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AbstrAct

Lamellar ichthyosis is a congenital disease autosomal recessive which is characterized clinically by peeling of all the body surface due 
hyperkeratosis mucocutaneous that can cause ocular involvement. We reported a case of ductal cyst of the lacrimal gland in patient with 
lamellar ichthyosis attended in the Ophthalmological Hospital of Anápolis. 
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Resumo

A ictiose lamelar é uma doença congênita de herança autossômica recessiva que se caracteriza clinicamente por descamação de toda 
a superfície corporal devido hiperceratose mucocutânea que pode levar a comprometimento oftalmológico.  Neste estudo relatamos 
um caso de cisto ductal de glândula lacrimal em paciente portador de ictiose lamelar atendido no Hospital Oftalmológico de Anápolis.
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IntRoductIon

The congenital ichthyosiform erythroderma is a variant of 
recessive congenital ichthyosis, a lamellar ichthyosis also 
known as nonbullous congenital ichthyosiform erythro-

derma, not characterized by cutaneous manifestations resulting 
from a sharp hyperkeratosis whose main clinical manifestation 
is the peeling of the skin which can lead, among other changes, 
to severe eye involvement(1).

Lamellar ichthyosis presents an incidence of 1:200,000-
300,000 births, with no difference of distribution between gen-
ders(1,2). It is characterized by proliferative hyperkeratosis, with 
increase in the number of mitoses and time of passage of kera-
tinocytes through the epidermis, leading to structural changes in 
these cells(1).

 These changes result from a mutation in the TGM1 gene 
on chromosome 14, and may also involve other genes like Icthyin, 
ALOX3/12B, FLJ39501 and ABCA12, SICI and BSI (23, 24), 
SLC27A4 (9q34.11) and IPS (25)(2-4).

It is a rare congenital defect that, due to its mucocutaneous 
hyperkeratosis, can lead to catastrophic and recurrent ocular and 
dermatological conditions. At birth, the disease is manifested with 
diffuse erythema that develops into thick, sometimes dark scales, 
which distribute in a mosaic pattern throughout the body surface, 
predominating in flexor areas. However, in many cases, death oc-
curs early, since genodermatosis can predispose to complications 
such as dehydration, hypothermia, infections and sepsis(1,3).

Other systemic alterations may include eclubium, rudimen-
tary and glued ears, scarce, dry, ringy and brittle hair, alopecia, 
hypohidrosis in varying degrees, and palmoplantar keratoderma(3).

Ophthalmologic involvement can occur through the appe-
arance of cicatricial ectropion, lagophthalmos, corneal ulcers, 
blepharitis, dry keratoconjunctivitis, madarosis, corneal edema, 
and open-angle juvenile glaucoma(5-7).

The aim of this paper is to describe a case of ductal cyst of 
the lacrimal gland in a patient with lamellar Ichthyosis attended 
at Hospital Oftalmológico de Anápolis.

Case Report

Female 57-year-old patient diagnosed with congenital ich-
thyosiform erythroderma with ambulatory follow-up for 5 years in 
this service. In her previous history, she had a skin graft on the four 
eyelids due to severe cicatricial ectropion with lagophthalmos and 
corneal ulcer in both eyes four years ago, evolving with bilateral 
ulcer healing, but with leucomatous sequelae in both corneas. In 
the present assessment, she complained of burning, ocular hype-
remia and tumor in the supero-lateral quadrant of the left ocular 
globe with onset about 6 months before, and with rapid growth and 
no history of trauma, phlogistic signs or pain. The ophthalmologic 
examination showed visual acuity with correction of 20/50 in both 
eyes, intense desquamation of the skin of the periocular region, 
madarosis of eyelashes and eyelashes, ectropion recurrence of the 
upper and lower eyelid of both eyes, conjunctival keratinization, 
moderate meibomitis, superficial leukomas in both corneas, in-
tense ocular hyperemia (Figure 1A), and presence of apparently 
cystic, mobile, painless, fibroelastic consistency tumor located in 
the topography of the left lacrimal gland (Figure 1B). No external 
ocular motility changes, proptosis or dystopia. The diagnostic 
hypotheses were ductal cyst of the lacrimal gland, conjunctival 
cyst, dermoid cyst, pleomorphic adenoma, lymphoproliferative 

disease and cystic adenoid carcinoma. 
Magnetic Nuclear Resonance (NMR) was requested for 

diagnostic elucidation, which showed a cystic formation in the left 
lacrimal gland, with no evidence of septa, vegetation or anomalous 
impregnation by contrast (Figure 2A and B).

The patient underwent surgery to excision of the cystic 
tumor by transconjunctival via with subsequent anatomopatho-
logical examination. At surgery, the lesion appeared as a cystic 
tumor of approximately 1.5 x 1.5 x 1 cm in size, easily dissectable 
from the conjunctiva and in continuity with the lacrimal gland.    
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Figure 1. A. Periocular madarose, superior and inferior cicatricial 
bilateral ectropion, leukomas in both corneas and conjunctival kera-
tinization. B. Small apparent lesion in a super-lateral quadrant of the 
left ocular globe (arrow)

Figure 2. A and B. Magnetic nuclear resonance in T1 and T2, de-
monstrating cystic lesion and well delimited in the left lacrimal gland.
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The anatomo-pathological medical report revealed cystic spaces 
delimited by columnar epithelium, corresponding to ductal cyst 
of the lacrimal gland (Figure 3).

The postoperative period was uneventful, and there was no 
recurrence after 6 months of follow-up. 

dIscussIon

Lamellar ichthyosis is a congenital disease of autosomal 
recessive disease inheritance clinically characterized by extensive, 
thin and dark scales throughout the body surface, which in turn 
can result in severe ophthalmological changes, in addition to 
dermatological changes(1,8).

In the case reported, the patient is eligible for the diagno-
sis of lamellar ichthyosis with ocular involvement, highlighting 
cicatricial ectropion, meibomitis, conjunctival keratinization, 
cicatrized corneal ulcers and ductal cyst of the lacrimal gland 
(dacriopus). Thus, it is essential to have specialized follow-up for 
the amelioration or even correction of comorbidities that may 
interfere in the development of the patient’s vision and quality 
of life, since it is a disease that can lead to functional limitations, 
as well as aesthetic and psychological disorders.

Mucocutaneous changes of lamellar ichthyosis may lead to 
dysfunction of the meibomius glands that can lead to recurrent 
blepharitis conditions, as well as dry keratoconjunctivitis(1,6,7). 
These changes can make the skin a hostile place for the growth 
of eyelashes and eyebrows leading to madarose(6,7).

 The ectropion occurs due to the significant dryness of the 
skin that causes retraction of the anterior lamella of the eyelid, 
both superior and inferior, leading to cicatricial ectropion with a 
tendency to recurrence, as in the case reported(9).

The main lacrimal gland cysts are rare entities and are 
caused by obstruction of their secretory ducts. History of chronic 
conjunctival inflammations, traumas, and congenital abnormalities 

of the gland may predispose this condition. The pathophysiology 
of the presence of ductal cysts in lamellar ichthyosis is unclear, sin-
ce both desquamation of the skin and the keratinized conjunctiva 
and chronic inflammation can lead to glandular hypersecretion 
and obstruction of the exit holes of the lacrimal gland ducts, lea-
ding to the formation of dacriopus. They usually present as cystic 
tumors, with clear fluid inside and visible in the upper temporal 
conjunctiva, as in the case reported(5,6,9).

The differentiation between the diagnoses can be made 
by imaging tests such as orbit computed tomography or nuclear 
magnetic resonance - the dermoid cyst will present as a well 
circumscribed heterogeneous lesion, the pleomorphic adenoma 
is well delimited, homogeneous and spherical, but the dacriopus 
is presented as a cystic formation with well defined limits. The-
refore, the importance of imaging and anatomical-pathological 
examinations to confirm the diagnosis(10).

Angmo et al. (7) reported a case of open-angle juvenile glau-
coma in a patient with lamellar ichthyosis, showing that an associa-
tion between juvenile glaucoma and lamellar ichthyosis cannot be 
made, but highlighting the importance of a detailed ophthalmologic 
examination to cover any changes that the patient may present.

The treatment of ichthyosis patients require a team with 
multidisciplinary approach consisting of neonatologists, derma-
tologists and ophthalmologists. Among the therapeutic options 
for ocular damage, extensive lubrication of the ocular surface 
can be achieved using artificial tears, immunosuppressants such 
as cyclosporine, tacrolimus, and N-acetylcysteine(11). 

Dacriopus are rare entities, as well as lamellar ichthyosis, 
but their association may be frequent and underdiagnosed, since 
ichthyosis generates ophthalmological alterations favourable to 
its onset. Case reports like this are important to keep alive the 
knowledge of pathologies that, being rare, end up surprising spe-
cialists in the day-to-day clinical care, especially ophthalmologists, 
who may face systemic diseases, which can lead to severe and 
recurrent ocular damage, as described.

RefeRêncIas

1. Crisóstomo PL, Brito MC, Pedrini IM, Sousa DC, Quintanilha DO, 
Santino MFF, et al. Ictiose Lamelar: relato de caso. Rev Pediatr 
SOPERJ. 2016; 16(2):31-5.

2. Gupta A, Sharma Y, Deo K, Vellarikkal S, Jayarajan R, Dixit V, et al. 
Case report: whole exome sequencing helps in accurate molecular 
diagnosis in siblings with a rare co-occurrence of paternally inherited 
22q12 duplication and autosomal recessive non-syndromic ichthyosis. 
F1000Research. 2015; 4:446.

3. Matsuno CA, Santana LO, Simis DRC, Barbo ML, Vieira MW. Ic-
tiose Lamelar: relato de caso. Rev Fac  Ciênc  Méd. Sorocaba. 2014; 
16(3):146-8.

4. Hellström Pigg M, Bygum A, Gånemo A, Virtanen M, Brandrup 
F, Zimmer AD, et al. Spectrum of autosomal recessive congenital 
ichthyosis in scandinavia: clinical characteristics and novel and 
recurrent mutations in 132 patients. Acta Derm Venereol. 2016 Mar 
30. doi: 10.2340/00015555-2418.

5. Gupta A, Agarwal A, Ram J. Ocular involvement in lamellar Ich-
thyosis. Indian J Dermatol Venereol Leprol. 2015;81(3):324.

6. Mohammad A. Al-Amry. Ocular manifestation of Ichthyosis. Saudi 
Journal of Ophthalmology. 2016; 30(1):39-43.

7. Angmo D, Patil B, Agarwal R, Mohanty K, Singh A. A Unique Case 
of JOAG With Lamellar Ichthyosis With Rickets: A case report and 
review of the literature. J Glaucoma. 2016; 25(3):e280-3. 

Cisto ductal de glândula lacrimal em paciente com eritrodermia ictiosiforme congênita

Rev Bras Oftalmol. 2017; 76 (3): 153-6

Figure 3. Anatomopathological examination demonstrating cystic spa-
ces surrounded by typical columnar epithelium of the lacrimal gland
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