Skinning the Surface of Bone Abnormalities in Trichothiodystrophy
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INTRODUCTION - RESULTS (continued)
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short stature, developmental delay, microcephaly, absent myelin
in the brain, ataxia and altered reflexes, congenital cataracts,
photosensitivity, ichthyosis and sulfur-deficient, brittle hair
(Figure 1).
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Bone abnormalities, which include central osteosclerosis,
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underlying cause of TTD involves mutations in the genes, XPB,
XPD, TTDA, which collectively play a role in DNA repair and basal
transcription (1). TTDN1 gene, whose function is unknown, is also
associated with TTD (1).
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osteopenia.
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Figure 5: Two TTD patients (TTD354BE & TTD401BE) with progressive degeneration of the femoral epiphyses. .
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Figure 4: 3-D rendering of a hip CT from a male TTD patient (TTD328BE, age 14). Note presence of slight degradation of the right femoral neck (arrowhead), as well as, presence of -
necrosis of the left femoral neck (arrow). Pain when walking (L>R). W#2; AVN Stage Il Walldng Abfitv Scale:
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Thus bone abnormalities are a common clinical feature of TTD.
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