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Fig 1 Patient Background
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Fig 2 Muscle weakness
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Fig 3 Respiratory insufficiency
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Fig 4 Oxygen home therapy
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Fig 5
g Students [n=8] Health related QOL
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Fig 6 Health related QOL
Concerns about marriage or inheritance ?
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Fig 7 . .
Collective data of basic QOL
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Fig 8
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Fig 9
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20% | ..

How much do you expect to ERT ? [n=22]
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1.

Characteristics of Fabry disease patient groups

Clinical phenotype Classic type Cardiac variant Renal variant
Hemi / Hetero Hemizygous | Heterozygous | Hemizygous | Heterozygous Hemizygous | Heterozygous
No. of patients 34 25 3 3 3 1
Proteinuria 17/34 6/25 o3 113 33 111
( positive rate )
Agr:e(a{]ears ) 37 49 27 57 47 84
Range 5-63 8-67 17-36 46-67 34-69
2 QARMFESAEIC L D argal A OZEVE (1)
1.4CHRE (%)
{RFHIE | No.1 | No.2 | No.3 | No.4 | No.5| No.6 | No.7 | ‘E#) (range)
1 BH 102 | 8 | 96 | 103 | 94 | 101 | 89 | 98 (89-103)
3 HH 77 68 | 62 84 70 | 81 72 | 73 (62-84)
6 AH 67 61 59 90 55 | 66 58 | 65 (55-90)
2.25°CIRIE (%)
RTFHAR No.l1 | No.2 | No.3 | F#J (range)
1 HH 91 99 71 | 84 (71-91)
3 HEH 58 84 79 | 73 (58-84)
5 HH 21 59 23 | 34 (21-59)
TRHE 3 63 5 | 24 (3:63)

T 3MBETFRMEIZL D agal A DEEM (2)

3. Freezing and thawing (SR OEVIEL . %)

{RTFEEH © No.1 | No.2 | No.3 | No.4 | No.5 | No.6 | No.7 | F#J (range)
1EH 101 | 82 | 98 | 102 | 97 | 101 | 99 |97 (82-102)
2 [E A 79 68 | 66 84 63 82 70 | 73 (63-84)
3 [0 H 80 64 | 67 84 53 | 82 68 | 71 (53-84)
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Fig.1 Correlation of & -galactosidase A protein and enzyme activity . . i . e
in urine from healthy controls and hemizygotes with classic Fig. 2 Correlation oan-gaIactomdase A protein cm'wcen’(rahon in
Fabry disease serum and urine from healthy controls, hemizygotes and
heterozygotes with classic Fabry disease
Alpha-galactosidase A («-gal A) protein and enzyme activity in . .
urine from 38 healthy cortrols () and 2 hemizygotes with classic Urine and serum were collected at same time from 9 healthy
Fabry disease (@) were measured. A significant correlation controls (), 10 hemizypotes () and 3 heterozygotes (&) with classic

. : . Fabry disease. Alpha-galactosidase A { & -gal A) protein was measured.
between -gal A p rotein concentration and acivity was observed A significant correlation between « gal A protein in serum and urine
{ Pearson correlation, 0.891).

was observed ( Pearson cormelation, 0.758).
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Classic type Cardiac variant Renat variant
Normais Hemizygotes Hseterozygotes| Hemizygotes Heterozygotes | Hemizygotes Heterozygote

N = 432 34 25 3 3 3 1
Mean = 73.60 3.92 19.83 5.00 8.40 19.70 46.85
sD = 35.40 7.29 17.20
range = 2.2~240.2 0.00~28.26 0.00~59.62 0.11~11.80 4.60~14.93 16.02~26.60
25th %ile 49.756 0.00 4.83
75 th %ile  87.50 4.85 33.83
Median = 66.50 .50 16.09

Fig 3. o-Galactosidase A (& -gal A ) protein concentration in urine from
healthy controls, and hemizygotes and heterozygotes with classic,
cardiac variant and renal variant Fabry disease.

n: Number of samples in each group.

Bars inside boxes indicate the median values for each group.
Shaded areas indicate the 25 th and 75 th percentiles of each group.
Error bars indicate the limits of the range.

@ indicate the mean values.

------ indicate the 5 th percentile value of the control group




