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rpynna HacneacTBeHHbIX Oone3Hen coeaUHNTENbHON TKaHW, 00YCNOBMEHHbIX
HapyLLleHMeM obMeHa rMMKO3aMUHOITIMKAHOB (KUCTbIX MyKoronncaxapuaos) B
pe3ynbraTte reHeTu4eckn obycnoBrneHHOM HEMNOMHOLIEHHOCTU (PEPMEHTOB,
yYyacTBYHLLUUX B UX pacluenneHnn. Hacnenyercs no ayToCOMHO-PELIECCUBHOMY
Tmny.

[Mpn M. nopaxaeTtcsa cuctema Jin30COMHbIX 0epPMEHTOB (CM. Krriemka),
ydacTBYyOLWNX B KaTabonuame ar1uko3amuHoaiukaHos. Beneacreme
depMeHTaTUBHOM HEQOCTATOYHOCTM NOCNEAHMNE HaKanIMBatoTCAa B O0MNbLLIOM
KONM4eCTBE B OpraHax 1 TKaHax, noaToMy M. oTHOCAT K 60/1€3HAM HaKOoM/IeHUS.
B pesynbsrate HapyliaeTca oyHKLUMOHarIbHOE COCTOSIHUE Pa3SINYHbIX OPraHoB U
CUCTEM, a MOCKOSIbKY MMMKO3aMUHOITIMKaHbl BXOAAT B COCTaB COEANHUTENLHON
TKaHW, TO OOAHUM U3 Be4YLLUUX NPOSABIEHNN MyKOMNonncaxapuaosa sBnseTcs
CUCTEMHOE NOpPaKeHUe CKeNeTa, 3agepxka pusndeckoro passmuTins,, 0CO6EHHO
npwu I-S, IV 1 VI TMnax.

[1o coBpemeHHOM Knaccudukaunm, B 3aBUCMMOCTU OT XapaKktepa
doepMeHTaTUBHOIO AeeKkTa BblAENAT BOCEMb OCHOBHbIX TUNOB M.
BcTpevatowmiics B nutepaTtype TEPMUH «rapronnmam», BBEAEHHbIN aHIIMNCKUM
Bpayom Annucom (R. W.B. Ellis) B 1936 I., 06beanHSIET MyKononmcaxapuaosbl
Tmnal (HwnS) n tnna ll.




BnepBble onucaH Hemeukum neamnatpom N'ypnep (G. Hurler) B 1919 r. YacTo HabnrogaeTcsa y
AeTeun, poanuTenun KOTopbIiX HaXoAATCA B KOPOBHOM poAacTBe. YacTtoTta cpean HOBOPOXAEHHbIX
1:20000 — 1:25000.

NMpu3Hakn 60ne3Hn NOABNAIOTCSA YXKe Ha NepBOM rofly XKU3Hu, a K 1—2 roaam Bce KnnMHU4ecKkue
nposiBNeHUA oCTaTOYHO BbipaxeHbl. OTMevatroTca ckacpouedhanus (Yepen B hopme KUns
noakum), rpyobbie 4epThbl NMUa, LUYMHOE AbIXaHWue pToM, 00ycrioBneHHoe ageHouaamMm m
nopokamMmu pa3BuTuUA nuua n Hoca. lNocteneHHO NnporpeccupyeT oTcTaBaHue B pocTe,
chopmupyroTca HenpaBuiibHOE TenocnoXxeHme u aecpopmaumm cKkenerta: LWeA KOpoTKas,
HUXHMe pebpa BbICTynalT, HabnrogarTca KUo3 rpyaHOro u NOACHUYHOro OoTAEesNoB
NO3BOHOYHMKA (B NOJIOXEHUN CUAA BUA, «KOLLAYbeW CMUHbBIY), NTIONATKXU pacnosioXeHbl BbICOKO,
KUCTU WNpokKue, V nanew, KOPOTKUN, NCKPUBNEH (KUCTb HAaNOMUHAaEeT KOIrTUCTYIO nany).
NocTeneHHO pa3BMBalOTCS crMbaTesibHble KOHTPAaKTYpbl, CHavyarna nnevyeBbiX U FIOKTeBbIX
CyCcTaBOB (puc. 1), HECKOJIbKO MO3)e CyCTaBOB HMXHUX KOHEYHOCTEW, BCeaCTBUE Yero
OorNbHbIe XOAAT Ha NOSTYCOrHYThIX HOrax Ha Ubino4ykax. 3a c4eT cnabocTn OPHOLHON CTEHKU U
3Ha4YMTesIbHOM renaTtocnsieHoMeranum X1BoT yBenn4eH B pa3mepax. lNopaxeHune
CoeANHUTENbHOWN TKaHU NPOosIBNsieTCS NYyNo4YHbIMU N NaXOBbIMU FPbhKaMu, ruapouerne (Cm.
Au4K0), N3AMEHEeHUSAMU CO CTOPOHbI cepALa (CUCTONMUYECKUN LLYM, NPUrNYyLLIEeHHbIe TOHbI,
pacwupeHue rpaHuy cepaua, Ha AKIN — auddysHoe nopaxeHne mnokapaa). Boissnsrorcs
M3MEHEHUSA CO CTOPOHLI FMa3: NOMyTHEHUEe POoroBuLbl Pa3fIMYHON CTeNneHU BbIPaXXeHHOCTH,
Hepeako yBesfim4eHue pasmMepoB poroB1ubl, BPOXAEHHasA rrnaykoma, 3aCTOMHbIE SIBFIeHUA Ha
rnasHom AHe U atpodusa COCKOB 3pUTeNIbHbIX HEPBOB, MMrMEeHTHasA AUCTPO(UMA ceTyaTKu.
HaGnropgaeTtca cHmxeHue crnyxa. XapakTepHo Ype3MepHoe pa3B1Tue NyLKoBbIX Bonoc. C
BO3pacTOM Bo3pacTaeT yMCTBEHHas OTCTarioCTb BNMOTb A0 COCTOAHUA. HaNOMUHaKLEero
HOBEHUJTbHYIO aMaBpPOTUYECKYH naMoTULo (cM. OnnueoghpeHus), HeBponornyeckas
cMMnToMaTuKa (NoBbIWeHUe TOHYCa MbILLUL, napanwm HapyLeHue KoopauHauuu ABMXKEHUN).




Puc. 1. Cuugpowm lN'ypnep:
TUMNYHbIE BHELLHKE
NPOSABMNEHUS.




AHOManuMn FnLIeBoro ckeneta npwu
CuHAPOMeE Hurler




[MoMyTHEHME poroBumLbl
npun cuHgpome Hurler
Mykononucaxapuaosbl
[pynna HacneacTBEHHbIX
3aboneBaHun,
00OyCnoBneHHbIX
nenuntom doepmMeHTOoB
rmgponusa
MYyKonosimcaxapuaos
(rmroko3mnpasbl).
[MpoayKThl
He3aBepLLUEeHHOro
oOMeHa akKyMynunpyrTcs
BO BHYTPUKITETOYHbIX
BaKyOnsX B pasfnyHbIX
TKaHSAX U OpraHax,
oOHapy>XnBarTCAa 1 B
Moye.




[Mpn peHTreHoNnorn4eckom nccrnenoBaHnn (puc. 2) BbIABNSAOTCA XapakTepPHbIE N3MEHEHUS
MO3BOHKOB 1 MO3BOHOYHOIO cTOMba (Tena no3BOHKOB KyOOBMAHbIE C 3aKPYTrNEHHbLIMA
KOHTYypaMu, nocteneHHo ynnowatotcs, Xl rpyaHon n |—Il NOSICHNYHBIE NO3BOHKU
A3bIkOOBpPa3Hble CO CKOLUEHHbIM NepeaHEBEPXHUM YITIOM, KOPOTKUMWU N YTONLLEHHBIMA
OTpOCTKamMU, yrinoobpasHbii KNG03 NOSICHUYHO-TPYAHOro oTaena); rpyaHon KneTku (pebpa B
nepenHnx otaenax yTonuweHbl, B 3agHUX UCTOHYEHDI, B pe3yrbTaTe Yero MmeroT
cabnesnaHyo 1 nonaTtoBnaHy0 dopmMy); KIoumL, (OHM KOPOTKME, C YTOSLLIEHHBIMA
MeauaribHbIMU KOHLLaMW N N30THYTbIMU U ONYLLEHHBIMU KHU3Y NaTteparibHbIMK); NiieYyeBbIX
KOCTEWN (FONOBKM UX YMEHbLLEHLI B pasmMepax U CMeLLEHbI KHapyXu N agnctanbHO OT
He4OCTaTOYHO pa3BUTbIX CYCTaBHbIX BNA4MH NONaTokK); Tasa (OH Kak Obl caaBneH ¢ 60KoB,
KpbllLa BEPTNYXHbIX BMaguH CKoLeHa); 6eapeHHbIX KOCTEN (UX FONOBKN HEDONbLUNX
pa3MepoB, MOSTOMY BO3MOXEH NOABLIBUX U BbIBUX FONOBKK 6eapa): Apyrux ANMNHHBIX
TpyO4aTbIX KOCTeN (anadmsabl 1 KOCTHOMO3rOBOM KaHar pacLlUMpPEHbl, KOPTUKanbHbIA CITON
MCTOHYEH); KNCTEN (NACTHLIE KOCTW, CPEeAHNE N NPOKCUMAaribHble ddanaHrn LWMpoKue un
KOpPOTKME, HOIrTeBbIE hanaHrn rmnonnasnpoBaHbl); Yepena (Makpouedanusi, KpaHNOCTEHO3,
TypeLKoe ceasio B Buae balumaka, KocTu NULEBOro Yepena HeopasBUThl).

B Hauane pa3sutunsa 6onesHn y oeten paHHero Bospacta cuHapom 'yprnep Heobxogmmo
ondgdepeHUnpoBaTh C BPOXAEHHbIMU e opMaLnaMm NO3BOHOYHMKA (41151 NOCNeaHnX He
XapakTepHa nosa «KoLlayben CrnHbI», yMCTBEHHAA OTCTaNoCTb, rpybble YepTbl Nuua,
cneundunyeckme BUOXMMNYECKNE HAPYLLEHUS); 2UMOmMuUpeo30M (B aHaMHe3e —
3aTsHYBLUASACSH XesiTyxa 1 3arnopbl, CYXOCTb KOXW; TOHKUE, TYCKITble, TOMKME, CyXue BOJSIOChI,
HET XapaKTePHbIX KOCTHbIX Aedopmauunn).




Puc. 2a). PEHTIEHONMOrn4eckme npmu3HaKku
cuHapoma lyprep — nsmeHeHuns pebep u
NO3BOHOYHMKA.




Puc.
PeHTreHonorn4eck
ne Npu3Haku
CUHOpoMma
'ypnep —
gedgopmauma Tasa
n 6eJpeHHbIX
KOCTEMW.




Puc. 2B). PEHTFEHONOrn4Yeckmne npmaHaku
cuHgpoma ['ypriep — xapakTtepHbi BUO KUCTEN




BnepBbie onucaH amepukaHckum ohranbmorsriorom Lllene (H.G. Scheie) B 1962 r.
Mykononucaxapunao3sbl TUNoB I-H u I-S paccMmaTpuBaloT Kak BapuaHTbl OQHOWU
bonesHn.

MNMpwu poxxaeHU npusHakn 6one3Hun oTcyTCTBYIOT. [lepBble CUMNTOMbI (OrpaHu4YeHue
pasrmbaHusa nanbueB pyK) nosBnaTcA B 3—6 neT. [locteneHHO pa3BMBaeTcs
orpaHvyeHne ABUXEHUU N B APYIrMX cyctaBax BEepXHUX KOHeYHocTeUn. OrpaHnyeHus
ABWXEHUN HUXKHUX KOHEYHOCTEN He3HAYUTESNbHbI, BO3MOXHa UX BaribrycHas
Aedopmauuna. Hambonee BbipaXxeHHbIMU BCE CUMIMTOMbI 60rle3HU CTaHOBATCA K
nepuoay NonoBoro cospeBaHus (puc. 4). OTmevyaeTcs HebonbLan 3aaepKKa pocTa.
BonbHble KOpeHacTbl C CUNTBHO Pa3BUTON MYCKYaTypou, YepTbl nuua rpyoble,
XapaKTepeH WWMPOKNM POT C onylleHHbIMU BHU3 yrnamu. HaGniogaeTca
NOBbILLEHHOE OBOSIOCEHME, YTOSLLEHNE U HaTSXKeHUEe KOXU Ha NnanbLuax, nyrno4vHas
WIu naxoBas rpbhka. Bo3amoXHbI Takke CUHAPOM 3ansiCTHOK KaHana BcreacTBue
CAaBneHuAa CpeAnHHOro HepBa, YTO CONPOoBOXAAeTCA napecte3namu B llI—IV
nanbLax KUCTU U aTpocren MbILLL BO3BbILWEHUA 60nbLlIoro nanbLua, NOMyTHeHUe
poroBuubl, rmaykoma (y 6onbHbIX ctapuie 30 neT), nIMrMeHTHasa auctpodus
ceTyaTkn. UHorpa pasBuBaeTcA He4OCTAaTOYHOCTL KrnanaHoB aopThl UNu
aopTanbHbIA CTEHO3, renaTocnieHomMeranua ormeyvyaeTcs peako. UHTennexkr
G@I:HE ccneg

BbISAE ,/ /




Puc. 4. bonesHb
Lllene: TunnyHblie
BHELWHNe
NPOSABNEHUS




KnnHuyeckue cmMmnTomMbl NOSIBASAKOTCA NO3gHee, YeM Npu CUHAPOME
lN'ypnep (y AeTten cTtaplue 2 riet) 1 MeHee BbipaXeHbl. HYawe bonetot
Manb4uku. XapakTepHbl rpyoble 4epTbl Nuua, ckadouedanus (puc. 3. a),
LUYMHOE AblXaHue, HU3KUU rpyObIn ronoc, 4YacTble OCTpble
pecnupaTtopHble BUPYCHbIEe MH(peKLUN. Kmpos OObLIYHO He pa3BMBaeTCcH; B
3—4 roaa NoSABIAKTCA HapyLeHUA KoopAUHaUUu ABUXKEHN — NoXoaKa
CTaHOBMUTCSA HEYKNIoXen, AeTn npm xoaboe yacto nagarot (puc. 3. 6),
U3MeHsIeTCA NoBeAeHUe XapaKTepHa aMoLMoHanbLHas f1abunbHOCTb,
arpeccMBHOCTb. OTMe4YalTCA TaKXKe nporpeccupyrowiasl TYyroyxocTb,
y3eJiIKOBble MopaXXeHUA KOXU CMUHbI, OCTeOapPTPUTbI, HE3HAYUTESbHas
renarocnneHomeranus. B 6onee ctaplwem Bo3pacte NoABNSETCA fierkoe
NoMyTHeHue poroBulbl. CHMKEHNE UHTENSIeKTa BbipaXeHo B MeHbLUeNn
cTeneHwu, 4yem npu cuHgpome lNypnep.

anI PEeHTreHonorn4eCcKom mccrnieaqoBaHmun KOCTHOW CUCTEMbI U3MEHEHUS
Te Xe, 4HTO U Npun MyKonoJsimcaxapunaose I-H, HO MeHee BblpPpaXeHbl.

Bobiaensior aoBa BapunaHTa 6one3sHu — A u B. lNpu BapuaHTte A Bce
CUMIMTOMbI BblpaXXeHbl, 00Nne3Hb NPOoTeKaeT TSXero, C YMCTBEHHOMN
OTCTanoCTbLI; CMepTb HacTtynaet ao 15 nert. [lpu BapnaHTe B TeyeHne
Oorne3Hu fierkoe, YMCTBeHHasi OTCTasrloCTb BbipaXeHa He3Ha4YUTesIbHO UIU

OTcyTCTByeT 6on bHble HepeaKo A0XUBaKoOT .qo 30 ner.







Puc. 30).
CuHpgpom ['yHTepa
y Manb4vuka 2
neT — N3MEHEHUS
ckeneta cpiabo
Bbipa)XeHbI, HE




OnucaH amepukaHckum neguatpom CaHdumnunno (S.J. Sanfilippo) B 1963 r.
YacToTa 1 Ha 100 000—200 000 HOBOpOXAEeHHbIX. [locne poxaeHus B
TeyeHue 3—5 et pebeHOK pa3BUBaeTCA HOpMalribHO, 04HAKO B HEKOTOPbIX
cny4asix HabnaaTCA HEYKITH0XKaA NoxoakKa, 3aTpyAHEeHHOoe rnoTtaHue.
lNMepBble cMMNTOMBbI 60Ne3HN B BUAe HapyLleHU CHa NOABNAIOTCA Y AeTen
ctapuwe 3 net. [locTeneHHO pa3BuUBaeTCs anaTus, CHMKaeTCA UHTepecC K
UrpyLuKam, oTMevyaeTcs 3aaepKka NCUXOMOTOPHOro pasBuUTUA, HapyLleHuUs
peun, 4yepTbl N1ua rpyoetot. [NosaBNAOTCA HeaepXKaHUe MOYM U Kana, AeTu
nepecTtarT y3HaBaTb oKpyxarwmux. OTMeyaroTCcs TaKKe 3agepXKKa pocTa,
KOHTPaKTYypbl CyCTaBOB, TMNepTPUXo3, yMepeHHas renatocnsieHomMmeranus.

lMpu peHTreHONorM4ecKkom nccrieaoBaHUU KOCTHbIE U3MEHEHUS TaKue Xe,
Kak npu cuHapome lNypnep (HO BblpaXXeHbl HE3HAYUTENbHO), UNN
OTCYTCTBYHOT. B oTnn4yme ot onucaHHbIX Bbiwe Tunos M. npu 6one3Hu
CaHdununno B KNMMHUYECKOU KapTUHe npeobrniapgaeT yMCcTBeHHas
OTCTasloCTh; MOpPaXeHUs poroBuLbl U cepaevyHO-COCyaAUCTON CUCTEMBbI
OoTCyTCTBYHOT. JleTanbHbIN UCXOQ HACTynaeT OObLIYHO B BO3pacTe

10—20 neT BCrneacTBUe NPUCOeANHEHUA UHTEPKYPPEHTHLIX MHeKunn




3aboneBaHue B 1929 r. He3aBMCUMO ApPYr OT Apyra BnepBble onucanu ypyresanckum neguatp Mopkuo

(L. Morquio) u aHrnunckum paguonor bpenncdoppg (J.F. Braiisford). YacToTa go 1: 40 000. [letm poxxgarotca 6e3
npusHakoB 6one3Hun. NepBble cCMMNTOMbI NOSIBNAIOTCA B Bo3pacTe 1—3 roaa, U K 7—8 rogam KnmHu4yeckas
KapTUHa yXe NOoNIHOCTbI0 BbipaxeHa. OTMe4YaloTcA pe3Kas 3aepXKa pocta (PocT B3pocnoro 605bHOro okono
100 cm), HenponopLuuoHanbHOe TenocroXeHue (0THOCUTENIbHO KOPOTKOe TynoBuLLe, MUKpouedanus,
KOpOTKas wwes), rpyoble 4epTbl nuua, Aecdopmauma rpyaHon KneTkm (KypmHas, 6oukoobpasHas,
Kuneoo6pasHas), Kuho3 unm cKonmos rpyaHoro U NOSACHUYHOro OTAENoB NO3BOHOYHUKA (puc. 5). MuTaHue
CHWXeHO. BO3HUKalOT KOHTPaKTYpbI B JIOKTEBbIX, NfIe4eBbIX, KONIEHHbIX CycTaBax, OTMe4yaeTCcA BarnbrycHas
Aecopmaumsa HUKHUX KOHEeYHOCTeN, nnockoctonue. MbiweyHasa cuna cHuxeHa. B cnyyae komnpeccumn
CMUHHOIo MO3ra MOMMUMO MbILLIEYHON FTMMNOTOHUMU OTMeYaeTcs NopaxeHne NMPaMUAHON CUCTEMbI, BO3MOXXHO
pa3BuTMe napanneruun, napanuya abixaHus. Koxa ytonuieHa, ee Typrop v anactTM4HOCTb CHUXeHbI. YacTo
BbISIBNSAIOTCSA NYNOYHbIE U NaXOBble rPbIKU, pacXoXaeHue NpAMbIX MbILL, XXuBoTa. Hepeako otmevaeTtcs
CHWXXeHMe crnyxa, gucTpocuyeckue npouecchl B porosuue. Moyt y Bcex 60nbHbIX, A40XKMBLINX A0 20 nerT,
pa3BuBaeTcs rmyxora. MUHTenneKT He CHUXEeH.

Mpu peHTreHoNnorM4eckom uccnenoBaHMn OOGHapyXMBaKOTCA U3MEHEHUS NO3BOHKOB: B LUEMHOM oTAene
BbISIBNAETCSA runonnasus unu annasms 3y6oBMAHOIo oTpoCcTKa, B rpyAHOM — CKONIMO3, MOACHUYHOM —

K1 o3; BO BCex oTaenax ormevyaeTcs naTucnoHannusa — ynolleHme n paclumpeHue Tesl NO3BOHKOB (puc. 6,
a), YeM OO BACHAETCA XapaKTepHOe YKOpoYeHuMe TyNoBuLLa U HeOObIYHO KOpoTKas wWeA. MI3SMeHATCA KOCTU
Tasa: BepTNy>XHble BaguHbl NSIOCKUE U LUMPOKUE, UX KPbILla CKOLEeHa, KpbiNlbA NOAB3A0LWHbIX KOCTEen
HenpaBWUIIbHOW (pOPMbI; KOHTYpPbI BCEX KOCTEN HEPOBHbIE; FONIOBKM 6eApeHHbIX KOCTeN ynroleHbl (puc. 6, 6).
XapaktepHa yBenMumBaroLlasica ¢ BO3pacToM BanbrycHas aedopmaumsa HWKHUX KOHeYHocTen. MAcTHbIe
KOCTU U chanaHrn yKopoyeHbl U yTOJLEHbI; NPOKCUMaribHbIe KOHLbl NACTHLIX KOCTeN KOHYCOOOpas3Hble,
KOHUeBble hanaHru runonnasnpoBaHbl (puc. 6, 8). Koctn npeanneybs yKOpoUeHbl; NOKTeBasi KOCTb He
[OCTUraer nyye-3ansicTHOro cyctaBsa, oTMe4aeTCA BbIBUX €€ roJyIOBKU B JIOKTEBOM CycTaBe; anucu3sbl
TpeyronbHou popmbl. [iluctanbHbie aNnU¢u3bl KOCTEN rofiIeHU CKOLWEeHbI, CToNbI 4ethOpMUPOBaHbI.

OudchepeHumnanbHbIN AMarHo3 NPoBOAAT C Pa3fIMdHbIMU BapuaHTaMu HaHU3Ma, NPU KOTOPOM OTCYTCTBYHOT
cneuucuyeckne MU3MeHeHUs ckeneTa.
B 6onblUMHCTBE crlyyaeB fneTanbHbIA UCXoA HacTynaeT Ao 20 neT BcrieAcTBUE cepAeyHO-Nero4yHomn
He[0CTaTOYHOCTU, pa3sBMUBaloLLeCcs Ha POHe NMHTEPKYPPEHTHbIX 3ab6oneBaHuil. BoaMoxHa BHe3anHas
_CMepThb_B pe3ynkrarTe cMeLleHWUsA aTNaHTO-OKUMNUTANbLHOIo CoOYNIEHEHUs U NOBPeXAeHUsi CTBOMa MO3ra.
S ,




Puc. 5.
CunHapom
MopKKo:
TUNWUYHbIE
BHELLUHWE
NPOABNEHUA.




Puc. 6a).
PeHTreHonormny
eckue npusHakmu

CUHApOMa
Mopkno —
NCKPUBIEHNE
NO3BOHOYHUKA U




Puc. 60).
PeHTreHon
ormyeckume
NPU3HAaKW
cuHgpoma
Mopkno —
nedgopmadl
N KOCTEN
Ta3a,
BEPTNYXHb
X BNagvH,
rmnonnasu
1 FONOBOK
beapeHHbIX
KOCTeMN.




nc. oB).
PeHTreH
ornormnyec
Kne
Npu3HaK
"
CUHOPOM
a
Mopkuo

oedopm
auus
KOCTeun
KUCTMW.




B 1960 r. BniepBble onucaH dpaHuy3ckumu Bpadyamu Mapoto (P. Maroteaux) u Jlamu (M.
E.J. Lamy). [lepBble CMMNTOMbI NOABASAIOTCA Y AeTen cTaplue 2 siet. XapakTepHo
oTCTaBaHue B pocTe, rpy6bie YepTbl NMua (kak npu cuHapome MNypnep, Ho MeHee
BblpaXeHbl), Marnble pa3Mepbl BepXHEU YerncTn, KOpoTKas wes, 6o4koobpasHas
rpyAHasn KreTka, YKOpoUYeHHble Knunubl (puc. 7, a) OTMeyaloTcA crnbaTenbHbIe
KOHTPaKTypbl CyCTaBOB BEPXHUX KOHEYHOCTEWN (6oanb|e He MOryT MOAHATbL PYKU
BBepX); C BO3PaCTOM NMOABNAIOTCA KOHTPaKTYpPbl B CycTaBax HMKHUX KOHEYHOCTEWN,
HapywaeTcs noxogka (puc. 7, 6). Yacto npncoeanHAIOTCA OCTPbIe pecnupaTopHbIle
BUPYCHble nH(ekuuu. Hepeako BbIABNAKTCA rpbhKK, renartocnneHomeranus. Moryrt
HabnwaaTbea rmapouedanusa, cnacTtudeckue napanmyun. MHTennekT He cTpapaer.

Mpw peHTreHoNnorM4yecKkom nccrieAoBaHUN BbISIBIIAKOTCA USMEHEeHUS (hopMbl
NO3BOHKOB, KOTOPble BHa4arne UMerT ABOSAKOBbINYKIYI hopMy, a 3aTeM
npunoodpeTaroT KyboBMAHYO NN KNMMHOBUAHYIO (puc. 8, a); aecpopmauum Tasa: oH
npunobpeTtaeTt hopMy TpeyronbHUKa, BepPTNyXHble BlaAUHbl MeJKue, royIoBKU
0eApeHHbIX KOCTEeN rMnonsiasmpoBaHbl, TPEYronbHou (popMbI UIU YNNOLWEHHbIE (puc.
8, 6). Manbie 6epuUoOBbIe KOCTU YKOPO4YeHbl. Kuctu u cronbl Yawe oobIvHOW (hOpPMbl,
MHOT4a HaNnoOMUHaKT U3MeHeHUs Npu cuHapoMe lNypnep (kortuctas nana) u 6onesHu
Mopkuo (aedropmauus ctonbl). OTMeyaeTcAa AechopmaLA KOCTeN BEPXHUX U HAXKHUX
KOHe4YHocTeun, pebep, KNnyuL,; BO3MOXEH acenTU4eCKUn HEKpPO3 ronoBKu 6eapeHHON
KOCTMW.

Mo cTteneHu BbipaxeHHocTn cumntomoB M. 6one3Hb MapoTo — Jlamu aenAaT Ha
TUMUYHYIO Krnaccuyeckytro opmy (A) n nerkyro, unm markyro (B), c HeaHauuTerlbHON
Bblpa)KeHHOCTbI-O CUMNTOMOB. Ll,mbq)epel-luuanbl-lbm AunarHo3 npoBoaAT C




Puc. 7a).
CuHapom
MapoTto —
Namu:
(TMNnYHbIE
BHELUANE
NposiBNeHns
y OeBoykm 9
- pert) —
rpyoble
epThl
' 7 vua,
PoYKOOOpas
Hasa rpyaHas
KreTka.




Puc. 76). CuHgpom
Mapoto — Jlamu:
(TUNWUYHLIE BHELLUHME
NPOSABMNEHNA y AEBOYKN 9
NEeT) — KOHTPaKTypbl
BEPXHUX U HUKHUX
KOHEYHOCTEMN.




Puc. 8a).
PeHTreHonorn4yeck
ne NPU3HaKu
CUHOpOoMa
MapoTo —
Jlamn —
N3MEHEHUS
NO3BOHOYHUKA.




Puc. 80). PEHTreHonorn4yeckme npusHakm cuHapoma
Mapoto — Jlamu — aedopmauums KocTten Tasa.




CuHgpom Mopkuo-
[eHeTnyeckn netepmu
3aborneBaHue - MyKononu pu - V.
XoHapoaucTpodusa xapakrtepusyerca
ocrnabneHnem cBA304HOro annapara
CyCTaBOB, 3Ha4YNTESbHbIMU
aedopmaumamMm ckerneta, B YaCTHOCTU
rpyaHbIM ropbom. HabntogarTca Takke
cepaedHo-cocyamcTaa He4oCTaTOYHOCTD,
nedopmauma HOrTen, KPUBOLLIES.
[Ma3Hble CUMMTOMBI: AUCTpodonyeckme
N3MEHEHUS, MOMYTHEHUSI CTPOMbI
pOroBuLbl, aTPodunsa 3pUTENBHOIO HEPBA,
a, 6 - obwnn Bna pebeHka.
NHdaHTUNbHOCTL. [pyaHasa Knetka
nedopmmpoBaHa, UCKpUBNEHWE rpyaHoro
oTaena no3BOHOYHMKA, KPpMBOLLIES,
NOMYTHEHME POroBuLLbl, 4BYCTOPOHHUN
KPUNTOPXU3M; B - YacTU4YHas atpodus
3pUTENbHbIX HEPBOB; I - MOMYTHEHNE
porosumubl.




e Mykononucaxapupgo3s tuna Vil (cuHgpom Cnas).
OnuncaH Cniaem (W.S. Sly) B 1973 r. KnuHn4veckue
NPOSIBIIEHUA CXOXU € cuHapomom CaHdununno.
[1narHo3 yctaHaBnMBaloT TOMNbKO NMpu AeTaribHOM
BnoxXxmMmMmmn4yeckom nccrieqoBaHum.

Mykononucaxapuaos tuna Vill (cuHapom Ou
®PeppaHTe). OnucaH On ®eppanTe (N. Di Ferrante) u gp. B
1978 r. [1o KNMHNYECKM NPOABIIEHUAM CXOX C
MyKononucaxapugosom tuna IV (cuHgpom Mopkuo), Ho B
OTNM4YMe OT HEro Npu Mmykononucaxapuaoose tuna Vil
Bbipa)KeHa 3aaep>kka NCUXOMOTOPHOIO U
NHTENMEeKTyaribHOro pa3BuUTUS.

9 TN - HE4OCTaTOYHOCTb rManypoHunaasbil. KIMMHNYECKM:
HU3KOPOCIIOCTb, MHOXECTBEHHbIE OTJTOXKEHUA B

('Y I | 3N ) (YH () Bk C) T S
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e JleyeHune cumntTomatmnyeckoe. [pun aTom OonbHBIX HABMKAAKT pasHble
cneunanucTbl — XMpypru (yoaneHue rpbik), optoneabl (oprtonegunyeckas
KOppeKUuns HapyLLleHn ONOpHO-ABUraTesNibHOro annapara), neamaTtpbl (B CBA3U
C YacTbIMWN OCTPbIMU pecnnpaToOpPHbLIMU BUPYCHBIMU MHADEKUUAMU, CEPAEYHO-
COCYaANCTON HEQOCTAaTOYHOCTLIO), OTOPMHOSTAPMHIOSON (B CBA3U C
HapyLleHUaAMU cnyxa, XpOHNYEeCKUMU OTUTAMUN U CUHYCUTaMMN),
opTanbMosiorn, HEMPOXMPypPru N HeBpoMNaTosiorm (BHyTpuyepenHas
rmnepTteHs3usd). Micnonb3oBaHne Ons nedeHns ropMoHarnbHbIX npenapaTos
(KOPTUKOTPOMMHA, MMIOKOKOPTUKOMOOB, TUPEOMaANHA), BUTaMuHa A,
nepenusaHnKn npenapaToB KPOBU MnasmMbl, BBEAEHNA OeKCTpaHa-70 npneBoguT
NULLb K BpEMEHHOMY YIyYLLEHMUIO.

MporHo3 npu Bcex opmax HebnaronpuATHBbIN, T.K. C BO3pAcTOM HapacTaroT
N3MEHEHNS ckeneTa, HapyLeHUs yHKLNIA pasnnyHbIX OpraHoB 1 CUCTEM.

MpodumnakTuka 3aknoyaeTcsi B NPOBEAEHUN MEOUKO-2EHEMUYECKO20
KOHCY/IbMupOB8aHUsi N aHTEHATanbHOW AMarHOCTUKKN (onpeaeneHne
AKTMBHOCTU hEPMEHTOB 1 COAEPXKAHNS IMNKO3AMUHOITIMKAHOB B KYILTYpE




A /u/&

8 weeks 7 months

Dysostosis Joint
multiplex contractures

] = male O - female
5years 8 years [ = Hunter syndrome

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




