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Figure S1. Autozygosity mapping of two families with autosomal recessive OFD. autoSNPa
output on the available affected individuals (left) and unaffected relatives (right). Note the
exclusive sharing of one black area indicative of homozygosity among affected individuals
(boxed in red).
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DOXS9HUMAN T DOXSOHUMAN
DOX59Gorla T DOX359Goriila
DOX58Chimp T DOX59Chimp
DOX59GIbbhon T DOX59GIbbon
DODX59Rhesus T DOX59Rhesus
DX 59Marmoset T DOX59Marmoset
DOX59Bushbaby T DOX58Bushbaby
DOXS9FPanda T DOX59Panda
DDX590D0g T DOX59D0g
DOX59Horse T DOX39Horse
DODX595quirrel T DOX39Squirref
DDX59Rat T DOX59Rat
DDX59Mouse T DOX59Mouse
DOX59Guineapig T DOX59GuwIneapiq
DOX59PIg T DOX59FIg
DOX598ovine T DOX59Bovine
DDX598at T DDX598at
DOXS59Rabbit T DOX53Rabbit
DDX5%opossum T DOX530possum RA
DOX59Lizard T DOX39Lizard
DOX59Twrtle T DDX59Turtle
DOX59Gallus T DOX59Gallus
DOXS59Medaka S DDX59Medaka
DOX59Stckelback DT DOX59Stckelback
DOX58Tetradon T DOX59Tetradon
DOX59Fugu T DOX59FuGU
DDX59Zebrafish T D0X59Zebrafish
DOX59Xenopus T DOX59Xenopus
DDX59Rice C DOX59Rice
DOX59Arabidopsis BIC DDX59Arabidopsis
G534
V

DOXS9Human - ( G -NGTANT
DDX46Human RAGRTGRAG -IG TERT
DOX42Human GRTGRAGE - GI: TELT

TARAGR-SGKART EMT

DOX47Human

DOX59Huwman CG G- - -
DOX46Human G- - -
DOX42Human G- - -
DOX47Human RA

Figure S2. (A) Multispecies alighment of DDX59 showing very strong conservation of the two
residues that are replaced by the two mutations reported in the current study. (B) Alignment of
DDX59 with other DDX proteins in human showing conservation of the same two residues.
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Figure S3. Immunoblot analysis using DDX59 antibody on fibroblasts from two controls and from
one affected individual showing marked reduction as quantified in the lower panel.



