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JInzocoMalnbHbIe (PEPMEHTHI pa3pyIIarOT
MaKpOMOJIEKYJIbI JINOO CaMOM KJIETKU
(HampuMep, Korja rnepepadaTbIBArOTCS
CTPYKTYPHbIC KOMIIOHEHTHBI KJIETKH ), TUOO
3aXBauYCHHBIC U3BHE. YHACJIEIOBAHHbIC
Ae(EeKThl MJIM HEJIOCTATKU
JM30COMAJIBHBIX (DEPMEHTOB (MJIM APYTUX
JTM30COMAJIBHBIX KOMIIOHEHTOB) MOTYT
MPUBECTHU K HAKOIIJICHUIO
HEeJIeTpaIMPOBAaHHBIX METa00UTOB. 110
HAJIMYMIO MHOTOUYHCIICHHBIX KOHKPETHBIX
HEIOCTATKOB OO0JIE3HU HAKOIUICHUS
OOBIYHO TPYIIUPYIOT OMOXUMHUYECKHU B
3aBUCUMOCTH OT HAKaIlJINBA€MOTO
MetabonuTa. [Toarpynmnbl BKIOYAOT

- MYKOTIOJTUCAaXapH 103

- C(OUHTOJIUIHUI03

- MYKOJIMIIN]103

JIN3O0COMBI

DepMEHTHBIN COCTAB BHYTPEHHEI0 COACPKUMOI0
0,2-0,5 MxMm

pH~7.2

pH~5.0
Kuciibie rujgpo/iassr:
HyKJIeasbl
NpoTeasbl
IVINKO3H/A3bI
JINTIA3b1
docdaraspl
cy/ib(parasbl
docdommasnl




Myxkonoaucaxapuaodsl (MIIC) — 310 rpynna
pPEAKUX HACIIEICTBEHHBIX 3a00JIeBaHUI
COCIMHUTEIIbHOM TKaHU, CBSI3aHHBIX C HAPYLICHUEM
oOMeHa BemecTB. OHM 00yCIIOBIICHBI HEXBATKOM
onpeseNEHHbIX (DEPMEHTOB, KOTOPHIE YYACTBYIOT B

nepepadoTKe (paciienIeHU ) TITMKO3aMUHOTIIMKAHOB.

B cBs3u ¢ yem 3TH MOJICKYJIbI CKAIJIMBAXOTCA B

OpraHn3Mce 4CJIOBCKa B OIIACHO OOJBIIIOM KOJIMYECTBE.
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Tabauuma 21.2, Crpykrypa paziHyHbIX KJACCOB IIIHKO3AMMWHOIIHKAHOB

Kiace rimkozaMuio-

IJIMKAHOB
['manyponoBas 1.
KHCII0Ta

2,
XOHAPOHTHH-4- L.

cyib(ar (xomn-
poHTHH-CVIIBGDaT A)| 2.

XOHIpOHTHH-6- L.

cviabar (xomu-
poutHH-cyibpar C) | 2.

Jlepmatancyindar' | 1.

2.

Kepatancyansdar 1.
2. N-auerni-D-rinoko-

Tenapuneyasgar’ | 1.

H TCIIapuH

KoMiioHenTsI, BXOAsIIME
B COCTaB JAHCaXdpHITHBIX

CAHHHII

D-rimokyponoBas
KHCI0Ta
N-anerni-D-rmoko-
JAMHH

D-rimokyponosas
KHCI0Ta
N-anerwi-D-ranax-
To3aMuH-~-4-cyibdar

D-rinokyponosas
KHCI0Ta
N-anerwi-D-razak-
TO3aMUH-6-cyiibdar

L-wiypoHoBasi KHC-
J0T1Ta

N-anerwi-D-rajnak-
To3aMUH-4-cyibdar

D-raszakro3a

3aMHUH-6-cyabgar

D-rmoxyponar-2-
cyabipar
N-anerwi-D-rinoko-
JaMHH-0-cyIbhar

CrpyKTypa IIMKO3aMHHOIIMKAHOB

D-rmokyponosast kucinora (Bl—>3) N-
ateTuarmoKo3aMuH (31—>4) D-rimoky-
poHoBas kucjiora (Bl—>3) N-anerniarmo-
Ko3amuH (fl1->4) ..

D-rmokyponosasi kuciora (fl1->3) N-
anerniranakrosamMuu-4-cyianar (Bl->4)
D-rmokyponosasi kucjiora (Bl1->3) N-
aleTHIrallakrosaMuH -4-cyindar
(B1->4)...

D-rimokyponosasi Kucjiaora (pl->3) N-
aneTiarajlakrosaMuH-6-cyiabsdar (pl—>4)
D-rimokyponosas kuciaora (l1->3) N-
alleTHIrajlakTo3aMiuH-6-cyabdar
(Bl1->4)...

L-unyponosass kuciora (Pl—>3) N-ane-
THITalakTo3aMUH-4-cyabsdar (f1->4) L-
wiaypoHoBas kuciora (fl1—>3) N-anerun-
raJlakro3aMuH-4-cyabdar (f1—>4) ..

D-ranakrosza (f1—>4) N-aneriirnokosa-
MUH-6-cyabdat (f1—>3) D-ranakrosa
(B1—>4) N-aneTwIrmoKo3aMHH-6-CYITb-
dart (Pp1->3)...

D-rmokyponar-2-cyabdar (al->4) N-
aneTHIrHoKo3aMuH-6-cyandar (al-—>4)
D-rokyponar-2-cyiangar (f1->4) N-
aleTHIIOKo3aMHH-6-cyiabdar (al-—>4)




Mykononucaxapuabl coaepxxaTca:

- HA NMOBEPXHOCTU KJTETOK
- BO BHEKJIETOHYHOM MaTpUKCe N ero CTPYKTypax

B TKAHAX

Txaus

Koxa

Xpsiit

Cyxoxumie

Casizku

[lynouHslit KaHATHK
Crex10BHAHOE TEN0
CuHOBMATBHAS KUIKOCTH
Cepaeunblie KlanaHbl
CnuHabHbIE AHCKH
KocTte

[Teyenn

Jlerkoe

Cocvaucrasi cTeHKa
Xpsul amMOpHoHa
Porosuuariasa

['manypoHo- Xonapo- | XoHapo-
Bas Kyiciora| VM4 | HDHH-6-
‘ T9 cynbgar | cyabdar

|

Jdepma-
TAHCYTh-
(par

|

Tabauua 21.3. TlpeumymiecTBeHHAA JOKAIH3AUMSA PAZTHUYHBIX TIHOKO3AMHHOIIHKAHOB

Keparan-
cybdat [enapun
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bimxe k 6-12 mecsiam auio npuoOpeTaeT rpyobie YepThl, HAIOMHUHAIOIIME raprylibio: TOJI0Ba CTAHOBUTCS
0O0JIbIIIE, BBICTYIIAIOT JJOOHBIEC OYI'PhI, MOSBIISIOTCS IIIMPOKUE CKYJIbI, YILIOIIACTCS U BTSATUBACTCS IIEPEHOCUIIA,
YKOPaYMBaIOTCs HOCOBBIE XObl, U3MEHSETCS (popMa HOCA, HO3JIPY BRIBOPAYMBAIOTCS, POT MOCTOSHHO
MOJIYOTKPHIT, YBEIUUHUBACTCS SI3bIK, TyObl CTAHOBATCS NyXJIBIMUA. O4YEHb 4aCTO YMEHBIIACTCS TOABUKHOCTh
KPYITHBIX ¥ MEJIKMX CYCTaBOB, OCOOCHHO MaJbIEB, YKOPAUUBAIOTCS TPyOUaThle KOCTH, KUCTH PYK
neopMUPYIOTCS U ITproOpeTaroT Gpopmy "nambl ¢ KOrramu"




J11s1 GOABHBIX
MYKOIIOJIMCAXapUA030M [ Tuna
TAK)KE XapaKTEPHO MOPAKECHUE
IJ1a3 B BUJIC IPOrPECCUPYIOIIETO
IIOMYTHEHHUS POTOBUIIBI,
IMMUTMEHTHOW JE€TreHEpaIuu 1
MTOBBIIICHUS] BHYTPHUITIa3HOTO
nasienus. Cpegusas
MPOAOKATEIBHOCTD KU3HU
nereut ¢ cunopomom I ypnep
nocturaet 10 jger. Yactoi
IMPUYUHON CMEPTH CTAHOBATCS
O0OCTPYKTHUBHBIC 3a00JICBaHUS
JBIXaTeJIbHOW CUCTEMBI, OCTPHIC
U XpOHUYECKHE MH(PEKITMOHHBIS
MPOLIECCHI, ITATOJIOT U
CEPACYHO-COCYAUCTON CUCTEMBI.




CduHroaunuao3 — HacJaeACTBEHHOE HapyIlIeHHe MeTaboInu3Ma, IIPH KOTOPOM HapyIaeTcs
BbIPA0OTKa (PEPMEHTOB, PACIICTUISIIOMINX COUHTOIUITUIBI.
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CdomHronunnabl - obs13atenbHble KOMMOHEHTbI BCeX aykapnoT. OHM npeacTasnsoT cobon ogmH n3s Handonee
pasHOOB6pasHbIX MO XUMUYECKOMY CTPOEHUIO 1 BMONOrMYEeCKon akTUBHOCTU KITacCcoB NMUNUAHbBIX MOMEKY.
MHOro4YncneHHbIMN NCCNEA0BAHUAMMN YCTAHOBNEHO, YTO COPUHIONMNNALI BAUSIKOT HA CTPYKTYPHbIE CBONCTBA
Bronorndyecknx MmembpaH 1 NMMNONPOTENHOB, SABMSATCA MEMBPAHHBIMU «SIKOPSAMN» HEKOTOPLIX BENKOB, y4acTBYIOT
B NpoLueccax KNeTo4YHOro y3aHaBaHusl, perynsuum pocta, audpdepeHuUnMpoBKkM 1 anonTo3a KNeToK, peLenumm
FOPMOHOB, haKTOPOB POCTa, LIUTOKNHOB, AABMSAKOTCA aHTUreHaMn, MMMYHOMOAYNSATOPaMnU U BTOPUYHbLIMU

MecceHOXXepamu (nepegatymMkamMmm curHana).

CTpykTypa KJIETOUHOH MeMOpPaHbI
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Bonesns loiiie - HacenCTBEHHOE HApYIlIEHHE METab0IM3Ma, KOTOPOE BO3HUKAET B pe3yabTare Aeduiura
2noKoyepebpo3udaszsbl U MPUBOIUT K HAKOIUJICHUIO 210KoYyepebpo3uda v POJICTBEHHBIX COSTMHEHUH.
Knuandeckne nposBIIEHUS] BAPBUPYIOTCA B 3aBUCUMOCTH OT THIIA, HO YaIll€ BCETO — IEMATOCIIICHOMETAJINS WA
n3MmeHenust [IHC. JIluarno3 crapst Ha ocHoBanuu aHanuza JIHK w/vnu ananusza pepMeHTOB JICHKOIIUTOB.

2 TUN 3 TUN




Bosie3Hp HakomIeHUs 3QUPOB X0aeCcTEPOIIa U T —_—
0osie3nn BonpMaHa — HACIeICTBEHHBIC HAPYIICHUS
oOMEHa BEIIECTB, BbI3BAHHBIE JCPUIITUTOM 1Una3bl
JIA30COMAJIBHOM KMCJIOTBI, YTO IPHUBOAUT K
TUNIEPIUIUICMAN U FeaTOMETaInH.

bosne3np Boapmana — 6osiee Tsxenas gpopma, R-CO-0 =
MaHHU(ecTupyoiias B IepBbIe HEICIH KU3HU
IUTOXMM aIlleTUTOM, pBOTOM, B3IyTHEM KUBOTA, U
BTOpPHUYHA IO OTHOIICHUIO K T€NaTOCIIIEHOMETalnu;
MJIaJICHIIbI OOBIYHO YMHUPAIOT, IIPU OTCYTCTBUU
JICYCHHUS, B TCUCHHUE 6 MECSIICB.

H4C
CHy

CH

Bosie3Hp HakomIeHUs 3QUPOB XOJIECTEPUHA MEHEE
TsDKEJasi 1 MOKET MIPOSIBUTHCS B 00JIee CTaplieM,
JIaXe 3pEJIOM BO3pACTE, KOTAa MOKET OBITh BBISIBJICHA
rernaToMerains; MOXKET pa3BUBAThCS
PEXKICBPEMEHHBIN aTEPOCKIIEPO3, YACTO TSXKEIIbIN.

>X<I[o 2015 roga neueHUs HE OBLIO, U OYCHh HEMHOTHE JICTH
BBIKMBAJIM MOCIIE TIEPBOTO rojia >ku3HU. JlepuuT I1M30COMHON
KHCJIOH JINTIa3bl B HACTOSIIIEE BPEMsI MOXKHO JICYUThH C TTOMOIIBIO
cebenurasbl anbda, peKOMOMHAHTHON POPMBI 1ePUITUTHOTO
dbepmenTa.

Puc. 3. lenatocnnexomeranus no gasdsim MPT y naumenTkn
c VKN




Bce dpopmbr MIIC,
MYKOJIUIINI03a U
Cc(puHrOIUIN 1032
HACJIEAYIOTCA IO dYMOCOMHO-
peyeccusHomy muny, T. €.
MYTHUPOBABIINU IT'E€H JIOJKEH
OBITH Y OOOMX POJAUTEIIECH.
HckimroueHuem sSBiseTcs

MyKornojmcaxapuao3 111 tuma:

OH HACJIEAYETCH MO X-
CYenjieHHOMY peyeCcCuHOMY
muny.

X-cuenneHHoe peuecCUBHOE HacneaoBaHue

MaTs
(HoCHUTENDb)

[ B:L IR
&

CbiH Lous LOoub CbiH
(apopoe) (3aoposa) (HocHTENL) (Gonex)




Tabnuua
Tunel MyKonoNnucaxapupo3op

Tun MNC Ha3panue Aedunumnr hepmenta
MMNC IH Cuuppom lypnep (Hurler) a-L-nypoHuaasa
MNC IS CuHapom Lede (Scheie) o- WaypoHuaasa
MNC IH/S | CuHppom lypnep-LLene (Hurler—Scheie) a-WaypoHuaaza
MNC Il CuHapom Xautepa (Hunter) WaypoHaT-2-cynbparasa
MNC IIMA | CuHppom Cancpununno (Sanfilippo) lenapaH-N-cynearasza
MNC I B a-N-aueTHnrnloKozammHnjasa
Mncuc Auetun-KoA o-rnioko3amiuHnanH
aueTUNTpaHcepaza
MNc D N-aue TUNrnioKo2amuH-6-cy nbparasa
MNC IVA | Cuugpom Mopkuo (Morquio) lanakTo30-6-cynbparasza
MNC IVB B-ranakro2mpasa
Mnc Vi Cuuppom Mapoto-Slamu (Maroteaux—Lamy) N-aueTunranakrozammH-4-cynedarasa
Mnc v Cuuppom Cnas (Sly) B-rnioKy poHKaasa
MNC X Cuuapom fedbuunta ruanyposnaassl (Natowicz) | MmanypoxHupasa




Cmacu00 3a sHuMmauaue!



