METHODS

Study population, baseline characteristics and statistical analysis

Three patients from Westmead and Nepean Hospital diagnosed with APRT deficiency on renal biopsy were
identified and consented for this report. Clinical and laboratory data from time of diagnosis and during the follow
up period were obtained from medical records. Estimate GFR (eGFR) was calculated via the CKD-EPI formula.

Patient characteristics are presented in Tables 1 and 2.

Laboratory methods

APRT enzyme activity was measured in erythrocyte lysates (thin layer chromatography on polyethyleneimine-
cellulose plates using radiolabelled adenine substrates, Women’s and Children’s Hospital, South Australia).
Serum oxypurinol levels were measured by St Vincents Pathology (SydPath, Sydney, Australia). Transplant
patients underwent protocol 3-month measured GFR via standard technetium-99m diethylene-triamine-
pentaacetic acid (DTPA) renal scan. Genetic sequencing of the APRT gene was done on an Illumina TruSight
One next generation sequencing platform. Analysis was limited to coding regions of the APRT gene (informed

consent for genetic testing was obtained).

Standard processing of both native and transplant renal biopsies included light and polarized light microscopy
(haematoxylin and eosine, periodic acid-schiff, masson’s trichrome and jones methemamine silver; and in addition
for transplant biopsies, immunohistochemistry for C4d and simian virus-40. Transplant biopsies were performed
for indication and at protocol intervals (1, 3 and 12 months), and these were scored for rejection in accordance
with the revised Banff Criteria 20177. For all available post-transplant biopsies were also assessed for percentage
(of the biopsy) affected by crystals; and the overal luminal, epithelial and interstitial distribution on polarized

microscopy by an experienced pathologist.

Urine microscopy was performed on all three patients. Where possible, morning urine samples and 10ml of urine
were spun down at 3000 rpm for 3 minutes before standard preparation of microscopy slides were performed. One
patient was only able to provide 3-5ml/urine over 24 hours (dialysis dependent) and the total volume of this was

analyzed.
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