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Split-hand/split-foot malformation (SHFM)
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ABSTRACT

Split-hand/split-foot malformation (SHFM), also known as ectrodactyly or lobster claw hand is
a congenital limb malformation, characterized by a deep median cleft of the hand and/or foot
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due to the absence of the central rays of the autopod. It may occur singly or in association

with syndromes, former being mostly autosomal dominant but autosomal recessive variety is
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rare. We are reporting a case of ectrodactyly with autosomal recessive mode of inheritance.
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INTRODUCTION

Split-hand/split-foot malformation is a limb malformation
involving the central rays of the autopod and presenting
with syndactyly, median clefts of the hands and feet, and
aplasia and/or hypoplasia of the phalanges, metacarpals, and
metatarsals. It may look like lobster claw if there is absence
of third digit with clefting into the proximal portion of the
hand or foot and syndactyly of remaining digit on each side
of cleft."” A large number of human gene defects can cause
SHEM. The most common mode of inheritance is autosomal-
dominant with reduced penetrance. Autosomal-recessive and
X-linked forms occur rarely and other cases of SHEM are
caused by chromosomal deletions and duplications.*

CASE REPORT

History

A term, appropriate for gestational age (AGA), female
neonate delivered vaginally at a rural hospital of
West Bengal, India, presented on day 2 with deformed hand
and foot. She was born out of consanguineous marriage
belonging to a poor socioeconomic family. Antenatal and
intranatal periods were uneventful.

On Examination
Neonate weighed 2.6 Kg, cry, reflex and activities were
good, vitals and anthropometric measurements were within

normal limit. There were absence of third digit and lobster
claw appearance of right hand (Figure 1), syndactyly of left
foot involving second and third toes (Figure 2). There was
no other dysmorphic feature.

Our patient was third in birth order. The first sibling was
a normal male baby, second was still born at term with no
deformity. There was no history of similar malformation
in the family.

DISCUSSION

The split-hand/split-foot malformation is a central
reduction defect of the hands and feet and occurs both as
an isolated malformation and as part of several syndromes
including the EEC syndrome(ectrodactyly-ectodermal
dysplasia cleft lip/palate). Its incidence has been reported
to be about 1 in 90,000 babies with no sex predilection.
SHFM is a clinically heterogeneous abnormality which
ranges from a relatively mild defect such as hypoplasia
of a single phalanx or syndactyly to the aplasia of one
or more central digits (i.e. classical cleft also known as
lobster-claw anomaly). In the majority of cases, SHFM
is autosomal dominant with reduced penetrance and
autosomal-recessive and X-linked forms are rare."” Atleast
seven SHFM types (six basic from SHFM1 to SHFEMG6 and
one additional SHFM/SHFLD) have been distinguished
in the literature. Type 1, the most frequent variety, is due
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Figure 1: Lobster claw appearance of right hand

Figure 2: Syndactyly of left foot involving second and third toes

to a mutation on chromosome 7 (rearrangements in
7q21.3-q22.1) in a region that contains two homeobox
genes, DI.X5 and DLX6.%*

In our case, the mode of inheritance is autosomal
reccesive as only one sibling and no other family members
are affected. There have been isolated case reports in the
literature of the autosomal recessive inheritance pattern
of SHFMs of the non-syndromal type. Verma et al.
described split-hand and split-foot in two siblings born
out of consanguineous marriage and indicated that split
hand and -foot deformity can be inherited as an autosomal
recessive trait.” Ray and Freire-Maia also reported autosomal
recessive ectrodactyly.'"!!

The treatment of ectrodactyly is surgical. Surgery can improve
function and appearance of the limb. Prosthetics may also be
used. Parents should be counselled regarding the possibility of
recurrence of the disease in the future siblings and antenatal
diagnosis by ultrasonography should be offered.'*"

CONCLUSION

The importance of reporting the case is to emphasize the
need for early antenatal diagnosis and parental counselling
regarding recurrence.
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