
International Journal of Medical Science and Advanced Clinical Research (IJMACR) 
Available Online at:www.ijmacr.com 

Volume – 9, Issue – 2, March - 2026, Page No.: 21 – 25 

  

Corresponding Author: Dr Delgeena Devis Edakulathur, Volume – 9 Issue - 2, Page No. 21 – 25 

P
a
g
e2

1
 

ISSN: 2581 – 3633 

PubMed - National Library of Medicine - ID: 101745081 

 

Rothmund–Thomson Syndrome: Proof That Rare is Always in Fashion 

1Dr Sareet Priya Nandeibam, MD Resident, Department of Dermatology, AJ Institute of Medical Sciences and Research 

Centre, Mangaluru, India 

2Dr Girish PN, HOD, Department of Dermatology, AJ Institute of Medical Sciences and Research Centre, Mangaluru, 

India 

3Dr Delgeena Devis Edakulathur, MD Resident, Department of Dermatology, AJ Institute of Medical Sciences and 

Research Centre, Mangaluru, India   

4Dr Vinma H Shetty, Professor, Dermatology of Department, AJ Institute of Medical Sciences and Research Centre, 

Mangaluru, India 

Corresponding Author: Dr Delgeena Devis Edakulathur, MD Resident, Department of Dermatology, AJ Institute of 

Medical Sciences and Research Centre, Mangaluru, India   

How to citation this article: Dr Sareet Priya Nandeibam, Dr Girish PN, Dr Delgeena Devis Edakulathur, Dr Vinma H 

Shetty, “Rothmund–Thomson Syndrome: Proof That Rare is Always in Fashion”, IJMACR- March - 2026, Volume – 9, 

Issue - 2, P. No. 21 – 25. 

Open Access Article: © 2026 Dr Delgeena Devis Edakulathur, et al. This is an open access journal and article distributed 

under the terms of the creative common’s attribution license (http://creativecommons.org/licenses/by/4.0). Which allows 

others to remix, tweak, and build upon the work non-commercially, as long as appropriate credit is given and the new 

creations are licensed under the identical terms. 

Type of Publication: Case Report 

Conflicts of Interest: Nil 

Abstract 

Rothmund–Thomson syndrome (RTS) is a rare 

autosomal recessive genodermatosis characterized by 

photosensitivity, poikiloderma, growth retardation, 

ocular abnormalities, and an increased risk of 

malignancies. The disease typically presents in early 

infancy with photosensitive erythema and edema that 

gradually evolves into chronic poikiloderma involving 

both exposed and non-exposed areas. We report a case 

of a 30-year-old male who presented with exfoliative 

erythematous lesions over the hands and feet, 

generalized poikiloderma, nail dystrophy, and 

characteristic bird-like facies. Cutaneous manifestations 

had their onset at three months of age and progressed 

over time. Histopathological examination showed 

features consistent with poikiloderma vasculare 

atrophicans. Based on the characteristic clinical 

evolution, histopathology, and exclusion of close 

differentials such as xeroderma pigmentosum and 

Kindler syndrome, a diagnosis of Rothmund Thomson 

syndrome was made. The patient was managed with 

strict photoprotection and emollients and advised 

lifelong surveillance for early detection of malignancies 

and ocular complications. This case is reported due to 

the rarity of the disorder, its classical clinical evolution 

from infancy to adulthood, and to emphasize the 
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importance of early diagnosis and long-term 

multidisciplinary follow-up. 

Keywords: Rothmund–Thomson syndrome; 

Poikiloderma; Photosensitivity; Genodermatoses; 

RECQL4; Rare disease 

Introduction 

Rothmund–Thomson syndrome (RTS) is a rare 

autosomal recessive genodermatosis characterized by 

early-onset poikiloderma, photosensitivity, growth 

retardation, skeletal abnormalities, ocular involvement, 

and predisposition to malignancies¹. The condition was 

first described by Rothmund in 1868 and later further 

delineated by Thomson². 

The etiopathogenesis of RTS is attributed to mutations in 

the RECQL4 gene, which encodes a DNA helicase 

involved in DNA replication and repair. Defective DNA 

repair mechanisms result in genomic instability, 

explaining the photosensitivity and increased 

susceptibility to cutaneous and extracutaneous 

malignancies³⁻⁵. 

RTS is extremely rare, with an estimated prevalence of 

less than 1 per 1,000,000 population and no clear gender 

or ethnic predilection⁶. Cutaneous manifestations usually 

begin between 3 and 6 months of age, initially affecting 

photo-exposed areas before progressing to generalized 

poikiloderma⁷. Owing to its rarity and phenotypic 

overlap with other photosensitive genodermatoses, RTS 

is frequently underdiagnosed. This report is special as it 

demonstrates the classical evolution of RTS from 

infancy into adulthood with supportive histopathological 

findings, reinforcing the need for early recognition and 

lifelong surveillance. 

 

 

 

Case Report 

Chief Complaint - Skin peeling with redness over both 

hands and feet for the past 2 years. 

History - A 30-year-old unmarried male presented with 

exfoliative erythematous lesions over the dorsum of both 

hands and feet. He was apparently normal until 3 months 

of age, when he developed erythema followed by 

blistering over photo-exposed areas, predominantly 

involving the “V” area of the neck and distal extremities. 

With increasing age, the lesions gradually evolved into 

dull brown hyperpigmentation interspersed with 

hypopigmented areas and later involved covered parts of 

the body. 

He received intermittent treatment until 9 years of age, 

after which follow-up was discontinued. At 14 years, he 

underwent surgical repair for ventricular septal defect. 

At 22 years, he was diagnosed with pulmonary 

tuberculosis and completed six months of antitubercular 

therapy, during which he was also diagnosed with 

ulcerative colitis. He was born out of a non-

consanguineous marriage with no similar illness in the 

family. 

Clinical Features 

The patient was ill-built and undernourished. General 

physical examination revealed clubbing, with absence of 

pallor, icterus, cyanosis, lymphadenopathy, and edema.  

Vital parameters were within normal limits. 

Cutaneous examination   

Revealed multiple discrete hyperpigmented and 

hypopigmented macules and patches over the trunk and 

extremities. Ill-defined erythematous plaques with 

exfoliation and marked atrophy were present over the 

dorsum of both hands. Well-defined erythematous to 

hyperpigmented plaques with exfoliation and erosions 

were seen over both feet. Multiple ill- to well-defined 
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atrophic plaques were present over the anterior aspects 

of both legs. Nails showed dystrophy with subungual 

hyperkeratosis and distal onycholysis.  

Facial examination revealed characteristic bird-like 

facies with a prominent forehead and beaked nose. 

Investigations 

Histopathological examination showed hyperkeratosis, 

focal parakeratosis, epidermotropism of atypical 

lymphocytes without Pautrier microabscess formation, 

vacuolar alteration of the basal layer, and a band-like 

lymphocytic infiltrate with dilated capillaries and wiry 

collagen bundles in the upper dermis, consistent with 

poikiloderma vasculare atrophicans. 

Diagnosis 

Rothmund–Thomson syndrome 

Treatment Plan and Prognosis 

The patient was managed with strict photoprotection, 

photoprotective clothing, and regular emollients. He was 

advised lifelong dermatological and ophthalmological 

follow-up for early detection of cutaneous malignancies 

and ocular complications. Genetic counselling was 

recommended. Prognosis depends on vigilant long-term 

surveillance and early management of complications. 

Discussion 

RTS is a rare genodermatosis with multisystem 

involvement, predominantly affecting the skin and eyes⁸. 

The underlying RECQL4 mutation results in impaired 

DNA repair following ultraviolet exposure, accounting 

for photosensitivity and increased malignancy risk⁴,⁵. 

The classical biphasic cutaneous progression from 

infantile photosensitive erythema to chronic 

poikiloderma, as seen in this patient, is a hallmark 

feature⁷,⁹. 

Differential diagnoses such as xeroderma pigmentosum 

and Kindler syndrome were considered but excluded 

based on clinical course, lack of severe neurological 

involvement, and histopathological findings¹⁰,¹¹. The 

presence of poikiloderma vasculare atrophicans on 

histopathology further supports the diagnosis. Long-term 

follow-up is essential due to the documented association 

of RTS with squamous cell carcinoma, basal cell 

carcinoma, and osteosarcoma¹². Reporting such cases 

enhances awareness and contributes to improved 

diagnosis and management strategies. 

Conclusions 

This case highlights the classical clinical evolution and 

histopathological features of Rothmund–Thomson 

syndrome. Early diagnosis, strict photoprotection, 

genetic counselling, and lifelong multidisciplinary 

follow-up are crucial to reduce morbidity and improve 

patient outcomes. Reporting rare cases such as this 

strengthens existing literature and facilitates timely 

recognition of this uncommon genodermatosis. 
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Legend Figures 

 

Figure 1: Typical birdlike facies that is prominent 

forhead & beaked nose 

 

Figure 2: Well defined erythematous to hyper pigmented 

plaque with exfoliation & erosion (+) over bilateral foot. 

Multiple ill to well defined atrophic plaque present over 

the bilateral anterior aspect of leg. Nails – dystrophic 

nails, subungual hyperkeratosis and distal onycholysis. 
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Figure 3: Ill defined erythematous plaque with 

exfoliation present over dorsum of bilateral hands. 

Presence of marked atrophy. 

 

Figure 4: Multiple discrete hyper pigmented & hypo 

pigmented macules & patches + over the trunk, upper 

limb and lower limb. 

 

 

 

 

 


