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DESCRIPTION
A 67-year-old previously healthy woman was
referred following an annual physical check-up.

Physical examination was normal except for a
short distal phalanx (SDP) of the right thumb
with a broad tip (figure 1A). Furthermore, on the
lateral view (figure 1B), the pulp of the right
thumb was larger than that of the left, and had
the appearance of a viper. Interestingly, her
family pedigree showed that the inheritance
pattern was a single autosomal dominant gene
with incomplete penetrance (figure 2), and indivi-
duals had brachydactyly only in their thumb with
unilateral or bilateral expression. In Japan, this
brachydactyly is not rare, and is usually called
Mamushi-yubi (a viper) or Shamoji-yubi (a flat
rice paddle used in Japanese cooking).
Although genetic assessment was not per-

formed, this case was morphologically diagnosed
as brachydactyly type D (BDD)1 2 which is asso-
ciated with missense mutations in the homeodo-
main of homeobox d13 (HOXD13). The
prevalence of BDD ranges from 0.41% to 4% in
various populations, with a particularly high
prevalence among Israeli Arabs and the Japanese
population. BDD is characterised by bilateral or
unilateral SDP of the thumb of various
degrees, and results in a broad, greatly shortened
nail. SDP of the thumb may be associated with
acrocephalopolysyndactyly, Apert syndrome,
Christian syndrome, fibrodysplasia ossificans
progressiva, hand-foot-genital syndrome, otopala-
todigital syndrome type 1, pseudohypoparathyr-
oidism, pseudopseudohypoparathyroidism or
other congenital diseases. However, the absence
of short stature, mental retardation and an
abnormal head shape3 would suggest a diagnosis
of BDD as an isolated malformation in most
cases.

Figure 1 Short distal phalanx of the right thumb with
broad tip was noted (A) and the pulp of the right thumb
is larger than that of the left (B).

Figure 2 Pedigrees of brachydactyly (type D) in the patient’s family. Shading of complete circles and squares
indicates bilateral expression; shading of a right half or left half indicates unilateral expression on that side. Squares
indicate males, circles indicate females.
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Learning points

▸ Non-syndromic brachydactyly looking like a ‘viper’ or ‘rice
paddle’ in one or both thumbs suggests brachydactyly type
D (BDD).

▸ The prevalence of BDD ranges from 0.41% to 4% in various
populations, but it is highly prevalent in Israeli Arabs and
the Japanese population.

▸ The absence of short stature, mental retardation and an
abnormal head shape would suggest a BDD as an isolated
malformation.
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