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SPOT DIAGNOSIS (IMAGE GALLERY)

A female infant weighing 2.6 kg was born at term 
by lower caesarean section through third degree 

consanguinous marriage to a 27years old primigravida. She had no significant antenatal problems. The antenatal 
ultrasonography at 32 weeks of gestation showed a multiloculated cyst in the right temporal and cheek region 
with defect in the parietal bone. At birth, the child was noted to have a soft fluctuant swelling in the right 
maxillary region extending horizontally from the right nasolabial fold to the right ear which was displaced 
posteriorly and vertically extending from the right temporal region to the lower border of mandible. CT scan of 
head and neck showed a large multiloculated mixed density mass lesion containing fat, ossific, solid and cystic 
components involving the right side of the neck and face extending superiorly from the right peritemporal level 
to perimandibular region inferiorly. Right maxillary bone is epicenter of the lesion. The mass lesion does not 
show any neck and intracranial extension. Alpha fetoprotein (AFP) levels were markedly elevated. 

What is the diagnosis?
The baby underwent surgery for excision of the swelling and histopathological examination revealed the 

lesion to be a mature cystic teratoma. Teratomas are neoplasm composed of three germinal layers of the 
embryo that form tissues not normally found in which they arise. Histologically they may be mature, immature 
or malignant. These are most common in the saccrococcygeal region and are rare in head and neck, which 
account for less than 6 percent. (1) Sacrococcygeal teratomas occur in one in 20000-40000 live births, four 
times more frequently in girls than in boys. (2) Facial teratoma is a very rare tumour, generally benign. (3) 
Complete surgical excision should be performed as early as possible in the neonatal period to prevent ongoing 
facial distortion and to prevent local recurrence and the need for further surgery. Postoperative monitoring for 
recurrences should include AFP levels in difficult cases. Clinical outcome of teratomas depend on their histological 
grade, localization and quality of surgical treatment. (4) 
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This neonate was born to a mother addicted to tobacco 
chewing and also had been on oral contraceptive pills for 

one year prior to pregnancy. In this child, lower limb is found to be single, malrotated, fused all along the length 
with 6 toes, flexion at the hip joint is also found. There is absolute absence of any external urogenital orifice 
but an opening is found posteriorly. Both the upper limbs are found to be normal except radial deviation at the 
left hand. Potter’s facies are present. Infantogram shows fused shaft of femur and absence of both fibulae. On 
autopsy, a single umbilical artery is found arising from abdominal aorta. The aorta could not be traced below 
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the origin of umbilical artery. Both kidneys were found in iliac fosse. The kidneys are polycystic macroscopically. 
Both the kidneys are supplied by branches from abdominal aorta. Both the adrenal glands are hypertrophied. 
Bladder is rudimentary with 2 ureters opening in the bladder. Small guts are found to be normal but caecum is 
found to be dilated and ended in a blind loop. The distal portion of the gastrointestinal tract beyond caecum is 
absent upto the rectum which is found to be atretic. An insignificantly small dimple like structure at the region 
of anal orifice is present. No reproductive organ found either. 

Spot Diagnosis
Mermaid syndrome or sirenomelia. It is an extremely rare congenital disease leading to formation of various 

internal and external defects in the design of human body. Originally described by Rocheus in 1542 and Palfyn 
in 1543, this syndrome is characterized by fusion of lower limbs which is also associated with anomalies like 
flexion, external rotation, symelia and atrophy. Moreover, in this syndrome, there are some lethal defects 
such as absence of external genitalia, agenesis or any other anomaly of one or both kidneys as well as other 
gastrointestinal defects. Another pathognomonic finding is the presence of single umbilical, persistent vitelline 
artery which is the chief distinguishing anatomic finding from Caudal Regression Syndrome. The prevalence of 
this syndrome is 0.1-0.25:10,000 in normal pregnancies. This syndrome has a strong association with maternal 
diabetes where relative risk is 1:200-250 and up to 22 percent of fetuses with this anomaly will have diabetic 
mothers. Some scholars point it to be due to teratogenicity. Animal study confirmed the association with 
cadmium, retinoic acid, cocaine or irradiation, though convincing data regarding this fact are few. Also modern 
reproductive procedure such as intracytoplasmic sperm injection was also mentioned as a causal factor. 
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SPOT DIAGNOSIS (IMAGE GALLERY)

A one year old developmentally normal girl was brought with fever 
and left focal convulsions. Her blood counts, electrolytes, calcium, 
blood sugar, urea, creatinine, cerebrospinal fluid analysis were all 
normal. Detailed ophthalmological and fundus examination was 
normal. She had multiple episodes of convulsions in the hospital and 
was controlled with cabamazepine and phenytoin. Three hemangioma 
were seen over right upper eye lid, forehead and lateral side of skin 
over the nose. She had no motor deficits. 

What is the diagnosis?  
Sturge-Weber syndrome. It is characterized by a facial capillary hemangioma involving the periorbital area, 

forehead or scalp, a venous angioma of the leptomeninges and a choroidal angioma. The leptomeningeal 
angioma typically involves the parieto-occipital region or the entire hemisphere. Neuroradiological findings are 
leptomeningeal enhancement along with signs of cortical atrophy and calcifications. In our patient the CT brain 
shows cortical calcifications involving the right frontal and parietal lobes. Initially children will have normal 
development, later often experience neurological and developmental deterioration in association with the 
onset of seizures and consequently suffer a high rate of disability. Neither the size nor distribution of the facial 
haemangioma appears to correlate with the neurological features. The majority of children develop seizures 
in the first two years of life and with the onset of seizures below the age of six months being associated with 
intractability and a poor outcome. The current medical treatment is anticonvulsant treatment and anti-platelet 
treatment with prophylactic low dose aspirin. The rationale for the use of aspirin is that venous stasis may 
lead to thrombus formation.
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