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therapy for atherosclerosis and coronary artery
disease in these patients becomes more effective, more
progeria patients may be identified with malignancy.

CHARLES R. KING, JOHN LEMMER,
JoHN R. CAMPBELL,

AND ARNOLD R. ATKINS

Depart-ment ofObstetrics and Gynecology;
Division ofMedical Genetics;
Department ofPathology; and
Division ofPediatric Surgery,

University ofOregon Health Sciences Center,
Portland, Oregon, USA

References

Bjornberg, A. (1976). Werner's syndrome and malignancy. Acta
Dermatologica, 56, 149-150.

DeBusk, F. L. (1972). The Hutchinson-Gilford progeria syndrome.
Journal ofPediatrics, 80, 697-724.

Epstein, C. J., Martin, C. M., Schultz, A. L., and Motulsky, A. G.
(1966). Werner's syndrome. Medicine, 45, 177-221.

Epstein, J., Williams, J. R., and Little, J. B. (1973). Deficient DNA
repair in human progeroid cells. Proceedings of the National
Academy of Sciences of the United States ofAmerica, 70, 977-
981.

Gilford, H. (1904). Progeria: a form of senilism. Practitioner, 73,
188-203.

Goldstein, S., and Moerman, E. (1975). Heat-labile enzymes in skin
fibroblasts from subjects with progeria. New England Journal of
Medicine. 292, 1305-1309.

Hutchinson, J. (1886). Congenital absence of hair and mammary
glands with atrophic condition of the skin and its appendages in a
boy whose mother had been almost totally bald from alopecia
areata from the age of six. Transactions of the Medico-
Chirurgical Society ofEdinburgh, 69, 473-477.

Hutchinson, J. (1895). (Title not available.) Archives of Surgery, 6,
14-19.

Martin, G. M., Sprague, C. A., and Epstein, C. J. (1970).
Replicative life-span of cultivated human cells. Laboratory
Investigation, 23, 86-92.

Rainbow, A. J., and Howes, M. (1977). Decreased repair of gamma
ray damaged DNA in progeria. Biochemical and Biophysical
Research Communications, 74,714-719.

Rautenstrauch, S. F., Drieg, T., Gay, S., and Muller, P. K. (1977).
Progeria: a cell culture study and clinical report of familial
incidence. European Journal ofPediatrics, 124, 101-111.

Singal, D. P., and Goldstein, S. (1973). Absence of detectable HL-A
antigens on cultured fibroblasts in progeria. Journal of Clinical
Investigation, 52,2259-2263.

Spence, A. M., and Herman, M. M. (1973). Critical re-examination
of the premature aging concept in progeria: a light and electron
microscopy study. Mechanisms of Ageing and Development,
2,211-227.

Taylor, A. M. R., Harnden, D. G., Arlett, C. F., Harcourt, S. A.,
Lehmann, A. R., Steven, S., and Bridges, B. A. (1975). Ataxia
telangiectasia: a human mutation with abnormal radiation
sensitivity, Nature, 258,427-429.

Requests for reprints to Dr Charles R. King, Depart-
ment of Obstetrics and Gynecology, University of
Kansas Medical Center, 39th and Rainbow, Kansas
City, Kansas 66103, USA.

Case reports

The Aase syndrome in a female
infant

SUMMARY This report describes a 2-month-old
female with the Aase syndrome, bringing to 8 the
total number of cases of this disorder. Features
include triphalangeal thumbs and congenital
hypoplastic anaemia. The occurrence of this dis-
order in sibs born to unaffected parents and in
both sexes makes autosomal recessive inheritance
the most likely aetiology.

This report describes a female infant with tri-
phalangeal thumbs and congenital erythroid hypo-
plasia. Seven similar cases of this disorder, referred to
as the Aase syndrome, have been described (Harvey,
1966; Aase and Smith, 1969; Murphy and Lubin,
1972; Jones and Thompson, 1973; Terheggen, 1974;
van Weel-Sipman et al., 1977).

Case report

The patient was a 2-month-old Mexican female. She
was born to a 20-year-old, gravida 1 woman after an
uncomplicated 40 week gestation; birthweight was 2-9
kg. Length and head circumference were 51 cm and
35.5 cm, respectively. Paleness and progressive
lethargy were noted at 6 weeks of age. She was
referred at 2 months of age for evaluation of severe
anaemia. Weight was 4-3 kg (25th centile for age),
length was 54 cm (25th centile), and head circum-
ference was 38 cm (50th centile). Positive physical
findings included a grade 2/6 systolic ejection murmur
at the lower left sternal border, and striking hand
abnormalities consisting of digitalised thumbs and
hypoplastic thenar eminences (Fig. 1). Dermato-
glyphs were normal except for a horizontal pattern
over the thenar areas.

Haematological evaluation showed: haemoglobin
4.3 g/dl, haematocrit 14%, reticulocyte count 0.8%,
white blood cell count 5-8 x 109/l with 33% neutro-
phils, 7% bands, 39% lymphocytes, 16% mono-
nuclear cells, and 5% eosinophils. Platelet count was
600 x 109/l. Bone marrow showed a pure red cell
aplasia with a myeloid to erythroid ratio of 75 to 1 and
normal numbers of megakaryocytes. Studies of cul-
tured bone marrow showed a normal 46,XX karyo-
type, with no evidence of chromosomal breakage such
as has been demonstrated in the Fanconi pan-
cytopenia syndrome. Significant radiographic abnor-
malities included a triphalangeal right thumb, hypo-
plasia of the left thumb (Fig. 2), and a single bifid
thoracic vertebra. Cardiac evaluation, including chest
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Case reports

Fig. 1 Left and right hands. Note thumb
deformities, thenar hypoplasia, and altered
palmar crease patterns.

Fig. 2 X-rays of left and right hands. Note
triphalangeal thumb on the right, and hypo-
plasia ofthe distal andproximalphalanges of
the thumb on the left.

x-ray, electrocardiogram, and echocardiogram,
showed no significant abnormality. Electrolytes and
renal and liver function tests were normal. The child
was transfused with packed red blood cells and started
on 2 mg/kg prednisone per day.
The parents of the patient were normal and denied

consanguinity. However, they are both from the same
small town in Mexico.

Discussion

The present patient brings to 8 the number of cases
described with the Aase syndrome. All children with
this condition have developed severe anaemia in the
first year of life. The age of presentation, the lack of

chromosomal breakage on cultured leucocytes, and
the relative sparing of the granulocytic and platelet
precursors distinguish this disorder from the Fanconi
pancytopenia syndrome. Moreover, the radial defects
in the 2 conditions are different. The Aase syndrome is
characterised by triphalangeal thumbs with minimal to
no involvement of the radius. In the Fanconi pan-
cytopenia syndrome an array of abnormalities from
hypoplasia to aplasia of the thumb, radius, carpal, and
metacarpal bones has been described. Thumb dupli-
cations also occur but triphalangeal thumbs have not
been seen (Minagi and Steinbach, 1966).

That there is a spectrum to both the thumb
abnormalities and the degree of erythroid hypoplasia
is apparent from a comparison of the existing cases.
All 7 of the previously described patients have had tri-
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phalangeal thumbs on both hands. In the present case

radiographic evidence of a triphalangeal thumb was

shown only on the right hand, in spite of bilateral
deformities. Bone marrow findings have varied from
the present patient, who exhibited almost complete
lack of erythroid precursors, to case 1 of Aase and
Smith (1969), who had a normal bone marrow exam-

ination despite the presence of significant anaemia.
The response to prednisone in patients with this dis-

order has not been evaluated in a controlled fashion.
However, there have been some encouraging results.
Of the 2 patients reported by Aase and Smith (1969),
one was treated with prednisone and the other with
blood transfusion alone. Now 13 and 10 years of age,
neither child needs steroids or blood transfusion to
maintain a haematocrit in the high 20s. These
children, however, did not exhibit the severe degree of
erythroid hypoplasia seen in the present patient.
Severe red cell aplasia was shown in the case reported
by Jones and Thompson (1973) and the case of van

Weel-Sipman et al. (1977). The anaemia in the former
patient was prednisone responsive over the 8 years of
follow-up described in the report. The anaemia in the
latter case failed to respond significantly to steroids,
and over 9 months of follow-up continued to require
repeated blood transfusions.
Of the 8 patients described, 5 have been male and 3

female, and 2 have been sibs. Autosomal recessive
inheritance is the most likely aetiology.

Dr Robert Hickman, Seattle, Washington generously
provided follow-up information on the 2 cases of Aase

Case reports

and Smith. Dr Charles Freedman, San Diego, Califor-
nia referred the patient reported for evaluation.
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