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Spondylometaphyseal dysplasia: an uncommon disease

Dear Editor,

A 2-year-old female patient, born by normal delivery, without
complications, at 39 weeks of gestation, all prenatal test results
having been normal, was referred to the department of orthope-
dics and traumatology for investigation of deformities of the tho-
rax and ankle, as well as dwarfism. She showed no psychomotor
alterations. The parents of the child were healthy, with no history
of malformations, and the patient was their only child. They re-
ported that the child had been born with dental precocity, with 9
teeth at birth, and began to present changes in the thorax and
ankles at 4 months of age, those changes progressing thereafter.
They also reported that the child had not grown, having been 75
cm tall since the age of 1 year and the same weight, approximately
9 kg, since the age 9 months, both of those measurements, ac-
cording to the US CDC, being below the 5th percentile.

Physical examination of the patient showed a prominent ster-
num and shortening of the trunk, as well as discrete coxa vara
with rotation to the right, flat feet, and deformity of the wrists
(Figures 1A and 1B). On X-rays, we observed metaphyseal defor-
mities such as bone rarefaction, aerated bone containing trabe-
culae, and cortical irregularity, as well as right-sided scoliosis and
deformities of the ribs (Figures 1C and 1D). Using Todd’s Atlas
of Skeletal Maturation as a reference, we determined the bone
age to be 21 months. Computed tomography scans (not shown)
of the cervical spine and of the head, respectively, showed discrete
hypoplasia of the odontoid process and a reduction in the amount
white matter around the posterior horn of the lateral ventricles,
neither of which have been reported in the literature.

Spondylometaphyseal dysplasia (SMD) was first described in
1967 by Kozlowski et al.(1), who defined it as a rare new form of
bone dysplasia comprising various types of chondrodystrophy char-
acterized by metaphyseal irregularities of the long bones, together
with generalized platyspondyly of varying severity in the spine(1,2).
It produces a phenotypic spectrum of disorders, genotypically
being autosomal dominant(3). Kozlowski-type SMD, also known
as type 1 SMD, is the most common form of the disease(1).

Figure 1. A,B: Physical examination showing a prominent sternum (A) and flat

feet (B). C,D: X-rays showing platyspondyly and deformities of the ribs (C), as well

as metaphyseal deformations such as bone rarefaction, aerated bone containing

trabeculae, and cortical irregularity (D).

A

B

C

D



Letters to the Editor

Radiol Bras. 2017 Jan/Fev;50(1):62–6864

http://dx.doi.org/10.1590/0100-3984.2015.0159

The symptoms of SMD vary depending on the age of the pa-
tients(1), the principal symptoms being as follows: limited postna-
tal growth; rhizomelic shortening of the limbs in early childhood
evolving to shortening of the trunk by the age of 10 years; tho-
racic hypoplasia, which causes respiratory problems in the neona-
tal period and increases susceptibility to respiratory tract infec-
tion(4); scoliosis with dorsal kyphosis; abnormalities of the meta-
physes and pelvis(5); odontoid hypoplasia; and valgus of the knees
and claudication(6), the latter typically being the first sign of the
disease(2). There might be little or no ossification of the cervical
vertebrae, leading to cervical instability and swan neck deformity(7).

A review of the literature revealed that there are currently 10
recognized subtypes of SMD. However, there in no consensus in
the medical literature regarding those subtypes, because they are
based characteristics that are minimally different. Some subtypes
are based on reports of only one case, and others can be diagnosed
only after years of follow-up, which is difficult. For example, the
longest follow-up period in a report of Sedaghatian-type SMD was
161 days. Therefore, there is no acceptable standard for subclas-
sifying the disease.
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Multiple primary malignancies: synchronous urothelial carcinoma

of the bladder and adenocarcinoma of the colon

Dear Editor,

A 75-year-old White male presented with a three-month his-
tory of pain in the left hypochondrium. The patient also reported
experiencing an episode of gross hematuria six months prior. He
had quit smoking 20 years prior, having previously smoked 30 ciga-
rettes/day for 30 years. He had also undergone surgery for a gas-
tric ulcer 20 years prior. He reported no other comorbidities.

Computed tomography of the abdomen showed a solid, ir-
regular, concentric mass, which was expansive and stenotic, in
the middle third of the descending colon (Figures 1A and 1B).
The mass showed heterogeneous uptake of the intravenous iodi-
nated contrast medium and increased density of adjacent fat tis-
sue, suggesting that it had expanded through the serosa. In addi-
tion, a vegetative lesion, with irregular borders and showing con-
trast enhancement, was observed in the right posterolateral wall
of the bladder (Figures 1B and 1C).

Colonoscopy with biopsy of the intestinal mass led to a histo-
logical diagnosis of moderately differentiated adenocarcinoma of
the colon, and the patient was therefore submitted to segmental
colectomy with colostomy. The anatomopathological study re-
vealed a hard, annular tumor, which was ulcerative and vegeta-
tive, infiltrating the intestinal wall and surrounding fat, thus con-
firming the result of the microscopy study of the biopsy. Subse-
quently, ultrasound of the urinary tract confirmed bladder nodula-
tion (Figure 1D), with no perceptible flow on color Doppler. Com-
plete transurethral resection of the nodulation was performed,
and histopathological analysis of the resected specimen led to a
diagnosis of superficial low-grade papillary urothelial carcinoma
(World Health Organization grade I). A subsequent computed
tomography scan of the abdomen and pelvis, for staging, showed
no suspicious lesions. The final diagnosis was multiple, synchro-
nous primary malignancies, probably secondary to smoking.

Colon cancer is the fourth most common malignancy in men,
accounting for 90% of the cases that occur after the fifth decade
of life, adenocarcinoma being the most common type(1).

Figure 1. A,B: Computed tomography scan of the abdomen, obtained in the

portal phase after intravenous administration of contrast medium, in an axial view

(A) and oblique coronal reconstruction (B), showing a solid, irregular, concentric

mass, which was expansive and stenotic, in the descending colon, presenting

heterogeneous enhancement, together with increased density of the adjacent fat

tissue (large arrow). Note also the vegetative lesion, with irregular borders and

showing contrast enhancement (small arrow in B). C: Axial computed tomography

slice, obtained in the portal phase after intravenous administration of iodinated

contrast medium, showing the vegetative lesion, with irregular borders, located in

the right posterolateral wall of the bladder (arrow). D: Abdominal ultrasound, con-

firming the lesion in the bladder wall.

In 5–10% of cases, adenocarcinoma is associated with he-
reditary syndromes (e.g., familial adenomatous polyposis, heredi-
tary non-polypoid colorectal cancer, etc.), especially in young
adults(1). It is related to obesity, a sedentary lifestyle, a diet low in
fiber, and inflammatory bowel diseases(1–4). Smoking and alco-
holism can also play roles(2–4).

Bladder cancer, which is the most common type of malig-
nant neoplasia of the urinary tract, affects individuals 55–60 years


