Mutations near or within homeobox domain

Patient 1
c.101-1G>A

Patient 5
c.128G>A

Patient 8
c.442delG

Patient 2
c.101-1G>A / ¢.122G>A

Patient 6 EEILL Patient 7
c.193G>C | ¢.193G>C

Patient 9 Patient 10
c.684G>C 2 c.898T>C
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Patient 4

Patient 11
c.898T>C




