CHApOM XaHTepa

OcHOBHaa MHPoOpMaLMA

NHpopmaumna npegHasHayeHa UCKNOUYNTENBHO
ANA MeANLMHCKUX paboTHUKOB




Maypcynbdaza beta (XaHTepasa)
Obwaa MHOOPMa LS

Noypcynbpaza bema aBnaetca PeKOMOMHAHTHbIM MPOTEUHOM,
NoAy4aemMbiM  OUOTEXHONOINMYECKMM  METOA0M Ha KynbType
reHHOMOANDULNPOBAHHbBIX KNETOK AMYHUKOB KMTAMCKOro XOMAYKA
(CHO DG44)

B npouecce BbigeneHUa M3 KyabTypasibHOM cpeabl uaypcyibdasa
beta noasepraeTca cepum nocaenoBaTe/bHbIX 3TANOB OTYUCTKW,
4YTO NMO3BONAET NPU3HATb UOypcynbaly bema 8bICOKOOYUUWEHHOU
pekombuHaHmMHolU  ¢gopmol  eCTeCTBEHHOrN0  YesioBeYeCcKoro
IN30COMaJIbHOrO 3H3MMa UAYPOHAT-2-cynbdaTasbl

https://grls.rosminzdrav.ru/Grls View v2.aspx?routingGuid=3334face-2652-45a4-8b41-ebcc7d203459&t=
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«§» GCPharma HAHOAEK


https://grls.rosminzdrav.ru/Grls_View_v2.aspx?routingGuid=3334face-2652-45a4-8b41-ebcc7d203459&t=

e

aoypcynbdpasa beta (XaHTepasa)

Obwas nHdopmauma -y

OpurnHanbHbIM NpenapaT = m>< 3 MI
=
8 =X
El |
[loKasaH Ana  AAUTENIbHOTO NieveHun 60nbHbIX C cuHApomom XaHTepa (MIMC Il TMna) B KauecTBe & D -
dbepmeHTO3amMeCcTUTEIbHOM Tepanmnu S s
g O -
Y N
KoHUEHTpaT g5 NpUroToBAEHMA pacTBopa ANA UHOY3M 2mr\mn 3mAa Bo pnakoHe 3 Q ?:’
o W
Pexxnum po3nposaHua- 0,5 mr\kr Beca naumeHTa Q) g
BkatoyeH B nporpammy 12 BbICOKO3aTpaTHbIX HO30M0rMi ([ocTaHOBAEHME NpaBuTenbCTBa oT 26.11.2018 No
1416)
o KoHueHTpaTt
BkntoyeH B nepeyeHb MM3HEHHO HeObOXOAMMBIX W  Ba*KHEWMLMX JIeKaPCTBEHHbIX MNpenapaToB As ANS NPUTOTOBNEHMS

MeAULMHCKOTO NpumMeHeHUA (yTBepXaeH pacnopaxeHnem Mpasutenbctsa ot 10.12.2017 Ne 2738-p) pacTeopa

o o ans uHdyaun, 2 mr/mn
BkntoyeH B CtaHZapTbl creumanmsMpoBaHHON MeAUUMHCKOW MOMOWM AeTAM Npu mMmyKononmcaxapugose |l
TMna ( yTBepXaeHbl npMkazom MuHsapasa Poccmm ot 29.12.2018 N2 951H)

BkatoueH B NpoeKT MegnuMHCKUX KAMHUYECKUX PpeKOMeHAAUUN ANA le4eHna MyKornonmcaxapmaosos Il Tmna 2
y Aeten -
<> GCPharma HAHOAEK

XaHTepasa, MHH- Uaypcynbdasza 6eTa, PY /1M 004673 o1 25.01.2018

000 «HaHonek»

https://grls.rosminzdrav.ru/Grls View v2.aspx?routingGuid=3334face-2652-45a4-8b41-ebcc7d203459&t=



https://grls.rosminzdrav.ru/Grls_View_v2.aspx?routingGuid=3334face-2652-45a4-8b41-ebcc7d203459&t=

Maoypcynbdal3a beta (XaHTepas3a)
RAMHMYEeCcKne nccnegoBaHMA

Ne KU
mexayHapoa-

Cragua KU Ccbl/IKa Ha caite clinicaltrials.gov
OCHOBHbIE KIMHUYECKUE UCCNEA0BaAHMSA
Ha caidte clinicaltrials.gov:

https://clinicaltrials.gov/ct2/show/NCT01301898?cond=MPS+l&rank=8

®dasbl 3aBepLueHo,

1/2 GC1111 P1/2* NCT01301898 8 despans 2012 Ha caiite cochranelibrary.com
https://www.cochranelibrary.com/central/doi/10.1002/central/CN-
00908140/full?highlightAbstract=hunteras%7Cwithdrawn%7Chunterase

3 GCl111C 3aseplueHo Ha caiite clinicaltrials.gov:

OEESIN (GC1111C P3b)** NCT01645189 B uonb 2014 roga

https://clinicaltrials.gov/ct2/show/NCT01645189?cond=NCT01645189&rank=1
JononHutenbHble UCCNEA0BaHUA

WMccneposaHue npoaoKaercs,

GC1111 QS *** NCT02044692 oKOHYaHWe UccneaoBaHua https://clinicaltrials.gov/ct2/show/NCT02044692?term=NCT02044692&rank=1
naaHupyetca B AHBape 2020 roga

B nccnepoBaHUAX NoATBEpPXKAEH conoctaBumbiv npodunb 3pPeKTUBHOCTM U 6e3onacHOCTM Npenapara



Maypcynbdaza beta (XaHTepa3sa)

[1aHHble PapMaKO3KOHOMMYECKOTO NCCeA0BaHMA IEKAPCTBEHHbIX MPenapaTos
Naypcynbdasbl n Maypcynbdasbl beTta

L

* lMpumeHeHne Upypcynbdasbl 6eta (XaHTepasbl) gna $3T naumeHtos ¢ MIC Il Tmna ARt
ABnAeTcA 6onee SKOHOMUYECKM BbIFTOAHOM CXEMOMN TepanuUu NP PaBHOM

3pPEKTUBHOCTM CPaBHMBAEMbIX NPenapaTos _ > 3 Mn
=
* JKOHOMMUA AEHEXHbIX CPeACcTB NPM NepeBoae O4HOro NauneHTa ¢ uaypcynbdasbl Ha % ?:’
naypcynbdasy 6eta coctaBnaeT B TeyeHne ogHoro roaa — 7 377 746 pybnen, 3a natb net S - =
36 888 728 pybnei - % o
£ 5
* B xoge aHanu3a «BANAHUA Ha BoaKeT» onpeaeneHo, YTo yBeM4yeHne 40AMN NaLMeHTOB 3 8 Y
no 50% Ha npenapate naypcynbdasa 6eta no3BoOANT 40CTUYb 0OLLEN SKOHOMUN B = Q) =]
pasmepe 796 845 270 pybnen 3a 5 net
KoHueHTpart
O5A NpUuroToBrieHnsA
[MpoBeAEeHHbIN aHaNU3 «YMYLLEHHbIX BO3MOXXHOCTEM» NOKa3an, YTo ANR MHDY3Ii, 2 MM
Ha COKOHOMJIEHHbIe AeHblrn BCAeacTBue CMeHbIl CTpaTermn Tepanmu
MOXHO 6bl1/10 Obl AONMNONHUTENIbHO nponeyYnTb 28 NauMeHToB C -

<> GCPharma HAHOAEK

MIIC Il Tmna

https://pharmacoeconom.com/ru/articles/article 671.html



https://pharmacoeconom.com/ru/articles/article_671.html

MyKononuncaxapmnaos |l Tmna.
OnpeaneneHne. ITMONOIMUA.

 Mykonoaucaxapugos Il Tuna (MMNC Il, cuHagpom XaHTepa) - HacneaCTBEHHAA /IM30COMHasn
60n1e3Hb HaKoMn/eHnA, C X-CUEneHHbIM pPEeLecCUBHbIM TUMOM HAC/edoBaHUA, KOTopas

XapaKTepM3yeTca CHUMKEHNEM aKTUBHOCTU IM30COMHOIo ¢pepmeHTa MaypoHaT-2-cynbdaTasbl
(125)1-2.

* MpuunHa cuHapoma XaHTepa - myTauma B reHe IDS3 X xpomocombil.

. Wraith J.E., Scarpa M., Beck M. et al. Mucopolysaccharidosis type Il (Hunter syndrome): a clinical review and recommendations for treatment in the era of enzyme replacement
therapy. Eur J Pediatr 2008 Mar;167(3):267-77. Epub 2007 Nov 23.0Overview of the mucopolysaccharidoses. Rheumatology, Volume 50, Issue suppl_5, 1 December 2011, Pages v4—
v12 (abstract).

. KnuHuueckue pekomeHdayuu Mykononaucaxapudos Il munay demeli M3 P® 2016.

. Timms KM, Lu F, Shen Y, Pierson CA, Muzny DM, Gu Y, Nelson DL, Gibbs RA (1995) 130 kb of DNA sequence reveals two new genes and a regional duplication distal to the human
iduronate-2-sulfate sulfatase locus. Genome Res 5:71-78.



MIIC I Tmna. PacnpocTpaHeHHOCTb

* MauueHTbl:
CMHApPOM XaHTepa BCTpeYvaeTcs NoYTU BCeraa y masibynmKkos, reHoTtun XY12,
OnucaHO HECKONbKO c/y4aeB CMHAPOMA XaHTepa Yy AeBoYyeK)?3.

e PacnpocrpaHeHHocTtb MIC Il npnbansurenbHo oanHakosan B Espone

B lepmaHuun!, CesepHon WpnaHauun®, TonnaHaum®> 1:140 000 - 1:156 000 uBbIX
HOBOPOXAEHHbIX MaIbYMNKOB.

TaKylo e pacnpoCTpaHEeHHOCTb MOXHO npeanonaratb B Poccmn. Ha 2019 ropa
odunuymanbHoO 3apernctpmpoBaHo 133 yenoseka n3 HUxX 80% aetum

1. Baehner F., Schmeideskamp C., Krummenauer F., et al. Cumulative incidence rates of the mucopolysaccharidoses in Germany. J Inherit Metab Dis. 2005;28(6):1011-7.0verview of the mucopolysaccharidoses. Rheumatology,
Volume 50, Issue suppl_5, 1 December 2011, Pages v4-v12

2. Tuschl K, Gal A, Paschke E, Kircher S, Bodamer OA (2005) Mucopolysaccharidosis type Il in females: case report and review of literature. Pediatr Neurol 32:270-272

3. Mossman J., Blunt S., Stephens R., Jones E. E.,, Prembrey M. Hunter's disease in a girl: association with X:5 chromosomal translocation disrupting the Hunter gene. Arch Dis Child. 1983 Nov; 58(11): 911-915.
doi: 10.1136/adc.58.11.911

4. 4. Nelson J. Incidence of the mucopolysaccharidoses in Northern Ireland. Hum Genet. 1997 Dec;101(3):355-8.

5. 5. Poorthuis B.J., Wevers R.A., Kleijer W.J., Groener J.E. et al. The frequency of lysosomal storage diseases in The Netherlands. Hum Genet. 1999 Jul-Aug;105(1-2):151-6.



Cu oM XaHTepa — 00/1el0T TO/IBKO
X-CIJ,eI'IIIEHHoe peueccuBHOE HacnenoBaHue
MaJIb UHKH

OTtew: 340p0B
MaTb: HOCUTENb

;;:x
ON

XY XX
X-CL[eIUIeHHOEe peljeCCUBHOe " .
3abosieBaHue, Oo/1e3Hb d i~
XaHTepa HaCJIe1yeTCs | 3a0poBbIii cbiH  [loub-HoCUTeNb BONLHOM CbIH 3a0poBean Aoub
c/1eyHII1M 06p830M

https://infourok.ru/prezentaciya-na-temu-mutacii-1084479.html



MIITC Il Tmna. PacnpocTpaHeHHOCTb

NMauuneHTobl:

Mykononmncaxapmgosom |l Tmna cTpagatoT, Kak npasBuao, TONbKO
Manb4ymkn. OgHAKO ONMCaHO HeBONbLIOE YMCNO C/ly4YaeB CUHAOPOMA
XaHTepa y aesBoyek?.

PacnpocTpaHeHHOCTb:

Mo AaHHbIM  Pa3/NMYHbLIX MUCCNeA0BaHMM PACNPOCTPAHEHHOCTb
coctagnaer 1:100 000 - 1:170 000 cpegn HOBOPOXKAEHHbIX
Ma/1b4MKOB 23,

B poccuitickom peectpe HacuuTbiBaeTca bonee cta naymeHTos?

. MUHUCTEPCTBO  3[PABOOXPAHEHMA POCCUMCKOM EAEPAUMU, DepepanbHble  KAMHUYECKUE
peKomeHaaLNM No AMAarHOCTMKE N Ie4eHUI0 MyKonoancaxapmnaosa tuna ll, 2013

. Nelson J, Crowhurst J, Carey B, Greed L. Incidence of the mucopolysaccharidoses in Western Australia. Am J

Med Genet A. 2003;123A(3):310-313.

Baehner F, Schmiedeskamp C, Krummenauer F, et al. Cumulative incidence rates of the mucopolysaccharidoses

in Germany. J Inherit Metab Dis. 2005,;28(6):1011-1017.

https://medvestnik.ru/content/medarticles/Vse-rossiiskie-pacienty-s-sindromom-Hantera-obespecheny-

neobhodimym-lecheniem.html



https://medvestnik.ru/content/medarticles/Vse-rossiiskie-pacienty-s-sindromom-Hantera-obespecheny-neobhodimym-lecheniem.html

[opaskenue LIHC

ORBCTPYKTUBHDbIE
3aboneBanHua
M n C I I TM n a [ObIXaTe/bHbIX NyTen,
UHDEKLIMOHHbIE
KnnHnyeckaa KapTuHa saGoneaanun
[ObIXaTeNbHOW CUCTEMBI
HelpoCceHcopHan

TYroyXocTb Q

renartocnjieHoMeranausa, rpbikun

aTUMUYHbINA MTUTMEHTHbI
PUHWUT, AUCTPODUA CETUATKU

Makpouedanus, rpybbie

Qqepm mua

HU3KUIA POCT, KOPOTKaA
wesn
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1. Scarpa M. Mucopolysaccharidosis

Z;Ze ”L' ’”it5’5°5ti’g’ NZ"eZ’bZegg CeppeuHble 3abonesaHus, TyronoAsuKHOCTD,
7; Last Update: October 4, X

nopaeHue KnanaHos cepALia KOHTPaKTypbl
2. Scarpa M., Almdssy Z., Beck M. et al. P PAL cyCTapBo;Zp

Mucopolysaccharidosis type Il:
European recommendations for the
diagnosis and multidisciplinary
management of a rare disease.
Orphanet J Rare Dis. 2011 Nov 7;6:72.
doi: 10.1186/1750-1172-6-72.

3. KnuHu4veckue pekomeHAayuu
Mykononucaxapudos Il muna 'y
demeli M3 P® 2016

MHOKEeCTBEHHbIW AU30CTO3 CKOJ/I03, K103



Mykononncaxapnaos ll Tuna. Popmsbl Te4eHUA

KnuHuyeckue npoasneHus

JNlerkasa ¢popma

Taxkenasa popma

Bo3pact o6HapyeHua MMNC2

2-4 ropa, HorAa crapwe

C 12 - 18 mecsaues

AnHamMmumKa HapacTaHUA CUMNTOMOB

0bbIl4YHO nocTeneHHan

KaK npasuno, 6bICTpaH

BoBneueHHocTb LLHC B naTosnorMyeckum npouecc

NCUXOHeBpoOZIorM4ecKkne CMMnNToOMbl NPOABNAIOTCA Yalle
nocreneHHo

NCUXOHEBPOIOrMYECKUE CUMNTOMbI NOABAAIOTCA
6bicTpee; Kak NpaBuao HabaoaaeTca BbipaXKeHHas
YMCTBEHHasA OTCTaNO0CTb, 3MUAENCUA, HapyLLEeHUA
noseaeHus (rMNepakTUBHOCTb, arPeccUBHOCTb)

MpoAo0NKUTENBHOCTb }KU3HU [o 40 net n 6onee Ao 8 —18 ner
1. Stapleton M., Kubaski F., Mason R.W., Yabe H., Suzuki Y., Orii K.E., Orii T., Tomatsu S. Presentation and Treatments for Mucopolysaccharidosis Type Il (MPS II; Hunter Syndrome). Expert Opin. Orphan Drugs.
2017; 5(4): 295-307. doi: 10.1080/21678707.2017.1296761.
2. Weraith J.E., Scarpa M., Beck M., Bodamer O.A., De Meirleir L., Guffon N., Lund A.M., Malm G., Van der Ploeg A.T., Zeman J. Mucopolysaccharidosis type Il (Hunter syndrome): a clinical review and
recommendations for treatment in the era of enzyme replacement therapy. Eur. J. Pediatr. 2008; 167 (3): 267-277. doi: 10.1007/500431-007-0635-4.
3. Scarpa M., Almdssy Z., Beck M., Bodamer O., Bruce I.A., De Meirleir L., Guffon N., Guillén-Navarro E., Hensman P., Jones S., Kamin W., Kampmann C., Lampe C., Lavery C.A., Teles E.L., Link B., Lund A.M., Malm

G., Pitz S., Rothera M., Stewart C., Tylki-Szymariska A., van der Ploeg A., Walker R., Zeman J., Wraith J.E.; Hunter Syndrome Europena Expert Council. Mucopolysaccharidosis type Il: European
recommendations for the diagnosis and multidisciplinary management of a rare disease Orphanet J. Rare Dis. 2011; 6: 72. doi: 10.1186/1750-1172-6-72.




O6paTtute ocoboe BHUMaHue, ecnum:

Bbl BuanTe y pebeHKa coyeTaHMe aHAMHECTUMYECKUX AaHHbIX B
BUAE aAeHOUASKTOMUU UAN aAEeHOTOH3UNNIKTOMUU BCAeACTBUE
XPOHMYECKOM MHOPEKUMM, a TaKKe MNaxoBYH TPbIXKY WK
repHMoONNacTMKy. B Takom cnyyae naumeHT [A0mKeH ObiTb
Hanpas/leH Ha aHa/M3  MOYM  Ha  coaeprkaHue  TAl
(aepmartaHcynbdarta 1 renapaHcynbdarta)

Bbl MOXKeTe OKa3aTbCA TEM BPAYOM, KTO O4HUM U3
nepBbIX 3aMN0A03PUT NPU3HAKK CMHAPOMA XaHTepa

CmoTpuTe Ha NayMeHTa B L,esiIom
HeobblyHble coueTaHMA YacTbIX NPU3HAKOB U
CUMMTOMOB
HeobbiyHble CMMMNTOMBbI Y OTAENbHbIX NALUEHTOB

Bbl mo’KeTe NOMOUYb COKPATUTb BpemMA NOCTAaHOBKMU
AWNarHosa
PaHHee pacno3HaBaHWe NPU3HAKOB U CUMNTOMOB
CBoeBpeMeHHOe HamnpaB/ieHMeE B
crneumanm3npoBaHHbIN LLEHTP

Orcrasanue B dusnyeckom
M YMCTBEHHOM Pa3BUTHH

LarpexeBan Koxa

ATHMNHYHBLIA NUIMEHTHLIH

PETHHMT M paspylleHue
CeTYaTKH

lenarocnneHomeranua "“ (’ -

MynoyHan rpbika ———

MaxoBan rpbixa

Kudockonuos,

yKOpoYeHHe
WweHWHoro oraena

luneprpoduueckan
KapauoMHonarus,
HapyWeHHa Knanau-
HOro annapara

CHUMNTOM «KOrTUCTOM Nanbi»
M rUNonnasua Horreebix danaxr




XapaKTepHble CUMMNTOMbI BblABAAEMbIE 40O NOCTAaHOBKM
1MarH03a

PaCI'IpOCTpaHeHHOCTb Pravalence
Kndos/ckonmos Kyphosis/scoliosis 39%
KnanaHHas HefoCTaTOYHOCTb Valve disease hanh <
CKOBaHHOCTb CYCTaBOB Joint stiffness 87% @
YBennueHne MUHAANMH W afAeHOUA0B Enlarged tonsils/adenoids 68%
YBenuueHue asblka EH|EI’QEL'.| tﬂngue 84% @
YBenuueHne neyeHn. ceneseHku Er'||al'gﬂd |i".|'E'r.|'5{:l|E'EI'"I 8B8%
3aTpyaHeHMe HOCOBOrO AbIXaHus Ma=al obhstruction 28%
Orpy6neHune uepT Anua Facial features qa9; “
TpbiXM Herrma 69% N
OTUTHI Mitis 13% . . p ; )
0 9 10 15 20
n =82 Age at onset (years)
Median, 10" - 90" percentile
https://www.ncbi.nlm.nih.gov/core/Iw/2.0/html/tileshop_pmc/tileshop_pmc_inline.html?title BO3paCT npoAsi€eHNA, roabl

=Click%200n%20image%20t0%20z00m&p=PMC3&id=2234442_431_2007_635_Fig2 HTML.jpg

Ha [eTckux Bpayax cambiX PasIMYHbIA cneuuanbHOCTer NeskuT 60bliana OTBETCTBEHHOCTb NO PAaHHEMY BbIABIEHWUIO TAaKUX NaLMEHTOB,
TaK Kak Ha CerogHALWHUIA AeHb He CYLLeCTBYEeT CTaHAAPTHOIO CKPUHUHIA HOBOPOXAEHHbIX C AMarHo3om bosie3Hb XaHTepa



JlnarHoCcTu4yecKue aTanbl

®dusnKanbHbI 0CMOTP. XapaKTepHble BHELWHWe NPoABieHUA Y NaLueHTa

Buoxmmuueckune metoabl. CHUXKEHME aKTUBHOCTU UAYPOHaT-2-cynbdarasbl B KynbType ¢pubpobnacros,
M30/MPOBaAHHbIX NEAKOLMTOB, MM60 B NATHAX KPOBM, BbICYLIEHHbIX Ha pUNbTPOBanbHoOM 6ymare.

1. Scarpa M, Almdssy Z, Beck M, Bodamer O, Bruce IA, De Meirleir L, Guffon N, Guillén-Navarro E, Hensman P, Jones S, Kamin W, Kampmann C, Lampe C, Lavery
CA, Teles EL, Link B, Lund AM, Malm G, Pitz S, Rothera M, Stewart C, Tylki-Szymariska A, van der Ploeg A, Walker R, Zeman J, Wraith JE; Hunter Syndrome
Europena Expert Council. Mucopolysaccharidosis type Il: European recommendations for the diagnosis and multidisciplinary management of a rare disease
Orphanet J. Rare Dis. 2011; 6: 72. doi: 10.1186/1750-1172-6-72.

Hukosnaesa E.A., CemaykuHa A.H. Mykononucaxapudos Il muna: KAUHUKO-eeHemu4ecKas XapakmepucmuKa u namozeHemuyeckas mepanus. leduampus.
2019; 98 (2): 64-68.
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MeToAabl nevyeHUA

CumntTomaTtnyecKana tepanua

Xupypruyeckue metoabl: LUYHTUPOBaHUE 6apa6a|-u-|oﬁ NnoJI0CTU, UCCeYEHUeE rpbiXK, 3amMmeHa K/1anaHoB cepaua, pagnov4actoTHaa
a6nn|.|,ml npu aputMmuun, BEHTUNAUUA NIETKUX U KUC/Z1opoaoTepanma gna npeaorspalieHna anm3oaos rMnoKCUN, TpaxeoCctomuma

KoHcepBaTUBHaA: megMKaMeHTO3Has Tepanus,
dusmnorepanua, maHyanbHas tepanua’?, u T.4.

lNaToreHeTyecKaa TepanuA depmeHT-3amecTuTeNIbHaA Tepanua

*TpaHcnnaHTauMa reMmono3TUYEeCKUX CTBONOBbIX KneTok (TICK) Uaypcynbdasa, naypcynbdasa 6era

*CornacHo deaepanbHbiM pekomeHgaumam B Poccum TICK He
nposoautcA. Hanbonbluee pacnpocTpaHeHMe STOT MeTOZ NOoyYnn B
AnoHuK. OH no3BosAeT cTabnansnposaTtb

nNpesoTBPaTUTb PA3BUTUE BblPaXKEHHbIX HEBPOJIOTUYECKMX

HapyweHnit. a
* OrpaHuyYeHue cUHTe3a cybcTpaTa, reHULUCTENH

* dapmaKosorMyecKme LWanepoHbl,
* reHHas Tepanua C NOMOLLbIO AAEHO- U IEHTOBUPYCOB
* TpaHcdeKuma 300poBOro reHa *>

Mpukaz Ne950 M3 P® om 29 dexkabps 2018 200a 06 ymeepxdeHuu cmaHdapma crneyuanu3uposaHHol meduyuHCKol nomowu demsam npu myKornosaucaxapudo3se Il muna (pepmeHmHas 3amecmumensHas mepanus)

Mpukaz Ne951 M3 P® om 29 dexkabps 2018 200a 06 ymeepxdeHuu cmaHOapma creyuanusuposaHHol meduyuHCKol nomouwu 0emam npu myKonosaucaxapudose Il muna (duaeHocmuKka u uHUyUayus pepmeHmHol 3amecmumensHoli mepanuu)

Kubaski F, Yabe H, Suzuki Y, Seto T, Hamazaki T, Mason RW, Xie L, Onsten TGH, Leistner-Segal S, Giugliani R, Diing VC, Ngoc CTB, Yamaguchi S, Montafio AM, Orii KE, Fukao T, Shintaku H, Orii T, Tomatsu S. Hematopoietic Stem Cell Transplantation for Patients with
Mucopolysaccharidosis Il. Biol. Blood Marrow Transplant. 2017; 23 (10): 1795-1803. doi: 10.1016/j.bbmt.2017.06.020.

Fecarotta S, Gasperini S, Parenti G. New treatments for the mucopolysaccharidoses: from pathophysiology to therapy. Ital. J. Pediatr. 2018; 44 (Suppl 2): 124. doi: 10.1186/513052-018-0564-z.

Hoshina H, Shimada Y, Higuchi T, Kobayashi H, Ida H, Ohashi T. Chaperone effect of sulfated disaccharide from heparin on mutant iduronate-2-sulfatase in mucopolysaccharidosis type Il. Mol. Genet. Metab. 2018; 123 (2): 118-122. doi: 10.1016/j.ymgme.2017.12.428.
Scarpa M., Almdssy Z., Beck M. et al. Mucopolysaccharidosis type Il: European recommendations for the diagnosis and multidisciplinary management of a rare disease. Orphanet J Rare Dis.. 2011 Nov 7;6:72. doi: 10.1186/1750-1172-6-72.



Ecnu Bbl 3anoao3puamn cuHapom XaHtepa?

e CBAXUTECbL CO CMEeunanmn3mpoBaHHbIM (reHEeTUYECKMM) LEeHTPOM, 4ToObl 0obCcyauTb Balle NoAo3peHue ¢

FEHETUKOM, MNPOBECTU aHaNM3 KJIUHUKO-TEHEANIOTUYEeCKUX [AaHHbIX W MOJIEKYNAPHO-TEHETUYECKNX
nccnenoBaHUM

 Ina nabopaTopHOM AuarHocTUKM CuHapoma Xantepa (MMC Il TMna) ucnonb3yoTcs BUOXMMUYECKUE U
reHeTUYecKne nccaeaoBaHus

Broxmmmnyeckan AMarHOCTUKA — onpeaenenme akTUBHOCTU hepMeHTa MaypPOHATCybdaTasbl B CyXOM NATHE KPOBM, a TaKKe KauecTBeHHbIi

N KOZIMYECTBEHHbI aHaU3 IMIMKO3aMUHOTIMKAHOB B Moye

reHeTnyeckoe nccneaoBaHUE — nposoauntea no pesynbraTam BUOXMMUYECKON AUArHOCTUKM

PA3BNTNE TenedoH ropayen nmHmm 8(800)100-17-46

LleHTp MHHOBALMA B 3APABOOKPAHEHHUM

Bpemsa paboTtbl ¢ 10-19 N0 MOCKOBCKOMY BpeEMEHM



