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Severe Ankyrin-R deficiency results in impaired surface retention and
lysosomal degradation of RhAG in human erythroblasts
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Supplemental	Information	

Ankyrin	patients	

These	patients	have	heterozygous	ANK1	mutations	that	affect	diverse	regions	thoughout	the	ankyrin	
molecule;	p.(Leu115Pro)	and	p.(Leu324Pro)	concern	mutations	in	the	N-terminal	domain	that	binds	
to	band	3,	p.(Glu876fs)	affects	the	central	spectrin	binding	domain,	aberrant	splicing	due	to	the	
c.4105-1G>A	mutation	may	affect	both	the	spectrin	binding	domain	as	well	as	the	C-terminal	
(regulatory)	domain,	p.(Thr1734fs)	is	located	in	the	C	terminal	regulatory	domain	whereas	the	
p.(Arg1682*)	nonsense	mutation	is	predicted	to	lead	to	a	truncated	ankyrin	protein	that	lacks	part	of	
C-terminal	domain.	
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