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Mykononucaxapudo3bl — rpynna
3aboneBaHui, 06yCrNoBIEHHbIX FEHETUYECKUM
OePeKToM doepMEHTHOrO pacLlenfeHns
YrneBoaAHON YacTu MOJEKYTbI
MYyKononmcaxapungos (rMrUKo30aMUHOITIMKaHOB).

B 3aBMCMMOCTW OT TOro, KaKOU PEPMEHT
OTCYTCTBYET, MyKOMnonncaxapuaosbl 4enaTcs Ha
HECKOJSbKO TUMOB:

MTI'1C | (cuHgpomebl ['ypnepa, I'ypnepa-Llene u
Lene);

MTI'1C Il (cnHgpom XaHTepa);

MTI'1C Il (cnHgpom CaHdunmnno);

MI'C IV (cuHgpom Mopkno);

«MI'C VI (cungpom MapoTo-Jlamn).




LOCATION IN BODY

Hyaluronic acid Various connective tissues, skin, cartilage,
synovial fluid

Chondroitin sulfate Cartilage, cornea, bone, skin, arteries
Dermatan sulfate Skin, blood vessels, heart, heart valves
Heparan sulfate Lung, arteries, cell surfaces

Heparin Lung, liver, certain immune system cells
Keratan sulfate Cartilage, cornea, intervertebral disks

Mykononucaxapuabl Nony4Ymnn cBoe Ha3BaHMe NMOTOMY, YTO psi[ BELecTB
9TOro Knacca MMeeT CIU3NCTYH KOHCUCTEHLIMIO (OT NaT. «mucor» — Crn3b).
COCTOAT U3 reKco3, aMMHOCaxapoB U YPOHOBbLIX KUCIOT. XOHAPOUTUH-
cepHast U rmanypoHoOBbl€ KUCIOTbl CIyXaT OCHOBHBLIMW CTPOUTENbHBIMMU

arnemMeHTaMn coeanHUTENbHOU TKaHW.
https://www.youtube.com/watch?list=PLQaZzCBGSssOKlaceSIm
a4WvA6eWPMCGg&feature=player detailpage&v=iDgSnkRLNXO




CuHpgpom XaHTepa
(Mykononucaxapugos Il Ttuna) -
pegkoe reHetudyeckoe 3aboneBaHue,
CLIEMMIEHHOE C X-XpOMOCOMOW, npwu
KOTOPOM BCreacTtBue QepMeHTHON
He4O0CTaTOYHOCTU npoucxoaunT
HenosiHoe paspyLleHne n HakonneHue
KMUCNbIX MYyKonosnmcaxapuaoos
(rMMKO3aMUHOITIMKAHOB) B pasfinyHbIX
TKaHSAX.

Tun HacnepoBaHUA: X-CLENEHHbIN PELECCUBHbLIN
Popmbl: OT NTErKONn (C COXpaHHbIM UHTENNEKTOM)
00 TAXKENOW (C pe3Ko NpOorpeccupyowmnm
Te4yeHnem)

PacnpocTpaHéHHOCTb: NnpumMepHO 1 Ha 100000
Manb4nKoB

PepmeHT: anba-L-naypoHarcynbdarasa

Al renapaHcynbdat, gepmartaHcynbdar
MeToab! neyeHus: pepmMeHTO-3aMecTUTENbHasA
Tepanus npenapartom “Gnanpasa” (naypcynbdasa)




X-cuenneHHoOe peueccMBHOE Hacieao0BaHue

340pOBbIii CbIH

OTeu: 340p0B
MaTb: HOCUTE/Ib

Joub-HocuTenb BONbHOM CbIH

3p0poBas goub

X-cuenneHHoe peueccMBHOe HacneaoBaHue

3[0pOBbIN CbIH

Oteu: 6oneH
Martb: 3a0poBa

LN [

Aouyb-HOoCUTENb 3/0pOBbIN CbiH

)

Aoub-HOoCcUTeNb



Ha MOMEHT poXaeHuss OeTu ¢ CMHAPOMOM XaHTepa BbIrMaAAT KIMHUYECKU
3nopoBbiMU. [MepBble Npu3Haku 3aboneBaHns nposiBNAlTCs B 2—4 roga. do
9TOro Bo3pacTa MNpPosiBNeHus1 3aboneBaHns HecneunduyHbl: Y AeTen MoryT
OTMeYaTbCA MOBTOPHbIE PUHWUTBLI, LUYMHOE AbIXaHWe, MYMNo4YHble U NaxoBble

rpbiXu, rMapoLene.

[pyrne paHHne npusHaku mykononucaxapugosa ll tmna:

=XPUMNSbIK HU3KUIN rOnoc;

=renatocnsieHoOMerarnus;

*CKITOHHOCTb K 4acTton 3abonesaemoctn OPBW, oTtutamu, nNapuUHIMTOM,
TpaxenTom, MTHEBMOHUSAMU;

=y3€MIKOBO-Manyne3Hble BbICbIMAaHUA Ha KoOXe nnedyen, Oegep, nonartok
(Bcnegcteue otnoxeHua Al n nunnoos B gepme).

B golwkonsHOM Bo3pacrTe:

*IOPaXeHNs1 OMOPHO-ABUraTeNbHOroO annapara (TYronoaBMXHOCTb CYCTaBOB,
KNPOCKONMO3, «KOFTUCTas nana», 3aTpyoHEeHWe [OBWKEHUN, HeyKroXKas

noxogkay);

*HEBPOSNIOMMYECKME  HapyLUeHUs (CMHOPOM  TMNEePaKTUBHOCTW,  CYyO0pOrMy,
rmgpouedanuns, crnactuyeckass napannerus, 3agepxkKa pedyeBoro pasBUTUS,

nporpeccupyroLlas TyroyxocTb);
*HapyLleHne 3peHns (NOMyTHEHMNE POroBULbl, MUTMEHTHbLIN PETUHWAT)



[To3gHMe NpusHaku:
*Kapaunosiornyeckue HapyLUeHUs
(nosgBneHne WymMOB B  cepaue,
nopakeHmne KnanaHoB, 93HOOMUOKapAa,
KOPOHapPHbIX apTepun, Kak crieacTeue -
NpMoBpETEHHbIE MOPOKM cepaua (YaLue
MUTpParibHasd HEeJOCTaTOYHOCTb),
Kapanomuonartus n ap.

*U3MEHEHUS TMCUXNKN (0OMAYNBOCTD,
arpeccuBHOCTb);

*UHTENNEKTyanbHbIN OedeKT (MoXeT
OblTb HEBONbLUMM UNN 3HAYUTENBHO
BbIpa)EHHbIM).

JletanbHbin  ncxo Yy OOMbHbLIX C
CUHOPOMOM XaHTepa 00ObIYHO
HacTynaeT oOT MpPOrpeccmpyroLlen
cepaevHomn Nnu Nero4yHou
HEe4OCTaTOYHOCTM.

< Chronic runny nose

< Recurrent respiratory
infections

< Respiratory problems,
including noisy breathing
and snoring

4 Heart murmur

< Enlarged belly due to
enlarged liver and spleen

4 Hemias

L 4 Recurrent watery

diarrhea

- 4 Joint sifiness leading to

Talk With Your Doctor

"] Download and share
this brief overview of
Hunter Syndrome.




Mental retardation
Frontal bossing

Frominen! eyes,
with hyper-
telorism and
depressed nasal
bridge

Gapped teeth,
gingival
hypertrophy,
thickened tongue

XapakTepHbl PEHOTUN Marnb4YMKOB: YTOSLWEHHAs KOXa,
KOpoTKaa wes, peakme 3ybbl, yTOMLWEHHbIE HO34PW, rYyObI,
AA3blK, YepTbl NMuUa CTaHOBATCHA rpybbiMn (rapronnunsm).
[etn ¢ cMHOpOMOM XaHTepa BHELWIHE OYeHb MOXOXWU Opyr
Ha apyra n HanoMmuHatoT 6paTbeB.






[lnarHocTukKa:

KnnHnyeckue npnsHaku (BHeLLHME U3MEHEHNA, MaHUdecTauma
3aboneBaHua Ha 2-4 rogy XU3HW, NPOorpeaneHTHoe TedeHne u ap.).

CKPWHUHT TeCTbl
=*MOBbILLIEHME SKCKPELMMN MyKOMNonmcaxapmaos (oepmaraHcynbdara,
renapaHcynbdgara) ¢ MO4YOWu.

PepMeHT-TeCThl
=1edonunT depmMeHTa naypoHar-2-cyrnbdarasboil.

OHK-TecTbI

"3MEHEHNS B reHe, OTBETCTBEHHOM 3a BbIpabOTKy COOTBETCTBYHOLLLENO
dEePMEHTa;

=ornpegeneHne HocuTenbCcTBa MyTaumu;

=rpeHaTanbHas AnarHocTuke.



PeHTreHonormyeckme ncecneaoBaHus (KOCTu Yyepena, CycTaBbl,
TpyOyaTble KOCTU, MO3BOHOYHUK) — AN30CTO3, OCTEOAPTPUT,
MHOECTBEHHbIE N3MEHEHUNS NO3BOHKOB.

[ns obHapyxeHns MopdodyHKLIMOHASTbHbLIX U3MEHEHUI CO
CTOPOHbI BHYTpeHHUX opraHoB 1 LIHC npoBoauTtca Y3WU opraHoB
bprowHoun nonoctu, KL, OxoKl, 39, MPT.

Mopdonornyeckoe nccnegoBaHne TkaHem (GMoncmns Koxu,
neyeHn, MMokapaa v Opyrux opraHoB) - KNETKW, 3arnoSfIHEHHbIe
rMnMKonMnNuaamu.




I'IpeHaTan bHaA ONAarHOCTUKa

*"aMHUNOLIEHTES

BbINOMHAETCS B 16-19 Hea. bepeMeHHOCTH, KNeTKn
aMHUOTUYECKOM KMOKOCTU MNPOBEPAIOTCA Ha
aKTUBHOCTb doepMeHTa, OHK-myTauun,
npmBogsme Kk MINC 1.
=OMONCnst XOPUOHNUYECKNX BOPCUHOK

BbinonHaetcss B 10-12 Hen. bepemeHHocTw,
aHanu3 nNnavueHTapHbIX KNETOK Ha akTUBHOCTb 125- § L
depmeHTa n JHK-myTauum. m_'b
*"MeNKO-FreHETUYECKOE KOHCYNbTUPOBAHNE —

AMHMOTM'-IeCKaﬂ
HUOKOCTb

Chorion
frondosum

Fetus

AMHUOLEHTE3

Uterus




NpensambpuoHanbHasa AMarHoCTUKa

cnonb3yeTca npu NCKYCCTBEHHOM OMJ1I040TBOPEHUMN.

[Tocrne Toro, kKak onsI040TBOPEHME MPOU3OLLIIO, ONSI040TBOPEHHOE ANLIO
noaBepraeTcs pasgeneHunio Ha KIrneTku. B 8-kneTo4yHou ctagum ogHa unu se
KNneTku MoryT ObiTb yaaneHsol ¢ uenbto [JHK-tectupoBanus. B ctonb paHHen
cTaguu yganeHue ogHoW NI ABYX KNETKN He 3aTparnsaeT pa3Butne amopuoHa.
[Tocne TecTupoBaHUs 300POBbIE SMOPUOHBLI MOTYT ObITb BHEAPEHBI B MATKYy
mMaTtepu.

OunddepeHumnanbHy AMarHoCTUKY CUHAPOMa XaHTepa

crieayet NnpoBoAnTb C Apyrumu doopmMmamm
MYyKonosruncaxapngosos (npexae Bcero, CUHOAPOMOM
[ypnepa), a Takke ¢ gpyrmmm rim30COMHbIMMN BOSIE3HAMMU
HaKoMnfeHus.



[Netam c cnHgpoma XaHtepa Heob6XxoanmMo NOXKMIHEHHOE
nposeaeHne depmMeHTo3aMeCcTUTENLHOM Tepanmu. Ha
CErogHsLLHNN OeHb eAUHCTBEHHbIM 3aperecTpMpoBaHHbIM
npenaparom sBnseTcs Jnanpasa (uaypcynbdasa).
[1o3a - 0,5 Mr/Kkr maccbl Tena B/B KanenbHoO 1 pa3 B
Heaernto.

CumMnTomMaTmnyeckasa Tepanusi:_renatonpoTeKTopsI,
BUTaMUHbI, aHTUOKCUOAHTbI, LUUTONPOTEKTOPSLI. [1pn
Pa3BUTUUN TAXKENOW KrnanaHHOW ANCAYHKLNN NOKa3aHo
nportesmpoBaHue. [1ng 3amenneHuns npouecca
NOMYTHEHUA POroBULbI a3 HasHa4vatoT TaydooH. [ns
CYCTaBOB - Macca)wu, a5yIeKTpodopes ¢ nNmaasoun,
naseporepanuio 1 gp. B komnnekcHyro Tepanuio
CuHOpOMa XaHTepa Takke LernecoodbpasHo BKN4YaTb
3aHATUA ¢ AedeKTOIOroM 1 Nororneaom.

LeTtn c cuHapomMoM XaHTepa HyXxaarTca B HabntogeHnn
Pa3fnYHbIX cneynanmcToB.



[MporHos

CuHapom XaHTepa NMeeT
OTHOCUTESIBbHO bnaronpusiTHoe
TeYyeHmne n NPOrHo3; npwu

CBOEBPEMEHHOM U  PEryNsipHOM
NeYeHnn NPoaoIMKUTENBHOCTb XXU3HU
OOnbHbIX MOXET gocTuratb 50-60 nerT.
Ho npwun taxenbix doopmax nauneHTbl
OOblMHO normbdawT oo 20 netr oT
cepaevyHon HegoCTaTO4YHOCTMN.

NMpodmnakTuka

-\

OCHOBHbIM METOAOM MPOMUNIAKTUKN CUHAPOMA XaHTepa SABNAeTcs MeauKo-
rEHETUYECKOE KOHCYNBTUPOBAHUE CYMNPYXXECKMX MNap, MMERLWMX BEPOATHOCTb
poxxaeHus bonbHoro pedbeHka, a Takke NpoBeaeHne JOPOa0BOM ANArHOCTUKM.



Cnncok ncnosnb3oBaHHbIX
NCTOYHUNKOB:

nttp://hunterpatients.com/

nttp://mpssociety.org/

nttp://www.mpssociety.ru/

http://mps-russia.org/







