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Generalized arterial calcification of infancy (GACI) is a rare  Arterial ultrasonography and CT imaging of the chest, STS has been reported to reverse calcific stenosis in a case
autosomal-recessive disorder that can be caused by mutations abdomen, and pelvis confirmed additional calcification of with a similar disorder that had ENPP1 and ABCC6 mutations,
in ABCCB6, a gene believed to regulate pyrophosphate (PPi). the bilateral extremities and renal arteries. but metabolic acidosis lead to treatment discontinuation at 6
Low levels of PPi have been observed with ABCC6 associated months.# In our patient, Nausea/vomiting and occasional
GACI resulting in widespread arterial calcification and cardiac « Echocardiogram was normal abnormal chloride readings were the only side effects
related mortality by 6 months of age.12 No treatment options observed. Treatment was delayed twice to manage central line
are approved, but Sodium thiosulfate (STS) is a calcium « (Genetic testing revealed compound heterozygous variants infections and may have resulted in the mixed response seen
chelating agent used in other disorders to prevent and reverse of the ABCC6 gene: ¢.742C>T and ¢.2294G>T. Parental at 6 month follow-up. Cerebral vasculopathy is stable overall
vascular calcification.®# We report an unusual case of GACI testing confirmed trans configuration for the ABCCG6 variants and no new strokes have occurred. At 13 months of age,
caused by biallelic ABCC6 variants treated with STS. and carrier state for one of the variants. cardiac calcification is still absent and all age-appropriate
] T t t developmental milestones have been met.
reatimen :
Case Presentation | | | Conclusions
» Trileptal started for seizure management and is currently
« A previously healthy 2-month-old female presented to the being weaned due to no further seizure activity.

Based on the stabilization and some reversal of arterial
calcification, STS may be a treatment option for ABCC6

ED with new onset focal seizures.
« Anti-platelet therapy with low-dose aspirin for stroke

« CT and MRI/MRA brain scans showed patchy diffusion prevention. mutated GACI.
restriction with cortical T2 hyperintensity and edema in the
right MCA and PCA territory. « 25% STS(12.5 g/m2) started May 2020 and only interrupted B | b I | 0 g rap h y
N o _ twice due to central line infections. Efficacy was assessed i ™
) |nl'[lta|bC-|; hetad- ShOI\\;IVFeQ'(i C?|t()3lfl(.)athl’C]i of blll(atTraI IEAS %nd left at 3 and 6 month fO||OW-Up. F.igure 2: CT head showing calcification and narrowing of 1. Agarwal N, et al. Skeletal abnormalities secondary to antenatal etidronate treatment
V_er e I‘E_i arteries. 0 re_un an n_eC a SO_ showe bilateral ICAs (A) and left vertebral artery (C) at case _ for suspected generalised arterial calcification of infancy. Bone
diminutive flow of same arteries, consistent with the stroke presentation; CT Angiogram head demonstrating no change in Reports. 2020;12:100280.
territor Res u I tS bilateral ICAs (B) and continued flow throughout the right 2. LiQ, etal. Mutations in the ABCC6 Gene as a Cause of Generalized Arterial
y vertebral artery (D) following 6 months of STS Therapy. Calcification of Infancy: Genotypic Overlap with Pseudoxanthoma Elasticum. Journal
o . ] ] ] o of investigative dermatology. 2014;134(3):658-665.
« Child is tolerating infusions with minimal nausea. , . _ _ 3. Adirekkiat S, et al. Sodium thiosulfate delays the progression of coronary artery
Arterial Calcification at Imaging Follow-up calcification in haemodialysis patients. Nephrology, dialysis,

transplantation. 2010;25(6):1923-1929.

« Echocardiogram continues to show no signs of calcification. 4. Omarjee L, et al. Severe early-onset manifestations of pseudoxanthoma elasticum

Ar_t_e“a! 3 Month Follow-up 6 Month Follow-up resulting from the cumulative effects of several deleterious mutations in ENPP1 ,
_ _ . . . " Calcification ABCC6 and HBB : transient improvement in ectopic calcification with sodium
Figure 1: MRI DWI sequence « Serial imaging by ultrasound is performed for extremities thiosulfate. British journal of dermatology (1951). 2019:183(2):367-372.
showing acute watershed infarction and renal vasculature. Cerebral arteries are followed by Cerebral Stable Stable
in the right MCA and PCA territory contrasted CT imaging.
Upper Extremities | Stable Stable
 No eviden f calcification progression or worsenin . .
0 evidence of calcification progression or worsening Stable/Slight Stable/Slight
vasculopathy. Slight improvement in areas followed by Renal Decrease Decrease
ultrasound. .
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