Correspondence

Rickets and dysmorphic findings in a
child with abetalipoproteinemia

1o the Editor

I read the interesting case report by Hasosah et al.' A
pregnant with abetalipoproteinemia (ABLP) could
deliver a baby with various dysmorphic features.?
These features might be attributed to the critical role
of fat-soluble vitamins, particularly vitamin A, D, and
E, in maintaining the integrity of various aspects of
fetal development.’ These features might be the sole
and/or the initial presentation of existing ABLP long
time before the full-blown picture of ABLP develops. I
wonder whether the mother of the studied baby was a
known case of ABLP though I presume that she might be
asymptomatic. The context of the study could be further
expanded if the authors adopted the required laboratory
tests to identify that concern but, unfortunately, that was
not carried out. Discriminating mothers of babies with
ABLP together with mutational analysis and genetic
counseling remain critical to cut short the evolution of

new cases of ABLP in the offspring.

Mabmood D. Al-Mendalawi
Department of Paediatrics
Al-Kindy College of Medicine
Baghdad University
Baghdad, Iraq

Reply from the Author

It was with great interest that I read Dr. Al-Mendalawi’s
comments and his insights regarding my recent
publication.! Dr. Al-Mendalawi‘s point regarding
the mother of the studied baby was a known case of
ABLand he suggested mutational analysis and genetic
counseling remain critical to cut short the evolution of
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new cases of ABL in the offspring. I described in the
previous study,' both rickets and dysmorphic findings
in a child with ABLP. Genetic testing to rule out other
cause for dysmorphic features included chromosomal
analysis and microsomal triglyceride transfer protein
(MTP) gene were not carried out in my patient because
of the following: a) The family refused these tests. b)
The mother had no dysmorphic features and she had
good nutrition during pregnancy. ¢) The patient had 2
sisters and one brother. All of them were normal.

We agreed that maternal ABLP could deliver a baby
with various dysmorphic features based on some case
reports. Uslu et al* described the MTP gene in ABLD,
and he observed that some cases could be extremely
severe from early postnatal life and poorly responsive
to treatment. My case report emphasized that the early
diagnosis and initiation of treatment regardless of
ABLP in utero or postnatal offered the best chance for
improved outcome.

Mobhammed Y. Hasosah

Department of Pediatric Gastroenterology

King Saud Bin Abdulaziz University for Health Sciences
National Guard Health Affairs

Jeddah, Kingdom of Saudi Arabia

References

1. Hasosah MY, Shesha SJ, Sukkar GA, Bassuni WY. Rickets and
dysmorphic findings in a child with abetalipoproteinemia.
Saudi Med J 2010; 31: 1169-1171.

2. Seckeler MD, Linden J. Maternal abetalipoproteinemia resulting
in multiple fetal anomalies. Neonatology 2008; 94: 310-313.

3. Belkacemi L, Nelson DM, Desai M, Ross MG. Maternal
undernutrition influences placental-fetal development. Biol
Reprod 2010; 83: 325-331.

4. Uslu N, Girakan E Yiice A, Demir H, Tarugi P
Abetalipoproteinemia in an infant with severe clinical phenotype
and a novel mutation. Turk J Pediatr 2010; 52: 73-77.



