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ABSTRACT

Lipodystrophy (LD) is an acquired or congenital rare condition consisting of hyperlipidaemia, glucose intolerance/ insulin resis-
tance, and almost complete absence and storage of adipose tissue. Colon perforations can be observed in type 4 congenital LD.
Here, we aimed to present a case of sigmoid colon perforation which developed in a young woman with the diagnosis of LD.
Extensive purulent peritonitis, significant wall thickening, and oedema in the sigmoid colon were detected during surgical explora-
tion. Anterior resection with end colostomy procedure was then performed.

Although bowel perforation has been theoretically reported to occur in LD, the presented case is the first adult patient in the liter-
ature. These individuals tend to develop colon perforation as a result of histological changes in their gastrointestinal tract. This
situation should always be taken into consideration in order to avoid delay in diagnosis, especially in patients who present with

abdominal pain and have a history of LD.
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INTRODUCTION

Lipodystrophy (LD) is an acquired or congenital rare condition
consisting of hyperlipidaemia, glucose intolerance/insulin resis-
tance, and an almost complete absence or disorder of the storage
of adipose tissue. The congenital form is classified into four
subtypes, each manifesting different clinical features, according
to the four different biallelic mutations." Among these four types,
type 4 is characterised by the generalised lipodystrophy,
congenital myopathy with high- serum creatine kinase levels,
gastrointestinal dysmotility, skeletal abnormalities, and cardiac
arrhythmias.?

Here, we aimed to present a case and management of sigmoid
colon perforation which developed in a young woman with the
diagnosis of congenital LD, which is the second case in all the age
groupsandfirstinanadultpatientintheliterature.

CASE REPORT

A 20-year female with type 4 congenital LD was admitted to the
emergency department after two days of severe abdominal pain
and nausea. Diagnosis of type 4 congenital LD had been made
aftergenetictestingatanothermedical centre.
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She had a history of insulin-dependent diabetes, hypertriglyc-
eridemia, and ventricular tachycardia which was controlled
with an implantable cardioverter defibrillator (ICD), scoliosis,
and chronic constipation. She had been using propranolol, vera-
pamil, flecainide, fenofibrate, gliclazide, and both short and
long-actinginsulin.

The patient was in good general condition, and initial vital signs
revealed a heart rate of 110 beats/minute, normal blood pres-
sure (120/70 mmHg), and subfebrile temperature (37.8°C). She
had a pseudo-acromegaloid appearance, generalised loss of
subcutaneous fat, and scoliosis. Physical examination
displayed abdominal distension, diffuse tenderness, reboundin
theleftlowerquadrant,andanormaldigital rectal examination.
Laboratory tests were unremarkable except for slightly
elevated C-reactive protein (6.34 mg/dL). The abdominal X-
raysandultrasounddid notgiveany cluesfora preliminary diag-
nosis. Therefore, an abdominal computed tomography was
performed which showed extra-luminal gas bubbles, intra-ab-
dominal free fluid, diffuse wall thickening in the rectosigmoid
and sigmoid colon, and pericolic stranding around the rectosig-
moid colon (Figure 1). An emergency operation was planned
duetothe gastrointestinal perforation. Extensive purulent peri-
tonitis, significant wall thickening, and oedema in the sigmoid
colon were detected during the exploration. It was considered
as perforated diverticulitis. Anterior resection with end colos-
tomy wasthen performed. The patientwasdischarged unevent-
fully on the fifth postoperative day. Histopathological examina-
tion of the specimen revealed fibrosis, significant muscular
hypertrophy,andlossofcircularandlongitudinallayerorganisa-
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tion of the muscularis propria. In addition, heavy granulation
tissue was found on the serosal aspect of the colon but no signs
ofdiverticula could befound (Figure 2a, 2b).

The patient had been followed up for a year without any compli-
cations and she did not prefer a second operation for the colos-
tomy closure.

Figure 1: Abdominal computed tomography image in the coronal plane
indicating gastrointestinal perforation (Arrows: Sub-diaphragmaticfree
air).
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Figure 2: (a) Fibrosis and loss of circular and Iongitudiﬁal Iayér;)rganls
tion of the muscularis propria (H&E, x20); (b) Granulation tissue on the
serosalsurface (H&E, x40).

DISCUSSION

Munoz et al. were the first to describe a bowel perforationin a
paediatric patient with type 4 congenital generalised LD in
2019.° Since then, to the best of our knowledge, this is the
secondcaseinalltheage groupsandthefirstinadult patientsin
theliterature.

Similar to the case of Munoz et al., this patient also had signifi-
cant muscular hypertrophy and thickening in the colon wall.?
Muscular hypertrophy in these patients, just as the formation of
colonic diverticula, may occur due to the gastrointestinal

dysmotility and increased intracolonic pressure. Rajab et al.
reported that smooth muscle hypertrophy, which was common
in patients with type 4 congenital LD, was responsible for
gastrointestinal dysmotility, dysphagia, ileus and infantile
hypertrophic pyloric stenosis.’

Interms of surgical management, our approach to this case was
similar to the treatment of perforated diverticulitis with puru-
lent peritonitis. Although there have been many publications
debating the ideal treatment choice for complicated divertic-
ulitis, primary anastomosis with or without a diverting stoma is
shownto befeasibleaslongasthe patient’s conditionissuitable
andthere is healthy colonic tissue for anastomosis.’In our case,
anastomosis was not preferred since the patienthad peritonitis,
multiple comorbidities, and the colon wall of the proximal end
was edematousand extremely thick.

In their study reviewing the mortality of 502 patients with
congenital LD, Gupta et al. reported that 33 patients died, and
among the patients with a known cause of death, only one had
peritonitis.® Although our patient had high-risk cardiac comor-
bidities, mortality did not occur owing to the timely intervention
before sepsisdeveloped.

In conclusion, it is important for the general surgeons to be
awareofthefactthatLDindividualstendtodevelop colon perfo-
rationasaresultof histological changesintheir gastrointestinal
tract. Thissituationshould always be takeninto considerationin
orderto avoid delay in the diagnosis, especially in patients who
presentwiththeabdominalpainandhaveahistory ofLD.Inaddi-
tion, we observedthatthereislimited clinical experience onthis
subject,and we believe ourexperience willguide the clinicians.
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