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INTRODUCTION

Hypotrichosis-lymphoedema-telangiectasia syndrome (HLTS), an extremely rare hereditary 
disease, can be identified by defects in the superficial vasculature, lymphatic system and hair follicles 
with diverse phenotypic variability. The syndrome has been linked to a mutation in the SOX18 gene 
and can rarely involve cardiac and renal systems.[1,2] To date, only a few cases have been reported in 
the literature. Here, we report a case of a 25-year-old female with suspected HLTS.

CASE REPORT

A 25-year-old female presented with increased shedding, roughness and non-growing scalp hair 
for the last 15 years. The patient also provided a history of swelling of both legs for the same 
period and recurrent episodes of epistaxis over the past 3  years. Her mother and father were 
related through a second-degree consanguineous marriage. Cutaneous examination revealed her 
hair as thin, coarse, fragile and sparse throughout her scalp [Figure 1a and b]. Reduced density 
of body hair, and eyebrows was also noted. On anterior rhinoscopy, telangiectasias were seen 
in the Kiesselbach’s triangle [Figure  1c] and pitting oedema [Figure 1d] in the lower limbs. 
Her nails and teeth were normal. Trichoscopic examination revealed thin, fine, curled and 
predominantly single hair shafts without any evidence of inflammation (×10, DL4) [Figure 2a]. 
Examining the hair shaft under a light microscope revealed dystrophic anagen hair root with 
cuticle weathering [Figure 2b]. The only abnormalities detected throughout laboratory tests were 
a microcytic hypochromic blood picture, hypoproteinemia and hypoalbuminemia. The kidney 
function test and echocardiography were normal. Abdominal ultrasound revealed minimal 
ascites, mild splenomegaly and a right-sided pleural effusion. Doppler ultrasonography of the 
lower extremity revealed only a few fibrinous strands in the saphenous vein. Magnetic resonance 
lymphangiography revealed diffuse epiphyseal oedema involving bilateral legs with a prominent 
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lymphatic channel showing a torturous and beaded 
appearance along the lateral aspect of the distal end of the 
right leg, measuring 3.2 mm in calibre lying at a distance of 
6.6 mm from the skin surface [Figure 3]. Rest of the systemic 
analysis was unremarkable. Based on the above findings, a 
diagnosis of HLTS was made.

DISCUSSION

Hair disorders can be inherited, or they might arise as people 
age. Here, we reported a case of an acquired hair disorder 
with lymphoedema and telangiectasia. Our differentials 
included hair shaft disorders with syndromic associations 
and we excluded them as there was no ectodermal dysplasia, 
keratosis pilaris, atopy, ichthyosis linearis circumflexa 
and neuroectodermal changes. HLTS has been linked to a 
mutation in the transcription factor gene SOX18. Irrthum 
et al. reported five cases with recessive or dominant SOX18 
mutations in 2003, when HLTS was first described. The 
SOX18 gene encodes a transcriptional activator that is 
important for the development of specific tissues, including 
the blood vessels, hair follicles and lymphatic systems.[2-4] 
HLTS appears to be caused by two distinct types of SOX18 

variants: missense mutations that impact the HMG box 
(recessive inheritance) and non-sense mutations that result 
in shortened proteins without the transactivation activity 
(dominant inheritance).[5,6] Hypotrichosis, lymphoedema 
and telangiectasias of varying severity can occur in HLTS 
patients. Other features may include renal failure, aortic 
dilatation, a large nasal root, prognathism, swollen eyelids 
and a dysmorphic face. Renal disease might appear several 
years after HLTS diagnosis and tends to be progressive. 
Clinical features observed in 13 HLTS patients, 12 reported 
by other authors, are documented in Table 1.[2,3,7] In addition 
to the hair problems, our patient also had lymphatic system 
development complications, which manifested as lower 
limb oedema. There were also nasal telangiectasias caused 
by defects in the development of vascular systems.[7] As 
HLTS involves a multidisciplinary approach, the patient 
was referred to the ear, nose and throat department, where 
she underwent cauterisation of dilated vessels, and the 
cardiovascular thoracic surgery department for further 
management. However, the patient was lost to follow-up.

Figure  1: (a and b) Thin, coarse, and sparse hair throughout the 
scalp. (c) Telangiectasias seen in the Kiesselbach’s triangle (black 
arrow). (d) Pitting oedema in the lower limbs.

a b

c d

Figure  2: (a) Trichoscopic examination revealing thin, fine, 
curled and predominantly single hair shafts without any evidence 
of inflammation (×10, DL4). (b) Light microscopy revealing 
dystrophic anagen hair root with cuticle weathering.
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Limitations

Whole exome sequencing was not done in our patient due 
to financial constraints. Hence, we encourage further studies 
with mutation analysis to detect novel variants and genotype-
phenotype correlation.

CONCLUSION

HLTS is characterised by a wide range of symptoms that 
majorly impact the hair, vascular and lymphatic systems. 
Once the HLTS diagnosis has been established, patient’s 
vascular integrity should be carefully monitored throughout 

Figure 3: Magnetic resonance lymphangiography revealing diffuse epiphyseal oedema involving bilateral legs with a 
prominent lymphatic channel showing a torturous and beaded appearance along the lateral aspect of the distal end of 
the right leg, measuring 3.2 mm in calibre lying at a distance of 6.6 mm from the skin surface.
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their life. Monitoring for renal impairment, pulmonary 
hypertension and aortic dilatation should be considered.
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