
591.  

Case: HARD, but doable: You are in a city in Israel where the 
incidence of this dx is 6 in 1000, very very common. A 5 year old boy 

is slowly starting to lose his protective reflexes, and becoming ataxic 
(demyelination). He is getting worsening respiratory problems. This 

disease name starts with the letter "K" and sounds like the word 
"Cab". What is the deficient enzyme here? What is the inheritance?  

 
A) This is Krabbe dx. Krabbe disease is an autosomal recessive 

sphingolipidosis caused by deficient activity of the lysosomal hydrolase 
galactosylceramide beta-galactosidase (GALC). GALC degrades 

galactosylceramide, a major component of myelin. The elevated levels 
lead to widespread destruction of oligodendroglia in the CNS and to 

subsequent demyelination. Death from respiratory failure often results.  
592.  

Case: In the same "category" as the previous concept is this...you see 

a patient at 6 months of age with hepatosplenomegaly, lung problems, 
failure to thrive and psychomotor retardation. Your attending sadly 

tells you the patient will likely die by age 3. What is this dx that starts 
with the letter N.... and then P...... ? What enzyme is deficient?  

 
A) This is Nieman Pick Disease and results from the deficient activity of 

sphingomyelinase, a lysosomal enzyme encoded by a gene located on 
chromosome bands 11p15.1-p15.4. The enzymatic defect results in 

pathologic accumulation of sphingomyelin (which is a ceramide 
phospholipid) and other lipids in the monocyte-macrophage system.  

 
593.  

Case: This HYer is so close but so far from the LAST HYer concept. So, 
listen up...you have another patient who is an Ashkenazi Jew with 

hepatosplenomegaly, pancytopenia, and mild skeletal disease, and you 

are thinking Nieman Pick, but this is NOT it...this is Gaucher disease. 
OK, so what enzyme is missing?  

 
A) Gaucher disease is a lipid storage disease, characterized by the 

deposition of glucocerebroside in cells of the macrophage-monocyte 
system. Deficiency of a specific lysosomal hydrolase, acid beta-

glucocerebrosidase leads to the symptoms. Unlike Nieman Pick 
disease, there IS a medical treatment! You must get everything right 

for your patients!  
 

594.  
Another similar case! This time you got close enough to know the 

ataxia, lost reflexes, slurred speech is Metachromatic leukodystrophy. 



So close to Krabbe's and Gaucher's in presentation...what is the 

enzyme missing?  
 

A) arylsulfatase A!!!  
 

595.  
Case: A young patient comes in with a triad of meningomyelocele, 

spina bifida, and hydrocephalus. He is 8 months old with a large head. 
What is the name of the disease? And what is the Rx?  

 
A) This is Arnold Chiari syndrome and you need to give acetozolamide.  

 
596.  

There are two distinct signs that a baby was shaken abusively...ie 
"shaken baby syndrome". What are they? You MUST recognize them 

for the child's sake!  

 
A) You may see a floppy baby with retinal hemorrhages and subdural 

hematoma.  
 

597.  
Case: You are seeing the delivery of a baby from a 18 year old young 

female with SLE. What is her baby most at risk for (name the organ 
system)?  

 
A) SLE is assoc. with complete heart block towards the child.  

 
598.  

Case: An attending nephrologist comes in and explains to you that he 
has a patient with a defect in the proximal renal tubular reabsorption 

of phosphate. The patient is a young child and is short for his age. He 

tells you this is Vitamin D resistant rickets. What is the inheritance 
type?  

 
A) X-linked dominant  

 
599.  

Case: ANOTHER child comes in with vitamin D resistant rickets. The 
most common rickets in the the USA. How will the child walk towards 

you?  
 

A) The rickets causes bow leggedness and will result in a duck waddle. 
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600.  

Case: I sadly saw this one 
myself....but let's say you see a deceased newborn infant with a 

prominent occiput and low set ears. His hands are clenched with 
rocker bottom feet. Which trisomy is this? 13, 18, or 21???  

 
A) This is Trisomy 18 
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Trisomy 18: digits 2 and 5 overlap 3 and 4 

601.  

Case: Everyone in clinics and from all the USMLE tests are saying 
some of the versions heavily quiz physio and graphs and major 

homeostasis concepts. So...if you have any patient with V. cholera 
infection and they present with dehydration, OR if you have a patient 

with Diabetes IDDM with ketoacidosis, what will you initially do? Guess 
first before peeking at the answer!  

 

A) Replace fluid and electrolytes first.  
 

602.  
Case: For the patients with dehydration, do a careful history to find 

out just why they are ill. Give me two classic findings on PE suggestive 
of dehydration.  

 
A) Oliguria, (low urine output), and acute weight loss!  

http://www.dinf.ne.jp/


 

603.  
Case: Regarding homeostasis and water balance, tell me some major 

causes that are CHRONIC which present with dehydration!  
 

A) We already discussed diabetes, but also think of congenital adrenal 
hyperplasia, diabetes INSIPIDUS, severe sore throat (which prevents 

desire to swallow), cystic fibrosis. Did you get any of these?  
 

604.  
Case: As a patient of yours continues to LOSE fluid balance, he will 

present first with tachycardia, then his or her respiration will speed up. 
Why is this?  

 
A) Often metabolic acidosis ensues, so you have compensatory 

respiratory alkalosis!  

 
605.  

Case: What is the most common form of dehydration (hyponatremic, 
hypernatremic, or isotonic)?  

 
A) ISOtonic!! So this means that water losses roughly equal sodium 

losses.  
 

606.  
Case: You have a patient with severe fluid loss...what will the PE 

present like regarding his skin?  
 

A) When you press his fingertips, capillary refill will be greater than 3 
secs. Also, his or her mucous membranes will be dry (open their 

mouths and LOOK). If it is a baby, the fontanelles will be sunken!  

 
607.  

Case: Again, your patient is water deprived for a long time...what will 
the Urine osmolarity and specific gravity look like?  

 
A) Both values will be severely ELEVATED. think why...and so will the 

BUN/Creatine ratio.  
 

608.  
Case: Again, lumpin along, what will your water deprived patient show 

on his PE for the bicarb level?  
 

A) Secondary to acidosis, his bicarbonate will be decreased! BUT, 



KNOW that if he is VOMITING all the time, his body will face metabolic 

ALKALOSIS.  
 

609.  
Case: This concept is SO CRITICAL...tell me some differences between 

INCREASED vs. DECREASED anion gap! Be specific!  
 

A) Increased anion gap includes: Hyperphosphatemia, HYPOkalemia, 
HYPOcalcemia, HYPOmagnesemia. Massive diarrhea, lactic acidosis, 

DKA, aspirin overdose, chronic kidney failure.  
 

DECREASED anion gap includes: HYPERkalemia, HYPERcalcemia, 
HYPERmagnesemia, low albumin, Li overdose.  

 
610.  

Case: Say I give you a case study and tell you this is a prerenal 

failure. What exact LAB value threshold will you like to see to confirm 
this?  

 
A) A BUN/Creatinine ratio over 20.  

 
611.  

Case: Lumpin...let's say I present a case to you and the patient has a 
capillary finger refill of 1 sec and is very mildly dehydrated after a 

tough rugby match. Should I give him IV boluses?  
 

A) No, for mild cases, just do ORT or oral rehydration therapy. Kinda 
sorta like giving GATORADE juice, you need to give approx. a solution 

with 90 mEq/L Na, 20 mEq/L of K, and 20 g/L of glucose. DO NOT give 
or pick just free water to rehydrate!  

 

612.  
Case: You have a patient with EDEMA from CHF. You do recall our 

discussion of the MOA (Mech. of Action)?  
 

A) The CHF results in decreased renal blood flow. Thus, you retain Na 
and water, resulting in EDEMA  

 
 

613.  
Case: Lumpin along....another patient of yours comes in with EDEMA. 

He or she has LIVER DISEASE. What is the MOA?  
 

A) Decreased albumin synthesis from liver dx results in edema here 



from decreased oncotic pressure.  

 
614.  

Case: Lumpin still. Another pt. with edema comes in with associated 
protein malabsorption syndromes. What is the MOA?  

 
A) So much protein malabsorption results again in decreased plasma 

albumin...thus lower oncotic pressure...and ensuing EDEMA!  
 

615.  
Case: Another EDEMATOUS individual. This time he/she has one of the 

NEPHROTIC syndromes. What is the MOA of edema?  
 

A) The loss of albumin and protein clotting factors results in again 
lowered albumin in the blood, thus lowered oncotic pressure...and thus 

EDEMA!  

 
616.  

Case: A sexually active female walks into your office. She has a lot of 
edema. What is the main thing you are thinking of?  

 
A) PREGNANCY or OCPs!  

 
617.  

Case: Lumpin still...your physio prof comes in and tells you your 
edematous patient has a cardiac origin. HOW will his PE present?  

 
A) SOB, cyanosis, sweating with eating suggest a congential cardiac 

origin to the edema.  
 

618.  

Case: True or False: Can a severe allergic reaction mimick other forms 
of edema?  

 
A) True or Yes...  

 
619.  

Case: Speaking of edema, there is a famous often tested disease that 
presents as a patient young or old that comes in with a deep rash that 

started on the buttocks or lower legs. There is edema on the hands 
and feet. About half of the patients initially presented with Upper 

Respiratory Infections. What is the pathophys of this disease that we 
once spoke of? What meds should you give? (Hint: name starts with 



H... and is named after someone.)  

 
A) This is Henoch Schonlein Purpura. About half the cases were 

preceded by a upper respiratory infection. The etiology of HSP involves 
the vascular deposition of IgA immune complexes. More specifically, 

the immune complexes are composed of IgA1 and IgA2 and are 
produced by peripheral B lymphocytes. The circulating complexes 

become insoluble, are deposited in the walls of small vessels (arteries, 
capillaries, venules), and activate complement, most likely by the 

alternative pathway. Thus, group A streptococci, varicella, hepatitis B, 
Epstein-Barr virus, parvovirus B19, Mycoplasma, Campylobacter, and 

Yersinia are often picked as inciting factors. Treat against the bug if 
persistent (after culture), and give prednisone for the inflammation. 

They also need pain relief like Tylenol or Ibuprofen for some pain. 

 www.medscape.com 

 

Figure 4. (click image to zoom) Direct immunofluorescence 
stain of skin biopsy showing a +3/3 intense granular 
immunoglobulin A and C3 staining of the cutaneous 
vasculature. 

620.  

Case: For the previously discussed cases of edema, which labs will 
help you differentiate between a liver, cardiac, renal, etc. source?  

 
A) For the liver, do the liver function tests. For the cardiac, check for 

cardiomegaly and pulmonary edema on X-ray. Renal sources will point 
to inconsistent serum electrolytes and proteinuria.  

 
621.  

Case: We discussed patients with water deprivation from vomiting and 



diarrhea in a patient. What exact lab value for the Na indicates 

Hyponatremia?  
 

A) Serum sodium under 130 mEq/L!  
 

622.  
Case: Because you will treat dehydrated patients all day long in clinics, 

you need to know what are the most serious consequences of 
protracted diarrhea/vomiting? What labs will the USMLE give you to 

assess the causes?  
 

A) Beware of Hypovolemic shock as the patient's mental status 
worsens with decreased reflexes. The most serious consequence is 

seizures and cessation of breathing. Other than BMP, you need blood 
glucose, liver function tests, protein and lipid levels.  

 

623.  
KNOW every kind of hyponatremia and how the little arrows will point 

with respect to Urine Na, Urine specific gravity, etc. Here, let me ask 
just ONE question: For hyponatremia due to CHF, what is the value of 

the Urine Na and Urine specific gravity?  
 

A) In CHF hyponatremia, urine Na is DOWN, and Urine specific gravity 
is UP. Remember the subtle differences...like KNOW that if you have 

ADDISON'S dx, the urine Na will be up and the urine specific gravity 
will be DOWN! Think why!  

 
624.  

Case: Since HYPERkalemia is so dangerous, tell me a few of the causes 
of hyperkalemia!  

 

A) Addison's Disease, Acidosis, Dehydration (severe), Spironolactone 
drug therapy, and too much K infusion, tubular kidney damage leading 

to improper K excretion.  
 

625.  
Case: Despite warnings, your patient becomes Hyperkalemic. What 

does his/her EKG look like?  
 

A) You will see T wave elevation, then muting of P waves, then QRS 
complex widening, and ST segment depression. Deadly V-fib can 

result!  



 
 

 
 

628. Case: Although we glanced over this in Pharm, tell me what is the 
Rx for a first time HIV patient of yours and tell me the MOA of the 

drugs. Then, we will next quickly go over the MAIN dx of HIV and the 
Rx.  

 
A) In clinics, we like to give 2 nucleoside analogs like AZT (Zidovudine) 

and Lamivudine....PLUS a protease inhibitor like Lopinavir or Rotinavir 
(These drugs usually end with suffix -avir). Recall that the nucleoside 

analogs are THYMIDINE analogs which blocks virus replication via 
REVERSE TRANSCRIPTASE. The protease inhibitors work by blocking 

the modification of precursor polyproteins responsible for synthesis of 
reverse transcriptase and HIV-1 protease itself.  

 

629.  
Case: The next patient comes in with a positive ELISA and Western 



Blot for HIV. Do you recall at least TWO VIRAL ANTIGENS in the 

peripheral blood to also confirm HIV infection?  
 

A) Look for GP41 and P24 antigen.  
 

630.  
Quick, what was the MOST COMMON worry you have with HIV patients 

(i.e. main dx)? What is the Rx? (Hint, this bug hits the lungs and can 
cause SPONTANEOUS PNEUMOTHORAX!)  

 
A) PCP (Pneumocystis carinii). Give TMP/SMX as the Drug of choice. 

This can be LUMPED by thinking all have popular 3 letter abbreviations 
(HIV-PCP-TMP/SMX).  

 
631.  

Case: Now, the HIV positive person comes in with headaches and 

fever. A radiograph is shown that has ring lesions and midline shift. He 
was scratched by a cat last month. What COMMON bug starting with 

the letter "T" are you thinking of? What is the Rx? What are some side 
effects? THINK before you look at the answer below!  

 
A) This is Toxoplasmosis gondii, give a folic acid antagonist like 

Pyrimethamine. Watch for his HTN in intracranium and possible seizure 
activity!  
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Above: Toxoplasma gondii pseudocyst (16 µm) in subcutaneous tissue of otherwise-normal scalp 
skin. 

 


