Letters to the Editor

Figure 1. A: Axial CT image of the abdomen in the arterial phase showing pancake kidney with cysts. B: Three-dimensional CT reconstruction of the abdomen (excretory
phase) showing a single ureter. C,D: Axial CT images and coronal CT reconstruction of the abdomen (portal phase), showing a single, flat, medial, non-reniform mass,
at the level of the aortic bifurcation.

found in males, at a ratio of 2-3:1, and can be diagnosed at any
age?.

The pancake kidney malformation results from complete
medial fusion of the metanephric blastema at an early stage of
embryonic development and is characterized by a single, flat, non-
reniform mass, in a medial position within the pelvic cavity or at
the level of the aortic bifurcation. The renal collecting system is
anterior and typically drains via two ureters or, less commonly, via
a single ureter. The renal vasculature is also anomalous; blood
flow can be supplied by multiple branches of the internal and ex-
ternal iliac arteries or of the abdominal aorta'®.

In most cases, pancake kidney is asymptomatic but can be
accompanied by nephrolithiasis, hydronephrosis, and vesicoure-
teral reflux resulting in recurrent urinary infections, all of which
are attributable to the anomalous rotation of the collecting sys-
tem and the short ureters, which are prone to stasis and obstruc-
tion, as well as by renovascular hypertension, ureteropelvic junc-
tion stenosis, anomalous implantation of the renal pelvis, and
polyeystic kidney disease'*. Among individuals with pancake
kidney, the incidence of neoplasms, Wilms tumor in particular,
is higher®.

A little more than 20 cases of pancake kidney have been de-
scribed in the literature, and a single ureter was reported in fewer
than 10 of those cases®”. Early identification of renal abnormali-
ties is important to the investigation of associated conditions and
for the differential diagnosis of pelvic masses, in order to prevent-
ing unnecessary injury or removal®®. Here, we have reported

Thrombocytopenia-absent radius syndrome: prenatal diagnosis
of a rare syndrome

Dear Editor,

A 32-year-old woman in her third pregnancy was referred for
prenatal care because of fetal malformations found on a routine
ultrasound. In the second trimester fetal morphology ultrasound
scan (conducted at 21 weeks of gestation), the following were iden-
tified: mild right pericardial effusion, shortened ulnae, shortened
humeri (< Ist percentile for gestational age), and no radii (2nd
percentile for gestational age), as shown in Figure 1A; and inter-
nally rotated hands, as shown in Figure 1B. There were no alter-
ations in the lower limbs. The fetal biometry was consistent with
the gestational age, the estimated gestational weight was 463 g,
and the amniotic fluid index was 10.4 cm.
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another case of the rare anomaly pancake kidney, accompanied
by cysts and with a single ureter, in a patient who was asymptom-
atic and was diagnosed after an incidental intraoperative finding.
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Follow-up ultrasound scans were performed every four
weeks. At 31 weeks, the mother went into preterm labor, evolv-
ing to normal delivery without complications. The newborn de-
veloped respiratory distress, requiring endotracheal intubation
and mechanical ventilation. Physical examination revealed de-
formity of the upper limbs, without other anatomical changes
(Figure 2). On the sixth day of life, the ventilation patterns wors-
ened and the infant developed pneumothorax, subsequently evolv-
ing to death.

The advent of ultrasound imaging represented a major ad-
vance in the prenatal diagnosis of fetal malformations"?. The
diagnostic criteria for thrombocytopenia-absent radius (TAR) syn-
drome are bilateral radial agenesis, with preservation of the index
finger, and thrombocytopenia. Thrombocytopenia can manifest
at any age, from the prenatal period to adulthood®. It has been
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Figure 1. Ultrasound images of a fetus with TAR syndrome, at 21 weeks of gestation. A: Axial plane scan at the abdominal circumference measurement
level, showing shortening of the ulnae and the absence of radii (white arrows). B: Sagittal plane scan at the level of the humeral length measurement,

showing internally rotated hands (white arrow). FA, forearm; A, arm.

Figure 2. Ultrasound image of the newborn, showing the shortening of the fore-
arm (white arrow) and the internal rotation of the hand (black arrow).

reported that TAR syndrome can be accompanied by craniofa-
cial, cardiac, digestive, urogenital, and psychiatric abnormalities,
as well as by lactose intolerance™.

The diagnosis of TAR syndrome is based on ultrasound find-
ings and fetal blood sampling by cordocentesis to determine the
number of platelets. The diagnosis can be confirmed by a ge-
netic test using fetal cells collected by chorionic villus sampling,
amniocentesis, or fetal blood sampling. The genetic test con-
sists in the detection of a 1q21.1 microdeletion, which affects
both alleles of the RBMSA gene®. Although there is no evidence
that nuchal translucency plays a role in screening for TAR syn-
drome, there have been reports of increased nuchal translucency
and cystic hygroma in fetuses with TAR syndrome®. The dif-
ferential diagnoses of TAR syndrome include ATRUS syndrome,
Holt-Oram syndrome, Roberts syndrome, Fanconi anemia, tha-
lidomide embryopathy, and VACTERL association®. A diagno-
sis of TAR syndrome calls for intrauterine platelet transfusion
and for planning a delivery method that will prevent peripartum
bleeding®.

The treatment consists of support according to the degree of
thrombocytopenia, orthopedic interventions when necessary, and
the avoidance of cow’s milk in the diet. Bone marrow transplanta-
tion is not necessarily indicated, given that the thrombocytopenia
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tends to resolve spontaneously by the time the child reaches school
age. After the critical period of thrombocytopenia has passed, the
evolution is favorable, although there have been reports of subse-
quent acute lymphoblastic and myeloid leukemia'.

In summary, TAR syndrome, albeit rare, has a very specific
presentation and can be diagnosed in the prenatal period by ultra-
sound. The initial treatment and measures for the prevention of
complications from bleeding can be started in utero. Certain in-
vasive procedures also permit the genetic diagnosis of TAR syn-
drome to be made during pregnancy, thus making it possible to
provide appropriate genetic counseling.
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