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Introduction:
Aphallia is an extremely rare congenital disorder usually recog-
nized immediately following birth. The current estimated inci-
dence is approximately 1 in 10-30 million births, and only about 
100 cases have been reported in the literature. Given the rarity of 
the condition and the sizable diversity of associated genitourinary 
and non-genitourinary abnormalities, there is not a widely recog-
QL]HG� VWDQGDUG� RI�PDQDJHPHQW� RI� DSKDOOLD�� (DUOLHU� DSSURDFKHV�
favored feminizing genitoplasty due in part to relative procedural 
simplicity and the prevailing philosophy that it is ‘better to be in-
FRPSOHWHO\� IHPDOH� WKDQ� LQDGHTXDWHO\�PDOH�¶�0RUH�FRQWHPSRUDU\�
approaches have been more often aimed at phalloplasty with the 
idea of surgically supporting a genetically normal male until old 
enough to gender self-identity. A review of the literature reveals 
no other reported cases of concomitant aphallia and Klinefelter 
syndrome, as in our patient, which complicates the selection of 
management. 

Due to both the intricate psychosocial elements and the unique 
anatomical complexities accompanying each case of aphallia, 
a multidisciplinary approach between the primary Neonatologist 
and specialists, including urology, endocrinology, and genetics, as 
well as psychosocial support for the family and patient, is favored. 
In this case report, the unique case of a neonate with aphallia and 
Klinefelter Syndrome will be presented along with the approach 
to management. 

Case Presentation:

WH presented at birth with ambiguous genitalia and no clear ure-
thral opening. He was born to a 20-year-old G1P0 mother with un-
remarkable prenatal workup and who denied substance use dur-
LQJ�SUHJQDQF\��+LV�PRWKHU�SUHVHQWHG�ZLWK�33520�DW����ZHHNV�
and was admitted for observation and management. A prenatal ul-
WUDVRXQG�DW����ZHHNV�JHVWDWLRQ�ZDV�VLJQL¿FDQW�IRU�D�VLQJOH�XPELOL-
cal artery, dilated large bowel, and a small left kidney with normal 
right kidney and bladder. The fetal echocardiogram was within 

normal limits. A C-Section was performed at 35w4d for anhydram-
nios and breech presentation. He cried spontaneously at birth, but 
required PPV and then NIMV for increased work of breathing and 
retractions. APGARs at 1 and 5 minutes were 8 and 8. Sex was 
unable to be determined at birth based on the external phenotype.  

Urology was consulted immediately due to aphallia and concern 
IRU�RWKHU�XURJHQLWDO�DQRPDOLHV��¿JXUH�����3K\VLFDO�H[DP�GHPRQ-
strated palpable bilateral inguinal testes and an anteriorly dis-
placed anus located at the base of the scrotal raphe without obvi-
ous urethral meatus. An abdominal and pelvic ultrasound were 
obtained on the day of birth and demonstrated bilateral inguinal 
testes and a horseshoe kidney. No Mullerian remnants were dem-
onstrated, and there was no sign of obstructive uropathy. A spinal 
XOWUDVRXQG�VKRZHG�QR�HYLGHQFH�RI�D�WHWKHUHG�FRUG��:LWKLQ�WKH�¿UVW�
24 hours of life, he passed both stool and urine through the anteri-
orly displaced anus, suggesting likely pre sphincteric urethrorectal 
¿VWXOD��QR�YLVLEOH�PHDWXV�RQ� WKH�SHULQHXP��¿JXUH����SHU�H[DP���
Urology determined that there was no urgent need for surgical 
intervention.

Genetics was consulted and recommended obtaining a karyo-
type, chromosomal microarray, and chromosomal FISH. The 
NDU\RW\SH�ZDV�VLJQL¿FDQW� IRU�VH[�FKURPRVRPHV�RI�;;<��FRQVLV-
tent with Klinefelter Syndrome without noted mosaicism. Genet-
ics also recommended an MRI of the abdomen and pelvis, which 
FRQ¿UPHG�DSKDOOLD��DV�RSSRVHG�WR�D�FRQFHDOHG�SHQLV�UXGLPHQWDU\�
erectile tissue), horseshoe kidney, and bilateral inguinal testes. 
He also had a dilated colon, however, there was no evidence of 
+LUVFKVSUXQJ¶V�GLVHDVH�RQ�LPDJLQJ��DQG�KH�KDG�QRUPDO�VWRRO�RXW-
put, so he was monitored clinically.

(QGRFULQRORJ\�ZDV�DOVR�FRQVXOWHG�WR�HYDOXDWH�IRU�SRVVLEOH�FRH[-
isting conditions that may occur Klinefelter Syndrome in midline 
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“Given the rarity of the condition and 
WKH�VL]DEOH�GLYHUVLW\�RI�DVVRFLDWHG�
genitourinary and non-genitourinary 
abnormalities, there is not a widely 
UHFRJQL]HG�VWDQGDUG�RI�PDQDJHPHQW�RI�
aphallia.”
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“Given the rarity of aphallia and 
the multiple associated congenital 
anomalies, a multidisciplinary approach 
to management was initiated early by 
involving multiple specialists, including 
urology, nephrology, endocrinology, and 
genetics. "

congenital abnormalities such as aphallia, including hypopituita-
ULVP�� DGUHQDO� LQVXႈFLHQF\�� DQG� FRQJHQLWDO� DGUHQDO� K\SHUSODVLD��
The initial workup done in the hospital was not concerning for con-
genital endocrine disorders (Additional labwork was still pending 
at the time of publication.).

Nephrology was also consulted due to persistently elevated se-
rum creatinine for age with metabolic acidosis and hyperkalemia. 
He was diagnosed with renal tubular acidosis due to prematurity 
and was started on Bicitra. The RTA resolved prior to discharge, 
DQG�KH�ZDV�ZHDQHG�Rႇ�%LFLWUD�

He initially had poor feeding requiring an NG tube, although he 
eventually began to nipple all his feeds without issue.

A multidisciplinary family meeting was held prior to discharge, dur-
ing which a plan for future surgical intervention and management 
was discussed with the parents, social workers, and specialist 
teams. At this meeting, the parents expressed their desire to raise 
him as a male, which was supported by the medical team and 
social worker. 

Management and Outcome:

Given the rarity of aphallia and the multiple associated congeni-
tal anomalies, a multidisciplinary approach to management was 

initiated early by involving multiple specialists, including urology, 
nephrology, endocrinology, and genetics. WH was treated for 22 
days in the NICU. The diagnosis of aphallia was made using MRI, 
DV�SK\VLFDO�H[DP�DORQH�ZDV�QRW�VXႈFLHQW�WR�GHWHUPLQH�LI�DQ\�UHP-
nants of erectile tissue were present. Urology was to continue to 
manage the urogenital abnormalities associated with aphallia as 
an outpatient. Urology determined that, as he was able to stool 
and urinate without intervention, and there was no evidence of 
hydronephrosis, no immediate surgical intervention was required 
during his stay. 

Figure 2- Rash of secondary syphilis; CDC

Figure 1- Morphologically normal scrotum with congenital absence of the phallus
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+H�ZLOO�QRW�UHTXLUH�87,�SURSK\OD[LV�DV�KH�KDV�QRW�KDG�DQ\�87,¶V��
(although he is at increased risk) for UTI. The long-term plan for 
his management is to delay reconstructive surgery until he is post-
pubertal to allow for physical and psychosocial development. 

$V�KLV�NDU\RW\SH�LV�VLJQL¿FDQW�IRU�.OLQHIHOWHU�V\QGURPH��;;<���KH�
will continue to be followed by genetics and endocrinology. To de-
termine if he has any other genetic abnormalities, a whole-exome 
sequencing sample was sent and is pending at the time of this 
FDVH� UHSRUW��.OLQHIHOWHU� V\QGURPH�FDQ�KDYH�D�VLJQL¿FDQW� LPSDFW�
on hormones, including hypogonadism. He will continue to be fol-
lowed by endocrinology as he grows up to monitor for endocrine 
disorders. 

*LYHQ� WKH� VLJQL¿FDQW� SV\FKRVRFLDO� LPSDFW� DSKDOOLD� FDQ�KDYH�RQ�
patients and their families, social work will also continue to follow 

and provide resources for the family. The family was provided re-
sources for counseling in the future.

Discussion:

Aphallia is a rare congenital anomaly, often presenting with mul-
tiple associated abnormalities requiring a multidisciplinary ap-
SURDFK���$V�GH¿QHG�LQ�WKH�OLWHUDWXUH��$SKDOOLD�LV�WKH�FRQJHQLWDO�DE-
sence of the penis due to the developmental failure of the genital 
tubercle. The etiology of aphallia is unknown, and the incidence 
appears to be sporadic. Given the rarity of this condition and the 
ZLGH�VSHFWUXP�RI�SUHVHQWDWLRQ��WKHUH�KDV�\HW�WR�EH�SRVLWHG�D�GH¿Q-
LWLYH��VWDQGDUGL]HG�PDQDJHPHQW�VWUDWHJ\��%DVHG�RQ�WKH�6NRRJ¶V�
DQDWRPLFDO�FODVVL¿FDWLRQ�RI�WKH�VLWH�RI�WKH�XUHWKUDO�PHDWXV�LQ�UHOD-
tion to the anus, WH has pre-sphincteric aphallia, which is also 
associated with increased mortality and morbidity. Based upon a 
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systematic review of the published literature, there are no other 
reports of patients with aphallia and Klinefelter syndrome. This 
case, therefore, presents a unique challenge, as Klinefelter syn-
drome is associated with multiple other abnormalities, including 
hypogonadism, gynecomastia, infertility, and cognitive/develop-
mental delays. It may also suggest the implication of the sex chro-
mosomes in the pathogenesis of aphallia, and such a case may 
help guide further research into the etiology of this phenomenon 
(just my thought, up to you guys to include or not). 

3UHYLRXV�FDVH�VWXGLHV�DQG� UHYLHZV�SULRU� WR������ UHFRPPHQGHG�
early feminizing genitoplasty and raising the child as a female with 
female hormone replacement therapy. This was partially due to 
WKH�LQFUHDVHG�GLႈFXOW\�RI�SKDOORSODVW\�FRPSDUHG�WR�YDJLQRSODVW\��
as well as the concern for the presumed devastating psychoso-
cial impact of being raised an aphallic male. However, follow up 
studies have shown that patients that underwent early feminizing 
genitoplasty had a high rate of gender dysphoria, most likely sec-
ondary to prenatal and early neonatal androgen imprinting prior 
to surgical intervention. Therefore, most surgeons and physicians 
recommend raising the child based upon their chromosomal sex 
and waiting until post-puberty for genital reconstruction surgery to 
allow the patient to have input on their surgical reconstruction. An 
endocrinologist helps manage hormone therapy in the context of 
SXEHUWDO�FKDQJHV��7KLV�SDWLHQW¶V�.OLQHIHOWHU�GLDJQRVLV� LV� OLNHO\� WR�
require hormone replacement therapy due to hypogonadism; he 
will be followed closely by endocrinology. 

,UUHVSHFWLYH�RI� WKH�SDWLHQW¶V�FKRLFH� UHJDUGLQJ�JHQLWRSODVW\��FORVH�
follow up starting at a young age with a psychologist helps pa-
WLHQWV�ZLWK�DSKDOOLD�QDYLJDWH�WKH�VLJQL¿FDQW�SV\FKRVRFLDO�DVSHFWV�
of the condition. Klinefelter syndrome will add a layer of complex-
ity to the already burdensome psychological impact of this condi-
tion, given it is associated with feminizing characteristics such as 
gynecomastia, as well as cognitive delays that may make therapy 
PRUH�GLႈFXOW��,Q�WKLV�FDVH��LW�ZLOO�EH�HVSHFLDOO\�FUXFLDO�IRU�WKHUH�WR�
be open and active lines of communication between specialists, 
WKHUDSLVWV��WKH�SDWLHQW¶V�IDPLO\��DQG��ZKHQ�KH�LV�ROG�HQRXJK��WKH�
patient himself.
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“ Therefore, most surgeons and 
physicians recommend raising the child 
based upon their chromosomal sex and 
waiting until post-puberty for genital 
reconstruction surgery to allow the 
patient to have input on their surgical 
reconstruction.”

""The NICU experience is fraught 
with challenges that disrupt the 
parent-baby bond. Educating and 
empowering NICU staff to support 
parents ensures that families get 
off to a good start." www.mynicunetwork.comNICU Staff Education evidence-based innovative validated FICare
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