Board Review Week of October 5, 2009 – METABOLIC DISORDERS
1.  Question 120
The parents of a child in your practice call you for advice after learning that the husband 's newborn niece has been diagnosed with a rare inborn error of metabolism. The mother of your patient is 16 weeks pregnant with their second child. They ask you whether their new baby will be affected. These parents are not related to one another, and the wife is not related to the mother of the affected newborn. You refer them for genetic counseling.

Of the following, the risk for this same metabolic condition to affect the unborn child is CLOSEST to

a) <1%

b) 5%
c) 10%
d) 25%
e) 50%
2.  Question 72
Parents who are new to your area bring their 4-year-old son to your office for evaluation of poor growth and developmental delays. They say that he was growing and developing normally until about 2 years of age. He now has a few single words. You review his records and note that his height was at the 50th percentile at age 2, and it is at the 10th percentile today. The occipitofrontal circumference is at the 97th percentile. On physical examination, the boy has dark and heavy eyebrows, full cheeks (Item Q72A), and full lips. His hands are broad, and his fingers are stubby and cannot be fully straightened (Item Q72B). There are flesh-colored nodules over the scapular regions and hepatosplenomegaly. A review of the family history reveals that the mother had two maternal uncles who died in mid- to late childhood of unknown causes.
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Of the following, the condition that is MOST consistent with this child 's presentation is
a) glycogen storage disease, type 1

b) Hunter syndrome
c) Hurler syndrome
d) I-cell disease
e) Sanfilippo syndrome
3.  Question 232
A 4-month-old child is admitted to the hospital for evaluation of failure to thrive and generalized seizures. On physical examination, the child appears wasted and has a protuberant abdomen and marked hepatomegaly. Laboratory evaluation reveals fasting hypoglycemia, lactic acidosis, hyperuricemia, and hyperlipidemia. The boy's parents are first cousins. 

Of the following, the BEST long-term management of this disorder is

a) oral dietary supplementation with long-chain fatty acids

b) oral dietary supplementation with protein
c) regular intravenous administration of 10% dextrose in water
d) regular intravenous administration of glucagons
e) regular oral administration of cornstarch
4.  Question 15
You have just received the results of the screening program for congenital hypothyroidism for one of your newborn patients.  The T4 concentration is low and the TSH level is elevated.  These findings suggest

a) laboratory error

b) prematurity

c) primary hypothyroidism

d) secondary hypothyroidism

e) thyroxine-binding globulin deficiency

5.  Question 16
You are asked to see a 5 day old boy who has become increasingly lethargic and unresponsive.  He is severely acidotic and has hyperammonemia.  You suspect a metabolic disorder.  

Each of the following would be appropriate management EXCEPT

a) dialysis

b) intravenous administration of arginine

c) intravenous administration of bicarbonate

d) intravenous administration of glucose

e) intravenous administration of vitamin B12
6.  Question 17
Liver transplantation is the only approved effective treatment for which of the following

a) carnitine deficiency

b) glycine encephalopathy

c) hereditary tyrosinemia

d) isovaleric academia

e) maple syrup urine disease

7.  Question 18
The mode of inheritance for most metabolic disorders in the newborn is

a) autosomal dominant

b) autosomal recessive

c) multifactorial

d) X-linked dominant

e) X-linked recessive

8.  Question 5
On the second day after birth, an initially vigorous term infant begins to feed poorly, develops tachypnea, and becomes increasingly less responsive to stimulation.  No other abnormal findings are detected on physical examination.  Chest radiograph appears normal.  Laboratory evaluation reveals a normal complete blood count; differential count; pH; and serum electrolytes, glucose and lactate.  Serum ammonia concentrations are high and urine ketones are absent. 

Of the following, the MOST likely explanation is

a) fatty acid oxidation defect

b) organic acidemia

c) renal tubular acidosis

d) sepsis

e) urea cycle defect

9.  Question 6
On the second day after birth, an initially vigorous term infant begins to feed poorly, develops tachypnea, and becomes increasingly less responsive to stimulation.  No other abnormal findings are detected on physical examination.  Chest radiograph appears normal.  The complete blood count and differential count are normal.  The pH is low, serum ammonia value is high, sodium and chloride values are normal, potassium is elevated, bicarbonate is low, serum glucose is low, and serum lactate is slightly elevated.  Ketones are present in the urine.

Of the following, the MOST likely explanation is

a) fatty acid oxidation defect

b) organic acidemia

c) renal tubular acidosis

d) sepsis

e) urea cycle defect

10.  Question 7
A previously healthy 2 month old girl rapidly becomes comatose shortly after the onset of an apparent upper respiratory tract infection.  Aside from clear nasal discharge and coma, findings on her physical examination are unremarkable.  Chest radiography appears normal.  Laboratory findings include a normal complete blood count and differential count, pH serum electrolytes, and serum lactate.  Serum ammonia values are high and serum glucose is low.  There are ketones are in the urine.  

Of the following, the MOST likely explanation is

a) fatty oxidation defect

b) organic acidemia

c) renal tubular acidosis

d) sepsis

e) urea cycle defect

11.  Question 8
A 12 month old boy who has had progressive loss of developmental milestones over the past 6 months is found to have a cherry red spot on examination of each retina.  

He MOST likely suffers from a disorder of

a) glycoprotein synthesis

b) glycosylation

c) lysosomes

d) mitochondria

e) peroxisomes

12.  Question 9
Physical examination of a newborn reveals a high forehead, flat occiput, large anterior fontanelle, hypoplastic supraorbital ridges, epicanthal folds and micrognathia. 

The infant MOST likely has a disorder of

a) amino acid metabolism

b) fatty acid oxidation

c) glycogenolysis

d) lysosomes

e) peroxisomes

13.  Question 213
On examination of a 7 year old boy during his health supervision visit, you note that he has grown less than 1 in (1.5 cm) in the past year and that he seems somewhat pale.

Of the following, the BEST test(s) to check for hypothyroidism is(are) measurement of

a) triiodothryonine (T3)

b) T3 and thyroid-stimulating hormone (TSH)

c) Thyroxine (T4) and T3

d) T4 and TSH

e) TSH

14.  Question 14
Which consulting service can you reach by calling 8-3335 and who can you reach by calling there?
a) Genetics, Dr. Greene

b) Genetics, Dr. Kaplan

c) Genetics, Megan

d) Genetics, Jess

e) All of the above

