Board Review Quiz- October
Fetus and Newborn Infant, Genetics and Dysmorphology and Metabolic Disorders

Question 226
You receive a telephone call from the mother of one of your patients, who tells you that she is 27 weeks pregnant and that her obstetrician has diagnosed a fetal arrhythmia. In discussion with the obstetrician, you learn that the fetal heart rate is 240 beats/min and that there is a 1:1 relationship between the atrial and ventricular contraction.

Of the following, a TRUE statement about this clinical situation is that

a) atrial fibrillation is the most likely cause of the arrhythmia
b) fetal therapy will require umbilical vessel catheterization to deliver medication to the fetus
c) maternal testing for systemic lupus erythematosus should be undertaken
d) preterm delivery should be planned to begin antiarrhythmia therapy
e) the development of fetal hydrops would suggest fetal congestive heart failure
Question 223
A 4-hour-old newborn who weighs 1,890 g and was born at 39 weeks' gestation has a serum glucose concentration of 25 mg/dL (1.4 mmol/L), resulting in tremors and jitteriness. The child appears to have intrauterine growth restriction and is small for gestational age (SGA), but is not ill and exhibits no dysmorphisms. You admit the infant to the special care nursery and order an intravenous dextrose 10% in water bolus and infusion and some additional laboratory tests. The complete blood count reveals a hemoglobin of 23 g/dL (230 g/L), hematocrit of 68% (0.68), platelet count of 150 x 103/mcL (150x109/L), and white blood cell count of 7.0 x 103/mcL (7.0 x109/L) with a normal differential count.

Of the following, the MOST likely complication for this infant is

a) hyperbilirubinemia
b) hypercalcemia
c) hypertension
d) hypokalemia
e) hyponatremia
Question 208
You are preparing to attend the vaginal delivery of an infant at 40 weeks' gestation. Artificial rupture of the fetal membranes 8 hours ago revealed meconium-stained amniotic fluid. The pediatric resident asks what she should plan to do.

Of the following, you are MOST likely to tell her to

a) always ask the delivering physician to suction the mouth and hypopharynx upon delivery of the head
b) be prepared to suction the mouth and hypopharynx upon receipt of the infant on the radiant warmer bed
c) intubate the trachea immediately and suction any meconium in all infants born through meconium-stained fluid
d) provide bag-and-mask positive-pressure ventilation upon receipt of the infant on the radiant warmer bed
e) provide tactile stimulation of the infant to initiate spontaneous respirations
Question 3
A term newborn is delivered by emergent cesarean section because of intrauterine growth restriction, oligohydramnios, and nonreassuring fetal heart rate monitoring in labor. Delivery room resuscitation includes endotracheal intubation and assisted ventilation with 100% oxygen, chest compressions, intravenous epinephrine, and volume expansion. Apgar scores are 1, 2, and 3 at 1, 5, and 10 minutes, respectively. An umbilical cord arterial blood gas measurement documents a pH of 6.9 and a base deficit of 20 mmol/L. At 12 hours of age, the infant demonstrates tonic-clonic convulsive activity of the arms and legs with a concomitant decrease in heart rate and bedside pulse oximetry saturation.

Of the following, the MOST likely cause for this infant's seizure is

a) hypercalcemia
b) hypercarbia
c) hyperglycemia
d) hypomagnesemia
e) hypoxia
Question 35
A term male infant is born to a woman who has known multiple drug abuse problems. Her urine drug screen was positive for barbiturates, benzodiazepines, and opioids upon admission to the labor and delivery unit. The infant is delivered vaginally without complications. Apgar scores are 8 and 9 at 1 and 5 minutes, respectively. His birthweight is 3,500 g. You are asked to evaluate the infant for early discharge at 23 hours of age. Findings on physical examination are normal, with the exception of jitteriness, and the infant is not breastfeeding well. 

Of the following, the BEST reason to keep this infant in the hospital is that
a) a negative urine drug screen for the infant is required
b) breastfeeding failure requires a lactation consultation
c) foster care placement must be arranged
d) jitteriness is most likely due to hypoglycemia that requires treatment
e) neonatal abstinence syndrome may not be fully evident for 5 days or more
Question 40
You are notified by the newborn screening program that a 2-week-old infant in your practice has an elevated phenylalanine level, which is confirmed by repeat testing. The mother reports that the baby is healthy and breastfeeding well.

Of the following, the MOST important first step in management of this infant is to

a) admit the baby to the hospital for further evaluation
b) consult with a metabolic geneticist or nutritionist
c) instruct the mother that she no longer should breastfeed
d) place the baby immediately on phenylalanine-free formula
e) send urine for organic acid analysis
Question 46
A 2,700-g male infant born at 36 weeks' gestation is being treated for suspected neonatal sepsis following the development of respiratory distress shortly after birth. His mother had a fever to 102°F (38.9°C) during labor and delivery but reports that she had no illnesses during pregnancy. 

Of the following, the MOST appropriate antibiotic regimen for this infant is

a) ampicillin and an aminoglycoside
b) clindamycin and a third-generation cephalosporin
c) meropenem and an aminoglycoside
d) piperacillin and an aminoglycoside
e) vancomycin and a third-generation cephalosporin
Question 115
You are making rounds in the neonatal intensive care unit and discussing the complications of necrotizing enterocolitis (NEC) with the residents.

Of the following, the MOST likely long-term complication following NEC is

a) encopresis
b) failure to thrive
c) gastroesophageal reflux disease
d) intestinal stricture
e) pneumatosis intestinalis
Question 99
A term infant is delivered vaginally following a pregnancy complicated by diabetes mellitus. His oral and nasal airways are suctioned and found to be patent and free of meconium. He has cyanosis and respiratory distress immediately following birth that requires intubation and assisted ventilation with 100% oxygen. Because no improvement is apparent in the next 5 minutes, he is admitted to the neonatal intensive care unit. His birthweight is 4,500 g. A chest radiograph reveals findings consistent with decreased pulmonary blood flow.

Of the following, the MOST likely cause of respiratory distress in this infant is

a) anemia
b) choanal atresia
c) hyperglycemia
d) hypermagnesemia
e) persistent pulmonary hypertension
Question 162
You are examining a preterm infant who was delivered at 34 weeks' gestation due to premature labor and a maternal urinary tract infection. His mother is 23 years old and has had insulin-dependent diabetes mellitus for many years. Her diabetes reportedly was well managed during the pregnancy, and a recent hemoglobin A1C measurement was 7.0%. On physical examination, the infant is appropriately grown for gestational age, weighs 2 kg, and has a gestational age assessment that equates to 34 weeks. He requires supplemental oxygen with an FiO2 of 0.40 administered by continuous nasal positive airway pressure.

Of the following, the GREATEST concerns for this infant related to his mother's diabetes are

a) anemia, hypotension, and hypercalcemia
b) apnea, bradycardia, and hypercalcemia
c) hyperglycemia, hyperacusis, and aortic stenosis
d) hyperglycemia, hypocalcemia, and sepsis
e) hypoglycemia, hypocalcemia, and polycythemia
Question 23
Parents who are new to your area bring in their 3-year-old daughter for evaluation because they are concerned about her delayed speech. They say that she uses about 50 single words. The girl has had tetralogy of Fallot repaired surgically and recurrent upper respiratory tract infections with otitis media, for which tympanostomy tubes have been placed. Findings on physical examination include microcephaly, underfolded pinnae, a broad nasal bridge, cleft uvula, and a small chin. In addition, the child's speech has a hypernasal quality. The family history is negative for birth defects and developmental delays.

Of the following, the contiguous gene deletion syndrome that BEST fits this child's features is

a) Angelman
b) Beckwith-Wiedemann
c) 4p-
d) Prader-Willi
e) 22q11
Question 247
A mother brings in her 4-month-old baby because she is concerned about the infant's head shape. The baby is growing and developing normally. Physical examination findings are normal except for a flat occiput and a wide biparietal diameter with a flat forehead. The head circumference is normal, and the anterior fontanelle is small but patent.

Of the following, this baby's findings MOST likely are caused by

a) bilateral coronal suture synostosis
b) bilateral lambdoid suture synostosis
c) metopic suture synostosis
d) positional plagiocephaly
e) sagittal suture synostosis
Question 98
You are making rounds with medical students in the neonatal intensive care unit and examining a 2-kg, 34 weeks' gestation newborn whose mother had gestational diabetes mellitus. The infant has no respiratory distress. A medical student asks how to test for fetal lung maturity to predict the risk of neonatal respiratory distress syndrome in the offspring of a pregnant woman who has diabetes mellitus.

Of the following, the MOST appropriate test is

a) disaturated lecithin presence

b) lecithin:sphingomyelin ratio

c) phosphatidylglycerol presence

d) phosphatidylinositol presence

e) total surfactant activity

Question 119
You receive a call from a local neonatologist because the mother of a newly admitted baby has identified you as her pediatrician. The baby was born at term and had Apgar scores of 1, 2, and 4 at 1, 5, and 10 minutes, respectively. She is requiring significant ventilatory and fluid support, and she has multiple congenital anomalies, including bilateral microtia, depressed nasal bridge, ocular hypertelorism, cleft palate, and macrocephaly. Echocardiography shows truncus arteriosus, and head ultrasonography reveals dilated ventricles consistent with hydrocephalus.

Of the following, the teratogenic agent that is MOST likely responsible for this infant's features is

a) alcohol

b) isotretinoin

c) Phenobarbital

d) Phenytoin

e) Thalidomide

Question 39
You are called to the emergency department to evaluate a 5-month-old boy who has new-onset seizures. On physical examination, you note that he is thin and has marked hepatomegaly. The mother tells you that he has been irritable the past several mornings when he awakened from a full night's sleep. This morning, she found him seizing in his crib and called 911. Laboratory tests performed on specimens taken prior to starting intravenous fluids reveal hypoglycemia, lactic acidosis, hyperuricemia, and hyperlipidemia. You suspect a diagnosis of glycogen storage disease.

Of the following, the MOST appropriate long-term management of this disorder includes
a) coenzyme Q10 administration
b) oral administration of cornstarch
c) oral carnitine supplementation
d) protein restriction
e) restriction of long-chain fats
Question 135
The pregnant mother of a child in your practice recently learned that her grandmother had a child who died of "probable metabolic disease" at 2 days of age. She does not know details, and medical records on that child no longer are available. The mother asks if her pregnancy can be tested to see if the fetus could be affected with the same disorder.

Of the following, the MOST accurate statement regarding metabolic disease in the prenatal setting is that

a) fetuses affected with metabolic diseases are unlikely to come to term
b) knowing the parents' ethnic backgrounds aids in determining which tests should be offered
c) level 2 ultrasonography during the second trimester is likely to be helpful in detecting metabolic disease
d) poor fetal growth is common in metabolic diseases
e) prenatal metabolic screening panels are widely available
Question 151
A 2-day-old male is approaching hospital discharge from the regular nursery. You receive an urgent call from the nurse caring for him, who says that he would not awaken for his last feeding and is now difficult to arouse. A blood glucose determination is normal. You arrange for laboratory tests and call the neonatologist to evaluate the baby while you make plans to leave your office. When you arrive at the hospital 45 minutes later, the baby has been transferred to the neonatal intensive care unit, is now comatose, and has irregular breathing. Results of a complete blood count with differential count, platelets, and a chemistry panel, including renal and liver function tests, are normal.

Of the following, the MOST appropriate laboratory test for diagnosis and formulating a treatment plan for this baby is

a) acylcarnitine profile
b) serum ammonia
c) total and free carnitine
d) urine organic acids
e) very long-chain fatty acids
Question 167
A 7-month-old boy presents to the emergency department with vomiting and diarrhea. Findings on physical examination are normal except for dehydration and lethargy. Laboratory tests reveal a serum glucose concentration of 30.0 mg/dL (1.7 mmol/L). The mother tells you that she recently had the flu. Family history is negative for any serious or chronic illnesses. You are considering an inborn error of metabolism.

Of the following, the MOST helpful next laboratory test is measurement of
a) serum calcium
b) serum lipids
c) serum sodium
d) urine ketones
e) urine reducing substances
Question 183
A 2-day-old infant is transferred from the regular nursery to the neonatal intensive care unit for evaluation and management of poor feeding and lethargy. A serum metabolic panel reveals a carbon dioxide concentration of 12.0 mEq/L (12.0 mmol/L) and a borderline low white blood cell count. After stopping all feedings, a septic evaluation is performed, and intravenous antibiotics are started. During this time, she becomes alert and vigorous, and her carbon dioxide value normalizes. Three days later, results of the septic evaluation are negative, and the infant resumes human milk feedings. Initially she does well, but after 2 days, she begins to vomit and becomes less active. Serum metabolic panel shows a glucose concentration of 35.0 mg/dL (1.9 mmol/L), a carbon dioxide concentration of 8.0 mEq/L (8.0 mmol/L), and an anion gap of 25; the serum ammonia value is twice the upper limit of normal. The baby is again made NPO and given intravenous fluids.

Of the following, the MOST critical diagnostic test for this baby is

a) lysosomal enzyme analysis
b) peroxisomal enzyme analysis
c) serum galactose-1-phosphate measurement
d) serum toxicology screen
e) urine organic acids measurement
Question 199
During the health supervision visit of a 2-week-old infant, you note that his weight remains below his birthweight. The baby was delivered at term by a midwife in the parents' home. There were no complications, and the parents have declined all perinatal testing. His mother says that he breastfeeds well, and her milk supply is good compared with that for her previous two children. Recently, though, the infant has been vomiting after feedings. On physical examination, he has total body jaundice, and his liver is enlarged to palpation. He is alert.

Of the following, the test that is MOST likely to aid in diagnosis is

a) abdominal ultrasonography
b) serum transaminases measurement

c) total and direct bilirubin measurement

d) urine organic acids measurement

e) urine reducing substances measurement

