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SUMMARY

A-7-year-old female child presented with mottled
hypopigmented and telangiectatic lesions over the
face, arms, legs, and buttocks. The child is short
statured with very short thumbs. The hair is sparse,
short, and thin with loss of eye lashes and eye brows.
There is no cataract or other extracutancous fea-
tures. To the best of our knowledge, this is the first
case of R.T.S reported in Libya. Our patient was
diagnosed on clinical features and histopathological
findings.

INTRODUCTION

Rothmund Thomson syndrome (RTS) is a genetic
disorder usually presents in early life as
poikiloderma and a variety of extra cutaneous de-
fects including cataract and skeletal abnormali-
ties, 1,2 photosensitivity, hypogonadism, and defec-
tive dentition.

Case Report

A. A. is a female Libyan child referred to us for
the first time at the age of one year from the pedia-
trician as a case of atopic infantile eczema that
started at the age of 3 months. The baby was born
after uneventful full term pregnancy. There was no
family history of a similar illness. However, the
patient had a sister who died at the age of 8 months
because of congenital anomalies in the heart.
Patient’s parents are first degree cousins.
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Figure 1: Rothmund Thomson syndrome. Very short
thumbs.

Figure 2: Rothmund Thomson syndrome. Absence of
eye brows and lashes.

At the time of presentation, there was macular
erythematous telangiectatic and pigmented lesions
over cheeks and forehead, back, and buttocks. The
child did not show up until the age of 7 years. Then
represented to us at the age of 7 years with the same
type of lesions extending to the arms, legs, and but-
tocks. In addition, the child developed papular warty
lesions over dorsa of hands and feet. She was small
for her age with very short thumbs (Figure 1). Her
motor and mental developments were normal. There
were no cataracts, and the hair appeared short and
thin. Both eye brows and lashes were absent (Fig-
ure 2).

Skin biopsy showed thinned epidermis with
hydropic degeneration of the basal layer with his-
tiocytic lymphocytic infiltration in the upper der-
mis.
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DISCUSSION

Poikiloderma congenitale (R.T.S.) is inherited in
an autosomal recessive pattern. It appears few
months after birth with erythema on the face and
subsequently extends to the dorsa of hands and feet
and occasionally to the arms, and legs, and but-
tocks"2*%  Palmoplantar hyperkeratosis and
calcinosis cutis are associated features®. The hair

is sparse and nail dystrophy is present in 25% of

the patients®®, There is increased sensitivity to sun

light reported in some patients, and development of
skin tumors has been also reported®".

The extracutaneous features of this syndrome
include zonular cataracts in about 50% of pa-
tients®*® which usually occurs before the age of 7,
and skeletal abnormalities with small stature, saddle
nose, short hands, joint sublaxation, kyphoscoliosis,
and cysts in the long bones"*?. Metaphyseal
chondrodysplasia and osteogenic sarcoma has been
also reported in some cases/!12),

REFERENCES

I-Taylor WB. Rothmund’s syndrom - Thomson syndrom. Acta
Dermatol 75:236-44.

2-Okirkham TH, Wam EB. The ophthalmic manifestations of
Rothmund’s syndrome, Can V. Ophthalm, 1975; 10: 1 -14

3-Rook A., Davis E. Stevanovic D., Poikilodema congenital :
Rothmund Thomson syndrom (Review).Acta Derm Venereol

(Stockh), 1959; 39: 392- 420,

4-Silver H. K. Rothmund Thomson syndrom. An oculocutaneans
disorder. Am J Dis Clild, 1949; 111: 182 - 190,

5-Rook A. Whimstes 1. Congenital cutaneous dystrophy (Thomson
ype). BrJ Dermatol 1949; 61: 197 - 205.

6-Judge Mr. Kirbya, Harper J.I. Rothmund - Thomson syndrom
and osteosarcoma. Br J Drmatol 1993; 129: 723 - 720.

7-Davis M.G. Rothmund - Thomson syndrome and malignant
disease, Clin Exp Dermatol 1982; 7: 455.

8-Thanhansher S.T. Werner syndrom (progeria of the adult) and
Rothmund’s syndrom. Two types of closely related heredofamilial

atrophic dermatosis with juvenile cataract and endocrine features.
Ann Intermed 1945; 23: 559 - 626.

9-Kassner E.G., Qazi Q.H., Haller J.O. Kombinmit osteogenesis
imperfecta tarda and used sarkom des obesschenkels. Zkinderheik
1962; 86: 289 - 98 (Ger).

10-Tokciagm, Sate K.I., Funayama K. et al. Rothmund’s Thomson
syndrom associated osteosarcoma. J Orthoped Assoc 1976; 50 287
- 90.

l1-Koslowski K, Scougall JS, Oates RK. Osteosarsoma in a boy
with Rothmund - Thomson syndrome. Pediat Radiol 1980; 10 : 42 -
)

12-Dick DC, Morely WN, Watson JT. Rothmund - Thomoson
syndrom of osteogenic sarcoma. Clin Exp Dermatol 1982; 2 : 119 -
23.

Volume 2, No. 2, October 1995



