Novel Radiographic Features of Pediatric ENPP1 Deficiency Background

ENPP1 Deficiency manifests in infants as generalized arterial calcification

: : : of infancy (GACI), with nearly all survivors going on to develop
+
Natural hISTOI’y ﬁndmgs from 22 AL, MEE G 4.9+4.2 years autosomal recessive hypophosphatemic rickets (ARHR2) in childhood.!

* All (100%) had ARHR2, of whom 59% also had a hiSfOl’y of GACI In some patients, ARHR2 may be the first presentation of disease?
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Conclusions 9%

e Seven categories of radiographic abnormality were identified, affecting all parts of the skeleton, including £ oot
: : of patients
previously unrecognized features

e ARHR2 is a complex and multifaceted skeletal disorder associated with substantial disease burden
o A wide range of radiographic abnormalities were identified beyond rickets, many unique compared with XLH
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ARHR2, autosomal recessive hypophosphatemic rickets type 2; ENPP1, ectonucleotide pyrophosphatase/ phosphodiesterase 1; FGF23, fibroblast growth factor 23; GACI, generalized

arterial calcification of infancy; XLH, X-linked hypophosphatemia
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