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1 | INTRODUCTION

Rectal atresia is a rare type of anorectal malformation
(ARM) that constitutes 1%-2% of the ARM." Rectal steno-
sis or type-I rectal atresia is the rarest type of rectal atresia.
It is defined as an atresia with a central holed septal de-
fect.” In most cases of rectal stenosis, the anus is normally
located and the stenosis is usually 1-2 cm deep with the
presence of a dilated upper rectum. The lower part of the
rectum empties into a narrow anal canal.’ There are also
a report of combined rectal atresia and stenosis.* A case
of rectal stenosis associated with imperforate anus and
recto-prostatic urethral fistula has also been reported.’
However, in most published literatures on rectal atresia

Rectal stenosis is a rare variety of rectal atresia. A membrane separates the rec-
tum from the anal canal in the presence of a normal anus. We report a case of
rectal stenosis associated with Down‘s syndrome and hypothyroidism in whom

rectal stenosis was diagnosed at the age of 17 years.

case report, Down's syndrome, hypothyroidism, rectal atresia, rectal stenosis

or stenosis, the presentations were early in lives and there
were few associated anomalies."®’ We report a case of
delayed presentation of congenital rectal stenosis at an
age of 17 years who had associated Down's syndrome and
hypothyroidism.

2 | CASE REPORT

A 17-year-old girl from non-consanguineous parents of a
lower middle-class family presented with a history of re-
current constipation since her early childhood. Prenatal
ultrasound did not show any abnormality. Meconium
passed within 24 h of life, and there was no history of
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post-natal rectal probing. She developed features of con-
stipation after weaning at about 6 months of age and
visited several doctors since then. Eventually, she was
diagnosed as a case of Down's syndrome and hypothy-
roidism by a pediatrician at the age of 1 year and was put
on thyroxin. Her constipation had been managed with
dietary measures and enemas. During early childhood,
she used to pass stool every 2-3 days, but the interval
gradually increased to 5-6 days later on. During the later
years, she did not pass stool without enema or laxatives.
She used to pass small volume, hard stool in pieces that
sometimes became liquid after taking enema or laxatives.
With increasing age, she developed reluctant to feed,
often remained withdrawn and sad. She was referred
to a pediatric surgeon at the age of 17 years to address
the issue of constipation, when we came into contact of
the patient. She did not pass stool for the last 9 days at
the time of referral. She weighed 35 kg and was 134 cm
tall. On general examination, she had a flattened face
with a broad nasal bridge, low set ears, a large tongue
that frequently protruded out of the mouth, a short neck
and a low intellectual ability. The abdomen was slightly
distended and mildly loaded with fecal matter. An ab-
dominopelvic ultrasonography revealed no presacral
mass, and there were no renal or other abnormalities.
Barium enema showed a dilated colon and the lower end
of the rectum was located high up with a beak-like ap-
pearance (Figure 1A). Digital rectal examination (DRE)
and examination under anesthesia revealed a thick dia-
phragm, about 3 cm from anal verge with a central hole,
through which hard fecal matter was visible (Figure 1B).
Following preoperative colon preparation, under gen-
eral anesthesia, the girl was catheterized [Foley catheter]

and put on lithotomy position. The rectal mucosa was
exposed using two Langenbach retractors and the sten-
osed part was visualized. (Figure 2A). The thick mem-
brane was got hold with Thoms-Allis tissue forceps and
was excised circumferentially using monopolar coagulat-
ing diathermy. The gap within the rectal mucosa was re-
paired by using 3/0 atraumatic polyglactin 910 (Vicryl).
Histopathological examination of the diaphragm showed
fibro-collagenous and fibrovascular tissue (Figure 2B).
During the postoperative period, the patient was kept on
nil by mouth for 3 days and the subsequent course was
uneventful. She was happy to pass normal frequent stools
after a few days.

3 | DISCUSSION

Rectal atresia usually presents in the neonatal period with
abdominal distension.”® The median age was reported to
be 1 month.' However, there are sometimes more delay in
diagnosis than other types of ARM because of the presence
of a normal anus.! The reasons for delayed presentation in
this case might be related to the associated hypothyroid-
ism, which is frequently associated with constipation that
might have misled the clinicians not to search for further
surgical cause. The socioeconomic status and associated
Down's syndrome might also cause a delay in the diagno-
sis. Moreover, the patient had a normal looking anus and
passed stool through it. This might also mislead the clini-
cians who treated her earlier not to actively search for an
anatomical defect in the anorectum and perform a DRE.
There have been reports of ARM, a pediatric problem, to
present and to be diagnosed primarily in the adulthood
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FIGURE 1 (A) Contrast enema
Rectum showing beaklike ending of rectum
(arrow) at a higher location. (B)
Diagrammatic representation. Left:
coronal view, right: sagittal view. UB,
urinary bladder, Ut, uterus
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FIGURE 2 (A)rectal stenosis with a
central hole. (B) Histopathology showing
fibro-collagenous and fibrovascular tissue

around the world. In majority of these cases, there was
an abnormal fistulous opening in the vestibule, vagina, or
perineum through which they passed stool. The reasons
for the delayed presentations in these cases were reported
as family negligence, family problem, social taboo, low-
economic condition, low level of education, not seeking
medical advice, awareness about physical problems only
during the time of decision for marriage, and lack of ac-
cess to medical care.” '

Evidences suggest that low socioeconomic status in-
fluences one's health and morbidity."” It affects clinical
decision making and healthcare delivery as physicians
may delay diagnostic testing, prescribe more generic
medications, and avoid referral to specialty care for their
patients."® Many parents also ignore minor symptoms
because of the anxiety over the affordability of medical
care.'” Although, government provides free medical ser-
vice to a certain extent, it often involves out-of-pocket
expenditure. Specialist care is often very expensive. All
these contribute to reluctance for seeking medical care
and subsequently delay in definitive management and
may cause needless suffering as well as poor outcomes
from surgical procedures.'** Delayed care in ARMs in-
creases the likelihood of having consequences such as
chronic constipation, anemia, malnutrition, and fecal
impaction and, thus, may influence the efficacy of sur-
gical intervention."’

Associated anomalies with rectal atresia are usually rare;
however, sacral, cardiac and renal anomalies have been
reported.”>** A study from USA reported that a presacral
mass was the most common association.?* However, none
of the patients in an Indian series had associated presacral
mass.” There has also been a recent report of hypothyroid-
ism with rectal atresia.?> The differential diagnoses of rectal
atresia usually include Hirschsprung's disease, intestinal
atresia, colonic atresia, and meconium ileus.”

The exact embryogenic process causing this defect is
unknown. However, it has been suggested that it may be
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caused by vascular accidents between 13 and 14 weeks of
gestation or an intrauterine infection causing thrombosis
of the vessels leading to atresia of the already formed rec-
tum.” Racial and genetic causes have also been suggested
due to a higher incidence in certain regions among con-
sanguineous marriages." The upper pouch is a dilated
rectum and the lower part is a small anal canal, which is
1-2 cm deep from the normal location of an anus. These
two lumens may be separated by a thin membrane or by
dense fibrous tissue.>®

Rectal stenosis may be suspected if an 8 or 10 Fr feed-
ing tube or size 11 Hegar dilator cannot be inserted into
the rectum in the presence of a normal anus. A contrast
enema study is very helpful. These patients also should be
screened for the presence of a presacral mass.>® Various
surgeries have been described to treat rectal atresia and
stenosis."””*’ Usually, rectal atresia is operated through a
posterior sagittal approach after a divided colostomy. The
anal canal is split longitudinally and a primary anasto-
mosis is performed between the upper pouch and lower
anal canal after excision of the membrane that separates
the two canals.>*’ Rectal stenosis may be treated with a
Heineke-Mikulicz type repair.' Rectal stenosis may also
be treated with dilatation if presents early. However,
restenosis is common with dilatation only." In our case,
there was delayed presentation and the thick membrane
could be approached through the rectum and was excised.
Patients with rectal atresia or stenosis usually have an
excellent functional prognosis as there are presence of a
well-developed anal canal, normal sensation in the ano-
rectum, and normal voluntary sphincters.3‘28

4 | CONCLUSION

The late presentation of this patient's rectal stenosis is prob-
ably due to her associated conditions of Down's syndrome
and hypothyroidism, which masqueraded the actual cause
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of constipation. The lower socioeconomic status might also
be responsible as they did not seek specialist surgical care
from a higher center due to financial constraints. A thor-
ough clinical examination, especially DRE, is mandatory
in the evaluation of patients with constipation.

ACKNOWLEDGMENTS
Not applicable.

CONFLICT OF INTEREST
None declared.

AUTHORS CONTRIBUTIONS

Tanvir Kabir Chowdhury made substantial contributions
in the design, bibliographic search, and drafted the work.
Md. Mozammel Hoque contributed to the draft and revi-
sion of the manuscript. Mahfuzul Kabir contributed to in-
terpretation of data and revised the work. Tahmina Banu
contributed substantially to the conception, patient selec-
tion, design, and revision of the work.

ETHICAL APPROVAL

This study was conducted in accordance with the Helsinki
Declaration and its latest amendments. Written informed
consent was obtained from the parents of the patients and
available on demand. This manuscript is not actually sub-
mitted for publication elsewhere.

CONSENT

Written informed consent was obtained from the parents
of the patients for publication of this case report and ac-
companying images.

DATA AVAILABILITY STATEMENT

The datasets used and/or analyzed during the current
study are available from the corresponding author on rea-
sonable request.

ORCID

Tanvir Kabir Chowdhury © https://orcid.
org/0000-0002-1661-2111

Tahmina Banu ( https://orcid.org/0000-0003-3230-3973

REFERENCES
1. Sharma S, Gupta DK. Varied facets of rectal atresia and rec-
tal stenosis. Pediatr Surg Int. 2017;33(8):829-836. https://doi.
org/10.1007/s00383-017-4106-3
2. Baron HWA. Congenital rectal stenosis. Proc R Soc Med.
1953;46:621-624. https://doi.org/10.1177/003591575304600808
3. Sujka JA, Holcomb IIT GW. Umbilical and other abdominal
wall hernias. In: Holcomb GW, Murphy JP, St Peter SD, eds.
Holcomb and Ashcraft's Pediatric Surgery. 7th ed. Elsevier;
2020:780-782.

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

Gangopadhyay AN, Sinha CK, Sahoo SP. Combined rectal atresia
and rectal stenosis. Pediatr Surg Int. 1997;12(August):605-606.
Thakur A, Dhende NP, Mane SB, Acharya H. Rectal diaphragm
in a patient with imperforate anus and rectoprostatic fistula.
J Indian Assoc Pediatr Surg. 2009;14(1):17-18. https://doi.
0rg/10.4103/0971-9261.54814

Festen C, Severijnen RS, van der Staak FH, Rien PN. Rectal
atresia: pathogenesis and operative treatment. Pediatr Surg Int.
1996;11:559-561.

Gupta DK, Sharma S. Rectal atresia and rectal ectesia. In:
Holschneider AM, Hutson JM, eds. Anorectal Malformations in
Children. 1st ed. Springer; 2006:223-230.

Kisra M, Alkadi H, Zerhoni H, Ettayebi F, Benhammou M.
Rectal atresia. J Paediatr Child Heal. 2005;41(July):691-693.
Tavusbay C, Geng H, Karaca I, Atahan K, Haciyanli M, Tiirk
E. Successful management without protective colostomy in
an adult patient with anorectal malformation. Turk J Surg.
2017;33:205-208. https://doi.org/10.5152/turkjsurg.2017.3193
Banu T, Chowdhury TK, Hoque M, Rahman MAM. Cloacal
malformation variants in male. Pediatr Surg Int. 2013;29(7):
https://doi.org/10.1007/s00383-013-3322-8

Kotodziejczak M, Santoro GA, Sobocki J, Szopinski T. Anorectal
malformation as a cause of recurring perineal abscesses—value
of anorectal endosonography and magnetic resonance imaging:
a case report. Med Ultrason. 2017;19(2):228-231. https://doi.
org/10.11152/mu-928

Duman K, Ozdemir Y, Yigitler C, Gulec B. Rectocutaneous
fistula with imperforate anus in an adult. Singapore Med J.
2013;54(4):85-87. https://doi.org/10.11622/smedj.2013088
Simmang CL, Paquette E, Tapper D, Holland R. Posterior
sagittal anorectoplasty: primary repair of a rectovagi-
nal fistula in an adult report of a case. Dis Colon Rectum.
1997;40(9):1119-1123.

Terzi A, Coskun A, Yildiz F, Coban S, Akincic OF. Anovestibular
fistula with imperforate anus 1n two adults. Ann Saudi Med.
2008;28(6):472-474.

Sharma S, Gupta DK. Delayed presentation of anorectal mal-
formation for definitive surgery. Pediatr Surg Int. 2012;28:831-
834. https://doi.org/10.1007/s00383-012-3128-0

Banu T, Hannan ZA&MJ, Aziz MA, Hoque M, Laila K.
Rectovestibular fistula with vaginal malformations. Pediatr Surg
Int. 2006;22:263-266. https://doi.org/10.1007/s00383-005-1594-3
Chan CQH, Lee KH, Low LL. A systematic review of health
status, health seeking behaviour and healthcare utilisation of
low socioeconomic status populations in urban Singapore. IntJ
Equity Health. 2018;17(39):1-21. https://doi.org/10.1186/s1293
9-018-0751-y

Arpey NC, Gaglioti AH, Rosenbaum ME. How socioeconomic
status affects patient perceptions of health care: a qualitative
study. J Prim Care Community Health. 2017;8(3):169-175.
https://doi.org/10.1177/2150131917697439

Smith ER, Concepcion TL, Shrime M, et al. Waiting too long:
the contribution of delayed surgical access to pediatric dis-
ease burden in Somaliland. World J Surg. 2020;44(3):656-664.
https://doi.org/10.1007/500268-019-05239-w

Yousef Y, Lee A, Ayele F, Poenaru D. Delayed access to care
and unmet burden of pediatric surgical disease in resource-
constrained African countries. J Pediatr Surg. 2019;54(4):845-
853. https://doi.org/10.1016/].jpedsurg.2018.06.018


https://orcid.org/0000-0002-1661-2111
https://orcid.org/0000-0002-1661-2111
https://orcid.org/0000-0002-1661-2111
https://orcid.org/0000-0003-3230-3973
https://orcid.org/0000-0003-3230-3973
https://doi.org/10.1007/s00383-017-4106-3
https://doi.org/10.1007/s00383-017-4106-3
https://doi.org/10.1177/003591575304600808
https://doi.org/10.4103/0971-9261.54814
https://doi.org/10.4103/0971-9261.54814
https://doi.org/10.5152/turkjsurg.2017.3193
https://doi.org/10.1007/s00383-013-3322-8
https://doi.org/10.11152/mu-928
https://doi.org/10.11152/mu-928
https://doi.org/10.11622/smedj.2013088
https://doi.org/10.1007/s00383-012-3128-0
https://doi.org/10.1007/s00383-005-1594-3
https://doi.org/10.1186/s12939-018-0751-y
https://doi.org/10.1186/s12939-018-0751-y
https://doi.org/10.1177/2150131917697439
https://doi.org/10.1007/s00268-019-05239-w
https://doi.org/10.1016/j.jpedsurg.2018.06.018

CHOWDHURY ET AL.

N 50f5
Clinical Case Reports —Wl LEY

21.

22.

23.

24.

25.

26.

Soeselo DA, Grimaldy G, Susilawati . Delayed diagnosis of
congenital anorectal malformation. J Pediatr Surg Case Reports.
2020;57:101446. https://doi.org/10.1016/j.epsc.2020.101446
Ahmad BMZ, Brereton J, Huskisson L. Rectal atresia and
stenosis. J Ped Surg. 1995;30(11):1546-1550. https://doi.
0rg/10.1016/0022-3468(95)90153-1

Saxena AK, Morcate JJ, Schleef J, Reich A, Willital GH. Rectal
atresia, choanal atresia and congenital heart disease: a rare
association. Technol Heal Care. 2004;12:343-345. https://doi.
org/10.3233/THC-2004-12406

Hamrick M, Eradi B, Bischoff A, Louden E, Pefia A, Levitt M.
Rectal atresia and stenosis: unique anorectal malformations. J
Pediatr Surg. 2012;47(6):1280-1284. https://doi.org/10.1016/j.
jpedsurg.2012.03.036

Mehmeto F. Rectal atresia and congenital hypothyroidism: an
association or coincidence ? Eur J Pediatr Surg Rep. 2018;6:e7-
€10. https://doi.org/10.1055/5-0037-1612610

Lee S-C, Chun Y-S, Jung S-E, Park K-W, Kim W-K. Currarino
triad: anorectal malformation, sacral bony abnormality, and
presacral mass—a review of 11 cases. J Ped Surg. 1997;32(1):
58-61.

27.

28.

Lane VA, Wood RJ, Reck C, Skerritt C, Levitt MA. Rectal atre-
sia and anal stenosis: the difference in the operative technique
for these two distinct congenital anorectal malformations. Tech
Coloproctol. 2016;20(4):249-254. https://doi.org/10.1007/s1015
1-016-1435-5

Magnus RV. Rectal atresia as distinguished from rectal agene-
sis. J Pediatr Surg. 1968;3(5):593-598.

How to cite this article: Chowdhury TK,

Hoque MM, Kabir M, Banu T. Delayed presentation
of congenital rectal stenosis associated with Down's
syndrome and hypothyroidism: Case report. Clin
Case Rep. 2021;9:e05083. https://doi.org/10.1002/

ccr3.5083


https://doi.org/10.1016/j.epsc.2020.101446
https://doi.org/10.1016/0022-3468(95)90153-1
https://doi.org/10.1016/0022-3468(95)90153-1
https://doi.org/10.3233/THC-2004-12406
https://doi.org/10.3233/THC-2004-12406
https://doi.org/10.1016/j.jpedsurg.2012.03.036
https://doi.org/10.1016/j.jpedsurg.2012.03.036
https://doi.org/10.1055/s-0037-1612610
https://doi.org/10.1007/s10151-016-1435-5
https://doi.org/10.1007/s10151-016-1435-5
https://doi.org/10.1002/ccr3.5083
https://doi.org/10.1002/ccr3.5083

