
577.  

Case: Same clinical case presentation as HY Concept 576, but this boy 
basketball player is quite overweight. Other than Legg Calve Perthes 

dx, what is likely the problem?  
 

a) Slipped capital femoral epiphysis.  
 

578.  
Case: Now, another member of the boys' basketball team named 

Ernest Rutherford started playing soccer in field sprayed with 
insecticides. He later started the typical cholinergic symptoms of 

"DUMBELS" or urination, pooping, sweating, salivating, etc. Other than 
Atropine, what ELSE can you often use that starts with the letter, "P"?  

 
A) Pralidoxime, which reactivates acetylcholinesterase.  

 

579.  

Case: A neonate born named Alfred Hitchcock suffered from sepsis due 
to E-coli. There is a strong correlation between this bug and 

galactossemia, which we already studied (recall hepatomegaly, 
hypoglycemia, jaundice?). What is the exact enzyme that is missing?  

A) Galactose 1 Phosphate Uridyltransferase 
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580.  

KNOW that Fetal Alcohol Syndrome is EVERYWHERE. So understand 
exactly how it presents and what organs are involved. Understand it 

can "look" like Cerebral Palsy and/or Down's, so watch the 
demonstration of the history. You need to present these cases to Child 

Protective Services.  
 

581.  
Case: If I gave you a case of a cyanotic newborn baby and showed 

you a RADIOGRAPH with a "boot shaped heart" and slight pulmonary 
vascular markings, what common dx is that, and which specific finding 

is most important to determine if the baby will survive?  
A) This is the Tetralogy of Fallot and the degree of pulmonary stenosis 

predicts the outcome of the baby.  
 

 

 

 boot shaped heart 

582.  

Case: When you take tests and go into clinics, you will see common 
things commonly. So, say I have six patients with one of the following:  

1-PKU  
2-Cleft Palate  

3-Clubfoot  
4-Hypospadias  

5-Phocomelia  

6-Myelo-meningocele  
Which is the MOST common one you will see?  

 
A) It is hypospadias, one in five hundred....  

 
583.  

HARD CASE: Listen, you see a child who is a GIRL in your clinic and 
she looks like she is autistic. She is 4 years old. Her mother said that 

she seemed fine until 1 1/2 years of age and then there was 
neurodevelopmental arrest and then sudden regression. Her PE 

resembles Cerebral Palsy with loss of motor functions. Two attendings 
come in and tell you that it is NOT cerebral palsy or autism. They say 

that it only happens to girls, the gene defect is MECP2, and she has 
short stature and an enlarged head as a hint to you. What is this dx 

that starts with an "R"?  



 

A) Rett's syndrome  
 

584.  
Case: You will definitely see this on tests and clinics. You have a girl 

who is 12 years old and she is short for her age group at this time. 
BUT...labs reveal elevated FSH and LH signaling .... what? And you 

note a history of UTIs and hypertension. What is this common dx 
which occurs in 1 in 2000 women? Can she have children? What meds 

do you give?  
 

A) You WILL see Turner's syndrome. They have ovarian failure and 
FSH and LH will be elevated. The coarctation of the aorta is related to 

the HTN. Due to ovarian failure, she sadly cannot have children. You 
need to give her GH or somatotropin. And estrogen at the later stages.  

 

585.  
Case: You see a woman in your clinic with seizures, mental 

retardation, and skin lesions. Your attending TELLS you this is classic 
tuberous sclerosis. What is the genetics here? AD, AR, XR, XD?  

A) AD, or Autosomal Dominant  
 

586.  
Case: "Tyrosine is a precursor for what amino acid?" asks your 

attending.  
 

A) Dopamine (VERY CRITICAL) Think "I married a man named TYler 



(Tyrosine) who became a DOPe! (Dopamine)."  
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587.  

Case: We covered the fact that PKU is a def. what enzyme.... ? And in 
PKU, what primary food group must the patient NOT eat?  

 
A) This AR dx (missing phenylalanine hydroxylase) must be treated 

with amino acid bars (among other Rx) and you must tell your patient 

to avoid meat, dairy, and nuts. Plus, tell them to be aware of some 
sodas and potato chips, which are high in aspartame and 

phenylalanine.  
 

588.  
A five year old boy patient of yours comes in with an overdose of a 

common drug used for bed wetting (starts with letter "i"). How do you 
think he will present?  

 
A) This is imipramine, a tricyclic. Overdose presents with lethargy, 

epilepsy, heart rhythm irregularities.  
589.  

Case: A 30 month old child presents with small bowel obstruction seen 
on x-ray. His PE has bad colicky abdominal pain with bloody diarrhea 

and vomiting. You feel a mass in the epigastrium. What is going on?  

 



A) This is intussusception. Very common.  

 
Small Bowel Obstruction. Supine view of the abdomen (left) shows several dilated loops 

of small bowel in the upper abdomen. The small bowel is disproportionately dilated 

compared the the large bowel which is collapsed. The upright view (right) demonstrates 

multiple air-fluid levels in the dilated loops in a typical configuration of a small bowel 

obstruction. The patient had previous bowel surgery. learningradiology.com 
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Anatomy of a typical intussusception of ileum into the colon. The leading 
proximal, small bowel segment (intussusceptum) telescopes into the distal, 
colon segment (intussuscipens). www.yoursurgery.com 

590.  

Case: Recall what I said, to REALLY LEARN and RETAIN, you must 
study the differential diagnoses TOGETHER. So, the last case was 

intussusception. But there is another dx that is similar in presentation 
and the most common congenital dx of the ileum that involves the 

vitelline duct and ectopic pancreatic and gastic tissue with the GI 
bleeding. What is this???  

 

A) Meckel's diverticulum (very diff to diagnose at birth)  
 
 
 

 
FIGURE 1. Gross specimen of Meckel's 
diverticulum removed from patient in illustrative case 
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