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Abstract
Background/Aims: Fabry disease is a treatable cause of chronic kidney disease (CKD) 

 European Renal Best Practice 
(ERBP) recommends screening for Fabry disease in CKD patients. However, this is based on 
expert opinion and there are no reports of the prevalence of Fabry disease in stage 1-5 CKD. 
Hence, we investigated the prevalence of Fabry disease in CKD patients not receiving renal 
replacement therapy. Methods: 
dried blood spots in 313 stage 1-5 CKD patients, 167 males, between ages of 18-70 years 
whose etiology of CKD was unknown and were not receiving renal replacement therapy. The 



 Kidney Blood Press Res 2016;41:1016-1024
DOI: 10.1159/000452605
Published online: December 23, 2016

© 2016 The Author(s). Published by S. Karger AG, Basel
www.karger.com/kbr 1017

Turkmen et al.: Fabry Disease in Turkish CKD Patients

Results: Three (all males) of 313 
CKD patients (0.95%) were diagnosed of Fabry disease, for a prevalence in males of 1.80%. 

Of a total of 11 Fabry patients, 

manifestations in male patients were fatigue (100%), tinnitus, vertigo, acroparesthesia, 
hypohidrosis, cornea verticillata and angiokeratoma (all 85%), heat intolerance (71%), and 

 fatigue and 
cornea verticillata (50%), and tinnitus, vertigo and angiokeratoma (25%). Three patients had 
severe episodic abdominal pain attacks and proteinuria, and were misdiagnosed as familial 
Mediterranean fever. Conclusions: The prevalence of Fabry disease in selected CKD patients is 
in the range found among renal replacement therapy patients, but the disease is diagnosed at 
an earlier, treatable stage. These data support the ERBP recommendation to screen for Fabry 
disease in patients with CKD of unknown origin.
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Table 1.

Echocardiography

Screening and Diagnosis of Fabry Disease

GLA Gene Sequencing
GLA
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Biochemical analyses

 

Statistical analysis

Fig. 1.

Results

Demographic Characteristics

Table 2.

Fabry Patient 
Symptoms



 Kidney Blood Press Res 2016;41:1016-1024
DOI: 10.1159/000452605
Published online: December 23, 2016

© 2016 The Author(s). Published by S. Karger AG, Basel
www.karger.com/kbr 1020

Turkmen et al.: Fabry Disease in Turkish CKD Patients

Fig. 2. 

Table 3. 
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Discussion

Table 5. 
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