BU3YAAbHbIA CIMTPABOYHUK
CuHapomM XaHTepa

[Mpwr3HAKM 1 CUMMNTOMbI
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AQHHBIN MATEPUAA MPEAHA3HAYEH TOABKO AAST MEANLIMHCKMNX PABGOTHNKOB



KPATKUN OB30P CUHAPOMA XAHTEPA
(MykonoAucaxapuaos |l Tunay)

© XpOoHNYecKoe nporpeccupytoLlee
METABOANYECKOE reHeTUYecKoe
3060AEBAHME, MOYTU UCKAOYUTEABHO
PA3BMBAIOLLLEECS Y AVLL, MY>KCKOTO MOAQ*

@ Bbi3bIBOETCS AEDULIMTOM UAM OTCYTCTBUEM
AM3OCOMHOTO GEPMEHTA MAYPOHAT-2-
cyAbdaTasbl (125) *

= DepMEHT 12S HEOBXOAUM AAS PA3PYLLEHMS
cneuneuryeCckmnx rmKo3aMNHOIAMKOHOB
(TAN)*

= AePULINT A OTCYTCTBME |2S NPUBOAUT K
3HAYUTEABHOMY HOKOMAEHMO [Al BO BCEX
KAETKAX, TKAHSIX M OpPraHax™

*Mendelsohn NJ et al. Genet Med 2010; 12(12): 816-822. Importance of surgical history in diagnosing mucopolysaccharidosis
type 2 (Hunter syndrome): Data from the Hunter Outcome Survey.



NOAO3PEHUE. PACTTO3HABAHUE.
HAMNPABAEHUE HA KOHCYABTALUIO.

® BO3MOXHO, Bbl ByaeTe OAHUM 13 MEPBbIX, KTO
3AMNOAO3PUT MPUHAKM 1 CUMMTOMbI CUHAPOMO
XaHTEPOQ:

= [lepBble CUMMTOMBbI MPOSIBASIKOTCSI B BO3pPACTE
oT 18 mecsueB A0 4 AeT*
@ Bbl MOXKETE CMOCOBCTBOBATH PAHHEW

ANArHOCTHKE:!

= POQCMNO3HABASI MePBblE MPU3HAKA U
CMIMTOMbI

= CBOEBPEMEHHO HAMPABASIS MAUUEHTA HO
MOAEKYASIPHO-TEHETUYEC KU QHAAN3

*Scarpa M. et al. Orphanet Journal of Rare Diseases 2011 6:72. Mucopolysaccharidosis type !l: european reccomendations for
the diagnosis and multidisciplinary management of rare disease.



PYBbIE YEPTbI AULLA®

CRAKOLLEHHBIN HOC
<
ToACTbIE TYyObI
<

BOAbLLON POT N YBEANYEHHbIN $13bIK
(MOCKOABKY YAEPXKUBATB $I13bIK
CTAQHOBUTCSI TRYAHEE, OH MOXKET BbINAAQATL N30 PTA,
OBAErYAsI ABIXQHUE,; MOXKET OTMEYATLCSI CAFOHOTEYEHME)

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Outcome Survey.



PYBbIE YEPTbl AULLA"

BoAbLUMe pasmepbl FTOAOBbI (MAKPOLLEDAAMST)
L
BbINyKABIN/BbICOKNIA AOO AV KPYTHbIE BPOBMU

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



CHUXEHUE CAYXA"

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Outcome Survey.



TENATOMETAANG N CIIAEHOMETAANG*

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



CKEAETHO-MBbILWLWEYHASY CUCTEMA®
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*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Outcome Survey.



CKEAETHO-MBbILLEYHAY CUCTEMA®

HenpaBrAbHblE d>op|v|’o M PA3MepPbI KOCTEW
TyronoABMYKHOCTb CYCTOBOB; CYCTOBbI BBIFASIAST YBEAUYEHHBIMU
«Kortnctas Aana» € KapnaAbHbIM TYHHEAbHBIN CUHAPOM
HenpasunabHast dopma cton @ Husiknm pocT € OrpaHNYEHHBIN OOBbEM ABMXKEHMI

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



PA3BUTUE CUMINTOMOB B SABUCUMOCTU OT BO3PACTA

6 mecsueB 9 mecsLesB 12 mecgques 2 ropd

Auaxen

1rop 1.5 ropa 2 road

*https://www.huntersyndrome.info/public/hunter-syndrome-stories/aiden-and-aj-story/



U3MEHEHUS LLEHTPAABHOW HEPBHOWU CUCTEMbI*

@ Y NAUMEHTOB C BbIPAXEHHBIM GEHOTUMOM CUHAPOMA XOHTEPA OTMEYAIOTCSI
COMATUYECKME HAPYLLEHUS 1 3HAYUTEABHBIE NPOrPEeCCUpyoLme
HEBPOAOTNYECKME N3MEHEHIMSI C PA3BUTUMEM CEPBESHBLIX MEHTOABHbIX
PACCTPONCTB”

@ [1PEBAAVPYHIOLLMMU KAHNYECKMK MPOSIBAEHUSIMU BbIPOXKEHHOTO GEHOTUMNA
BOAE3HU SIBASIKOTCS MOBEAEHYECKME MPOBAEMbBI, KOTHUTUBHbBIE HAPYLLUEHMS U
rMNepPaAKTMBHOCTL™

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



H1OBbl BOABbLLUE Y3HATb
O CUHAPOME XAHTEPA, NMOXAAYUCTA,

OBPATUTECDH K MPEACTABUTEAIO TAKEDA

TOO «Takepa KasaxcTtaH»
050040, r. AAMATbI, YA. 3emHa WawkuHa, 44
Ten.: +7 (727) 244 4004



KOPIMAEATEH AHBIKTAMA

XaHTep CUMHAPOMDI

beArinepi >keHe CMNTOMAQPSI
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ByA MaTepUaA Tek MeAULIMHA KbiIBMETKEPAEPIHE APHAAFQH



XAHTEP CUHAPOMbBIHA KbICKALLUA LLOAY
(Il TMNTI MYKONMOAUCAXAPUAO3)

@ CO3bIAMOALI YAEMEAI METADOANKAABIK
FEHEeTUKAABIK QypPY TEK €p GAOMACPAQ FAHA
AQMUABI*

© NaypoHaT-2-cyabchatasa (12S) AsM3ocomMAbIK,
dbEePMEHTIHIH TAMNLWbIALIFLIHAOH HEMECEe
OOAMAYbLIHAH TYbIHAQMABI*

= |2s bepMeHTI apHarbl rAKo3ammHc (TAI)
YLUIH KokeT*

= XXacywarapaa, TIHAEPAE XeHe
OPraHACGPAGFbI
QUTAPABIKTAN XXMHAKTAAYAQ |25 1
TANLWbIAbIFEI HeMece boAmaybl*

*Mendelsohn NJ et al. Genet Med 2010; 12(12): 816-822. Importance of surgical history in diagnosing mucopolysaccharidosis
type 2 (Hunter syndrome): Data from the Hunter Outcome Survey.



KYAIK. TAHY.
KOHCYABTALUGF A XIBEPY.

@ Ci3 XaHTep CUHAPOMBIHbIH, beArirepi MeH
CUMMTOMAQPbIHA KYAIKTEHTEHAEPAIH Oipi
OOAYbIHBI3 MYMKIH:

= AAFaLLKB cuMiToMaap 18 anaaH 4 >kacka
AEWiH KepiHeAl*
& Ci3 epTe AMArHoCcTukara:

= AAFOLLIKbI BeAriAepi MEH CUMMTOMACPbIH
TOHYMEH

= [TAUMEHTTI MOAEKYAQABIK-TEHETUKAABIK
TAAAQYFO YOKTbIAbI OAFBITTAN OTHIPLIMN
bIKMOA €Te OAQChHI3

*Scarpa M. et al. Orphanet Journal of Rare Diseases 2011 6:72. Mucopolysaccharidosis type !l: european reccomendations for
the diagnosis and multidisciplinary management of rare disease.



BET KEABETIHIH BY3bIAYbI*

baTtbiK MypbIH
L 4
AypAek epiH

A 4
YAKEH QYbI3 YXOHE YAKEWIEeH TIA
(yeTan Typy KubiH GOAFAHABIKTAH, OA ThIHBIC
QAYAbI XEHINAETEAI; CIAeKel aFybl MYMKIH)

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Outcome Survey.



PYBbIE YEPTbl AULLA"

Bac keAeMiHiH yAKeH DoAybl (MakpoLedauns)

L 4
ASHeC/>KoFapbl MOHAQIM HEMECE YAKEH KACTAP

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



ECTY KABIAETIHIH TOMEHAEYI*

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Outcome Survey.



FEMATOMETAAUGA XKOHE CITAEHOMETAAUG *

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



KAHKA-BYALUBIKET )XYUECI*
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*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Outcome Survey.



KAHKA-BYALUBIKET XXYUECI *

CyMeKTiH, NiLLiHi MeH eALu’eMAepi AypbiC 6oAMaybl
TyronoABM>XHOCTb CYCTABOB; CYCTOBbI BBIFASIAAT YBEAVNYEHHBIMU
«TbIPHAKTLI TADAH» @ KapnaAbAbl TYHHEABAI CUHAPOM

TabaH MiWiHiHIH Aypbic 60AMAybl @ AAaca 6o @ KO3FOABICTBIH LUEKTEATEH KOAEMI

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



YXXACbIHA BAUAAHBICTbI CUMMTOMAAPAbIH AAMYhI

3>Kac 4,5 xac

Auaxen

1>kac 1.5 xac 2 Kac

*https://www.huntersyndrome.info/public/hunter-syndrome-stories/aiden-and-aj-story/



OPTAAbIK XXYUKE XXYUECIHIH ©3rEPYI*

@ XaHTEP CUHAPOMbIHBIH AMKbIH (heHOTUMI BAP NALMEHTTEPAE COMATUKAABIK DY3bIAYACP
YKOHE eNeyAi MEHTAAABIK OY3bIAYAQPABIH AQMYLIMEH ANTAPABIKTA NPOrPECCUBTI
HEBPOAOIMSIAbIK ©3repicTep DANKAATAbI*

© AypyAbIH QMKbIH K&piHreH heHOTUMIHIH BACHIM KAMHUKOALIK, KOPIHICTEPI MIHE3-KYAbIK
NPOBAEMAAQPSI, KOTHUTUBTI DY3bIAYAQP XSHE MMNEPAKTUBTIAIK BOABIN TADLIACALI*

*Wraith JE et al, Genetics in Medicine July 2008, Vol 10, No 7, Initial report from the Hunter Oufcome Survey.



XAHTEP CUHAPOMDbI TYPAADI
KOBIPEK BIAY YLUIH TAKEDA ©KIAIHE

XABAPAACDIHbI3

«Takepaa Kasaxcran» XLWC
050040, AAmarThbl K., 3euH LWawkuH Kk-ci, 44
Tea.: +7 (727) 244 4004
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