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TWO FEMALE SIBLINGS FROM TURKEY WITH LANGER
MESOMELIC DYSPLASIA (HOMOZYGOUS LERI-WEILL
DYSCHONDROSTEOSIS SYNDROME)"
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SUMMARY: Balci S, Zafer Y, Unsal M. (Department of Pediatrics, Hacettepe University
Faculty of Medicine, Ankara, Turkey). Two female siblings from Turkey with Langer
mesomelic dysplasia (homozygous Leri-Weill dyschondrosteosis syndrome). Turk J
Pediatr 1999; 41: 531-539.

Leri-Welll dyschondrosteosis Is an autosomal dominant syndrome of which the
characteristic features are mild-to-moderate shortness of stature and Madelung
deformity of the wrist. The homozygous state of the gene for Leri-Weill syndrome
causes Langer mesomelic dysplasia which is characterized mainly by shortening of
the long tubular bones, more markedly in the middle than in the proximal and distal
segment of the extremities. In this paper, we present two sisters with Langer mesomelic
dysplasia (12 years and 6 months of age, respectively), from consanguineous parents.
The mother of our cases had Madelung deformity. Father, mother and grandmother
also had a slight deformity of both forearms. Unfortunately, despite the well
documented case of the older sister with Langer mesomelic type dysplasia, the first
and second trimester ultrasonographies of the younger sister were performed by
inexperienced staff of a local urban hospital and the prenatal diagnosis of this case
was not made. In this paper, we also discuss the prenatal diagnosis of Langer type
mesomelic dysplasia. Key words: Langer mesomelic dysplasia, homozygous Leri-Weill
dyschondrosteosis syndrome, hypoplastic ulna-fibula, hypoplastic mandible, prenatal
diagnosis.

Leri-Weill dyschondrosteosis is an autosomal dominant syndrome of which the
characteristic features are mild-to-moderate shortness of stature and Madelung
deformity of the wrist. The homozygous state of the gene for Leri-Weill syndrome
causes Langer mesomelic dysplasia'. The first Turkish case of Langer type
mesomelic dysplasia was reported from Germany in 19802 and the second by
Diren et al.3 1985. This report from Turkey is the third such report of Langer
type mesomelic dysplasia, documented in this case in two siblings.

Case Reports
Case 1

The 12-year-old female patient was the first child born to consanguineous parents
who were cousins. She was first seen at 21 months of age with chief complaints
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in the middle than in the proximal and distal segments of the extremities. The
second most common finding is radial bowing of the radius with additional radial
and volar curvature, hypoplasia of the distal part of the ulna and absence of
an ossified distal ulnar epiphysis, such as was seen in our case3*. The third
common finding is marked shortening of the tibia with lately developed,
moderately deformed and prematurely fused epiphyseal ossification centers3,

Mesomelic is a nonspecific term representing shortening, most apparent in the
forearm and lower leg, and referred to as 'dyschondrosteosis'. In addition to
these findings, a hypoplastic mandible and normal skull are the other
characteristic features. There are no extraskeletal abnormalities and intelligence
is normal3, '

The mesomelic dysplasias are a heterogeneous group of disorders characterized
by shortness predominantly in the radioulnar and tibiofibular segments. Five have
been delineated: Nievergelt, Langer, Robinow, Rheinhardt-Pfeiffer, and Werner3.

Included in the differential diagnosis of mesomelic dysplasia is also Ellis-van -
Creveld syndrome. This syndrome can be differentiated from Langer mesomelic
dysplasia by the presence of cardiac malformations, oligodontia with conical -
teeth, polydactly and nail dysplasia. The mode of inheritance of this syndrome
is autosomal recessive. Heterozygote individuals show mild-to-moderate
shortness of stature and relatively short forearms with Madelung deformity. The
homozygous state is associated with a much more severe shortness of stature.

Bookf described the first kindred with Langer type mesomelic dwarfism from
northern Sweden in 1950. Heterozygotes in this family were short (the father
was 160 cm and the mother 150 cm) and had relatively short fingers, and broad
hands. Motor and mental development were normal. The adult height was
approximately 130 cm. In our cases there was first-degree consanguinity between
the parents, and there was a history of the maternal great grandmother being
of short stature. Heterozygotes in the family were also short (the mother was
141 cm tall and the great grandmother was even shorter, with relatively short
fingers and hands). The first Turkish case of Langer type mesomelic dwarfism
was reported by Kunze and Klemm? in 1980. They reported two female cases
of separate unrelated Turkish families. Both parents of affected females had
signs of dyschondrosteosis, including Madelung deformity. The first three cases
with Langer mesomelic dysplasia from separate unrelated families from Turkey

were reported in 1985 by Diren?® et al.

Goldblatt et al.” described a case of Langer type mesomelic dysplasia with a
mild deformity of the forearms similar to but different from Madelung's deformity

of the forearms.
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Evans et al.8 described the first prenatally diagnosed (2nd trimester) case of
Langer type mesomelic dwarfism by sonography, and reported the pathologic
findings in this case. The mother of this fetus also had Madelung deformity.
Madelung deformity or mild deformity of the forearm may be an important sign
for mesomelic dysplasias.

In this report two sisters from consenguineous parents with Langer type
mesomelic dysplasia are presented. There is no report of this dysplasia occurring
in a related family in the literature. This observation suggests that this dysplasia
may be due to an autosomal recessive gene. In our cases despite the older
sister's illness being well documented, prenatal diagnosis of the younger sister
was not made, probably due to misinterpretation of the first and second trimester
sonographics by inexperienced staff at a local urban hospital. This highlights
the importance of early prenatal recognition of this rare dysplasia. We believe
increased reporting of such cases will prompt early diagnosis.

Acknowledgements

The authors are grateful to Professor J. Spranger for evaluation of the patients'
X-rays and confirmation of the diagnosis.

REFERENCES

1. Langer LO. Mesomelic dwarfism of the hypoplastic ulna, fibula and mandibula. Radiology 1967;
89: 654.

2. Kunze J, Klemm T. Mesomelic dysplasia, type Langer - a homozygous state for
dyschondrosteosis. Eur J Pediatr 1980; 134: 269-272.

3. Diren B, Kahraman O, Kenanoglu A. Mesomelik cticelik (Langer tipi). Cocuk Saghg ve Hastaliklan
Dergisi 1985; 28: 303-310.

4. Spranger JW, Langer LO, Wiedermann H-R. Bone Dysplasias. An Atlas of Skeletal Development.
Philadelphia-Toronto. WB Saunders Co; 1984.

5. Kaitila Il, Leisti JT, Rimoin DL Mesomelic skeletal dysplasnas Clin Orthop Rel Res 1976; 114:
94-106.

6. Bodk JA. A clinical and genetical study of disturbed skeletal growth (chondrodysplasia).
Hereditas 1950; 36: 161-180.

7. Goldblatt J, Wallis C, Viljoen D, Beighton P. Heterozygous manifestation of Langer mesomehc
dysplasia. Clin Genet 1987; 31: 19-24.

8. Evans MI, Zador IE, Qureshi F, Budev H, Quigg MH, Nadler HL. Ultrasonographic prenatal
diagnosis and fetal pathology of Langer mesomelic dwarfism. Am J Med Genet 1988; 31:
915-920.



