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Mykononucaxapuao3sbl (MINC) (mucopolisacharidus + -0sis) —
obulee Ha3BaHMe pa3HOOOpasHbIX HapyLleHui, 0byCnoBNEeHHbIX
HeJ0CTaTOYHOCTbIO OQHOIO M3 rpyNnbl hepMEHTOB, pa3pyLUakoLLMX
MyKomonmcaxapuabl Tpex KnaccoB: renapaH-, AepMaTuH- 1 kepa-
TaHcynbdar [1, 2, 5].

Mpn MIC nmeeTcs psg o6WMX KMMHUYECKUX MPOSIBEHWUN.
Bonblas yacte MIMC nposBnseTcs CMCTEMHLIMU NOPaXeHUaIMM
ckeneta, 3aepXXKon (n3nYeckoro pasBuTus, rpyobiMmn yHKLMO-
HanbHbIMW HapPYLLIEHUSIMU HEPBHOW CUCTEMbI, MPUBOASILLUMM K TS-
xernomy cnaboymuio, — gemeHummn (cuHgpomel N'ypnep, XaHtepa
1 CaHUNUNMO); XapakTepHbl UBMEHEHWS! CO CTOPOHbI BHYTPEHHMX
OpraHoB (renatocnyieHoMeranus ¢ yBenM4yeHmeM pasmepoB neye-
HUY, rMNepTeH3NOHHO-TnapoLedanbHbI CUHAPOM C YBENMYEHNEM
pa3MepoB rornoBbl, CEpAEYHO-COCYANCTast HE[OCTaTOYHOCTb, MO-
paxeHue rnas, U3MeHeHUs1 CO CTOPOHbI KOXHbIX MOKPOBOB, BO3-
HWKHOBEHWE KOHTPaKTyp CyCTaBOB), BbIPaXEHHbIE NPW pasHbiX
dopmax B pasnuyHou ctenenu [1, 2, 3, 4, 5].
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PucyHok 1.
BonbHbie MINC
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Ta6bnuua 1
XapakTtepucTuka pas3nuuHbix cuHgpomoB MINC
DedekTHasn
CuHppom DedekT 3H3nMa XpoMocoMma, Tun KnuHuka, nabopaTtopHble AaHHble
HacnenoBaHus
Hurler Xpomocoma 4, OeTtn ymupatot B Bo3pacTe 6-10 neTt ot cepaeyHon 1 nero4yHomn
(MMC-1-H) a-L-naypoHungasa ayTOCOMHO- AekomMmneHcaumun. B moye noBblIlLeH ypoBeHb renapax- v
peLeccuBHbIA TVN AepmaraH-cynbdaToB.

. Xpomocoma 4, Msrkuii BapnaHT, HopManbHbIA MHTENNEKT, HOpManbHas
Sheie a-L-unyponunasa ayTOCOMHO cTtatypa. XusyT no 30 net. B Moye noBblLLEeH YpOBEHb
(MMC-1-S) | (HemonHbIN) y . ypa. Y ' P

peLeccuBHbIA TVN renapaH- u gepmaraH-cynbgaros.
BonetoT manb4nkn. YMCTBEHHOE pa3BUTME CHUXKEHO B
. meHbLen mepe. XKneyT o 30-40 net. HeT nomyTHeHus
Hunter CynbcougypoHar CuenneHHbIn P yT A Y
. porosuubl. HeT gop3sontobansHoro ropba. XapakrepHa
(MNc-2) cynbgarasa ¢ X-Xpomocomom
nporpeccupytoLas riyxorta, rmpcyTuam. B moye nosbiweH
YypPOBEHb renapaH- 1 gepmaraH-cynbgaTos.
Tun A — cynbchamugasa
Tun B — b-N-auetun-
BbipaxeHHasi peTapgaumsa nHTennekta, Makpowedanums,
noKo3aMmHaasa
Sunfiliono Tun C — auetun Xpomocombl 12 n O4YeHb arpeccuBHoe noeefeHne. OTHocUTeNbHO crnabble
PP 17, ayToOCOMHO- CKeneTHble 3MeHeHust. Bucuepomeranus nosensercsa B
(MMC-3) KoA-rntoko3ammHmn-N- o
peLecCcuBHbIA TVN LUKONbHOM Bo3pacTe. KnuHUYeckn Tunbl He MOryT GbITb
auetunTparciepasa anddepeHympoBaHbl. B moye — renapaH-cynbdar.
Tun O — a-N-auetun- P P ’ P Y ’
rntoko3aMmH-6-cpocartasa
HopmanbHbIi MHTennekT. CunbHO BblpaxeHHas aedopmaums
Morauio N-aueTtun-ranakto3amuH-6- | Xpomocomsl 3 1 16, ckeneTta. [NomyTHeHune poroBuLbl. MeHbLUas cTeneHb
(MI'?C 4) cynbatasa (tun A) n ayTOCOMHO- nopaxexus LIHC. MepBble KNMHUYECKNe NpU3HaKu
b-ranaktosngasa (tun B) peLeCcCUBHbIN NOSIBNAIOTCA Ha 2—3-M rofy >U3Hu. YMMpatoT B BO3pacTte
20-35 net. KepataHcynbdat B Moye.
Maroteaux- Xpomocoma 5, HesHaunTenbHas 3agepka pocTa, BblpaKeHHbIN ropo,
N-auetun-ranakto3amuH-4- o
Lamy ayTOCOMHO- HOpMarnbHbIA UHTENNEKT, craboe nopaxeHune nuua.
cynbgaTasa .
(MIC-5) peLeCcCUBHbIN [epmaTaH-cynbdar B Moye.
S| Xpomocoma 7, BapbupyeT MeHTanbHoe pasButue, BblipaXeHHbIN ropo,
(Myl'l c7) b-rntokypoHnaasa ayTOCOMHO- renatocnfneHomeranus, cnaboe nopaxeHve nuua.
peueccuBHbIv HepmaTtaH-cynbgar B Moye.

0606weHHbIN heHoTun MIC BkntoyaeT B cebs rpybble vep-
Tbl MUa, renaTocnneHomeranuio, TyronofBMXHOCTb CyCTaBOB,
NMOMYTHEHME POroBULLbl, TPbKM, MHOXECTBEHHBIN AN30CTO3, 3KC-
Kpeuuio MyKkononvcaxapuaoB C MOYOW M MeTaxpoMHOe OKpa-
LuMBaHne nepudepruyeckmx nenkoumMToB U KOCTHOro moara. lo-
CTaHOBKe AvarHo3a NoMoraeT KIMHUYECKOe N PeHTreHonornye-
ckoe obcrefoBaHve, onpeaeneHne Tuna Mykononucaxapuaos,
3KCKPETUPYEMBIX C MOYOW. [INsi yCTaHOBNEHUSI OKOHYATENBHOIO
AvarHosa Heobxoaumo onpefenexHne cneumduryeckux pepmen-
TOB B pa3HblX TKaHSAX, Hanpumep, B kynetype donbpobnactos Ko-
XK.

Knaccuyeckum nposiBneHMeM MyKononucaxapuposa CryxuT
cuHapowm MNypniepa. Mpu aTom 3aboneBaHnM UMEKTCS NPaKTUYECKN
BCE KOMMOHEHTbI YNOMSIHYTOro heHOTUNa B Pe3KO BblpaXKeHHOM
dopme. PaHHME cMMNTOMBI BKIOYAOT NEpenosiHEHUE KPOBbIO CO-
Cy[0B HOCa U MaKpOCKOMNMYeCK! BUAMMOE NOMYTHEHUE POTOBULIbI.
Mo mepe nporpeccrpoBaHusi 3aboneBaHns B NepBble oAbl XU3HU
GypHbIN poCT 3ameansieTcsi. PeHTreHonornyecky BbISIBMSOT yBEN-
YeHue TypeLKoro cefna ¢ xapakTepHbIM NOAKOBOOOPa3HbIM AHOM,
pacLuvpeHne N yKopodeHUe ASIMHHBIX KOCTEN, a Takke rMnomnnasmio
1 3a0CTPEHHOCTb MO3BOHKOB B MOSICHUYHOW 06nacTtu, 4to oby-
CMOBNMBAET BblpaXeHHbI kno3. CMepTb HAcTynaeT B nNepBble
10 net. Mpw BCKpbITUM BbIABRSETCA rugpoLedanvst n nopaxeHue
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cepaevHO-COCyAMCTOM CUCTEMBI C 3aKyNOpPKOW KOPOHapHbIX apTe-
pui. Buoxnmmyecknn gedektT — HakonmneHne renapuHaepmaTaH-
cynedarta [2, 3, 5, 6]. Boigensitor Heckonbko Tunos MIMC: IH —
c. l'ypnepa, IH-S — c. l'ypnep-LWelie, IS — c. llete, Il — c. XaH-
Tepa, lll — c. Candununno, IlIA — c. Candununno A, IlIB —
c. Candununno B, IlIC — c. Candununno C, I — c. CaHdu-
nvnno [, IV — c. Mopkwo, IVA — c. Mopkwuo A, IVB — c. Mopkuno
B, VI — c. Mapoto-flamu, VIl — c. Cnas. MNMpuymHon kaxgoro 3a-
OoneBaHusa aBnsaetcs gedekT aH3mma (Tabn. 1).

Hwxe npeactaBneHbl hoTo BOMbHBIX C Pa3NUYHLIMU TUNAMM
MyKononmcaxapuaosa.

AvnarHo3 ocHOBbIBAETCS Ha KIIMHUYECKUX NPU3HaKax, AaHHbIX
PEHTrEHONOrMYecKoro nccrneaoBaHus, onpeaeneHuy akckpeLum
C MOYOW MNKO3aMUHOITIMKAHOB, NCCMEA0BaHNN aKTUBHOCTU CrieL-
nuryecknx epMeHToB B KyNnbType KneTok (dmnbpobnactax Koxm
N nemnkoumTax), aMHUOTMYECKOW XMAKOCTM (MpU NpeHaTanbHon
OMarHocTumke).

Yacrora: B Yyealuckon Pecnybnuke 3a nocneaxue 10 net 3ape-
ructpuposaHo MINC 1-ro Tuna — 3; 2-ro Tuna — 2; 3-ro Tuna — 2;
6-ro Tna — 2 60nbHbIX.

MporHo3 npu Bcex hopmax HebrnaronpusiTHbIN, T.K. C BO3pacToM
HapacTalT U3MEHEHUS CKeneTa, HapyLUEeHNs PyHKLUIA Pa3nnyHbIX
OpraHoB 1 CUCTEM.
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PucyHok 1.
Mykononucaxapuaos, Tun | (pa3Hble BapuMaHTbl)

PucyHok 2.
BonbHble MINC 2-ro Tuna

PucyHok 3.
BonbHou MINC 3-ro Tuna

MpodmnakTuka 3aknwvaetTcs B NPOBELEHUN MeaUKOo-
rEHETUYECKOrO KOHCYNBTUPOBAHUS U aHTeHaTarnbHON AMarHOCTUKN,
onpeaeneHns akTMBHOCTN (DEPMEHTOB U coepKaHus rMKo3amMu-
HOIMMKaHOB B KYJLTYpe KNEeTOK aMHUOTUYECKOM KUAKOCTU.

UccnepgoBaHuA BKMKOYaeT: reHeanormyecknii, KNMHUYeCcKui,
BMOXMMUYECKUI, PEHTIEHO-(OYHKLNOHAMbHbIA, MOMEKYNsipHO-
reHeTU4YeCcKnin MeToabl.

JleyeHune. B mexayHapoOHOM onbiTe MPUHATHLI criegyroLime
BMAbl nevyeHnst nayneHToB ¢ MIMC: cumnTomaTnyeckoe (Meavka-

MEHTO3HOe, XMpypruyeckoe, usnoTepanms), 3amecTuTernbHas
Tepanus (Aldurazyme, Elaprase'™ Naglazyme'™), TpaHcnnaHTaums
CTBOMOBbIX KIETOK. M3 hmanoTepaneBTM4ECKNX METOAOB MCTOSb3Y-
H0TCS aneKkTpodopes NMaasbl Ha 06racTb NOPaKEHHbLIX CYyCTaBOB,
MarHuToTepanus, napacVHoBbIE annnukaLum, nasepHas nyHKTypa,
JIOK ¢ npenmyLLieCTBEHHbIM BO3AENCTBMEM Ha MO3BOHOYHWK U CYC-
TaBbl, 06N Maccax, caHauusi XPOHUYECKUX 04aroB MHAEKL N
HOCOITIOTKM M NOMoCTK pTa. [pyrMe MeToAbl NeYeHns: aHTurnay-
KOMaTO3Hble onepaumu, rpbbkeceveHne, ageHOTOH3UMNIIKTOMUS,
TPaxeoCTOMMS, LLUYHTMPOBaHWe Npu ruapowedanuum, onepauum no
noBoAy KapnanbHOro TYHHENbHOro CMHAPOMA, NPOoTe3npoBaHMe
KnanaHoB cepgua, TazobegpeHHoro cyctasa.

PucyHok 4.
BonbHbie MIC (pa3Hbie BapuaHThbl)
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