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Dear Editor,

Lymphangioleiomyomatosis (LAM) is a rare disease
classified by the World Health Organization (WHO) as a
low-grade perivascular epithelioid tumor. It involves the de-
velopment of multiple cysts in the epithelial layers due to
the proliferation of abnormal smooth muscle cells, known as
LAM cells." This disease primarily affects women, typically
around the age of 35, and while it is mostly idiopathic, it
is associated with tuberous sclerosis in approximately 15%
of cases.? Early symptoms are often mild, but the disease
progresses and is characterized by dyspnea, with a strong
association with spontaneous pneumothorax.® Additionally,
about 1% of patients with scleroderma exhibit LAM-like
changes in their lungs.®

We present the case of a 28-year-old woman with a 20-
year history of systemic scleroderma who presented with
shortness of breath lasting for two hours. Her medical his-
tory included reflux, gastritis, Raynaud’s phenomenon, sco-
liosis, hands arthritis (interphalangeal), and nephrolithiasis.
At the time, the patient was on daily omeprazole and amlo-
dipine and received annual zoledronic acid treatment. She
had no history of surgeries or other major diseases and had
not experienced previous respiratory symptoms, despite
being a long-term smoker. Muscle weakness was her ini-
tial symptom of systemic scleroderma. A thoracic computed
tomography (CT) scan revealed multiple round, thin-walled
cysts distorting her lung architecture (Fig. 1A). The CT
also identified a pneumothorax, which was subsequently

drained, as well as renal angiomyolipomas and nephroli-
thiasis (Fig. 1B). These CT findings led to a suspected diag-
nosis of lymphangioleiomyomatosis, which was confirmed
through histopathological analysis of a transthoracic lung
biopsy. The biopsy detected LAM cells, and immunohisto-
chemical staining showed a positive reaction with the HMB-
45 antibody. Unfortunately, the vascular endothelial growth
factor-D (VEGF-D) test was not performed, as it was un-
available in the patient’s city. The patient began treatment
with sirolimus (2 mg/day), and due to significant lung func-
tion deterioration over the following month, she was placed
on the lung transplant waiting list.

The diagnosis of LAM typically starts with non-invasive
investigations, guided by clinical suspicion and characteris-
tic findings on chest CT. To confirm the diagnosis, patients
must also present at least one of the following: tuberous
sclerosis complex, renal angiomyolipomas on CT or mag-
netic resonance imaging (MRI), lymphangioleiomyomas on
abdominal or pelvic CT or MRI, chylous effusions, positive
cytology for LAM cells in effusions or lymph nodes, or his-
topathological confirmation from a lung biopsy if needed.
Elevated levels of VEGF-D, particularly in cases with lym-
phatic involvement, further support the diagnosis.*

Lymphangioleiomyomatosis is initially suspected based
on chest CT scans, which typically reveal multiple cysts,
usually 2 to 5 mm in diameter with thin walls. In severe cas-
es, cysts may reach up to 12 mm and are usually distrib-
uted bilaterally.? A definitive diagnosis requires immunohis-
tochemical staining and histopathological analysis,® which
identify LAM cells by their spindle-shaped appearance, eo-
sinophilic cytoplasm, and variable structures, ranging from
nodules to small clusters. The nuclei are oval and contain
fine chromatin.?

Treatment for LAM includes the use of bronchodilators
to alleviate symptoms, which is effective in about a quar-
ter of patients. Smoking cessation is also essential to de-
lay disease progression.® Additionally, sirolimus has been
shown to improve lung function and quality of life, as well as
slow the progression of LAM.?

Figure 1 — Axial section of the patient's computed tomography (lung window), revealing multiple pulmonary cysts (arrows) and a nodule
in the left lung (circle) (A). Abdominal computed tomography of the patient, demonstrating nephrolithiasis in both kidneys (arrows) (B).
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