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Abstract

Congenital Autosomal recessive ichthyosis is arbgenous group of disorders that are present #t With generalized involvement of skin
and lack of other organ systems. This case repesgepts involvement of respiratory system and amagement with outcome in a rather

uncommon presentation of lamellar icthyosis.
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Introduction

Lamellar ichthyosis is a severe form of icthyodiostly it

is autosomal recessive. Its incidence is less than 3
lakhs™ Other types of icthyosis are Icthyosis vulgaris,
Epidermolytic hyperkeratosis, Congenital  ecthyasif
eryhtroderma,Sjogren Larsson syndrome, Rud’s syndro
Refsum,s disease, Icthyosis linearis circumflexe. el
types of icthyosis presents from or shortly afterthb
Diagnosis of lamellar ichthyosis is based on thetdny of
collodion membrane at birth which is shed soonrdafteh.
The characteristic appearance of scales especiatly
shins®?! Lamellar ichthyosis evolves into large, quadrilate
dark scales that are free at the edges and adhareht
center. Scaling is often pronounced and involvesehtire
body surface, including flexural surfaces. The feceften
markedly involved, including ectropion and smatlrapled
ears. The palms and soles are generally hyperlkeraite
hair may be sparse and fine, but the teeth and salico
surfaces are norm&l. The nails may be stippled, ridged and
thickened with associated subungual hyperkeratoEige
condition is unremitting and persists throughotet. li

Case Report

A 14 years old male patient reported in Departmeit
Pediatrics, Rajendra Institute of Medical SciendRanchi
with complaint of difficulty in breathing since &ags which
was not associated with any history of fever or gtou
Breathing difficulty was of sudden onset, slowly
progressive, affected his daily activities, mordying down
position than sitting posture. There was no sintiiatory of
breathing difficulty in past. Detailed history ealed

presence of dry scaly skin all over body sincehbiithe
dryness improves in winter and worsens in summngrsre
was history of decreased sweating with mild prsirifrhe
patient was born out of non-consanguinous marritie.
growth and development milestones were normal. Her
parents and siblings are apparently healthy. Histeas
suggestive of colloidon membrane present and premat
rupture of membrane was present. Earlier patiens wa
diagnosed in July, 2012 with lamellar icthyosis at
dermatology department, CMC Vellore.

Investigations done at CMC Vellore showed ---
Parathyroid hormone 249.9 pg/ml

Serum chloride 102 mmol/l, Serum sodium 134 mmol/l
Serum potassium 4.3 mmol/l, Serum bicarbonate 2blthm
Total bilirubin 0.5 mg%, direct bilirubin 0.2 %

Total Protein 7.4 g%, total albumin 4.2%

SGOT 17 U/L, SGPT 10 U/L, ALP 176 U/L

Serum Creatinine 0.64mg%

Total cholesterol 111 mg% , serum triglyceride86%ng
HDL 33 %, LDL 60%

Hb 10.4 gm%, total WBC 12,600/mm3

N63%/L22%/E 10%/M 5%/ B 0% with no nucleated RBCs
He did not report back to CMC Vellore for followgiter
taking isotretinion for 15 days only.

Currently patient reported at our Hospital with piestory
distress present even at rest (orthpnoea) witlamitytardia
and chest was clear. There was absence of orgamatyneg
CNS was within normal limits. Oxygen saturation a6
percent at room air with no fever or lymphadenopath
There was presence of dry skin with large scales\ar
body with minimal sparing of the perioral area.

The scales were dark brown in colour, polygonashiape,
large in size, thick and adherent to skin promilyeover
shins. Palmoplantaer keratoderma was present. riater
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auditory meatus was hyperpigmentation and scaling was
present. He was not able to stretch his fingers completely
and there was minimal flexor contracture. Pallor and
leuconychia was present. Diffuse scaling was present over
scalp. Eyelashes of lower eyelids were decreased and there
was decrease in eyebrows and scalp hairs. Discoloration of
teeth was present.

Ocular examination shows scaly lids. Adnexa was found
with bilateral ectropion accompanied with epiphora. There
was incomplete closure of eyelids due to contracture along
with presence of bell’s phenomenon. Visual acuity was also
decreased with 6/18 in left and 6/12 in right.

Patient was admitted and treated with oxygenation,
intravenous antibiotics, nebulisation with levosalbutamol
and budesonide.

Patient was further investigated to rule out any cardiac or
pulmonary causes of breathing difficulty. Investigations
included complete blood count and urine examination was
within normal limits. Mantoux test was negative. Spirometry
showed grade III obstruction. Chest x-ray reported nothing
significant. Electrocardiogram and echocardiography was
within normal limit. Conservative treatment led to relief of
respiratory distress. Patient was discharged with emollients,
keratolytics, antihistaminic, vitamin A, appropriate eyedrops
with advice for follow-up. Patient was followed up after 21
days & reported with similar episode of breathing difficulty
of 20 min duration precipitated by cycling a distance of
around 100 meters, relieved on taking rest. Patient was
advised the same treatment to continue and advised for
regular follow-up.

Figure 1: 14 years old boy with generalized icthyosis

Figure 2: Ectropion of both eyes with epiphora in 14 years old
boy with lamellar icthyosis

Figure 3: Flexion contracture of fingers in 14 years old boy
with lamellar icthyosis

R 2
Figure 4: Large brown, thick, adherent scales over shins in 14
years old boy with lamellar icthyosis

Discussion & Conclusion

The term ichthyosis is derived from the Greek word
‘ichthys” meaning “fish” and refers to the similarity in
appearance of the skin to fish scales. Early reports of
ichthyosis in the Indian and Chinese literature dates back to
several hundred years.

Six genes have been identified that cause non-HI ARCI:
TGM (the gene encoding transglutaminase), ABCAI12,
NIPAL4 (also known as ICHTHYIN), CYP4F22, and the
lipoxygenase  genes  ALOXI2B and  ALOXES3.
Transglutaminase mutations lead to abnormalities in the
cornified envelope, whereas defects in ABCA12 cause
abnormal lipid transport and those in CYP4F22 produce
abnormal lamellar granules. The lipoxygenases are likely to
play a role in epidermal barrier formation by affecting lipid
metabolism.”) Epidermal kinetic studies show increased
epidermal mitotic activity and a rapid epidermal cell transit
time. Scales are due to increased proliferation of epidermal
cells.
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Histopathology shows marked hyperkeratosis, with antibiotics if occurs. Nutrional supplememrispecially
hypergranulosis and moderate acanthosis with prembin vitamin A should be provided. Efforts should be mad
rete ridges. Mitotic figures in the epidermis aregient. A prevent respiratory complications and respiratoajlufe
mild perivascular infiltrate is noted in the upplErmis. leading to morbidity and mortality.

The clinical features of lamellar icthyosis are itgh &

easily clinically identifiable. Interprofessionabardinated References

management of dermatologist, paediatrician, geisgtic

opthamologist and physiotherapist play an importafé in 1. Sandler B, Hashimoto K. Collodion baby and lameltthyosis. J.
managing such cases. The management of a typisalisa Cutan. Pathol. 1998;25(2):116-21.

aimed at decreasing symptoms and include emollient®. Traupe H. The ichthyosis: a guide to clinical diags, genetic

; ; ; counseling, and therapy. Berlin: Springer Verle@8%: 111-34
(petrOIatum’ coconut oil, aIpha hydrOXyl acetic dapl Nelson Book of Prdiatrics, page no. 3171 first boedist Asian edition,

Keratolytics containing salicylates with propyleggycol " 2015
and local and systemic retinoitis. 4. Hemandez-Martin A, Cuadrado-Corrales N, Cirla-Alsadirias-Palomo
The present case is unique in having lamellar @fsywith D, Mascaro-Galy JM, Escamez MJ, et al. X-linkedhglsis along with

; [P ; recessive dystrophic epidermolysis bullosa in theme patient.
respiratory systemic involvement as evidenced kaderlll Dermatology, 2010: 221:113-16.

obstruction of airways in Spirometry. Such caseuthde 5 gji v, Tadini G, Akiyama M, Blanchet Bardon C, Boter C, Bourrat
managed with focus on relieving respiratory symysamith E, et al. Revised nomenclature and classificatfdnleerited ichthyoses:
supportive treatment followed by regular monitoring Results of the First Ichthyosis Consensus ConferémcSorze 2009. J
respiratory functions. Chest infections should bevented Am. Acad. Dermatol. 2010; 63(4):607-41.

with proper immunization and should be promptly aged

Copyright: © the author(s), publisher. Asian Journal of ClaiPediatrics and Neonatology is an Official Pudtiion of “Society for Health
Care & Research Development”. It is an open-aceetsle distributed under the terms of the Creat@ommons Attribution Non
Commercial License, which permits unrestricted nommercial use, distribution, and reproduction my anedium, provided the origing
work is properly cited.

How to cite this article: Verma A, Manisha R, Narayan RK. Lamellar Icthyos: Clinical Dilemma. Asian J. Clin. Pediatf.

Neonatol.2018;6(2):4-6.
DOI: dx.doi.org/10.21276/ajcpn.2018.6.2.2

Source of Support:Nil, Conflict of Interest: None declared.

W Asian Journal of Clinical Pediatrics and Neonatglpyolume 6 | Issue 2| April-June 2018 yo |

1



