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features, and therefore, may represent other diseases.
Twenty-one different gene mutations were observed
among the 30 cases, and in those cases with several
identical mutations, hypeotype analysis suggests that
they arose separately and, therefore, do not represent
a founder effect.

Intrafamilial variation was certainly observed;
however, mutations occurring toward the five' end of
the SEDL gene (mutations in Exons 3 and 4) resulted
in kyphosis and scoliosis with severe pain early in life
and with more debilitating types of complications. This
was observed while mutations in Exons 5 and 6 resulted
in milder clinical features.

Mutations were spread throughout the gene,
including point mutations, splice alterations, insertions,
deletions, and complex rearrangements. The most
common type of mutation was a deletion. There was a
10 fold greater occurrence of deletions than would be
expected. This may represent slippage during
homologous recombination between the Y and X
chromosome.

The SEDL phenotype may be explained by reduction
in endochondral bone formation in the epiphysis,
particularly in the vertebral bodies. A timely switch to
up regulate the endogenous expression of a pseudo
gene on chromosome 19 might provide gene therapy.
The authors are undertaking a study of SEDL mutations
in premature osteoarthritis.

Gedeon, AK, et al. Am J Hum Genet. 2001;68:1386-1397.

Editor’s Comment: When genes are identified for the
chondrodysplasias, the possibility of making phenotype/
genotype correlations and understanding the basic
molecular biology are very enticing. This paper is a
lovely demonstration of how a great deal can be learned
in rare disorders by large international collaborations.
This work hopefully will lead both to a better
understanding of disease and to potential therapies.

Judith G. Hall, OC, MD

Postnatal Malnutrition and Growth Retardation: An Inevitable Consequence of
Current Recommendations in Preterm Infants?

Intake of adequate nutrients in preterm infants is difficult
at best, and most often does not accomplish meeting
the recommended dietary intakes (RDI). A nutrient
deficit therefore accrues, leading to postnatal
malnutrition and growth retardation. This study assesses
the dietary intake in a prospective single observer design
in 105 preterm infants with a body weight of < 1750
grams and a gestational age of < 34 weeks who were
admitted to the Neonatal Intensive Care Unit over a 6
month period. Actual intake was subtracted from the
recommended energy intake (120 kcal/kg/day) and
protein (3 g/kg/day), and nutritional deficits were
calculated. Infants were weighed on admission and
throughout the hospital stay.

Nutrient intakes meeting current RDI’s were rarely
achieved during early life. By the end of the first week,
cumulative energy and protein deficits were 406 +/- 92
and 335 +/- 86 kcal/kg and 14 +/- 3 and 12 +/- 4 g/kg in
infants < 30 and those at > 31 weeks, respectively. By
the end of the fifth week, cumulative energy and protein
deficits were 813 +/- 542 and 382 +/- 263 kcal/kg and
23 +/- 12 and 13 +/- 15 g/kg. The z scores were —1.14
+/- .6 and -.82 +/- .5 for infants at < 30 and > 31 weeks.
Stepwise regression analysis indicated that variation in
dietary intake accounted for 45% of the variation in
changes in z-score. The authors concluded that preterm
infants inevitably accumulate a significant nutrient deficit
in the first few weeks of life.

Embleton NE, et al. Pediatrics 107:270-272, 2001.
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Editor’s Comments: This study clearly demonstrated
that there is an accumulated nutrient deficit in preterm
infants in an NICU setup. It also clearly suggests that
the nutritional approach to the care of these infants
needs to be re-thought, perhaps with a more aggressive
approach, i.e. enteral or parenteral feedings. However,
even early parenteral or enteral supplementation might
be limited as these infants might not be able to tolerate
it. A more aggressive enteral feeding is also hard to
attain in the first few days of life, and it could lead to
necrotizing enterocolitis or other adverse effects. The
long-term consequences of this accumulated nutrient
deficit may be important. It is generally assumed that
poor growth in the preterm low birth weight infants
primarily reflects inadequate nutrient intake, and in this
study there was a 45% variation in growth related to
such. Nonetheless, despite poor growth during the initial
stages of life, most premature infants grow well thereafter
and attain a normal height, unless there are other
complications. Once the infant matures, the nutrient
deficits are recouped and there is nutritional recovery
with catch-up growth. However it should be kept in mind
that nutrient deficits in early infancy might have other
devastating consequences. The data from this study
suggest that the clinician is in a quandary and that a
more realistic picture regarding the quantity and quality
of nutritional care in low birth weight infants needs to be
re-thought.

Fima Lifshitz, MD
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