Clinical and 123I-SAP scintigraphy findings in three
members from a family affected by AGel amyloidosis
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INTRODUCTION

PATIENTS AND METHODS

An earlier study by Rowczenio et al. discussed the clinical
characteristics and 123I-SAP scintigraphy (SAP-scan) in 10 cases
with gelsolin-derived (AGel) amyloidosis (1). With this report we
aim to increase the caseload to 13 patients.

Within the Dutch amyloidosis patient population there are three
family members (father, son and daughter) with AGel D187N
Amyloidosis. In February 2016 their regular check-up included an
added SAP-scan.

RESULTS
The father (A), born in 1934, was 50 years old when AGel amyloidosis was detected in his eyes (cornea lattice dystrophy), a disease
already known to be present in his father and aunt. Later the mutation was characterized as D187N. He developed signs of cutis laxa
later and needed facial surgery. He developed signs of polyneuropathy at 79 years and at that time for the first time also some loss of
renal function (eGFR 50) was detected without proteinuria. His daughter (B), born in 1960, also had proven amyloid deposition and the
same mutation. She only had some dryness of the eyes, facial weakness around the eyes and she had a normal renal function. His son
(C), born in 1963, also had proven amyloid deposition and the same mutation. He needed facial surgery for his eyelids when he was
42, had a normal kidney function and little proteinuria.
All three patients showed clearly increased SAP binding within the kidneys, even though only the father had clinical signs of kidney
involvement. The spleen visually seemed to show some uptake in all three, but quantitatively no increased uptake was present in the
spleen, liver or elsewhere in the body.
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Figure 1. SAP scans (anterior and posterior total body view) of the three patients with AGel amyloidosis: A. the father, B. the daughter, and C. the son.
Kidney uptake is clearly visible in all three patients: relative kidney uptake values 1.6 (A), 1.6 (B), and 2.4 (C); reference range < 1.1.

DISCUSSION AND CONCLUSIONS
When compared to the already described 10 AGel cases these 3 family members seem to seamlessly fall into the fold. As
remarked in the earlier study, also in two of the three cases there was kidney involvement on the SAP-scan without
matching clinical features. The oldest of the three did not show clear loss of kidney function until he was almost 80 years
old.
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