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Supplementary Material 

 

Supplementary Figure 1. Assessment of the clinical symptoms of the patient. A) Appearance of palms, 

hands and elbows of the patient. B) Computed tomography scan (CT) showing spina bifida and cyst-like 

structures on the right femoral epiphysis due to osteolysis.  

  



 

Supplementary Figure 2. Assessment of the clinical symptoms of the patient. A) X-ray image illustrating 

destruction of carpal bones. Absence of carpal bones, osteolysis of proximal end of metacarpal bones, 

and bones of the elbow joints with pathological dislocation of the elbow joints. B) X-ray image of feet 

illustrating tarsal osteolysis and metatarsals primus with pathological dislocation of the 

metatarsophalageal joint of both halluxes. 

  



 

Supplementary Figure 3. Sanger sequencing of MAFB gene. Confirmation of c.188C>T (p.Pro63Leu) in the 

MAFB gene. Heterozygous presence of the c.188C>T (herein G>A) variant was confirmed in the patient, 

while no mutation (CC genotype) was detected in her mother and father. 

  



Supplementary Table 1. A list of heterozygous candidate variants based on ACMG 

computational criteria found by singleton clinical exome sequencing. 

 
 

 

 

 

Supplementary Table 2. The c.188C>T variant in the MAFB gene meets numerous 

computational criteria of pathogenicity. 

 

 


