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(Gaucher,Krabbe,
Niemann-Pick,Fabry,
Pompe,and Hurler(MPS-I)

C,a.XSelect CSH
50x2.1mm.3.5um

B F——

= 9-plex sample(combined)

3-plex enzyme assay
(MPS-IL,IVA,and Vi)

Cya,Hypersil GOLD,50x2.1mm,3pm

Liquid chromatography(UHPLC)-tandem mass spectrometry(MS/MS)
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d—> T RDiaEE

d—> 1RDENAEEL. BRMFTEE (ERT : Enzyme Replacement Therapy) LT
BES/IEIEZE (SRT : Substrate Reduction Therapy)

e

[

EemmscL (ERT. BRIOESTRA)

2 EBSAdIHIENE (SRT. GblDERKEE)

3 EIMmEFHHIRERE

4 SeROEE* {EFEE (BEO#A)

¥ BRTHEBSNCTOVRWVBEIROAREEDFRHRE S0

Velaglucerase alfa

Imiglucerasez /z (&
B-glucocerebrosidase

Taliglucerase alfa*
Eliglustat**
Miglustat**

Venglustat

N/A

Ambroxol*
N-octyl-B-valienamine*

N-(n-nonyl) deoxynojirimycin (NN-
DN3J), isofagomine (IFG)

** CYP2D6 CHRSNDIzsD, CYP2DEMELFR(C LD CRIMFIREN LF I DEIaEMENH D,

Frz. CYP3ADREIHRSZBET DFEA IR LD EIRENENDD.

LSD: S/ YY—LAJ% (Lysosomal Storage Disease) , N/A: %272 (Not Applicable)

VPRIV
Cerezyme
Elelyso
Cerdelga
Zavesca

N/A

N/A

N/A

N/A

N/A

s

EmE B J—>xm-BA. 1E8T—> /R-FUN/KE.
[BRQMAT—= 19%- MLORE)

FiE B J—>xom-BAK. 18I 1o/R-KE.

[ BQMAT —= TIR-BRINRE)

EfE (B 18T —< 1R/-KE/ TS5,

J—>1IR-DhFARE)

FiE (B J—>m-BAR. 18I R-KE/MRMRE)
FiEF (B 18T —> TR-KE/RIN/ D712 E)

TRFCRAFEREE (BRAREE14E @ AT —> TJR.
ZDARDLSDIEIE)

FRERAEIR DEITHIHI Tz (FehE.
EZEBNITEMHIED IR T DIRE : BA4H. HFHI5065)

AT P

MR

MRS

Package insert of Vpriv g 400 units for intravenous infusion, revised in October 2016 (Version 4)

Package insert of Cerezyme ® for Intravenous Injection 400 units, revised in February 2017 (Version 5). Japanese.

Package insert of Cerdelga ® Capsule 100 mg, revised in February 2019 (Version 4). Japanese.

Shunichi Kato: Hematopoietic stem cell transplantation. Gaucher's disease Up Date. Shindan To Chiryo Sha, 2016: 106 -115.
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7  (UERT :in utero R O R T DIR S
enzyme replacement
therapy)

BRIREE1/248 @ IEIGDOZLE (LZEA. IER) . BEREE1/248 : MEIGDO/MNE
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AAV: 775 D)L R (Adeno-associated Virus). GD : J—= 1% (Gaucher Disease) . GCase : ZJ)LatzLJO>4 -t

ClinicalTrials.gov Identifier: NCT04411654, NCT04145037
26 Platt FM, dAzzo A, Davidson BL; Nat Rev Dis Primers. 2018 Oct 1;4(1):27
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27 ERT : B¥3=##7eB0% (Enzyme Replacement Therapy)
Motomichi Kosuka, Enzyme replacement therapy (ERT), Gaucher disease UpDate (Edited by Yoshikazu Eto, Hiroyuki Ida, and Juya Ohashi, et al.), 91, 2016, Shindan To Chiryo Sha
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BEEDIZVEE (BRA//NMNE)  (n=25)

13 55

032, 0398 KUV034:tER

EiREE(N = 95)

Velaglucerase alfa 60E1i7/kg

Velaglucerase alfa 458i1/kg

(n=12)

BERART - 120 AR

BEEDRRVNEE (BRA//NE)  (n=34)

Velaglucerase alfa 60E{ii/kg (n=17)

(n=13)

FRi% & 73D FEBRIREHER DRAIA 24 1 A& (CFHib2
e - RECRR661HM

<Velaglucerase alfa&¥> (n=39b)

Imiglucerase 60&{ii/kg (n=17)

(n=16)

Velaglucerase alfa60Efi7/kg

<Imiglucerase—Velaglucerase alfa®¥> (n=16)

BYEHAR : 9 A

BRBEREDSD DEE (ESZ)\//J\ S GET:10))

Velaglucerase alfa 15 ~ 60Ei7/kg

(n=16)

Velaglucerase alfa60Eiiz/kg

<tIBERI58> (n=38)

JEEHARS : 120 AR

(n=38)

Velaglucerase alfal5 ~ 6081i7/kg

a : Imiglucerase—Velaglucerase alfagf(&. Velaglucerase alfa®lEl#%515 D BZ(CFHM. b : ITTEM (ZEMFBTIRERDIZ2 HIFEFENTLVRWY)

HGT-GCB-0445it5&
<TEMHIER> RHAZEM

<EIRGHMHIRE > N—XSAUEONEJOCEVERE. M/IMREL. FHAES KUMMAIE (P &7 TZERAREIER CODFHi)

FEHES KUKBEBTREPDNN—X S > DBEEE (BMD24)
NR=ASANEDZEL ERRVHAT"). 7E

HRZREVAE | RIFHRIDOIEA(CE D <EETEN SR [CEDSN TN D ISRE

BIER

28 1. Zimran A et. al., Blood Cells, Molecules and Diseases 68: 153-159, 2018.; 2. Smith L et. Al., Molecular Genetics and Metabolism 117:164-171, 2016.; 3. Hughes DA et.al., Am. J. Hematol. 90:584-591, 2015.
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1. Zimran A et. al., Blood Cells, Molecules and Diseases 68: 153-159, 2018.
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33 1. VPRIV SmPC https://www.ema.europa.eu/en/documents/product-information/vpriv-epar-product-information_en.pdf
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1. MacDermot KD et al. J Med Genet 2001;38:750-60; 2. MacDermot KD et al. J Med Genet 2001;38:769-75; 3. Poorthuis BJ et al. Hum Genet 1999;105:151-6; 4. Spada M et al. Am J Hum Genet 2006;79:31-40;
5. Burlina AB et al. J Inherit Metab 2018;41:209-19; 6. Meikle PJ et al. JAMA 1999;281:249-54; 7. Hwu WL et al. Hum Mutat 2009;30:1397-405; 8. Atherton AM et al. Presented at the WORLDSymposium 2015;
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Oxford PharmaGenesis, 2006. Available from https://www.ncbi.nlm.nih.gov/books/NBK11586/ (Accessed 7 December, 2020); 11. Barba-Romero MA et al. Int J Clin Pract 2011;65:903-10



7J U—J& : XiEfHBEE

TV —mDEERNE. BROVWITNHSEIEEL D SXERHFE -3

BHENSBHECER LR

EEEL T

EEE T
NZESEDETOBEENS
ANTOEEEOE TORICIER!

XiEFHAZE DD B
(NZIESEIDRH) !

ng Cj- <;>§ﬁ
(FRES3M)

Y XX
X XY X XY
Q d Q g
ANTOEFESE JETER NTOESE JETER
o BF IR BF
(25%) (25%) (25%) (25%)

ZEEBILTFZED
ANFTOEFEEROT S,
50%DEXRTF(CEE B!
XEFHAZEB DD Bt
(NOESEOEM) 1

28 ANFOHEEE
d e
(BN

XY X
X X XY X Y
o] @ o}
IEEE IEER ANTOIESE AR
IR BF 5, [SEd
(25%) (25%) (25%) (25%)
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ERT : B¥z=#iFefEE% (Enzyme Replacement Therapy)
1. Scarpa M, et al. Orphanet ] Rare Dis 2011;6:72; 2. Burton BK, Giugliani R. Eur J Pediatr 2012;171:631-9; 3. Giugliani R, et al. Exp Opin Orph Drug 2015;3:141-50; 4. Mengel E, et al. PLoS ONE 2020;15:€0244279;
5. Guffon N, et al. Orphanet J Rare Dis 2015;10:43; 6. Clarke L, et al. J Inborn Error Metab Screen 2018;6:1-12; 7. Kubaski F, et al. Diagnostics 2020;10:17; 8. Giugliani R, et al. Genet Mol Biol 2014;37:315-29;

60 9. Burton BK, et al. Int J Neonatal Screen 2020;6:73; 10. D’Avanzo F, et al. Int J Mol Sci 2020;21:1258; 11. Wraith JE, et al. Genet Med 2008;10:508-16; 12. Burton BK, et al. J Pediatr 2019;214:165-7;
13. Chien Y-H, et al. Orphanet J Rare Dis 2020;15:38; 14. Scott CR, et al. J Pediatr 2020;216:204-7
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61 ERT:EER#FEUE (Enzyme Replacement Therapy) . GAG : JUTIHY=_/JUF> . HSCT : EMmEHHiRHAE
1. Sestito S, et al. Curr Gene Ther 2018;18:90-5; 2. D’Avanzo F, et al. Int J Mol Sci 2020;21:E1258; 3. Bradley LA, et al. Genet Med 2017;19:1187-201



TKT024:5% : EEFREE2/3HRBR(ICH TR HRT YT 1>
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|ﬁjursulfase}r ;e AR : 535k

I7S5thE (n=32)

NR—251>
Lol o Idursulfase 0.5mg/kg##ix H1E%S (n=32)

FiR PR EBDEREE(C
K DIERIE)

Idursulfase 0.5mg/kgafiE fziE,
n=96 TStEREDIRERS (n=32)

ZEERT SR RS E AR
BrlftaiT oIz, 3RFDOLIT NN CEIFERIL!
BiaB (I3 DRIEFRE(C K DIRS!

<BMECEHIIEEFMERL>
R—ASA N SREIRTECTCUTJIEBENSRIEERIT720OZLER.
idursulfaseil@1Bl3% 585 & T S/REF CLEEL

IFIRHEEE (F7RIFVC%)

BENHERERED (BMWT)

FVC : 84%AEEZ. 6MWT : 63fES1TalER
62 1. MUENZER, J. et al. Genet Med 2006; 8: 465-473; 2. O'BRIEN, P. J Am Statistical Assoc 1988; 83: 52-61
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_ B S
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Idursulfase Idursulfase L
0.5mg/kgiE1[a] 0.5mg/kghmia ?;7_1329;‘
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63

IdursulfaseDERIGE AL, BRIGESTE U TARE 1kgHIZD0.5mg%zE1EHR S
F—A 3B+ SEMTERE

SREMR T (CRVTDAERFHFHITE & TSR EDLRD DI BT
6MWT : 6% 1TiER. FVC : BAOMANEE, SEM : FIHEDIEEIRE

MUENZER, J. et al.Genet Med 2006; 8: 465-473
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¢ 53.2%DFAEAT. P EB1HDEEREERIG (IRR @ Infusion-Related Reaction) H1#IR
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2~ 30

W 20
K
g 1O
i 0
= 0 12 24 36
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64 MUENZER, J. et al.Genet Med 2013; 15: 849
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HOS : Hunter Outcome Survey —Shirett (3R - KEZER) AR YU —D%E:%HE ERERIATT
65 Burton BK, et al. J Inherit Metab Dis 2017;40:867-74
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ERT : Enzyme Replacement Therapy

66 1. Burton BK, et al. J Inherit Metab Dis 2017;40:867-74
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ERT : Enzyme Replacement Therapy. SRT : Substrate Reduction Therapy

67 1. Sun A. Ann Transl Med 2018;6:476; 2.Marques ARA, Saftig P. J Cell Sci 2019;132:jcs221739; 3.Platt FM, et al. J Cell Biol 2012;199:723-34
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