ANNALES
UNIVERSITATIS MARIAE CURIE-SKEODOWSKA
LUBLIN - POLONIA
VOL. LXI, N 2, 148 SECTIO D 2006

Chair and Department of Paedodontics, Medical University of Lublin

MARIA MIELNIK-BLASZCZAK, ARTUR MICHALOWSKI,
MAREK TOMANKIEWICZ, RAFAE. WROBEL

Brachmann’s syndrome (Cornelia de Lange’s syndrome)

Brachmann’s (Cornelia de Lange’s) syndrome is a rare defect characterized by numerous
abnormalities and various degree mental retardation. It occurs once per 50-100 thousand births (1, 5).

The etiology has not been explained explicitly yet. The possible causes include: dominant
autosomal heredity; it might be related to the duplication of the third chromosome long arm (7).
The complexity of the defect may be due to embriopathy of unknown origin developing in the early
period of fetal life (3).

Typical characteristic features include: low birth body weight, short size (dwarfism), delayed
physical development, facio-cranial dismorphia, microcephaly. Remarkable are facial features, so-
-called “clown’s face” with low forehead, abundant hair (hirsutism), thick eyebrows grown together,
long curly eyelashes, antimongoidal wide lid slits (hypertelorism), small flat nose, prominent
philtrum, thin lips with lowered corners and low set auricles (2, 3, 7, 8, 10).

Other characteristics are: muscular hypotonia, contractions and limited range of movement in
the elbows and hips, vertebral defects, shortened long bones, polidactyly (extra fingers), oligodactyly
(lack of fingers), syndactyly (fingers grown together), clinodactyly (finger contractions with adductant
thumbs), extra ribs, completely missing arms (2, 3, 9, 10).

In addition to that, the syndrome includes defects of the heart, digestive system, middle ear and
diaphragmatic hernia. There are also other problems like complicated feeding, irritability, low husky
cry and susceptibility to recurrent infections of the airways, middle ear and skin due to insufficiency
of the immune system (6, 7, 10). The literature also reports microgenia, “gothic palate” and cleft
palate (2, 4,9).

Mortality has not been determined precisely, though a considerable percentage do not survive
adulthood due to both respiratory infections and cancer that develops as a result of impaired immunity.
Besides, many early deaths occur as a result of anomalies within the brain (10).

CASE STUDY

The patient: a boy (G.T.) born in February 1989 was first brought to The Chair and Department
of Paediatric Dentistry, Medical University of Lublin in 2004. When seen, the patient was 15 years
old. At the age of 6, in February 1995, he was consulted in the Paediatric Clinic, Medical University
of Lublin. The examination found physical development considerably delayed in relation to his age
group: at that time the boy’s height was at the level of a 2-year 3-month-old baby, his body weight
of an 8-month old, head circumference of a S-month old, chest circumference of a 5-year old, chest
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SUMMARY

The authors describe the case of a 15-year-old boy suffering from very rare Brachmann’s

(Cornelia de Lange’s) syndrome, the defect characterized by numerous developmental abnormalities

and mental retardation of various degree. The boy remains under specialist care provided by many
specialists, including complex dental treatment performed under general anesthesia.

Zesp6t Brachmanna (Cornelia de Lange)

Autorzy opisujg przypadek 15-letniego chiopca z rzadkim zespolem Brachmanna (zesp6t Cor-

nelia de Lange), charakteryzujacym si¢ wieloma wadami rozwojowymi oraz réZnego stopnia opdz-
nieniem umystowym. Chlopiec pozostaje pod stalg opieka wielospecjalistyczna, w tym prowadzong
w znieczuleniu ogélnym sanacja jamy ustne;j.



