
 SEX GENOTYPE 
PHEX 

 AGE AT 
ASSESSMENT 

PHOSPHATE DOSE 
(ELEMENTAL 

PHOSPGHOROUS) 

ACTIVE / 1,25 OH 
VITAMIN D 

NATIVE VITAMIN D / 
CHOLECALCIFEROLE 

1 F Exon 11 
c.1235delG 

p.Ser412Metfs*12 

 55 500mg/d (evenly 
distributed over the day) 

1x 0.25µg/d 500 IE / d 

        

2 F Exon 8 
c.871C>T 

p.Arg291* 

 56 1000mg/d (evenly 
distributed over the day) 

2x 0.25µg/d 20.000 IE / w 

 
    

 
 

 

3 F IVS15 
c.1645+1G>A 
p.? (Splicing) 

 41 4x 200mg/d 2x 0.5µg/d 1000 IE / d 

 
    

 
 

 

4 F Exon 3 - 22 
c.(187+1_188-
1)_(*1_?)del, 

p.Ala62_Trp749del 

 36 3-4x 200mg/d 1x 0.5µg/d 20.000 IE / 2w 

 
    

 
 

 

5 F Exon 9,  
c.1005dupC, 

p.Ser336Leufs*13 

 55 5x 250mg/d 2x 0,.25µg/d 1000 IE / d 

 
    

 
 

 

6 F Exon 2, 
deletion 

 51 3x 200mg/d 2x 0.25µg/d 1000 IE / d 

 
    

 
 

 

7 M Exon 2, 
deletion 

 61 3x 200mg/d 2x 0.25µg/d 20.000 IE / w 

 
    

 
 

 

8 M IVS 21,  
c.2148-2A>G, 

 40 1000mg/d (evenly 
distributed over the day) 

1x 0.5µg/d 20.000 IE / 2w 



p.? (Splicing)  
    

 
 

 

9 M Exon 4 
c.415T>A,  

p.Tyr139Asn 

 37 5x 200mg/d 3x 0.25µg/d 20.000 IE / w 

 
    

 
 

 

10 M IVS 13, 
c.1483-2A>G, 

p.? 

 58 n.a. 1x 0.25µg/d 500 IE / d 

 
    

 
 

 

11 M Exon 9 
c.1022T>A,  

p.Val341Asp 

 48 n.a. n.a. 500IE / d 

 


