(n=available data) Clinical observations Numbers Percent (%)

Gender (n= 104 patients) Male 59 57
Female 45 43
Ethnicity (n=104 patients) Caucasian 926 92
Non-Caucasian 8 8
Parental consanguinity Present 7 7

(n= 104 families)

Disease status* (n=104) PCD 43 41
KS 61 59
Recurrent upper respiratory Yes 86 95
tract infections* (n=91)
No 5 5
Ultrastructural defects* (n=83) ODA 12 14
IDA 14 17
ODA+IDA 38 46
others 16 19
normal 3 4

Table E1: Details of Clinical Phenotyping in PCD/KS patients

Total of n= 104 patients from 104 unrelated families were included in this study.

When a situs inversus was observed, patients were referred as having Kartagener Syndrome.
Abbreviations: KS: Kartagener syndrome, ODA: outer dynein arms, IDA: inner dynein arms.

*incomplete information.



