, IeTH MePecTaoT Y3HABATH OKPY:KAKOIIHX.
OTMeYalTCs TAKKE 3aeP:KKA POCTa, KOHTPAKTYPHI CYCTABOB,
CHNEPTPHUX03, YMePEHHAasl renaToCIIeHOMeraius.

IIpy peHTreHO0JOrH4eCKOM HMCCJIeIOBAHUN KOCTHbIE M3MEHEHUS TAKHUeE Ke,
Kak npu cuaapome I'ypiaep (Ho BhIpaskeHbI HE3HAYNTEIBHO), HJIH
OTCYTCTBYIOT. B oT/IMume 0T onucaHHBIX BbilIe TUNOB M. npu 00J1e3HA
Canpmiunmno B KIMHNYECKON KapTHHE NMPeod/1ajaeT yMCTBEHHAS
OTCTAJIOCTD; MOPAYKEHHUSI POTOBUIBI M CEPAEYHO-COCYTUCTON CHCTEMbI
OTCYTCTBYIOT. JleTaJIbHBI UCX0J HACTYNAeT 00bIYHO B BO3pPacTe

10—20 et BeJIeacTBHE MPUCOETUHEHUS] HHTEPKYPPEHTHBIX MH(pEKIU A



MYKOIHOJIUCAXAPUIO3 TUHA 1V
(CHUJIPOM MOPKHO, GOJIE3Hb
MOPKHMO).

3a6osieBanue B 1929 r. He3aBHCHMO APYT OT Apyra BlepBble onucaan ypyraaiickuii nequarp Mopkuo (L. Morquio) u
anruiickuii paguosor Bpeiacdopa (J.F. Braiisford). Yacrora go 1: 40 000. dern pokaawrcs 6e3 NpU3HAKOB (0JI€3HM.
IlepBble CHUMNTOMBI NOSIBJISIOTCS B Bo3pacre 1—3 roga, u k 7—=8 rogaM KJIMHUYECKAs] KAPTHHA yiKe MOJIHOCTHIO BHIpaXKeHa.
OTMeualoTest pe3Kas 3a1epkKa pocra (PocT B3pocsioro 6016Horo okoao 100 cyu), HeNPONMOPIHOHAIBLHOE TEJIOCIOKEHUE
(OTHOCHTEJILHO KOPOTKOE TYJI0BHIIE, MAKPOuedaansi, KOPOTKAasi uies1), rpyoble 4epThl JIuIa, AedopMamus IPYIHOM KJIETKH
(xypuHasi, 60uK006pa3Has, KuieodpazHas), Ku(o3 HIN CKOJINO3 IPYIHOIO H MOSICHUYHOIO OT/IEJI0B MO3BOHOYHHUKA (puc. 5).
IMuranue cHUKEHO. BOZHUKAIOT KOHTPAKTYPBI B JIOKTEBBIX, IIEYEBbIX, KOJEHHBIX CYCTABAX, 0TMEYAETCS BAJILIYCHAN
AedopManus HUKHUX KOHEYHOCTel, miockocronue. Mplleynasi CHJia CHIGKeHa, B ciyyae KoMIpeccuu CIMHHOrO MO3ra
NOMHMO MBLIIIEYHO! IMIIOTOHUN OTMEYAETCsl MopaXkeHHe NUPAMMIHOM CHCTEMbI, BO3MOKHO PA3BHTHE NAPANJIernu, napajnya
apixanusi. Kojka yrosmena, ee Typrop u 3JaCTHYHOCTH CHHKEHbI. YaCTO BBISIBJISIOTCS MYNOYHbIE H MAX0BbIE IPHIKH,
pacxoxkaeHne NpsAMbIX MbILII skuBoTa. Hepenko orMevaercs CHUIKEHHE CJIyXa, JucTpoduyeckue npoueccshl B poropuue. Ilourn
y Bcex GOJIbHBIX, J0KUBIIUX 10 20 jeT, pasBuBaeTcs KIyxoTa. MHTENIEKT He CHUKEH.

IIpu peHTreHoJIOrM4ecKOM MCC/IeT0BAHUH 00HAPY:KMBAIOTCSI H3MEHEHHsI MO3BOHKOB: B LIEITHOM OT/leJie BbISIBJISIETCS
TUNOIIA3US WM aIuia3usi 3y0OBHIHOI0 OTPOCTKA, B TPYAHOM — CKOJIMO3, MOSICHHYHOM — KH(03; BO BCEX OT/eJIaX OTMeYaeTcst
IJIATHCIIOH/IMJIMSI — YIUIONIEeHHe M pPacliMpeHHe TeJl IO3BOHKOB, YeM 00BbSICHAETCS XapaKTepHoe YKOPOUY€eHe TYJI0BHIIA U
HeOOBIYHO KOPOTKasi 1esi. U3MeHSII0TCS KOCTH Ta3a: BEPTIY:KHbIe BIIAJHHBI IJI0CKHE U IIHPOKHE, HX KPbIIA CKOIIIeHa,
KPbLIbsI MOAB3/I0LIHBIX KOCTEl HEeNMPaBUJIbHON (JOPMBI; KOHTYPBI BCeX KOCTeii HEPOBHbIE; OJIOBKH OeiPeHHBIX KOCTel
yIUIoIeHbI. XapaKTepHa yBeJIMYHBAIOLIASICS C BO3PACTOM BaJibI'ycHasl JedopMalisi HUKHUX KoHeuHocTeil. IIsacTHbIe KocTH U
(hanaHru ykopoueHsl U yTOJIUIEHBI; IPOKCUMAJIbHbIE KOHIBI MSICTHBIX KOCTEH KOHYC000pa3Hble, KOHIIEBbIE (pajlaHTH
runomiazupoBansl . Koctu npeamieubsi ykopoyeHbl; JJOKTeBasi KOCTh He JIOCTUTAET JIy4e-3ansiCTHOr0 CycTaBa, 0TMeYaeTcsi
BBIBUX €€ TOJIOBKH B JIOKTEBOM cycTaBe; dMU(U3bI TpeyrojabHoi ¢popmbl. ucrajibHble 3MUQU3bI KOCTEl roJeHH CKOLIEHbI,
cTonbl 1e()OpMHPOBAHBI.

JuddepeHnnanbHblii AMATHO3 NPOBOAAT C PA3IUYHbIMU BAPUAHTAMM /AH13d, TIPH KOTOPOM OTCYTCTBYIOT cnenupuieckue
U3MEHEHHUsI CKeJieTa.

B 0osbIIMHCTBE cj1yuyaeB JeTaJbHbII HCX0q HacTynaert a0 20 aer BeaeacTBUE cepneqﬂo-neroqﬂoii HEA0CTATOYHOCTH,
pa3BPlBalOl.[IeﬁCﬂ Ha (l)OHe HHTEPKYPPEHTHBIX 3a0os1eBanmii. Bo3aMoxkHa BHe3anmHast CMEPTH B PeE3ybTaTe CMEIICHUA aTJIAHTO-
OKIUIMMUTAJBHOI0 COYWICHCHUSA U MOBPEKICHUA CTBOJIA MO3ra.



CHOPOM
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MYKOITOJIUCAXAPHIO3 TUTIA VI
(CUHJAPOM MAPOTO — JIAMM,
BOJIE3Hb MAPOTO — JIAMU)

B 1960 r. BnepBhie onucan ppanmny3sckumu Bpauamu Maporo (P. Maroteaux) u
Jlamu (M. E.J. Lamy). IlepBbie cuMnTOMBI NOSIBJASIOTCA Yy JA€Teil cTapiie 2 JeT.
XapakTepHo OTCTaBaHHE B pocTe, rPydbie YyepThl Juna (kak npu cuuapome Iypaep,
HO MeHee BbIpa)kKeHbI), MaJjible pa3Mepbl BePXHel 4eTI0CcTH, KOPOTKAasi 111esl,
004uK000pa3Has rpyIHas KJeTKa, YKOPOUYEeHHbIe KIYNIbl. OTMeYa0TCs
cruéaresibHble KOHTPAKTYPBI CYCTABOB BEPXHHX KOHeUHOCTel (00JIbHbIe HE MOTYT
NOJAHSATH PYKH BBEPX); C BO3PACTOM MOSIBJISIKOTCH KOHTPAKTYPbI B CyCTaBaX HHKHHUX
KOHEYHOCTel, HApyIaeTcsa moxoaka. Yacro npucoeJuHsIOTCS OCTPbIe
pecnimparopHbie BUPyCHble HHpeknuu. Hepeako BbISIBIASIOTCH I'PBIKH,
renarocimjieHomerajausi. Moryr Hadawonarbest ruapouedalius, CiacTH4YecKne
napaauyu. MHTEJIEKT He cTpagaer.

IIpy peHTreHoI0rH4ecKOM HCCAeA0BAHUN BbISIBJSOTCH U3MeHeHUus1 GopMbl
N03BOHKOB, KOTOPbI¢ BHAYAJIe HMEIOT JBOAKOBBINMYKJIYIO (hopMy, a 3aTeM
NPUOOPeTAIT KYOOBHIHYIO WJIH KJIMHOBUIHYIO ; fedopMalniuu Ta3a: OH npuodperaet
(¢popmy TpeyroJbHNKA, BEPTJIYyKHbIe BIAAUHBI MeJIKHE, T0JIOBKH OeJPeHHBIX KOCTel
THINOIIA3MPOBAHBbI, TPEYTOJbHOM ()OPMBI MJIM YILUIOIIEHHBIE . MaJjibie OepuoBbIe
KOCTH YKOpoYeHbl. KrncTtu v cTonbl yaie 00bIYHO ()OPMBbI, HHOIIA HATIOMUHAKOT
n3MeHeHus1 npu cuaapome [ypiep (korrucras jsana) u 6osie3Hn MopKuo
(nedopmanus cronbi). OT™Meuaercs aedopManus KOCTeH BEPXHUX H HHMKHHX
KOHEYHOCTel, pedep, KIYHUI; BO3MOKEH aCeNTUYECKUA HEKPO3 I'OJIOBKH OeJpeHHOH
KOCTH.

IIo cremenu BhIpaskeHHOCTH cMMNTOMOB M. GoJsie3Hb Mapoto — Jlamu xesiTt Ha
THIHYHYIO KJIacCHYecKylo popmy (A) u Jierkyrw, uim msrkymw (B), ¢
HE3HAYHUTEJIbHON BBIPAKEHHOCTHIO CUMIITOMOB. JluddepeHunajbHbIA JUATHO3
NMPOBOAAT ¢ cMHAPOoMOM ['ypiiep, npu KOTOPpOM CTPajaeT HHTEJLJIEKT.



NAMU:
(TUMNYHBI
E
BHELLHUE
NPOSABNEH
NAY
NEBOYKM 9
NET) —
MPYBbIE
YEPTHI
NINLLA,
EOYKOOEBP
A3HAS
rPYOHAS
KNETKA.



CMHOPOM MAPOTO —
NAMW: (TUTTNYHBIE
BHELUHWE
[MPOABIIEHUNA Y
OEBOYKN 9 JIET) —
KOHTPAKTYPbI
BEPXHUX N HNXXHINX
KOHEYHOCTEMW.




PEHTITEHOJIOIM'MYECKW/

E NPU3SHAKU
CMHOPOMA MAPOTO —
NAMU — USMEHEHWA
[TO3BOHOYHUKA.




PEHTITEHOJIOIM'MYECKUWE MNMPU3HAKK
CMHOPOMA MAPOTO — JIAMU — AEPOPMALNA
KOCTEW TA3A.




XAPAKTEPUNI3YETCA OCJIABNEHVNEM
CBA30OYHOI' O AINMAPATA CYCTABOB,
SHAYNTEIIbHbIMW OEGOPMALMNAMA
CKENETA, B YACTHOCTW N'PYOHBbIM
FOPBEOM. HABJIFOOAKOTCA TAKXE
CEPOEYHO-COCYOUMCTAA
HEOOCTATOYHOCTb, AE®OPMALINA
HOITEW, KPUBOLLESA. MASHbIE
CMMNTOMBbI: ANCTPOPUHECKUE
N3MEHEHWA, NMOMYTHEHWA
CTPOMbI POIroBuLbIl, ATPOPUA
3PUTEJIbHOIO HEPBA, A, B - OBLLMN
B PEBEHKA. UHOAHTUIIBHOCTb.
rPYOHAA KNETKA OEGOPMUPOBAHA,
NCKPUBITEHWNE M'PYOHOIO OTAENA
NMNO3BOHOYHNKA, KPUBOLLEA,
NMNOMYTHEHUWE POIoOBULbI,
OBYCTOPOHHUMN KPUMTOPXW3M; B -
YACTUYHAA ATPO®PUNA SPUTEIIbHbLIX
HEPBOB; I - TOMYTHEHUE
POIroBMUblI.




PEJIKO BCTPEUAEMBIE TUITbI
MYKOIIOJUCAXAPUJIO30B

Myxkonoaucaxapuao3 tuna VII (cunapom Caas). Onucan
Cnaem (W.S. Sly) B 1973 r. Knunuueckue nposiBicHUs
cxoku ¢ cuaapoMoM Canduumnmo. JJuardo3 ycTaHaBIMBaIOT
TOJILKO IPU JIE€TAIBHOM OMOXHMUYECKOM HMCCIICTOBAHHH.

Mykonoaucaxapuao3 tuna VIII (canapom In
®eppanre). Omucan qu @eppante (N. D1 Ferrante) u ap.
B 1978 r. [lo KIMHUYECKUM MPOSIBIICHUSIM CXO0XK C
MyKomoaucaxapuao3oM tuna IV (cuaagpom Mopkuo), HO B
OTJIMYHE OT HETO MPH MyKomoymcaxapuao3e tuna VIII
BEIpa)KCHA 3aJiepPrKKa IICHXOMOTOPHOTO U MHTEUICKTYaIbHOIO
pa3BUTHS.

9 Tun - HeTOCTAaTOYHOCTh THATYPOHUAA3BI. KIIMHUYECKH:
HU3KOPOCIIOCTh, MHOKECTBEHHBIE OTJIOKECHHUS B
OKOJIOCYCTABHBIX TKAHAX TMAJTYPOHOBOU KUCJIOTHI.




| cum

PEHTI'EHOJIOI'MYECKOI'O I/ICCHEZ[OBAHI/IH OIIPEJEJEHUN SKCKPELIMM C MOYOU
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INIMKO3AMHWHOIJINMKAHOB, NCCJIEAOBAHUN AKTUBHOCTHU CITEHUOUYECKUX
®EPMEHTOB KYJIBTYPE KJIETOK (®UBPOBJIACTAX KOXHU 1 JIEMKOILIUTAX),
AMHUOTUYECKOM XXUJKOCTHU (AHTEHATAJIBHA S JIUATHOCTHUKA).

Jledyenue cumntomarnueckoe. [Ipu 3ToM OONBHBIX HAOMIOAAIOT pa3HbIe
CICIHAIMCTHl — XHPYpru (ymajleHue rpblxk), opToneanbl (OpToneauaecKkas
KOPPEKIHs HapyIIeHUH OTIOPHO-ABUTATSIIEHOTO aIapara), meauarpsl (B CBSI3U C
YaCTHIMH OCTPBIMH PECITUPATOPHBIME BUPYCHBIMU WHM)EKIHSIMHE, CEPICIHO-
COCYIMCTOHN HEIOCTATOYHOCTHIO), OTOPUHOJIAPUHTOJIOTH (B CBSA3M ¢ HAPYIICHUSIMHU
ClTyXa, XPOHUYCCKUMHU OTUTAMHU U CHHYCHTAaMHU), OPTATBMOJIOTH, HEHPOXUPYPTH U
HEBPOIIATOJIOTH (BHYTpHUYEPEITHAS TUTIEpTeH3Hs). VIcIonb30Banue IS JICUCHUS
TOPMOHAJTBHBIX MPenapaToB (KOPTUKOTPOINHA, TITFOKOKOPTUKOUIOB, THPEOUINHA),
BUTaMUHA A, ITepeIMBaHUH TIpermaparoB KPOBH IUTa3Mbl, BBEICHUS

nekcTpana-70 MPUBOIUT JIUIITH K BPEMEHHOMY YITyUIIICHHIO.

IIporno3s npu Bcex ¢popmax HEOIArOMPUATHBIN, T.K. C BO3PACTOM HapacTaloT
U3MEHEHUS CKeJleTa, HapylIeHUs! (PyHKIUN pa3InuHbIX OPraHOB U CUCTEM.

IpoduiiakTHKA 3aKITI0YACTCS B MPOBEACHUH M COUKO-2CHEINUYECKO2O
KOHCVILIMUpO6anis. i aHTCHATaIbHON JUAarHOCTUKH (OIpeaelieHne aKTHBHOCTH
(bepMEHTOB U COAEPKAHMS TIIMKO3aMUHOIIUKAHOB B KYIbTYPE KIETOK
AMHHOTHYECKOM JKHUIKOCTH)




Dysostosis Joint
multiplex contractures

O0——F0
A . ] = male O - female
Syears 8 years [ = Hunter syndrome

A. Mucopolysaccharide storage disease type | (Hurler) X-Chromosomal inheritance




