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Letters to the Editor

Chest X- ray showed bifid fourth rib on the right side. There
was no dextrocardia. There was anterior protrusion of the
right second-eighth costal cartilages (pectus carinatum)
seen on lateral chest X-ray. Roentgenograms of the hand
confirmed the clinical findings. Other skeletal survey
was unremarkable. Ultrasound abdomen did not reveal
any abnormality. Routine hematological and biochemical
investigations were within normal limits.
Poland’s syndrome, also known as Poland’s sequence or
Poland’s anomaly, was first described by Alfred Poland in 1841[1]
and includes partial or complete absence of pectoralis along
with ipsilateral hand anomalies, ranging from mild defects to
severe bony abnormalities. The incidence ranges from 1 in
7000 to 1 in 100,000 live births.[2] The right side of the body
is affected three times more frequently than the left and it is
more common in boys than in girls. In most cases Poland’s
syndrome is sporadic, with a negligible risk of reoccurrence in
the same family. A very few cases are familial. The inheritance
can be autosomal dominant; however, variable expressivity
and reduced penetrance is usually present.
A compulsory diagnostic criterion for Poland’s syndrome
is the presence of aplasia or hypoplasia of the pectoralis
major muscle and at least one combined abnormality.
Among these, the most frequent are atelia or amastia,
hand malformations like syndactyly, brachysyndactyly
and symbrachydactyly, upper limb asymmetry, radius/ulna
hypoplasia, costal aplasias/hypoplasias, absence of axillary
hair, dermatoglyphic abnormalities, dextrocardia, liver/
biliary tract anomalies.[2,3] The extent and involvement of
these components are variable and it is rare for all features
to be present in the same individual.
Reconstructive surgery is the main course of treatment and
includes latissimus dorsi muscle flap and silicone breast
implants to give the chest a normal shape.[4] Also, physical
therapy may help to develop compensatory muscles of the
shoulder girdle and preserve function of the shoulder girdle.
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Hereditary leiomyomatosis
with renal cell carcinoma
Sir,
Hereditary leiomyomatosis
with renal cell carcinoma
(HLRCC) is a rare syndrome of cutaneous leiomyoma, uterine
leiomyomatosis and renal cell carcinoma.[1] It is an autosomal
dominant disorder caused by mutations in the gene encoding
the enzyme fumarate hydratase (FH). Launonen et al.,[1] identified
that the predisposition gene ‘HLRCC’ is mapped to 1q42-q44.
It is often an unrecognized tumor syndrome. Its awareness is
important because of its association with aggressive uterine
fibroids and renal cell cancer. We report a case with multiple
cutaneous leiomyomas and papillary renal cell cancer.
A 40-year-old male, a known case of hypertension controlled
with one drug from two years presented with complaints of
fullness in abdomen, anorexia, weakness, weight loss and
intermittent fever since one month. Clinical examination
revealed stable vitals and bilateral ballotable kidneys. He also
had firm brown-colored non-painful, small skin nodules, six in
number on the right arm, three on the left arm and four in the
right thigh region. He was the eldest of the six siblings (two
sons, four daughters). His father died of renal carcinoma at the
age of 50 and his grandmother had similar skin nodules. The
eldest of his four younger sisters had multiple uterine fibroids.
His investigations revealed hematocrit of 30 Vol%, serum
creatinine-1.2 mg/dl,
and
serum
calcium-10.4 mg/dl.
Computerized tomography of abdomen showed bilateral
enlarged kidneys with a mass lesion of 8 × 6 cm in each kidney
[Figure 1]. Fine needle aspiration biopsy of a mass was suggestive
of papillary renal carcinoma. Biopsies of skin nodules from the
right arm and the right thigh showed cutaneous leiomyomatosis
[Figure 2]. Assessment for the spread of malignancy was positive
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Figure 1: A. Computed tomography (CT) scan of abdomen showing bilateral renal masses B. CT scan of chest showing multiple
pulmonary metastases C. Magnetic resonance imaging (MRI) scan showing metastasis to L4 vertebra

histological findings, family history of renal cell carcinoma and
leiomyoma (both cutaneous and uterine) make the diagnosis
of HLRCC likely in this case. Molecular diagnosis has not been
made due to lack of facilities. This is the first case of the
syndrome being reported from India. In view of the recent
identification of this syndrome and lack of adequate clinical
data, prognosis of these patients is not well defined although
it appears to depend upon the staging of the tumor.
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Figure 2: Proliferation of smooth muscle cells in fascicles
suggestive of leiomyoma (H and E stain, X400)

with multiple metastases. Bilateral papillary renal malignancy
at a young age, distant metastases at diagnosis, positive
family history and cutaneous leiomyomatosis make it a case of
hereditary leiomyomatosis with renal cell carcinoma.
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