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Abstract:

and managed accordingly.

Regimen.

A 27-year-old male patient with Peutz — Jeghers syndrome (PJS), characterised by hyperpigmented lesions and
the presence of intestinal polyps, was diagnosed on colonoscopy. The patient had a history of intussusception,
which had been surgically treated in the past. He presented with severe iron deficiency anaemia and
breathlessness at rest. Despite correction of haemoglobin, the breathlessness persisted, and he subsequently
developed left-sided pleural effusion, which was diagnosed as tubercular. As pulmonary tuberculosis is common
in India, any patient presenting with a unilateral pleural effusion should be suspected of having tuberculosis
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Introduction

Peutz — Jeghers syndrome (PJS) is an inherited condition with
an autosomal dominant pattern of inheritance.' Mutations in
the STK11 gene, located on chromosome 19p13, are among the
germline variants found in patients with PJS.2 About 17% -50%
of cases are solitary and have no associated family history.?

The syndrome
hyperpigmented, cutaneous lesions which are usually present

is characteristically marked by flat,

on the eyelids, sclera, periorbital regions, lower lip, perioral
regions and in the buccal mucosa. These skin lesions are mostly
benign and do not pose a risk for malignant transformation.
Multiple small and large polyps are found, which are hyperplastic,
hamartomatous in nature. These polyps are located within the
mucosal epithelium and consist of dendritic cells and contain
smooth muscle fibre bundles from the muscularis mucosa—
known as Peutz—Jeghers polyps.*

These polyps are most commonly found in the mucosa of
the stomach, small intestine (particularly the jejunum), colon
and rectum. Other common areas are the nasal passages,
urinary tract and lungs.® After recent research, it has been
recognised that the hamartomas may possess malignant
potential, and in some of them, adenomatous changes and

foci of adenocarcinoma may be seen.* The first presentation of
polyps occurs around the age of 11-13 years. During the first three
decades, features of obstruction, intussusception, anaemia,
and bleeding per rectum are commonly seen.® Almost half of
the patients with PJS suffer from small bowel intussusception
throughout their lives.® In the younger age group in patients
without a family history, PJS is often diagnosed when they
suffer from intestinal obstruction and need emergency care.’

Case Report

A 27-year-old male patient presented with complaints of
low-grade fever, cough, breathlessness at rest, malaise,
anorexia, and swelling of the limbs. On examination, he had
a pulse rate of 124 beats per minute and a blood pressure
of 90/60 mmHg. His temperature was 98°F, respiratory rate
28/min and an oxygen saturation of 98% on room air.

He had multiple hyperpigmented patches over the sclera and
in the buccal mucosa (Figure 1), Grade Il clubbing (Figure 2)
pedal oedema, and scrotal swelling were noted (Figure 3).
Overall, he appeared cachectic, with muscle wasting and pallor.
On respiratory system examination, air entry was absent on
the left side of the chest, and the trachea was deviated to the
right. Vocal resonance was diminished on the left side, with no
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added sounds. Other systemic examinations were found to be Laboratory investigations revealed the following (Table 1):
normal. He had a history of intussusception, for which he had
undergone surgery in the past.

Parameter ‘ Value ‘ Normal range

Haemoglobin 6.7 g/dL 13.5-17.5 g/dL
Total leucocyte count 11,250 /pL 4,500-11,000 /pL
Platelet count 327,000 /uL 150,000-450,000 /pL
Prothrombin time 11sec -

International normalised ratio 1.26 0.8-14

(INR)

Serum creatinine 0.5 mg/dL Up to 0.9 mg/dL
Serum sodium 130 mEq/L 135-145 mEqg/L
Serum potassium 3.76 mEq/L 3.5-5 mEq/L
Serum chloride 101.2 mEqg/L 98-107 mEq/L
Total protein 417 g/dL 6-8.3 g/dL
Serum albumin 11g/dL 34-54 g/dL
Serum globulin 3g/dL 2-35g/dL
Serum glutamic oxaloacetic 49 U/L 7-56 U/L

transaminase (SGOT)

Figure 1: Hyperpigmented macules over buccal mucosa

Serum glutamic pyruvic 337 UL 8-48 U/L
and sclera. transaminase (SGPT)

Alkaline phosphatase 145 U/L 45-115 U/L
Total bilirubin 013 mg/dL 01-1.2 mg/dL
Serum ferritin 21.9 ng/mL 30-300 ng/mL
Transferrin saturation 21.9% 20-50%
Total iron-binding capacity 271 pg/dL 250-450 pg/dL
(TIBC)
Serum iron 7.51 pg/dL 60-170 pg/dL
Serum lactate dehydrogenase | 419 U/L 140-280 U/L
(LDH)

v

Table 1: Laboratory analysis of the patient.

Urine microscopy was normal, while stool occult blood tested
positive. Chest X-ray showed left-sided pleural effusion
(Figure 5). Lung ultrasonography (USG) confirmed a massive
left-sided pleural effusion. Diagnostic and therapeutic pleural
tapping was performed under ultrasound guidance. Pleural fluid
analysis revealed—hazy appearance with clot formation. The
fluid protein was 1.79 g/dL, and glucose was < 0.24 g/dL. The
total nucleated cell count was 6476 cells/pL, 68% polymorphs,
32% lymphocytes. The adenosine deaminase (ADA) level was
70.4 U/L (Normal: < 40U/L). GeneXpert testing showed
the presence of Mycobacterium tuberculosis. Lactate
dehydrogenase (LDH) in the pleural fluid was 2610 U/L. Malignant
cells were absent. Culture showed the presence of Escherichia
coli, which was pan-sensitive

An ultrasound of the abdomen was performed, revealing multiple
jejunal polyps, following which a colonoscopy was ordered.
On colonoscopy, numerous medium and large-sized polyps
were observed (Figure 5), which were surgically managed with
resection of affected areas.

Figure 3: Bilateral pedal pitting oedema.



3 MAX

Healthcare

v

Figure 4: Left-sided pleural effusion.
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Figure 5: Colonoscopy suggestive of multiple intestinal polyps.

The patient was administered two units of packed red blood
cells, an albumin injection infusion for 3 days and high-protein
diet was advised, after which his oedema started reducing
gradually. He was given an anti-tuberculosis regimen alongside
antibiotics and other supportive management. Gradually, his
symptoms started improving — absence of pedal oedema,
absence of breathlessness, increased appetite, and absence
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of fever. His vital parameters and laboratory values came
back to normal, and he was then discharged after receiving
adequate treatment.

Discussion

As per the World Health Organisation (WHO), PJS is diagnosed

if any of the two following features are present:*

a) Two or more histologically confirmed PJS-type
hamartomatous polyps

b) Family history of diagnosed PJS or similar clinical features

c) Presence of hyperpigmented mucosal lentigos.

In this case, we see that two criteria are fulfilled. The patient
had a positive history of multiple hamartomatous polyps with
mucocutaneous pigmentation on the buccal mucosa and sclera.
Most frequently observed complications of PJS are obstruction
or intussusception of the intestinal lumen due to polyps. These
polyps can lead to chronic blood loss, leading to anaemia.? Up
to 69% of patients with PJS experience intussusception. The risk
of intussusception reaches 50% by age 20 in these patients.®

Our patient was breathless despite correcting haemoglobin by
blood transfusion. Breathlessness was because of left-sided
pleural effusion, which developed during admission. Bilateral
pleural effusion would have been transudative. Mycobacterium
tuberculosis is a well-known major public health issue and a
leading cause of death globally.”

Patients with PJS are more prone to developing other systemic
illnesses and should be promptly investigated in such cases
so that the appropriate treatment may be started.

The deranged iron profile was suggestive of iron deficiency
anaemia. The patient was then immediately started on treatment
with the anti-tuberculosis regimen, which was not multidrug-
resistant. The patient started showing signs of improvement
and was then discharged.

Conclusion

and treatment.

As patients of PJS are susceptible to different malignancies of the gastrointestinal tract, oesophagus, uterus, ovaries, breast,
pancreas, lung, testis, surveillance should be done at regular intervals to enable early diagnosis* Currently surveillance of
the large bowel by colonoscopy or flexible sigmoidoscopy with the use of barium enema is usually recommended every
2-3 years starting from adulthood. Upper gastrointestinal endoscopy should be done every 2-3 years.®

Patients and relatives should be informed about the possible complications and risks of developing other systemic comorbid
ilinesses like tuberculosis, especially in areas which have high prevalence. Early surveillance facilitates prompt diagnosis
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