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SME P ICIRERHERT BREE

Mucolipidosis type 11 / 1lI

2%
GM 1 Sanghoff
Niemann-Pick A Gangliosidosis 2% Gaucher type
2% 2% Other 13% Scheie (MPS)

2%
Niemann-Pick C 0 1%

e Hurler/Scheie (MPS |)
Sanfilippo B 4%
4%
Fabry
Tayﬁjchs ]
0
Hunter Mild
Krabbe 1%
"1 Pompe
5%
Hunter Severe
5% Morquio
5%
Sanfilippo A i \ Cys;t‘rl(r;oss
7% Metachromatic anllt;ppo 0
Leukodystrophy : ’ Maroteaux-Lamy
8% Hurler (MPS 1)

Mar]-%SidOﬁj\ﬁemann-Pick B 3%
2%

4%

Gaucher type 2 & 3

Adapted from Meikle P et al. JAMA. 1999;281:249-254. 1% 5
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H4EXi§E(Gaucher disease , GD)
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FEXERZIEERLR, BEBACIRETIIMER (FEXERZIEERLR) KES. FEEFFE 2011; 91(10): 665-670.
Bhengu L, et al. S Afr Med J 2012; 102(8): 697-702.
Charrow J et al. Arch Intern Med 2000; 160(18): 2835-2843. 7
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Meikle PJ et al, JAMA 1999; 281: 249.

Poorthuis BJ et al. Hum Genet 1999; 105:151.
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Charrow J et al. Arch Intern Med 2000; 160(18): 2835-2843. 11
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2 (40%) — W | .-
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BRERiE (38%)

Kaplan P, et al. Arch Pediatr Adolesc Med 2006;160(6): 603-608. 12
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BEE

Chinese patients

n (%)
Total Patients, N 134
Genotype, n 93
L444P/Rare Allelet 29(31.2)
Rare Allelet/Rare Allelet 26 (28.0)
Rare Allelet/?% 14 (15.1)
L444P/L444P 12 (12.9)
L444P/?% 6 (6.5)

Global Data
n (%)
Total Patients, N 5980
Genotype, n 4233
N370S/N370S 1278 (30.2)
N370S/L444P 645 (15.2)
N370S/Rare Allele+ 615 (14.5)
N370S/?% 409 (9.7)
L444P/L444P 266 (6.3)
N370S/84GG 264 (6.2)
Rare Allelet/Rare Allelet 198 (4.7)
L444P/Rare Allelet 151 (3.6)
N370S/1VS2+1 103 (2.4)

T "Rare Allele" is defined as any known allele which is not N370S, L444P, IVS2+1,

D409H, or 84GG.

13 Results of genotype test did not match any tested mutations.
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BERTIANT el
FTIELIE& SR :> « 29 U to <48 U/kg/2ws 'Hﬁéﬁﬁn
*N=586 = T
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Gregory A. Grabowski, M, Katherine K, Genet Med. 2009 February ; 11(2): 92-100. doi:10.1097/GIM.0b013e31818e2¢19 24
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81
i
|
i
Em 0. T‘ =3.76
g |}
| TiE 421
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-1 ||

0 12 2% 3% 48 6 T2 8 %
ERT;afTAIE (B )

Emax=maximal effect ( A )

2101
195+
moj 48 U to <75 U/kg/2w..=2.10
™ ‘ E.=201
<E 165' 29 U to <48 l/kg/Zvvo
£ 150 E =187
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<° 1354
Lo
—~ 120
;;-‘E 105
@ 904 |T =483
é‘ 75 T,=11.65
60 T,=18.09

0 12 24 3% 48 60 72 84 %
ERTiafrEE ( A)

T50=half-time to Emax ( IAZ|—3H &AM FTERIRTE] )
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Gregory A. Grabowski, M, Katherine K, Genet Med. 2009 February ; 11(2): 92— 1ﬂﬂam

409%/GIM.0b013e31818e2c19
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Emax=maximal effect ( &AM )
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Gregory A. Grabowski, M, Katherine K, Genet Med. 2009 February ; 11(2): gz—ﬂﬂml.ll.loowelM.0b013e31818e2c19
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Weinreb N, et al. Am J Hematol 2008; 83: 890-895. 27
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Weinreb N, et al. Am J Hematol 2008; 83: 890-895.
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Weinreb N et al.. Am J Hematol 2008:83:890.
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Richard J W, Katherine A K, Paige K, JOURNAL OF BONE AND MINERAL RESEARCH, Volume 22, Number 1, 2007 30
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Richard J W, Katherine A K, Paige K, JOURNAL OF BONE AND MINERAL RESEARCH, Volume 22, Number 1, 2007 31
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Oliveira El et al 1IMD 2012-126 31_37 34
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