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ABSTRACT

Isolated congenital anonychia is a rare disorder which is presented by absence of fingernails and toenails since birth without
other ectodermal and mesodermal abnormalities. Herein we present a 24-year-old man with anonychia in the hands and
feet except in little toenails. Our patient had no abnormality in hair, teeth, skull, oral mucosa or intelligence. He was
born from unaffected parents who were second degree relatives. He had no affected siblings but there were some affected
persons in the second and third degree relatives so he was diagnosed as a simple autosomal recessive congenital anonychia.

Key words: Congenital; Simple anonychia; Autosomal recessive

INTRODUCTION

Nonsyndromic, isolated or simple anonycia is a rare
entity which could be inherited by an autosomal
dominant (AD) pattern with partial nail involvement
or autosomal recessive (AR) pattern with severe nail
involvement in an otherwise healthy person [1]. It
is one of the rarest anomalies of the nails. Acquired
anonychia and congenital syndromic anonychia which
1s associated with other abnormalities are more common
than congenital nonsyndromic type [2].

CASE REPORT

We report an Iranian 24-year-old man with anonychia
(absence of nails) since birth. He had no finger nails
and toenails except on the little toes. Nail folds,
nail beds and distal phalanges were normal and the
affected fingers were felt soft at their ends but he
had no complaint of dysfunction (Figs. 1a and 1b). In
physical examinations there were normal hairs, oral
mucosa, tongue, teeth and head circumference. There
was no icthyosis, palmoplantar keratoderma, skin

pigmentation, dyshidrosis or mental retardation. For
evaluation of ribs and distal phalanges radiographic
imaging of the chest, hands and feet were done which
revealed no abnormality (Fig. 2). He was born via normal
vaginal delivery at term following an uncomplicated
pregnancy without taking any medication.

His parents and brother had normal nail plates but
there were some affected persons in the second and
third degree relatives which have been presented in
the pedigree of the family (Fig. 3). This pedigree chart
has been designed based on the information collected
by our patient and we did not visit every single one, so
information regarding other cousins and their children
were not complete and our patient was not in touch with
them anymore. Marriages in the families with affected
children were consanguineous. These types of marriages
are common in Iran especially in small towns.

DISCUSSION

Anonychia could be acquired or congenital. Common
etiologies for acquired anonychia including trauma,
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Figure 1: (a) Total absence of all finger nails, (b) Near total absence
of toenails, nail plates on the little toes were normal.

Figure 2: Normal distal phalanges on bilateral hands X-ray.

pemphigus, lichen planus, epidermolysis bullosa and
Stevens-Johnson syndrome [2,3].

Congenital anonychia could be syndromic,
nonsyndromic or due to administration of a drug
(phenytoin and warfarin) or viral infection during
pregnancy [3,4]. Embriopathic nail diseases are
hereditary but fetopathic disorders are nonhereditary
and occur due to mechanical or vascular impairment
in uterus [5].

Syndromic anonychia would be associated with other
malformations including skeletal or neurological
abnormalities, ectodermal dysplasia (dyshidrosis,
skin pigmentation, hair and teeth abnormalities) and
most of them would be inherited in an AD pattern.
Nonsyndromic or simple anonychia is an isolated
disorder without any other complications with an AD
or AR inheritance pattern or sporadic mutation [3-5].
Both types of congenital anonychia could be presented
by total or partial anonychia [4].
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Figure 3: Pedigree of the family has been drawn. At least thirteen
affected persons in this pedigree have been detected. Marked represent
our patient. (Affected male: black quadrangle, affected female: black
circle, consanguineous marriage: double horizontal lines.

Our case was an AR nonsyndromic type of near total
anonychia because he had unatfected parents, mixed
sexes involvement in his pedigree of the family and
history of multiple consanguineous marriages among
second and third degree relatives. R-spondin gene
mutation on chromosome 20 in exon 3 has been
incriminated in AR simple anonychia [6]; also fragility
on the long arm of the chromosome 10 has been
reported [7]. Unfortunately we did not make genetic
investigations for him due to lack of appropriate
laboratory methods. We recommended his family to
avoid consanguineous marriage to decrease incidence
of disease.

In literature review there were rare case reports of total
or near total simple anonychia with AR inheritance
pattern especially in Iran, Saudi Arabia, Turkey, India
and Kazakhstan probably due to consanguineous
marriages [1-4,6,8-11]. We reported this case because
of rare presentation but we guess it is not an extremely
rare disorder and probably some of these cases have
been unreported as it has been shown in our patient
pedigree.
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