
Testicular Microlithiasis 
in a 2-Year-Old Boy With
Pseudoxanthoma Elasticum

Joery Goede, MD, Wilfried W. M. Hack, MD, PhD,
Karlijn Sijstermans, MD, Frank H. Pierik, PhD

seudoxantoma elasticum (PXE) is a rare chromosomal disorder that results in
mineralization of elastic fibers, especially in the skin, eye, and cardiovascular
system. Recently, PXE has been associated with testicular microlithiasis (TM),1

which itself might be associated with testicular malignancy.2 Here we report
on a 9-year-old boy with PXE who already had TM at 2 years. To our knowledge, this
is the youngest patient with PXE in whom TM is documented.
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Case Report

A 9-year-old boy was referred for a left-sided undescend-
ed testis. Pseudoxantoma elasticum was diagnosed
because of skin abnormalities in the neck, in the armpits,
around the umbilicus, and on the lower part of the
abdomen (Figure 1). DNA analysis confirmed the diagno-
sis of PXE (P.R1141X mutation in the adenosine triphos-
phate–binding cassette subfamily C member 6 [ABCC6]
gene). His 13-year-old sister also had a diagnosis of PXE
(same P.R1141X mutation in the ABCC6 gene) with simi-
lar skin abnormalities in the neck and armpits. In his
15-year-old brother, no indications for PXE were found.
Both parents were identified as carriers of the PXE gene
(P.R1141X mutation). The boy had left-sided orchidopexy
at 2 years for a congenital undescended testis. On exami-
nation after his referral at 9 years, the left testis again
appeared to be undescended, and a diagnosis of a
secondary acquired undescended testis was made.3
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Sonography of both testicles at this age revealed
extensive TM (>25 diffuse scattered foci per
transducer) in both testes. Additionally, abnor-
malities were found in both eyes (peau d’orange
aspect of the fundus) and cardiovascular system
(thickness of the aortic flap). Abdominal sonog-
raphy revealed no calcifications in the liver,
spleen, or kidneys.

On reexamination, sonography of both testicles
performed before orchidopexy at 2 years showed
more than 25 diffuse scattered microliths in both
testes (Figure 2).

Discussion

Pseudoxantoma elasticum is a rare autosomal
recessive disorder characterized by fragmenta-
tion and mineralization of elastin fibers, likely
as a result of defects in muscle cells or fibro -

blasts.4 The disorder is usually suspected clini-
cally because of its specific skin lesions, as in
this patient. Pseudoxantoma elasticum is associ-
ated with calcifications in the skin, eye, cardio-
vascular system, and internal organs.5 Recently,
TM was found in all 12 studied patients with PXE,
the youngest of which was 13 years.1

Multiple small (<3-mm) deposits of hydroxyap-
atite are found in TM.6 Furthermore, TM also has
characteristic sonographic findings of multiple
hyperechoic nonshadowing foci.7 Its pathogene-
sis is unclear. Suggested sources of TM are sem-
ineferous tubules as well as the layers outside
these structures.1 Because PXE mostly involves
the basement membrane, this seems to favor the
suggestion that the source of TM is there.8

1504 J Ultrasound Med 2008; 27:1503–1505

Testicular Microlithiasis in Pseudoxanthoma Elasticum

Figure 1. A, Multiple papules and plaques on the left side of
the neck as part of PXE. B, Details of the papules and plaques
on the neck.
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Figure 2. A, Transverse sonogram of the left testis showing
more than 5 microliths per sonographic plane. The microliths
are without acoustic shadowing and are scattered diffusely
throughout the testicular parenchyma. B, Longitudinal sono-
gram of the left testis showing the same findings as in A.
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Testicular microlithiasis is important because of
its association with impaired spermatogenesis9

and increased risk of testicular cancer. In boys,
TM is mostly associated with cryptorchidism
and varicocele.10 Given TM’s connection with
testicular malignancy, patients with TM should
perform regular self-examinations.11 The age of
onset of TM is largely unknown, but only a small
number of cases have been reported in infancy.
The age of onset of TM in PXE also remains
unclear, but our case suggests that it might be at
a very early age. As a result, it might be advisable
to screen very young patients with TM for PXE.
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