
On-line Table 1: Clinical and demographic data

Patient 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19
Sex M F M F M F M M F M M M M F M M M F F
Age at last

examination
15 28 53 2 1 6 7 8 9 13 16 4 m 1 2 3 5 3 2 2

Age at diagnosis 10 26 57 4 5 3 0 6 2 4 6 2 1 1 3 4 2 1 1
Onset symptom SPR Ataxia SPR Microc

PMR
Cataract Microc. Microc

PMR
PMR

Hypotony
PMR

Hypotony
Microc.

PMR
PMR Microc.

Cataract
PMR

Microc.
Cataract

PMR

Microc.
Cataract

PMR

Microc.
Cataract

PMR

Microc.
Cataract

PMR

Microc.
IUGR

Arthrog. Microc.
Microph.
Arthrog.

PMR
Age at onset 2 4 childhood 0 14 m 0 3 m 9 m 2 m 6 m 0 0 0 0 0 0 1 m 0
Age at death 57 5 10 4 7 3 2
CS group III III III I I I I I I I I II II II II II II COFS COFS
Genetic mutationCSB CSB CSB CSB CSB CSB CSA CSA CSA CSA CSA CSB CSB CSB CSB CSB CSB CSB CSB

Note:—M indicates male; F, female; SPR, staturo-ponderal retardation; Microc, microcephaly; PMR, psychomotor retardation; Microph, microphthalmia; Arthrog, arthrogryposis; CSA and
CSB, genes mutated in Cockayne Syndrome; age: years except m, months; IUGR, intrauterine growth retardation.
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