
632.  

Case: Now, another HIV positive pt comes with fever, and MILD 
headaches and a radiograph with hydrocephalus. What COMMON bug 

starting with the letter "C" am I looking at? What drug or Rx?  
 

A) This is highly confused with PCP and Toxoplasma. The bug I am 

seeing here is Cryptococcus meningitis. MAKE SURE YOU KNOW THE 
DIFFERENCES COLD LIKE YOUR NAME, MOTHER'S NAME, etc. Treat 

with Amphotericin B. (Mneumonic: When you think of a "Crypt" 
(cemetery relation), think of a crazy band that is obsessed with the 

DEAD, and likes to play their AMPlified (Amp B) electric guitars inside 
the scary Crypt.)  
 

633.  
Case: Quick, the NEXT RELATED COMMON bug with HIV attacks the 

eyes, leading to loss of vision and retina detachment. What bug and 
drug? No hints here...except it starts again with the letter "C". Give 

morphology of bug...too.  
 

A) This is CMV retinitis. YOU must give GANCICLOVIR! This is part of 
the HERPESVIRUS family. It is double stranded, linear, enveloped. (My 

mneumonic....think....CMV stands for California Motorcycle Vehicle 
GANG) [Think and imagine a CMV gang riding down the highway 

getting flies stuck in their eyes and slowly losing their eyesight!!!]  
 

 Cotton wool spots  

 Retinal hemorrhages  

 



 CMV retinitis  

 
 

 

 

 

634.  
Case: Now an ENT doctor refers to you a patient with HIV and oral 

thrush. What is this super common bug and drug in HIV? Can you 

identify IT PRECISELY under a microscope? If not, LOOK for it in a 
Microbiology book/atlas!  

 
A) This is Candida. Treat with an "azole" like Ketoconazole, 

Clotrimazole or Nystatin.  
 

 
Oral Candida. oral thrush 



635.  

Case: OK, an HIV patient of yours has really BAD diarrhea. Your acid-
fast staining of stool demonstratess red-stained round oocysts against 

a blue-green background. White and red blood cells should not be seen 
in the stool. What super common opportunistic bug starting with the 

letter "C" is here? Rx?  
 

A) This is Cryptosporidiosis. Drug treatment is difficult, but the HAART 
treatment for HIV is helping a lot. Give them symptomatic treatment 

with LOPERAMIDE or Kaopectate.  
 

636.  
Case: You have a pregnant woman that asks you the difference if any 

between taking a teratogen in the first trimester or third trimester. 
What do you say?  

 

A) Taking a teratogen in the first trimester usually damages 
organogenesis, while taking a teratogen in the third trimester often 

slams the CNS development and the growth of the baby!  
 

637.  
Case: Some pregnant women come to your office and asks what is the 

MOST COMMON maternal disorder that is teratogenic. What do you 
say?  

 
A) Diabetes mellitus, one in ten diabetic females' babies have a birth 

defect.  
 

638.  
Case: A women who is African American with history of benign fibroids 

is pregnant. She asks if this could hurt the baby. What do you answer?  

 
A) Unfortunately, the fibroids can "squeeze" the baby, and present 

with abnormal facies, club feet, or abnormal lie/breech presentation.  
 

639.  
Case: What is the inheritance pattern for the most common blood 

coagulation disorder named after a doctor with the name "V"?  
A) So so common and heavily tested in clinic and exams, this is Von 

Willebrand's disease, and is AD or an Autosomal dominant disorder. 
Recall, you must tell the pt. she has a 50% chance of passing this to 

her children!  
 



640.  

Case: You have a patient with the classic triad of low intelligence, 
epilepsy, and raised tumorlike angiofibromas on the skin. What is the 

inheritance pattern of the dx? What is the name of the dx? What is the 
pathology exactly?  

 
A) AD, this is Tuberous Sclerosis (we mentioned it long ago once), The 

protein tuberin is dys-regulated, leading to hamartomas and tumors in 
all organs of the body, notably on the skin. 

 
 

 
 

641.  
Case: This can be both autosomal dominant and recessive inheritance, 

but the common-"ness" of it demands a question. A patient comes in 
with a history of recurrent episodes of acute pancreatitis and eruptive 

xanthomas. He is at increased risk of coronary disease. He lives a 

sedentary life and eats only greasy hamburgers. Name SOME common 
causes of his condition, both genetic and non-genetic.  

 
A) HyperTRIglyceridemia, this is caused by uncontrolled Diabetes and 

obesity. Two genetic causes of high TG are lipoprotein lipase [LPL] 
deficiency and apolipoprotein [apo] C-II deficiency leading to 

triglyceride (TG) elevations that are exceedingly elevated.  
 



 



 
642. all autosomal dominant disorders, we discussed they are 

STRUCTURAL PROTEIN disorders. They have 50% inheritance patterns.  

 
Also, most autosomal recessive disorders are enzyme and "-emia" 

(blood stuff) related. Except for three common "-emias", that is: 
Hereditary spherocytosis, von Willebrand disease, Protein C deficiency 

(REMEMBER AT LEAST THESE THREE EXCEPTIONS), the enzyme and 
"-emia" diseases are autosomal recessive. The exceptions to the blood 

"emia" rule is initials H.P.V. as seen above. This is an abbreviation 
"mnemonic". AR is 25% passed on.  

 
643.  

Case: Anemia, jaundice, and splenomegaly. This class triad is seen 
with a patient who is young and has that classic palpable spleen. You 

see a slide which has these round RBCs. What is the disease?  
 

A) We JUST spoke of it. Hereditary spherocytosis presents in this way. 

Don't forget this NBME/attending/resident favorite!!! Try to recall the 
MOA of the giant spleen.  

644.  
Q) I may have asked this long long ago, but what is the problem in 

Hereditary spherocytosis?  
 

A) Alpha or Beta Spectrin def. (The alpha form is related to AR 
inheritance.) But know the Beta form is more common as is AD.  

 
645.  



Case: A nonsmoking patient of yours comes in and has panacinar 

emphysema. She also had chronic bronchitis. What protease is 
malfunctioning? What is the disease and Rx? What is the 

pathophysiology?  
 

A) This is ALPHA 1 ANTITRYPSIN DEFICIENCY. The genetic defect of 
alpha 1 antitrypsin deficiency results in a molecule that cannot be 

released from its production site in hepatocytes. Low serum levels of 
the protein result in low alveolar concentrations, where the molecule 

normally would serve as protection against antiproteases. The 
resulting protease excess destroys alveolar walls and causes 

emphysema. Give a drug branded called Prolastin to replace the 
deficiency.  

 
646.  

Case: Couple A comes in and you note that the male is achondroplasic 

(dwarfism/extremely short stature). The female is pregnant, she asks 
what is the chance her baby is going to be have achondroplasia. What 

do you say?  
 

A) This is AD, autosomal dominant inheritance, so the male will 
transmit the gene to half his offspring.  

 
647.  

Case: Couple B comes in and you note that BOTH are suffer from 
achondroplasia (dwarfism). They are asking about the inheritance to 

their children. What do you say?  
 

 
A) Again, this is 50% BECAUSE the homozygous form usually does 

NOT survive to birth. So the 50% HETEROzygous form will have the 

phenotype of dwarfism, but half will be normal.  
 

648.  
Q) We are discussing achondroplasia. What is the MOA of this AD 

disease?  
 

A) The MOA or pathophys is such that fibroblast growth factors are 
structurally related proteins affected...and are associated with cell 

growth, migration, wound healing, and angiogenesis. At the cellular 
level, their function is mediated by transmembrane tyrosine kinase 

receptors, known as fibroblast growth factor receptors (FGFR). 
Mutation in FGFR3 gene is responsible for the achondroplasia, or 

dwarfism.  



 

649.  
Case: You research 100 achondroplasia patients and only 10 had any 

history of the dx in the family... why???  
 

A) Don't forget the mech. of SPONTANEOUS MUTATION. This disease 
is noted for 90% new mutations in the lineage.  

 
650.  

Case: You see a patient with hypertension, infections, hemorrhage and 
renal stones. You feel a large mass on one side of the body. What 

mode of inheritance is this dx? What is the dx?  
 

A) AD inheritance, Adult Polycystic Kidney Disease presents as above 
with large cysts in the kidneys. Renal failure will usually result by age 

60. Radiographs will show large circles or cysts. 

  
 

 

 

 

 

 

 

 

 



This specimen shows a close-up view of the cut surface of an enlarged kidney removed 

from a patient with adult polycystic kidney disease 

 
 

651.  

Case: A patient of yours with the previously mentioned ADPKD dies of 
a lesion around the vessels in the brain. Given a CT scan, could you 

point to the area that is lesioned?  
 

 
A) Commonly, ADPKD patients die of a berry aneurysm, even if their 

renal failure is controlled.  
 

 

 

The white arrow on the black card marks the site of a ruptured berry 
aneurysm in the circle of Willis. This is a major cause for subarachnoid 
hemorrhage. library.med.utah.edu/WebPath/CNSHTML/CNS023.html 



 

 
 

 

652.  
Case: You have a female patient who works in a pet shop who is 25 

years old and sexually active. She just gave birth to a baby boy who is 

7 weeks old. The baby comes in with otitis media, wheezing, and 
conjunctivitis. What is the drug you prescribe? What is the bug?  

 
 

A) So common, this is Chlamydia pneumonia, caught by the baby 
through the birth canal. They may be asymptomatic for the first few 

weeks of life! Give tetracycline as drug of choice. (Mnemonic: Think 
and imagine...MY pet CLAM named RICK who swallowed my pet TETRA 

fish.) [ My-Mycoplams, CLAM- ChLAMydia, RICK-Rickettsia...and 
TETRA-Tetracycline ]  
 

 


