Trichothiodystrophy (TTD) Symptoms List

Key Symptoms and Clinical Features

Trichothiodystrophy (TTD) is a rare genetic disorder characterized by a range of symptoms that
primarily affect the hair, skin, growth, development, and other bodily systems. Below is a
structured overview of the principal clinical features observed in individuals with
Trichothiodystrophy.

Hair and Skin Symptoms

e Brittle, sparse, or short hair that breaks easily

e Distinctive “tiger tail” pattern observed in hair under polarized light microscopy

e Low sulfur content in hair, which gives rise to the “thio” in the condition’s name

e Dry, scaly skin, a condition also known as ichthyosis

e Photosensitivity, or increased sensitivity to sunlight, present in some types of TTD

Growth and Developmental Features

e Developmental delay or intellectual disability
e Short stature

Neurological and Physical Features

e Microcephaly, or a small head size
o Prominent ears or a small chin
e Ataxia, which refers to poor coordination or unsteady movements

Eye and Systemic Findings

e Cataracts or other eye problems
e Recurrent infections, which in some cases may be due to immune deficiency
¢ Nail abnormalities

Photosensitive Subtypes of TTD

¢ Involvement of DNA repair genes such as ERCC2 or ERCC3
e Sunburn-like reactions after minimal sun exposure
e Freckling and other skin changes that occur on areas exposed to sunlight

Types of Trichothiodystrophy

Trichothiodystrophy (TTD) is classified into photosensitive and non-photosensitive types. The
photosensitive forms are associated with defects in DNA repair genes, while the non-
photosensitive forms do not have these defects and are linked to different genetic variations.



