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Conclusion: 
The combination of a disease awareness campaign as well as providing simple, fast and high quality diagnostic using 
Dried Blood Spot testing for enzyme activity, genetic as well as biomarker testing, dozens of newly diagnosed patients 
could be identified. In addition, clinical signs at time point of diagnostic testing were collected. These data are shown in 
comparison to those symptoms found in genetically confirmed patients. With these data, we hope to better 
characterize patients and their clinical presentation at doctor's visit and to provide in future physicians a more specific 
clinical picture of patients with LSDs. The diagnostic service is supported by Genzyme Germany. 

Check out our new 
Webpage! 

Introduction: We present our experience and data in providing a comprehensive diagnostic initiative in Germany, Austria and 
Switzerland started in 2013. In those countries no newborn screening for any LSD exists thus identifying any 
person suspicious to LSD disease by primary diagnostic testing often occurs when symptoms are already present. 
Consequently, often final diagnosis is delayed with negative impact on therapy management and clinical outcome.  
  

Pompe disease: 

Fabry disease: 

Fractures 

0% 

Anemia 

17% 

Bone pain 

8% 

Thrombocytopenia 

17% 

subacute/juvenile CNS 

 Symptoms 

0% 

Splenomegaly 

25% 

Hepatomegaly 

33% 

Acute CNS (neurol.) Symptomas 

0% 

Family member 

0% 

´Fractures 

2% 

Anemia 

13% 

Bone pain 

10% 

Thrombocytopenia 

22% 

subacute/juvenile CNS  

4% 

Splenomegaly 

37% 

Hepatomegaly 

12% 

Acute CNS (neurologic) 

symptoms 

0% 

Family member 

0% 

P
e

rc
e

n
ta

g
e

 o
f 

re
la

te
d

 
sy

m
p

to
m

s 
o

f 
2

6
2

 t
e

st
e

d
 

p
e

rs
o

n
s 

P
e

rc
e

n
ta

g
e

 o
f 

sy
m

p
to

m
s 

o
f 

g
e

n
e

ti
c 

co
n

fi
rm

e
d

 (
8

 o
f 

2
6

2
) 

P
e

rc
e

n
ta

g
e

 o
f 

re
la

te
d

 
sy

m
p

to
m

s 
o

f 
74

9
 t

e
st

e
d

 
p

e
rs

o
n

s 

P
e

rc
e

n
ta

g
e

 o
f 

sy
m

p
to

m
s 

o
f 

g
e

n
e

ti
c 

co
n

fi
rm

e
d

 (
2

0
 o

f 
74

9
) 

P
e

rc
e

n
ta

g
e

 o
f 

re
la

te
d

 
sy

m
p

to
m

s 
o

f 
17

8
9

 t
e

st
e

d
 

p
e

rs
o

n
s 

P
e

rc
e

n
ta

g
e

 o
f 

sy
m

p
to

m
s 

o
f 

g
e

n
e

ti
c 

co
n

fi
rm

e
d

 (
19

 o
f 

17
8

9
) 

Gaucher disease: 

Muscular respiratory 

weakness/ insomnia 

18% 

Respiratory insufficiency 

4% 

Gowers signs 

7% 

Muscular hypotonia 

7% 

Trendelenburg signs 

7% 
Scapula alata/Skolioseis 

Rigid spine, Lordosis 

Kyphosis 

6% 

Muscular dystrophy 

30% 

Increased CK 

21% 

Cardiomyopathy 

0% 

Family member  

0% 

Muscular respirator 

weakness 

11%  Infant. respiratory 

insufficiency/-infects 

5% 

Gowers signs 

8% 

Muscular hypotonia 

11% 

Trendelenburg signs 

8% 

Scapula alata/Skoliosis, 

Rigid spine, Lordosis, 

Kyphosis 

3% 

Prog. muscular 

Hypotonia 

17% 

Increased CK 

17% 

Morning headache 

0% 

 Insomnia 

0% 

Fatigue 

0% 

Cardiomyopathy/ 

megaly 

6% 

Drink and swallowing 

weakness 

3% 

Family members 

11% 

Cornea verticillata 

0% 

Hypohidrosis 

0% 

Angiokeratomia 

2% 

Renal insufficiency 

7% 

Proteinuria 

4% 
Postprandial 

symptoms 

5% 

Div. card. 

 symptoms 

9% 

Left ventricular 

Hypertrophy 

14% 
Stroke 

25% 

Neuropathy (Hands and 

feet) 

34% 

Familiy member 

0% 

Cornea 

verticillata 

0% 

Hypohidrosis 

0% 

Angiokeratomia 

14% 

Renal 

insufficiency 

13% 

Proteinuria 

13% 

Postprandial 

symptoms 

0% Div. card.  

symptoms 

10% 

Left ventricular 

Hypertrophy 

23% 

Stroke 

0% 

Neuropathy 

(Hands and feet) 

27% 

Family member 

0% 


