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• How do they happen? 
– Congenital defects can 

be one cause 

– “Congenital” means to 
be occurring at, or 
before birth 

– May be caused by 
genetic mutation, or 
other alteration to 
organs such as 
structural defects 
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* Chromosomal mutations can 
occur in any location, and for 
any number of nucleotide pairs. 
The severity of its expression 
will depend on the gene 
location, and zygosity.  

* Mutations: 
* Deletions 

* Duplications 

* Inversions 

* Insertions 

* Translocations 

 

*Genetic mutation 
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Example: Progeria 
 Very rare condition (1 in 4 

million live births, worldwide) 

 Autosomal dominant 

 Single nucleotide error on 
Autosome 1, Gene “LMNA,” 
which includes 25,000 base pairs 

 Originates from probable 
spontaneous mutation to DNA 
within sperm prior to 
fertilization 

 Same gene that causes many 
other genetic disorders, 
including mutations for 2 rare 
types of muscular dystrophy 
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•Teratogens 
• A developmental 

toxicant, which is an 
agent or influence that 
causes or is suspected 
to cause defects in the 
developing fetus 

• Chemicals 

• Pathogens 

• Radiation 
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• Other causes? 
• Maternal vs. 

Paternal Age 
• Moms ~ age 35 

•   
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• Other causes? 

• Maternal vs. 
Paternal Age  
•  Dads age?  
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• Where do they 
come from? 
– Congenital Defects 
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or causes are simply 
unknown 

• Often misunderstood 
and maybe even feared 
in the past, or in 
present cultures that 
don’t understand fetal 
development. 
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• Many human 
pregnancies are 
believed to start as 
twins, either identical 
or fraternal.  

• Conjoined twins are a 
single fertilized egg 
that does not fully 
cleave to become two 
separate fetuses. 



• Their viability lies in 
which organs are 
shared. 

• Current medical 
technology allows 
surgical separation 
in many cases.  
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• Rare recessive trait 

• Can be isolated to 
just one limb 

• This 35-year-old 
woman had only a 
2-week history of 
foot pain!  



• Horseshoe Kidney 
– Often asymptomatic 

– Can lead to 
premature kidney 
failure, earlier need 
for dialysis, and/or 
transplant 



• Duplex Ureter 
– A good thing! 



• Double Aorta 
– Not a good thing! 
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dental insurance! 
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• Rare in people, but 
more common in 
animals, especially 
certain breeds of dogs, 
cats and horses. 

• Autosomal dominant 
• Actually is decreased 

melanin in one iris, so 
that lack of pigment 
shows as blue or lighter 
color. 
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• Destruction of 
melanocytes within skin 

• Unknown cause, but 
probably autoimmune 

• Often associated with 
other autoimmune 
diseases 

• Seen equally between 
gender and ethnic 
groups 
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• 42 year male 
• History of frequent 

cough, occasional 
hemoptysis 

• Bronchoscopy performed 

• Several well-
encapsulated lesions 
found, partially 
obstructing bronchioles 

• Lesions successfully 
removed via 
bronchoscopy and sent 
for biopsy… 



• Leiomyosarcoma 
• In male?! 

• Primary site 

• Remember fetal 
development 
• Only 3 primary germ cell 

layers 



• Although very rare, 
excellent prognosis    
after lesions fully 
removed 

• No chemo or radiation 
necessary, although 
frequent monitoring 
would be prudent.  
 
 



• Situs Inversus with 
Dextrocardia  
– All organs are in mirror’s image 

reversal of normal positioning. 

– Condition is generally 
asymptomatic, and discovered 
only upon routine x-ray 
screening, etc. 

– Pathologic conditions present 
when not all organs are 
reversed.  

– Medical conditions are often 
misdiagnosed, i.e. appendicitis 
presents as pain in left lower 
abdominal quadrant, etc. 
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• Partial Situs Inversus,  
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• Obsessive-Compulsive 
Swallowing Disorders 
– Inedible substances 

– Trichobezoar 

– Foreign Bodies 
• Pulse Oximeter 

• Key 

• Coin 

• Razors 

• Batteries… 

– For energy… duh! 
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• Never 
underestimate the 
incredible power of 
the nature to adapt, 
compensate and 
overcome huge 
obstacles. 

• Embrace the 
medical 
abnormalities – 
they’re cool! 



• Questions? 

• Comments? 

 

• Thank You! 



• Photographs with permission from 
the historical collection at the 
Armed Forces Institute of 
Pathology, Washington, D.C. 

• Radiographs from the private 
collections of Rebecca Keith and 
Jonathan White, NVCC RAD faculty 

• Illustrations with permission from: 

– Atlas of Human Anatomy, 
Lippincott & Company 

– Special Cases, Natural 
Anomalies & Historical 
Monsters, Chronicle Books 

• This piece of artwork by Caryn 
Babaian 
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