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DISEASE:
Trichothiodystrophy

NAME: Trichothiodystrophy

DESCRIPTION:
A rare, genetic, syndromic hair shaft abnormality disorder characterized by short, dry, sulfur-deficient, brittle 
hair usually associated with highly variable neuroectodermal manifestations, such as ichthyosis, 
photosensitivity, and intellectual disability.

ORPHACODE: 33364
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ANALYTE(S):

MPLKIP
ERCC2
GTF2H5
ERCC3
RNF113A
GTF2E2
TARS1
CARS1
AARS1
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RELATED CONTENT

Related Genetic Tests 

Ichthyosis (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

alanyl-tRNA synthetase 1
cysteinyl-tRNA synthetase 1
ERCC excision repair 2, TFIIH core complex helicase subunit
ERCC excision repair 3, TFIIH core complex helicase subunit
general transcription factor IIE subunit 2
general transcription factor IIH subunit 5
M-phase specific PLK1 interacting protein
ring finger protein 113A
threonyl-tRNA synthetase 1

Related Gene Panels 

Ichthyosis and erythroderma (98 genes) - KUL
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