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BACKGROUND:  Achalasia  is  a rare motor  disorder  of  the  oesophagus  that  typically  characterized  by the
absence  of oesophagus  peristalsis  and  failure  of  swallow  induced  relaxation  of  oesophagus  sphincter
(LOS).  The  prevalence  of achalasia  is  eight  cases  per  million  population.
PRESENTATION  OF CASE:  A  35-year-old  woman  presented  with  progressive  dysphagia  for  6 years.  Her
symptoms  worsened  in  the  last  14  days  followed  by vomiting  undigested  and  retained  food.  She was
previously  diagnosed  with a variant  respiratory  problem  but  her  symptoms  did  not  improve  with  med-
ication.  Clinical  evaluation  and  investigation  revealed  features  of multiple  depigmented  patches  with
sharply  defined  borders  and  leucotrichia  on  the neck,  abdomen,  hand,  knee,  and  lateral  malleolus.  The
patient  had  vitiligo  for 18 years.  The  upper  gastrointestinal  endoscopy  showed  the dilatation  from  distal
oesophagus  (38  cm  from  incisors)  with  retained  food.  The  diagnosis  of achalasia  was  given.  After  laparo-
ase report scopic  Heller’s  myotomy  was  performed  and  the  opening  of  the  oesophagus  was  repaired  with  Dor’s
fundoplication,  her  symptoms  were  much  improved.
DISCUSSION AND  CONCLUSION:  We  hereby  report  on a rare case  of achalasia  in a  woman  presenting
with vitiligo  which  may  suggest  an  autoimmune  disorder  in  the  onset  of achalasia.  Achalasia  must  be
considered  in  vitiligo  or any  autoimmune  disease  presenting  with  the  oesophagus-related  problem.

© 2020  The  Author(s).  Published  by Elsevier  Ltd on behalf  of  IJS Publishing  Group  Ltd.  This  is  an  open
he CC
access  article  under  t

. Introduction

Achalasia is a rare motor disorder of the oesophagus that
ypically presents with slowly progressive dysphagia [1]. The
revalence of achalasia is eight cases per million population with an
stimated incidence of approximately 0.3–1.63 per 100,000 habi-
ants per year, and the morbidity rate is 1 per 100,000 population
2,3]. Achalasia affects equally in both men  and women  and has a
eak incidence at age 30–60 years [4]. Etiology and pathogenesis of
chalasia are still unknown, many hypotheses suggest a multifacto-
ial etiopathogenic mechanism [2]. Genetic inheritance, infectious,
euronal degradation, and autoimmune mechanism have each
een proposed with loss of ganglion cells in the oesophagus and
n lower oesophagus sphincter (LOS) [5,6]. Achalasia is character-
zed by the absence of oesophagus peristalsis and failure of swallow
nduced relaxation of LOS, and increased in LOS resting tone [2,7].

Abbreviations: LOS, lower oesophagus sphincter; GERD, gastroesophageal
eflux disease; MHC, major histocompatibility complex; IFN, interferon; HLA,
uman leucocyte antigen; PTPN22, protein of tyrosine phosphatase N22 gene; LYP,

ymphoid-specific phosphatase.
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The transit of the food into the stomach is impaired with result-
ing in food static, and the patient usually presents symptoms of
dysphagia, regurgitation of saliva or undigested food, respiratory
symptoms (nocturnal cough, recurrent aspiration, and pneumonia),
heartburn, and retrosternal chest pain [8].

However, the low prevalance of achalasia can delay diagnosis
and the similarity of its presenting symptom to gastrooesopha-
gus reflux disease (GERD) and respiratory problem that can lead
to misdiagnosis [6]. Recently, many researchers have turned their
focus towards determining the pathophysiological of achalasia but
to treat the target specific causes of the disease [6]. Here we  report
a patient with vitiligo who  presented with achalasia and correlate
our case with the suggested theory of an autoimmune etiology of
achalasia.

This work has been reported in line with the SCARE criteria [9].

2. Presentation of case

A 35-year-old woman  was  admitted to the emergency depart-
ment with progressive dysphagia for 6 years. Her symptoms
worsened in the last 14 days followed by vomiting undigested and

retained food eaten. The patient also complained about coughing
since 6 years ago and was previously diagnosed with a variant respi-
ratory problem but her symptoms didn’t improve with medication.
The patient had a heartburn and a history of weight loss. On physi-
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Fig. 1. Depigmented patch with leucotrichia on A, the left hand, B, right

al examination she was found to have temperature 36.6 ◦C, a heart
ate of 113 bpm, a blood pressure of 117/83 mm Hg, and respira-
ory rate 21 bpm. She had an appearance of multiple depigmented
atches with sharply defined borders and leucotrichia on the neck,
bdomen, hand, knee, and lateral malleolus (Fig. 1). The patient
ad vitiligo for 18 years. The lesion altered in size from small dot,
ere itchy, progressive, not painful, and no blister. The patient had

 sister with the appearance of vitiligo.
The patient underwent an upper gastrointestinal endoscopy and

howed dilatation from distal oesophagus (38 cm from incisors)
ith retained food caused by narrowing gastro oesophagus junc-

ion (Fig. 2). The biopsy was not performed. Computed Tomography
can Thorax revealed severe dilatation of oesophagus (diameter
–7 cm)  with narrowing in the distal level of gastrooesophagus
phincter, intraluminal fluid, shifting trachea to the right, shifting
hyroid lobes to anterior and shifting left carotid artery to postero-
ateral left (Fig. 3).

After examining the symptoms and investigations, we conclude

he diagnosis as achalasia. Considering the clinical history and
hysical exam findings, the diagnosis of vitiligo was  given.

She was prescribed ranitidine and metoclopramide injection as
 plan for initial management prior to surgery. Regarding the proce-
C, lower quadrant of the abdomen D, right knee, right lateral malleolus.

dure, Laparoscopic Heller’s myotomy was performed. The patient
was placed in the French position (supine with the legs abducted on
straight leg boards) with the operator stand between the legs and
the surgical assistants stand one on each side of the patient. A 3-port
procedure was  taken, with a 10 mm port was used for camera port.
The left liver lobe was retracted to the abdominal wall. We  released
oesophagus from crus anterior and posterior, and retracted with
sling catheter modification. The myotomy of oesophagus muscula-
ture was  performed with scissor and ultrasonic scissor (harmonic
device) with the active blade in the upper side about 5 cm to prox-
imal. The myotomy of the gastric side with monopolar cautery and
splitting with grasper 2 cm distal to LOS. After the myotomy was
made and leak testing was done with blowing the nasogastric tube,
the opening of the esophagus was  repaired with Dor’s fundoplica-
tion (Fig. 4).

A post-operative study with a barium swallow of upper gas-
trointestinal radiograph was  carried out 5 days following surgery,
in which passage from oesophagus to jejunum without leakage,

and no narrowing in oesophagus gastric junction at the distal
oesophagus (Fig. 5A). Patient compliance was good throughout
the treatment, and we  also assess patient tolerance by monitor-
ing blood routine and vital signs. The patient was discharged from
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Fig. 2. Upper gastrointestinal endoscopy findings showed dilatation of oesophagus with retained food caused by narrowing gastro oesophagus junction.

Fig. 3. A, Chest X-Ray showed convex opacity overlapping the right mediastinum and absent of gastric bubble. B, Computed Tomography Scan Thorax showed severe
dilatation of oesophagus (diameter 4–7 cm)  with narrowing in the distal level of gastrooesophagus sphincter.
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ig. 4. Laparoscopic view. Heller myotomy was  performed with oesophagus side 

nti-reflux and to cover the exposed submucosa.

he hospital on postoperative day 8 and is undergoing follow-up
s an outpatient, with no dysphagia. Five months later the patient
resented back with improvement were observed in upper gas-
rointestinal endoscopy, with a reduction in the sigmoid shape of
esophagus, good condition of LOS, and polyp 2 mm presented in
he gastric corpus (Fig. 5B).

. Discussion

Achalasia is a disorder affecting the oesophagus motility [7].
atients suffering from this disorder have an imbalance of exci-
atory (acetylcholine, substance P) and inhibitory (nitric oxide,
asoactive intestinal peptide) neurotransmission which results in
ypertensive non-relaxing LOS [3]. It is considered a rare disease
ith the prevalence is eight cases per million population [2]. Acha-

asia has a peak incidence most frequently in the age group of 30–60
ears [4]. In our case, the patient is a 35-year-old female diagnosed
ith achalasia and present with vitiligo.

The pathology examination of affected LOS tissue has revealed
hat the mechanism of neuronal destruction is an inflamma-
ory response with T-cell infiltrates [5]. Meanwhile, the cause of
euronal degeneration in primary achalasia is not known, but

ncreasing evidence suggests that autoimmunity, particularly anti-
yenteric antibodies may  play a role [10,11]. The autoimmune
echanism is highly associated with class II antigens of the major

istocompatibility complex (MHC), the expression of MHC  class II
olecules in oesophagus ganglion cells induced by IFN- � release
nitiates an autoimmune process, the autoimmune mechanism
ould resulting in oesophagus ganglion cell destruction in acha-
asia [12]. There is a correlation between the disease and particular
LA class II antigens, evidence of myenteric antiplexus antibod-
o proximal and gastric side 2 cm to distal, Dor fundoplication was performed for

ies was detected in serum samples from patients diagnosed with
achalasia, especially in HLA DQA1*0103 and DQBI*0603 alleles [6].
The protein of tyrosine phosphatase N22 gene (PTPN22) is believed
to encodes a lymphoid-specific phosphatase (LYP) that down-
regulates T-cell activation, the PTPN22-allele 1858T promotes an
autoimmune response that results in chronic inflammation and the
association with some autoimmune conditions [13].

Furthermore, Booy, Takata, Tomlinson, Urbach (2011) [5] has
been reported that patients with achalasia was  3.6 times more
likely to suffer from any autoimmune condition. There are many
different types of autoimmune diseases has been linked to acha-
lasia: myasthenia gravis, polymyositis, autoimmune thyroiditis
disease, anemia, Addison’s disease, inflammatory bowel disease,
vitiligo, and idiopathic thrombocytopenia, contributing to the argu-
ment that there is an autoimmune component to achalasia’s
etiology [13,11]. There are five autoimmune diseases that more
prevalent present in the patient with achalasia: type I diabetes
mellitus, hypothyroidism, Sjogren’s syndrome, systemic lupus ery-
thematosus, and uveitis, but a coincidence of achalasia and vitiligo
is rare [5].

This case reports and studies give rise to thought about the asso-
ciation of achalasia and vitiligo. Our patient herein presented with
vitiligo characterized by an area of white macules and patches for
12 years before the dysphagia symptom was  developed. We  don’t
know whether a unique genetic predisposition or any environmen-
tal or infection factor caused this, but interestingly, the patient’s
sister also developed the symptoms of vitiligo.
We  suggest autoimmunity as a probable contributing factor for
the association of these two disorders. Vitiligo is an acquired depig-
mentation disorder, related to the destruction of melanocytes in
the epidermis [14]. In order to explain this, several pathogenetic
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ig. 5. Post-operative A, Barium swallow on postoperative day 5 barium showed 

esophagus to jejunum. B, Upper gastrointestinal endoscopy findings showed a redu
n  the gastric corpus.

odels have attempted to explain vitiligo onset and progres-
ion, but clinical and experimental findings point mainly to the
utoimmune hypothesis as the most contributing factor [15]. The
mmune hypothesis theory stated there is an alteration of immune
urveillance that has been proposed as the primary response result-
ng in impaired function and destruction of melanocytes, it then
eleases the antigenic components that lead to the development
f the autoantibodies [16]. The dysfunction and destruction of
elanocytes in vitiligo are mediated by an autoimmune attack of

D8+ T cells [14]. The IFN-� plays an important role in vitiligo in
ddition to its release of chemokines such as CXCL9, 10, and 11, and
he role of IFN- � derived from cytotoxic T cells leading to induced
poptosis in melanocytes [15].

This might explain the increased organ-specific autoimmunity
bserved in ganglion cell destruction as the mechanism of achala-
ia, leading to their destruction by T cells. Saleem & Azim (2016)
17] reported that the frequency of associated autoimmune dis-
rders significantly higher in patients with vitiligo than in the
ontrol group study. There are some reports of patients with acha-
asia responding to immunosuppressive drugs, lending further to
he suggestion that this disease has an autoimmune component
18]. Additionally, patients presenting vitiligo or any autoimmune
isease should be further investigated for the oesophagus-related
roblem, ranging from characteristic oesophagus dysmotility to
ore complex manifestation as occurred in our case.

. Conclusion
The presentation of achalasia is usually nonspecific and often
eads to diagnostic and treatment delays. Therefore, the pathophys-
ological of achalasia need to be understood to target the specific
ause of the disease. We  hereby report on a rare case of achalasia
rrowing in oesophagus gastric junction at the distal oesophagus, no leakage from
 in sigmoid shape, no esophagitis, good condition of LOS, and polyp 2 mm presented

present with vitiligo which may  suggest an autoimmune disorder
in the onset of achalasia. Achalasia must be considered in vitiligo
or any autoimmune disease presenting with the esophagus-related
problem.
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