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* There is significant overlap in the clinical phenotypes of ENPP1 and ABCC6 Deficiency.*> N & ©
 Generalized arterial calcification of infancy (GACI), the infant-onset phenotype of ENPP1 *Includes calcification of the ossicles and the ear cartilage Vianifestations oceurring in > 2 participants
or ABCCG6 Deficiency, is characterized by widespread vascular calcification, . Musculoskeletal: gait abnormality (n=10), rickets (n=8), joint pain (n=7), bone pain (n=6), mobility issues (n=5),
: s A : : vy 4-5 scoliosis (n=5), traumatic fracture (n=3), osteopenia (n=2), delayed shedding of teeth (n=2), weakness (n=2)
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hypophosphatemic rickets in childhood (ARHR2). Some patients present with ARHR2 Treatment and Intervention History © Hearing: hearing loss (n=7), calcification of ear cartilage (n=2)

poorly characterized.
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Orthopedic surgery* )
. e . . . . . . . . . . N (%) 9 (64.3) 4 (44.4) < 1
Objective: To describe the medical history, particularly clinical events and interventions, in Median age at initial intervention, months (range) 172.0 (69-210) 46.0 (27-79)
patients with ENPP1 Deficiency or early-onset (GACI| phenotype) ABCC6 Deficiency Hearing aids
: : : : : : _ : N (%) 6 (42.9) 0 0
Methodology: Multicenter longitudinal retrospective chart review in participants with a Median age at initial intervention, months (range) 136.0 (51-178) Mortality Myocardial infarction Stroke Seizure
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*Cardiovascular surgeries and procedures included but not limited to: angioplasty, balloon dilation of ENPPL S0E) ) ) HED ()

O
ReSlIl.tS — Demographlcs pulmonary valve, balloon dilation of renal artery, renal artery stent, PDA repair, Potts shunt, cardiac -_— _

pacemaker (all n=1)

_ ENPP1 ABCC6 Overall **Orthopedic surgeries included but not limited to: epiphysiodesis (n=7), osteotomy (n=>5) Note: Stroke and seizure co-occurred in 3 patients with ABCC6 Deficiency
Deficiency Deficiency Population .. R
(N=14) (N=9) (N=23) Enrolled Partl(clillfgg)ts Diagnoses conclusions
Sex =
Male (n (%)) 8 (57.1) 5 (55.6) 13 (56.5) CAC * This retrospective chart review underscores the high multi-system medical burden in patients with ENPP1 Deficiency (N=14) and early-onset ABCC6 Deficiency (N=9) who
Female (n (% 6 (42.9 4 (44.4 10 (43.5 . . .
pm—— emol(lm(e:)t)(years) (42.9) (44.4) (43.5) ARHRO were diagnosed with GACI, ARHR2, and/or PXE, and enrolled at a median age of 14 years.
Median (range) 195 (4-33)  12.0 (4-16) 14.0 (4-33) * Limitation: due to the retrospective nature of the study, it does not provide accurate quantification of survival rates (inherent bias to enroll surviving patients)
GACI diagnosis/ history” * ENPP1 Deficiency and ABCC6 Deficiency exhibit phenotypic overlap, with a high prevalence of cardiovascular calcification and complications requiring respiratory support or
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Age at GACI diagnosis (months) :
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*Based on age at diagnosis or earliest disease event reported in the medical record
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