
Puffy feet in a female neonate
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DESCRIPTION
A female neonate was evaluated due to limb
oedema. Her father and three older siblings were
healthy. Her mother had a subclinical autoimmune
hypothyroidism. Gestation was uneventful, except
for an abnormal maternal serum screening for
aneuploidy during the first trimester. Amniocentesis
revealed a normal female karyotype. A normal
vaginal delivery occurred at 39 weeks. Physical
examination showed bilateral dorsum foot oedema
(figures 1 and 2). Cerebral ultrasound was normal
and echocardiography revealed a patent foramen
ovale. She was discharged at 48 hours of life and
had regular follow-up consultations in neonatology,
physical medicine and rehabilitation, paediatric car-
diology and genetics. Later, the family learned
about some paternal relatives with swollen legs and
feet.
Congenital primary lymphoedema can be caused

by several genetic diseases (Trisomy 13, 18 and 21,
Turner syndrome, Noonan syndrome, lymphoe-
dema–distichiasis or yellow nail syndrome). As she
had an isolated lymphoedema, normal karyotype
and a positive family history, a Milroy’s disease was
considered. This diagnosis was confirmed by the
identification of a mutation in FTL4/VEGFR3 gene.
Milroy’s disease is a developmental disorder of

the lymphatic system which leads to disabling and
disfiguring swelling of the extremities. It is a rare
condition with an estimated frequency of
1:6000.1 2 This disease shows an autosomal domin-
ant pattern of inheritance with penetrance of 80–
90%.2 It is considered a benign disorder which,
nonetheless, can be associated with cellulitis,
upslanting toenails and papillomatosis.3

Currently, our patient is 18 months old and has a
normal growth and development. She presents
mild-to-moderate asymmetric bilateral lymphoe-
dema of the lower limbs (figure 3).

Learning points

▸ When evaluating a neonate with oedema of
the lower limbs genetic causes should always
be considered. If the infant has no other
associated malformations, Milroy’s disease is
also a possibility.1 3

▸ Milroy’s disease is an autosomal dominant
form of primary lymphoedema characterised by
a congenital onset and non-progressive lower
limb involvement.1

▸ Treatment for Milroy’s disease is conservative
based on physical therapy, simple elastic
compression with garments and exercise.1 2

Figure 1 Bilateral lymphoedema of the lower limbs at
first physical examination of the neonate.

Figure 2 Bilateral lymphoedema of the lower limbs at
first physical examination of the neonate.

Figure 3 The appearance of the feet at 18 months.
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