ENPP1-DEFICIENT PATIENTS PRESENT WITH BOTH SKELETAL
COMPLICATIONS AND ECTOPIC CALCIFICATION
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INTRODUCTION RESULTS

ENPP1 Deficiency is a genetic condition caused by loss-of-
function mutations in the ENPP1 gene. Infants can manifest

with ectopic arterial calcifications (Fig 1A), stenoses (Fig Osteomalacia Rickets /| Osteomalacia
1B) and cardiac complications, usually diagnosed as
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A retrospective, cross sectional chart review of 127 medical
data sets from 19 countries was conducted as a
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Includes 116 patients diagnosed with GACI and 11 patients » Genetic testing for ENPP1 Deficiency should be considered for any patient with hypophosphatemic rickets.

previously been described. 2 » No prior history of ectopic calcification or diagnosis GACI should not rule out ENPP1 Deficient rickets since rickets may be the first

This subgroup analysis included patients with a confirmed presentation.

ENPP1 variant, assessed for rickets and cardiovascular * |dentification of rickets due to ENPP1 Deficiency warrants further and continued evaluation of disease related cardiovascular
complications (Fig 2). complications and ectopic calcification. FUNDING.
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