An 11-month-old boy with failure to thrive
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Fhivsical examination:
GA A Thaiinfant, no pallor, no jaundice, no dysmorphic features
B 6.3 kg (P3). length 73 cm (P2B-50), HC 42 cm [<P3)
Wo T 360 C BRPROGO mmHag, FR 120/ min, RR 25/min.
HEEMNT: AF 1x1 cm.. FR-closed, otherwise narmal
FS: Normal breath sound, no adventifious sound
CVSonormal 51 52 ., no murrnur
Abdomen: soff, no distension, umbilical hernia Tom., no tenderness. liver & spleen cam't be palpated. no
Exfremities: no deformities
Meurological examination: alert, CN intact, motor power at least gr. %V, no muscle atrophy, sensory intact,
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Easic irvestigations:

CBC Hb 12 g/dL, Het 36%6, MCY 81 6 L, RBEC morphology aniso 1+, micro 1+

WEBC 10, 700/mL (N 2622 L6428 M824 Eos 122). FIt 220.000/mL

Ua yellow, spagr. 1.0158, pH. 6.0, no RBC, no WEC

Stool vellow, loose, no WEBC. no REC, no parasite

Froblern lists:

===Failure 1o thrive

===Chronic diarrhea

===History of hypothyroidism

===[elayed gross motor development

Further irvestigations:

LET: ALF 375 LHL AST 60 USL ALT 71 UL GGT 8 UL, TP B 9 gil. alb 41.8 g/l

TE 0.2 umol/L, DB 0.1 umol/L.

TG 26 mgidL, Chol 29 mg/dL

Coagulogram: FTT 2985, FT 1625 INR 1.4, TT 495

Fepeat Stool exam: vellow, loose, no WEBC, no RBC, numerous fat globules, no parasite
Blood chernistry: Na 137 mmol/L. K 4.23 mmol/L, G 10dmmol/l, CO2Z 20 mmol/l, BUN 19 mag/dL. Cr 0.3

UPPER ENDOSCOPY and histopathology:

Duodenum: mild non-specific change, present of vacuolated cell

Stomach: mild chronic gastritis, no H . pylori

Addifional investigations:

learnngthasastdl stool fat positive wazwu vacuolated epithelial cell Tudn 18 8n%aldd lipid profile uas
Repeat lipid profile: TG 39 mg/dL. Chol 0 mg/dL, HDL-C Omg/dL. LDL-C 16 mgidL

Apoprotein A B2 mofdL (110-200)

Apoprotein B B3 mgidL (80-180)

Wit A 15 75 ugidlL (20-50)

Wit B89 87 ugidL (650-1.200)

Final diagnosis:
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Treatment:
Mon fat diet, Peptamen junior
WitA, D, Wit E supplementation
TE . ZnS04
Folic acid
b T
intralipid + witalipid N 1% drip
Eve exam: no retinifis pigmentosa
MY normal
B before discharge (12/6/49): 7.3 kg,
His brothers [ab:
TG 51 maofdl
Chol 166 magfdL
HOL-C 46 mafdL
LOL-C 108 magfdl

FU: normal growth and developement

Hypobetalipoproteinemia

Lipoprotein:

==Lpoproteins are complexes of lipids and apolipoprotein

==Anolipoprotein stabilize lipid emulsions and act as ligands for receptor-mediated processes
==[ietary lipoproteins (chylomicrons) are formed and secreted in small intestine

»>Other lipoproteins (WLDL) are synthesized in the liver

Apolipoprotein B:

==Plays a central role in lipoprotein metabolism

==apoB 100 synthesized in the liver and is the major protein component of WLOL and LDL-C
==apob 48 synthsized in the small intestine and is the major protein component of chylomicron

==gapoB gene (APOEB) is located in chromosome 2
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Hypobetalipoproteinemia

Primary cause

==Abetalipoproteinemia (ABL)

=>Familial hypobetalipoproteineria (FHEL)

==Chylomicron retention disease

Secondary cause

==Malabsorption, malnutrition, severe liver disease, hyperhyroidism

==3ct vegan diet

==High dose statin treatrment

Familial Hypobetalipoproteinemia (FHBL):

==Hare autosomal codominant disorder

==Mutations on APOE: approximately b0 rmutations that inferfere with the translation of fulHlength apoB
==Heterozygous has been estimate 1: 3,000 (Wety et al.1998)

==Characteristics: low levels of LDL-C, apoB

| <bth percentile for age and sex]

==FHEL have low plasmayit E because vit E s transported in plasma in associated with the apob-
Biochemical and clinical findings:

==Hefrozygotes for FHEL: often asyrmtomatic, rare case severe symptorms and sign of malabsorption.
==Homozydgotes and compound heterozyqotes for FHEL are very similar to those of ABL
==Dlagnosis can be made according inhertance patiern

Clinical manifestations:

- Homozygotes or compound heterozygotes FHEL similar 1o AEL

===l infancy perod

==

==x=Steatorrhea

====3etinitis pigmentosa

===>Loss of OTR. ataxia

====AcanthocyTosis, anemia

- Heterozygous form may have no Gl and only minimal neuralogical finding indicative of mild Wit B deficiency
Diagnostic criteria or lab investigations:

- Homozygous or compound heterozygous form

FEEEEIEMUM ADOE: very [ow

===z Cylomicron, LDL-C absent

=220 < 10 mgfdl, Chaol 25-45 mgid

- Heterozygous form

==>==3erum ApoB, Chylomicron, LOL-C TG are low

==xExAcanthocyiosis from FES

Endoscopy: small bowel =yellow discoloration (snow-white ducdenum)

small bowel biopsy: vacuolated fat-filled enterocyte located on the upper portion of intestinal willi
EM: fat droplet within the cytoplasmic compartment of the enterocyte

Treatment:

1. Restriction of dietary fat and avoidance LET 1o control symploms of malabsarption

2. Supplement fat-soluble vitarmins especially A, K and most importantly B

3. Monitor serum level of fat-soluble vitamins periodically

4. Reqular neurclogical and ophthalmaological evaluation

b Early diagnosis in order to institute a specific diet therapy 1o prevent its neurclogic and ocular
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