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ABSTRACT

A 12-year-old boy born of a nonconsanguineous marriage presented with dry rough skin and photophobia since birth. His
growth and developmental milestones were normal and there was no history of any neurological problem, hearing deficit or
scarring around the hair follicles. Cutaneous examination revealed diffuse thinning of scalp hair with loss of eyebrows and
eyelashes and a sandpapery texture of the skin all over the body, suggestive of ichthyosis follicularis with alopecia and

photophobia syndrome.
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INTRODUCTION

Ichthyosis refers to a relatively uncommon group of
skin disorders characterized by the presence of
excessive amounts of dry surface scales. It is regarded
as a disorder of keratinization or cornification and it is
due to abnormal epidermal differentiation or
metabolism. Ichthyosis follicularis is a keratinization
disorder characterized by spiny follicular papules all
over the body since birth. It can occur as a part of IFAP
(ichthyosis follicularis, atrichia, photophobia)
syndrome.

CASE REPORT

A 12-year-old boy presented with complaints of dry
rough skin and photophobia since birth. He also had
diffuse hair loss of 3 months’ duration. He was born
of a nonconsanguineous marriage and had normal

growth and developmental milestones. However, he
was devoid of eyebrows and eyelashes since birth.
There was no history of any neurological or hearing
deficit, sweating defect, collodion membrane,
ectropion, eclabium, redness around the hair follicles,
or scarring. There was a history of photophobia since
birth with redness and watering of eyes while going
out in sunlight. Similar complaints were absent in
other family members; however, his mother and
grandmother gave a history of dry skin since birth.

On examination, there was diffuse thinning of scalp
hair. His skin was of a sand paper texture with spiny
follicular papules over the face [Figure 1], arms, back
and limbs. There were hyperpigmented scaly
hyperkeratotic plaques on the elbows and knees and
hyperpigmented adherent scales on the lower limbs
[Figure 2]. His eyebrows and eyelashes were partially
lost [Figure 3J.
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Figure 1: Photograph of face showing sparse eyebrows and
spiny papules

Figure 2:Close-up of face showing spiny follicular papules

All routine hematological and biochemical
investigations were normal. A skin biopsy from a
spiny follicular papule revealed a hyperkeratotic
epidermis with an orthokeratotic plug within a
dilated follicular ostium containing an entrapped
hair shaft with perivascular lymphohistiocytic
infiltrate in the dermis [Figure 4]. Hair shaft
examination was normal. Based on the history and
clinical examination, a provisional diagnosis of
generalized keratosis pilaris with photophobia and
diffuse hair loss was considered. However, the
unusual association of photophobia and hair loss
prompted us to reconsider our diagnosis to

Figure 3:Hyperpigmented adherent scales on the lower limbs

Figure 4:Dilated follicular infundibulum with follicular plug
housing hair shaft (H and E, x100)

ichthyosis follicularis with alopecia and photophobia
(IFAP) syndrome.

DISCUSSION

Ichthyosis follicularis (IF) was characterized as a
distinct entity by Macleod in 1909, although Lesser
first used the term IF in 1885 to describe a 6-year-old
boy with congenital alopecia of the scalp and eyebrows
and keratotic follicular papules on the body. He
believed that the hyperkeratotic follicular papules
were a manifestation of a localized form of
ichthyosis.!"l
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Table 1: Features of keratosis pilaris-related syndromes

Disorder Photophobia Skin lesions Location Erythema Scarring Alopecia
Inheritance

IFAP ++ Spiny follicular papules Generalized Absent Absent Extensive

XLR

KFSD ++ Spiny follicular papules Scalp, eyebrows Absent ++ Patchy XLR
uo Absent Spiny follicular papules Eyebrows ++ ++ PresentAD
KPRAF Absent Spiny follicular papules Temples, cheeks ++ ++ Minimal Unclear
AV Absent Atrophic furrows Cheeks, eyebrows ++ Deep scarring  AbsentUnclear

IFAP, Ichthyosis follicularis with alopecia and photophobia syndrome; KPRAF, Keratosis pilaris rubra atrophicans facei; UO, Ulerythema ophryogenes;
AV, Atrophoderma vermiculata; KFSD, Keratosis follicularis spinulosa decalvans

Patients with IFAP share a unique appearance because
of striking alopecia, severe photophobia and
generalized cutaneous 'thorn-like’ projections. The
spines impart a peculiar sensation on palpation that
has been described as resembling a 'nutmeg grater’
or 'the prickly surface of a rose leaf.” The teeth and
nails are normal and no abnormalities of sweat
production have been noted. Hyperkeratosis is
sometimes present over the elbows and knees, but
there is no palmoplantar keratoderma.

Males with IFAP syndrome have an inexorable
progression of corneal vascularization and loss of
vision. Retinal vascular tortuosity may be a clinical
sign of carrier status in females.”” [FAP syndrome has
been reported with mental retardation, seizures,
cutaneous infections and inguinal hernia.?!

The histopathological findings are rather nonspecific
and include dilated follicles filled with keratin plugs
that extend above the level of the skin, forming
acuminate papules; absence of sebaceous glands; and
normal sweat glands.!

IFAP syndrome results from congenital absence of or
marked defect in the pilosebaceous apparatus. The
follicular hyperkeratosis is believed to be secondary
to the obstruction of sebum. A limited number of
patients with this disorder have been described and
X-linked recessive inheritance has been proposed.P!
This disorder has been reported occurring
simultaneously in a mother and daughter.!®

IFAP syndrome must be differentiated from other
keratosis pilaris variants such as ulerythema
ophryogenes, keratosis pilaris rubra atrophicans
faciei, atrophoderma vermiculata and keratosis
follicularis spinulosa decalvans [Table 1].”

Keratosis follicularis spinulosa decalvans (KFSD) is a
rare X- linked recessive disorder characterised by spiny
follicular papules that may disappear, leaving behind
follicular scars. There may be scarring alopecia along
with punctate defects of cornea and photophobia.
Palmoplantar keratoderma may be associated;
however, the nails and teeth are normal. Even though
there is a great similarity between keratosis follicularis
spinulosa decalvans and IFAP syndrome, our patient
had IFAP syndrome since he had no scarring.

The prognosis of IFAP syndrome is variable. The
cutaneous lesions improve with keratolytics, emollients
and urea preparations. Oral retinoids also have been
tried in its management; however, topical retinoids
are not suitable because of their irritation potential.
This case is being reported for its presentation similar
to the keratosis pilaris variants, which should be
considered in its differential diagnosis.
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