
Table 3: Complications, Management & Imaging: 

Domain n (%) 

Neurologic complications* 24 (58.5)  

History of fractures 27 (61.4) 

Number of fractures among those with counts  

1 9 (33.3) 

2–3 6 (22.2) 

≥5 7 (25.9) 

Not documented  5 (18.5) 

Sites of reported fractures  

Femur  13 (48.2) 

Tibia  7 (25.9) 

Ulna/Radius  7 (25.9) 

Humerus  1 (3.7) 

Other  17 (63.0) 

Orthopedic assessment 18/27 (66.7) 

Vision/Hearing/Dental 
 

Vision abnormalities 11 (25.0) 

Hearing abnormalities 5 (11.4) 

Dental abnormalities 24 (54.6) 

Therapies/Supplements 
 

Electrolyte supplementation  44 (100) 

Vitamin D supplementation  30 (68.2) 

Growth hormone 0 (0.0) 

Renal Imaging** 
 

Kidney ultrasound done 

- Normal 

- Evidence of stones 

- Nephrocalcinosis 

24 (54.6) 

13 (54) 

6 (25) 

2 (8.3) 

Brain Imaging done***   
CT  8 (18.2) 

MRI  7 (15.9) 

None 30 (68.2) 

*Include intellectual disability/developmental delay (majority of specified entries). 

**Other findings included: increased echogenicity, hydronephrosis, and malrotation. 

***CT often reported intracranial calcifications; MRI findings varied, with several normal/near-

normal reports. 
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