Interhospital conference (abetalipoproteinemia)
A 3-month-old male infant with chronic vomiting
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Pedigree
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Physical examination:

Vital signs: BT 37 °C, HR 144/min, RR 30/min, BP 84/53 mmHg

Anthropometric measurements: body weight 3,030 g (<P3), length 55.3 cm (<P3), HC 36 cm (P3)
General appearance: cachexia, marasmic appearance, irritable, loss of buccal fat pad

HEENT: no icteric sclera, no dysmorphic features, no abnormal odor; sparse, dry and brittle hair
Heart and lungs: unremarkable

Abdomen: no distension, no palpable mass, liver-just palpable, liver span 7 cm, impalpable spleen
Extremities: small hemangioma at left arm and hand, no other rashes

Neurological exam: normal tone, equal movement, deep tendon reflex 2+




Problem lists:
1. Chronic vomiting
2. Severe protein-energy malnutrition

3. History of consanguinity

Differential diagnosis:

1. Cow’s milk protein allergy

2. Gastroesophageal reflux disease

3. Inborn error of metabolism

4. Mechanical obstruction: duodenal stenosis, intestinal malrotation, web, Gl duplication
Investigations:

CBC: WBC 10,310/cu mm (N 42, L 42, E 1%), hemoglobin 13 g/dL, MCV 85 fL,
platelets 524,000/ mm’
Blood chemistries: Na™ 132, K™ 3.4, CI 100, CO, 20 mmol/L; calcium 8.8, phosphate 4 mg/dL
Liver function test: ALP 118, AST 113, ALT 98, GGT 13 U/L; total protein/albumin 6.5/3.2 g/dL,
total /direct bilirubin 0.3/0.2 mg/dL, cholesterol < 50 mg/dL
Glucose: 85 mg/dL
Ammonia: 50 pg/dL (N 15-51)
Lactate: 9 mg/dL (N 6.3-22.5)

Imaging studies:
Abdominal ultrasonography: markedly dilated stomach with retained large amount of gastric
content, no evidence of hypertrophic pyloric stenosis

UGI study: no evidence of gut obstruction, normal rotation, mild GER up to mid thoracic esophagus




Progression:
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CBC: WBC 7,920/cu mm (N 46, L 47%), Hb 10.6 g/dL, MCV 82 fL, platelets 424,000/cu mm

Blood chemistries: Na' 135, K' 4.5, Cl 108, CO,21 mmol/L; Ca 8.8, P 4.2 mg/dL

Liver function test: ALP 101, AST 281, ALT 259, GGT 13 U/L; total protein/albumin 6.5/3.2 g/dL,
total /direct billirubin 0.3/0.2 mg/dL, cholesterol 64 mg/dL

Stool exam: numerous fat globules

Further investigations:
Peripheral blood smear: acanthocytosis
Triglyceride <15, low-density lipoprotein <15, high-density lipoprotein 62, cholesterol 60 mg/dL
Fat soluble vitamin levels:
Vitamin A 06mg/L  (NO0.15-0.4)
Vitamin E 1.4mg/L (N 3-9)

25-hydroxyvitamin D 25 ng/mL (N >30 ng/mL)
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Eﬂ‘ﬂfmﬁ hypocholesterolemia, steatorrhea, significant failure to thrive Tepnaifialiann 3 N9z Ae

1. Abetalipoproteinemia (ABL)

2. Familial hypobetalipoproteinemia

3. Chylomicron retention disease
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Abetalipoproteinemia
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