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Background: Aphallia (absent penis) is an extremely rare congenital anomaly happening in 1 in 30 million births worldwide. It can
occur alone or in combination with other congenital anomalies.

Case Presentation: A two-day-old neonate presented to Arba Minch General Hospital with an absent penis. The delivery was
performed at home by a 34-year-old primigravida mother with no antenatal follow-up. As the mother described, the baby cried
immediately after birth. The baby was sucking initially but failed to suck hours after delivery. The neonate died of neonatal distress
syndrome after two hours of resuscitation.

Conclusion: Aphallia is a complex, extremely rare congenital anomaly that is commonly associated with other congenital anomalies.
Sometimes, it may be associated with a lethal anomaly and requires sophisticated workup to diagnose and treat grave anomalies early.
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Introduction

Aphallia is an extremely rare congenital anomaly. It can occur either alone or with other congenital anomalies.' © It is an
absent genital tubercle or the absence of progression of the genital tubercle to the penis.' To date, only 80100 cases have been
reported.” It is typically characterized by an absent penis, well-developed scrotal rugae, normal bilateral testes normal serum
testosterone levels, and an XY karyotype.* Aphallia can have multiple associated anomalies and one of the mortality causes
will be renal pathology by causing oligohydramnios and then hypoplastic lung that will be incompatible with extra uterine
lifetime.' The urethral opening is commonly between the scrotum and anal orifice but can manifest as a urethrorectal fistula.®
The diagnosis was clinically confirmed.” The treatment options were sophisticated and needed a multidisciplinary approach

including family involvement. Gender determination also depends on family decisions and existing anatomic structures."*’

Case Report

A two-day-old neonate was brought to the hospital with an absent penis. The baby was born to a 34-year-old primigravida
mother with no antenatal follow-up. The delivery was at home and the baby cried immediately after birth. He was sucking well
after birth, but failed hours later. The infant was tachypneic and, had subcostal and intercostal retraction, bilateral fine crackles
on auscultation, and respiratory distress. He was 2.8 kg weight at the time of arrival. Absent penis, well-formed scrotal rugae,
and normally descended bilateral testis (Figure 1). The urethral opening was absent in the perineum and scrotal folds. The
urine passes through the rectum, but it is difficult to localize the urethral orifice in the rectum. The anal opening and sphincter
were normal. The results of other system examinations were normal.

The white blood cell count was normal for age, serum electrolytes were within the normal range (sodium 142meq/1
and potassium 4.8meq/l), and serum creatinine was 2.8 mg/dl. Abdominal ultrasonography revealed a horseshoe kidney
and bilateral ureterohydronephrosis on the bedside. The echocardiographic findings were normal. Because the patient
was critical and had no portable X-rays, chest X-rays, and other sophisticated investigations were not performed. The
patient was resuscitated and tried to stabilize, but died after a 2-hour stay in the neonatal intensive care unit because of
neonatal distress syndrome. The family refused postmortem examination.

International Medical Case Reports Journal 2023:16 779-78| 779
Received: 25 September 2023 © 2023 Daniel and Abera. This work is published and licensed by Dove Medical Press Limited. The full terms of this license are available at https://www.dovepress.com/
AT terms.php and incorporate the Creative Commons Attribution — Non Commercial (unported, v3.0) License (http:/creativecommons.org/licenses/by-nc/3.0/). By accessing

Accepted: 21 November 2023
Published: 23 November 2023

the work you hereby accept the Terms. Non-commercial uses of the work are permitted without any further permission from Dove Medical Press Limited, provided the work is properly attributed.
For permission for commercial use of this work, please see paragraphs 4.2 and 5 of our Terms (https://www.dovepress.com/terms.php).


http://orcid.org/0000-0002-5631-272X
http://www.dovepress.com/permissions.php
https://www.dovepress.com/terms.php
https://www.dovepress.com/terms.php
http://creativecommons.org/licenses/by-nc/3.0/
https://www.dovepress.com/terms.php
https://www.dovepress.com

Daniel and Abera Dove

Figure | Absent penis and well-formed scrotum.

Discussion
Aphallia is an extremely rare congenital anomaly. It can occur either alone or with other congenital anomalies.'° It is absent
genital tubercle or the absence of progression of the genital tubercle to the penis.* To date, only 80-100 cases have been
reported.”® It is typically characterized by an absent penis, well-developed scrotal rugae, normal bilateral testes, normal serum
testosterone levels, and an XY karyotype.*” The urethral opening is commonly between the scrotum and anal orifice but can
manifest as a urethrorectal fistula.>* Among the three anatomical classifications of urethral opening (post-sphincteric, pre-
sphincteric, and urethral atresia), urethral atresia is 100% lethal.’ The diagnosis is commonly made clinically.” More than half
of the patients with aphallia have concomitant urogenital, gastrointestinal, cardiovascular, and musculoskeletal anomalies.®
Thus, the isolated aphallia were less likely to be identified. Treatment is individualized, and multistage reconstructive surgery
and hormonal supplementation are needed.'® In addition, the involvement of a multidisciplinary medical team is required.
Some neonates will have less-developed lungs and will not survive beyond the early neonatal period, as in our patients.""
El Qadiry et al reported ureterohydronephrosis associated with aphallia, similar to our case.' Since the mother had no antenatal
follow-up, it was difficult to determine amniotic fluid status. Our patient had a rare anomaly (horseshoe) that has not yet been
reported.
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Our patient died after a two-hour resuscitation trial, possibly because of an immature lung leading to neonatal
respiratory distress syndrome, as reported by El Qadiry et al.' Still, there was a chance of having uremia but the
creatinine was not aggressively raised.

Conclusion
Aphallia is an extremely rare complex congenital anomaly that is commonly associated with other congenital anomalies.

Sometimes, it may be associated with a lethal anomaly and requires sophisticated workup to diagnose and treat grave
anomalies early.
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