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CUHOPOM MOPKWUO A

I CuHnapom Mopkuo A (mykononucaxapugos IV tuna A (MINC IV A)) —
HacneacTBEHHas NU30CcoMHasn bonesHb HakonmeHus, nepegaroLascs no
ayTOCOMHO-peLieCCBHOMY TUMy. XOTS 3Ty 6ornesHb Yacto cunTatoT 3abonesaHnem
OMOPHO-ABUraTenbHOro annapara, no CyTu 310 NporpeccupytoLlee
MyrbTUCMCTEMHOE 3aboneBaHue’ 2

I OcHoBHas npuynHa cuHapoma Mopkuo A — HacrneacTBeHHasi HeOCTaTOYHOCTb
dhepmeHTa N-auetunranakrosaMuH-6-cynbdarasbl (GALNS). GALNS — BaxHbI
NM30COMHBIN (DEPMEHT, NPU HEAaKTUBHOCTW UNW HEAOCTAaTOYHOCTM KOTOPOro
pa3BMBaETCH Kackag NporpeccupyoLmx MeTabonmyeckmx MynsTMOpraHHbIX
nopaxeHun' 2

I [MpoaomKUTENbHOCTL KU3HW NaLMEHTOB C TSHXXENbIM (hEHOTUMOM 06bIYHO
COCTaBMsAEeT A0 ABaauaTu-Tpuauatu net’

CNOXHOCTW NP1 ONATHOCTUKE

I [Mpu poxaeHun naumeHTbl 06bIYHO BbIMAAAT 300POBLIMM; B 3aBUCUMOCTH
OT TSXKECTM 3ab0NEBaHNS CUMMTOMbI MOTYT Pa3BMBaTLCS OT NEPBOO roAa XU3HM
[0 NMOAPOCTKOBOro Bo3pacTa. [lepBoHayanbHble CUMNTOMbI MOTYT ObITb BECbMa
pasHOOOpPa3HbIMM 1 NPOSIBIATLCS B PA3NIMYHbLIX cOYeTaHUAX> 4

I HeogHopogHOCTb hEHOTUMMYECKNX NPOSIBIIEHMI, a Takke HEOOXOAMMOCTb
NpoBOAUTL AN AUarHOCTUKN MHOXECTBO UCCredOoBaHUA MOryT NPUBOAUTb
K 3agepKke NoCTaHOBKM AvarHosa cuHapoma Mopkuo A Ha rogbl, 1 4acTto
OKa3blBalTCA NPUYMHON HeNpaBWUbHbIX AnarHo3os®

PaHHAA 1 TOYHaA AuarHocTUKa Heobxoauma

and ontumMarsibHoOro seaeHunsA I1aLl,l'IeHTOB3




KIMMHWYECKWE MPOABNEHNA

CUHOPOMA MOPKWO A NMEIOT
MYNBTUCUCTEMHBIN XAPAKTEP
O®TAINBbMONOIMYECKUE

Ounddy3Hoe NoMyTHEHNE POroBULLbI,
KaTapakTta, CHUXeHWe OCTPOTbl
3peHus’®

—— CO CTOPOHDbI
JTIOP-OPITAHOB

KoHAayKkTMBHas 1 HeMpOCeHCcopHas
TYroyXoCTb, OBCTPYKLNS
AblXaTenbHbIX NyTemn®

HEBPOJIOTMYECKUE
Iucnnasus 3y6oBMOHOro OTpoCcTKa
2-ro LUEeNHOro No3BoHKa, LLenHas
MuernonaTtus, HectabunbHOCTb
LUerHoro otaena no3BOHOYHKUKAE,
TeTpannernsa35¢

KAPOUOJNOIMYECKHUE
CTeHOo3 1 HeJocTaTOYHOCTb
MUTParnbHOro 1 aopTanbHOro
KranaHoB, HeJOoCTaTOYHOCTb
TPEexXCTBOPYATOro KranaHa,
runeptpocmsa’

JNIETOYHbIE

OBCTpYKTUBHOE anHO3 BO CHe,
NMHEKUNN ObIXaTenbHbIX MyTEN,
JblxaTenbHasa HegocTaTo4HOCTL>38:9

KOCTHO-MbILLEYHbIE

[edopmaumna Kocten, HU3KNi
POCT, HapyLleHMe NOXOAKM,
rMnepnoaBMXXHOCTb CYCTaBOB,
KOHTPaKTypbl M NOABbLIBUXM,
MHOXECTBEHHbIM AN30CTO3%°




HAYAJIbBHAA ONATHOCTUKA
CUHOPOMA MOPKKO A"

MPU KMMHUYECKOM W/ PETTEHONTOTMYECKOM NOAO3PEHUN HA CUHAPOM MOPKKO A

|
CKpPUHUHIOBOE HenocpencTBeHHbIN npAMon BapuaHT cKpuHuMHra MetToiom
nccnegoBaHve moumn aHanu3 akTMBHOCTU pepmeHTa®  cyxol Kannm Kposu (DBS)

v

AHanu3 Ha rmko3amuHrankaxbl (FAT)

I MpoBeaeHe KONNYECTBEHHBIX 1 KaYeCTBEHHbIX
TeCToB NnapasnnienbHo

I Pe3ynbTatbl aHanu3a npw cuHapome Mopkuo A
4acTo OKa3bIBaAOTCA IOXKHOOTPULLATENBHBIMMI

4

Vv

AHanus akTMBHocTy pepmeHToB (DBS)

I CrabunbHOCTb — KtoueBon GpakTop

I BaxKHO n3mepeHune akTUBHOCTN HECKOJbKIMX
depmeHTOB

AHanu3 akT1BHOCTY GpepMeHTOB (GubpobnacTtbi/nenkounTbl)®

[ ]
[ ]
I Ba’kHO M3MepeHMe aKTUBHOCTU HECKONbKUX GepPMEHTOB 2
[ ]
[ ]
]
MoneKynApHbI aHan13® (' =
1 MeTOﬂbI CeKBeHMpoBaHuA, No pe3dynbTaTtaM KOTOPbIX
npun HeOﬁXOAI/IMOCTI/I n I'IpaKTVNeCKOI;I BO3MOKHOCTU NMPOBOAAT
Konn4yecTtBeHHble aHalln3bl
I I'Io,qTBep>K,u,eHv|e Hannyna MyTaL[I/II7I B PasfinyHbIX annenax
| He Bcerpa ynaetca onpefenvTb ABe MyTaLumu
InarHoctuka cmHgpoma Mopkuo A
2 Mpw obcnegoBaHvy 6paTta UM cecTpbl ® B pernoHax, rae JOCTaBKa LeNIbHOM KPOBU — © Ecain pe3ynbTaTbl CKPUHMHIA (Mouy v DBS)
nauyneHTa C NoATBepPKAE€HHbIM arHO30M mwnn 06pa3uos Apyrmnx TKaHen HEBO3MOXHa, 1 pe3ynbTaTbl aHann3a akTUBHOCTN d)EpMeHTOB
MOpKI/IO Awvnn npwv o4eHb CUSIbHOM ANA ANarHOCTUKN MOXHO UCMOJIb30BaTb B ¢M6po6naCTax mwnn I‘IEIZKOLlVITaX NONOXWUTENbHblE
KNMHUYECKOM NOA03PEHUN HA ANArHo3 pe3synbtathl DBS-aHanusa (MeTtog 1 He BbI3bIBAlOT COMHEHWS!, UX MOATBEPXKAEHE
Mopkuo A cpasy nposoawvTe aHanm3 BbICYWeHHOT0 NATHA) aKTMBHOCTU GEPMEHTOB  MeTOfjaMM MONIeKYNIAPHOTO aHanmsa
AKTVBHOCTU depmeHTa. B COYETaHWUM C MOMNEKYNAPHbIM aHa/IN30M. PeKoMeHAyeTCs, HO He ABNAETCA 06A3aTeNbHbIM.

= PaHHAA 1 TOYHaA AguarHocTukKa Heobxoauma

;w ) A9 onTUManbHOro BeAeHus nauueHTos®

TNutepartypa: 1. Coutinho MF et al. Biochem Res Int 2012; 2012:471325. 2. Tomatsu S et al. Curr Pharm
Biotechnol 2011; 12:931-945. 3. Wood TC et al. J Inherit Metab Dis 2013; 36:293-307. 4. Montano AM
et al. J Inherit Metab Dis 2007; 30:165-174. 5. Hendriksz CJ et al. J Inherit Metab Dis 2013; 36:309-322.
6. Gulati MS and Agin MA. J Spinal Cord Med 1996; 19:12—16. 7. Harmatz P et al. Mol Genet Metab 2013;
109:54-61. 8. Pelley CJ et al. Respir Care 2007; 52:278-282. 9. Semenza GL and Pyeritz RE. Medicine B:O MA R | N8

1988; 67:209-219.
EU/MPSIV/0018 ntonb 2017 T.

e

BioMarin Europe Ltd.



