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Beals”  syndrome  (congenital  contractural an 11 - year - old girl who presents all
arachnodaciyly) is charadélerized by aulosomal clinical features of congenital contractural
dominant  inheritance,  multiple  joint  gont-  arachnodactyly,
ractures: arachnodactvlv. dolichostenomelia, o

% s CASE REPORT

vamptodactyly, kyphoscoliosis and crumpled
appearance of the ears, It was irst described by
Beals and Heeht in 1971, who reported two
kindreds und reviewed the literature concluding
that some of the earlier diagnosed cases of
Marfan  syndrome were in fact cases of
congenital contractural  arachnodactyly, inelu-
ding the onginal Marlan report {1.2). Since then
few cases have been reported as Beals’ syndrom
in literature (3-16). Recently it has been shawn
that fibrillin-2 mutations lead to this syndrome,
and @ linkage o a gene coding for Nbrillin on
chiramasome 5g 23- 31 has been demanstrated in

several kindreds (17). In this article, we describe

An |l-year-old female patient was admitted 10
the Orthopedics Department of Dokuz Eyliil
University Hospital with the complaints of
thoracic and lumbar scoliosis. She was the third
child of healthy unrelated parents, She had one
healthy brother and ‘a sister. One male child of
the parents had similar clinical features at hirth
and he died on the first day of life due 1w an
unknown reason. The patient had been operated
[or surgical correction of pes equinovarus at the
age of one and left patellar subluxation at the
age of five vears. On physical ¢xamination the
crown-to-heel length was 141 cm and the arm

span was 148 ¢m. She had crumpled appearance
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of cars (Figure 1a), right thoracic and lefi
lumbar  scoliosis, dobichostenomelia,  flexion
contractures of the knees and clbows, and pes
adductus deformity of the lefi foot (Figure 1h),
She also had arachnodactyly and camptodactvly
(Figure le) The physical examinations of the

eve and the cardiovascular svstem were normal,

Figare 1 a: The typical crumpled appearance of the
edr.

Figure le; Bilatern) camptodactyly of the fingers and arachnodactyly of the

abtained from the parents to publish the patient’ s photo

)

hands. Written permission was
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Roentgenographic  skeletal  survey  showed

severe  thoracolumbar scoliosis, left patellar

subluxation, arachnodactyvly  and  joint
contractures: Chromosome studies and urinary
homocysting concentrations were normal, She
had no heart defects on echocardiography,
Electromyographic  [indings were in nornmal

[ipits,

The patient was diagnosed as Beals™ svndrome

depending on her  ¢linical and  laboratory
tindings. She was discharged [rom the hospital
after the surgical correction of thoracolumbar

scolioss,

DISCUSSION
I he most frequent clinical findings of congenital

contractural  arachnodactyly are multiple

contractures at birth that resolve spontaneously
(4444, dolicostenomelia, arachnodactviy (85%),

camplodactyly  (89%),  abnermalitics of  the

external  cars (63%) and  kyphosisiscoliosis

(50%0) (163 Less Trequent clinical features are
adducred thumbs, clubfoot deformity, bowed

long  bones, hypoplasia  of  calf muscles,

unusually  shaped  head,

micrognathia,  high
arched palaté, heart defects and osteoporoesis.
The  joint  contractures  are  congenital,
symmetrical and usually maximal at the knees
and they improve gradually with age, but
kyphescoliosis  may  be  progressive.  The
intelligence is generally normal (13-17). In our
patient, Beals® syndrome was diagnosed
according to the presence of typical clinical
Mndings such as dolichostenomelia,

arachnodactyly,  camptedactyly,  crumpled

appearance of ears, night thoracal and lefi
lumbar scoliosis, limited movement of elbows
and knees, left patellar subluxation. hypeplasia

of calf muscies and lefl clubfoot,

Differential diagnosis of congenital contractural

arachnodactyly  includes  Marfan  syndrome,

Achard syndrome, homocystinuria, osteogenesis

imperfecty,  Stickler's  syndrome  and  disial

arthrogryposis. The differential diagnosis in our
patient is based uvpon clinical findings and

labaratory results.

Marfan  syndrome is the most imporant

condition o differentinte from Beals™ syndrome

since these  two  conditions  are  similar

phenotypicallv. Both are characterized by

autosomal dominant inheritance, arachnodactyly
and dolichostenomelia, but there are requently
serious ocular and cardiovascular complications
which lead to significant morbidity and early

death  in Marfan  syndrome  (16), The

cardiovascular system s not vsually affected in

Beals’ svndrome  but sometimes  congenital

structural  heart  defects  and  mitral  valve

prolapsus can beo detected  (14). Signifcant

ocular

problems  are  very rare in Beals

svndrome  but eighty percent of induviduals

affected  with  Marfan  syndrome  have

characteristic  eve  abnormalities  including

SEVerD retinal

(17.18)

ectopia lentis, myopia;

detachment,  iritis

Marfan

and  glavcoma

Recently, syndrome  and  Beals’
syndrome have been separated on & molecular
basis as two distinet entities. It is identified that

genetic cause of this syndrome is a mutation of

=13 =



Dokuz Eylil Universitesi Tip Fakilltesi Dergisi
Yal: [998 Cilt: 12 Sayiz 142

fibrillin-2 gene in contrast to fibrillin-1 gene
mutation in Marfan syndrome (17). Shortly after
the finding of linkage of Marfan syndrome 1o the
fibrillin gene on chromosome 135g 1521, Lee et
al (19} and later, other investigators showed
linkage of Beals™ syndrome families 10 a second
fibrillin locus on 5g 23-31 (17.20-22). Intragenic

heterogeneity within the fibrillin 2 gene is likely

to be responsible for the wide phenotypic
differences in patients with Beals® syndrome.
Mutational analysis could not be done in our

patient because of technical insufficiency.

This case of Beals® syndrome s  found
interesting as a rare occuring malformation
and is discussed under the light of recent

literature.
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