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PCD

FOUNDATION

PRIMARY CILIARY DYSK( NESIA

Chromosomal Ciliary Ultrastructure by Transmission Electron

# | Gene Symbol (Alias) Location Structure(s) Affected Microscopy

1 | DNAH5 5p15.2 QOuter dynein arm Outer dynein arm defects

2 | DNAI1 9p13.3 Outer dynein arm Outer dynein arm defects

3 | DNAI2 17g25.1 Outer dynein arm Outer dynein arm defects

4 | DNAL1 14924.3 Outer dynein arm Outer dynein arm defects

5 | ODAD1 (CCDC114) 19913.33 Outer dynein arm QOuter dynein arm defects

6 | ODAD2 (ARMC4) 10p12.1 Outer dynein arm Outer dynein arm defects

7 | ODAD3 (CCDC151) 19p13.2 Outer dynein arm Outer dynein arm defects

8 | ODADA4 (TTC25) 17qg21.2 Outer dynein arm Outer dynein arm defects

9 | ODADS5 (CLXN) 8q11.21 Outer dynein arm Partial outer dynein arm defects
10 | *DAW1 2036.3 Outer dynein arm Partial outer dynein arm defects

Inner dynein arm defect and Microtubular

23 | CCDC39 3926.33 Inner dynein arm and Nexin links disorganization
Inner dynein arm defect and Microtubular
24 | CCDC40 17925.3 Inner dynein arm and Nexin links disorganization

25 | *DNAH10

12q24.3

Inner dynein arm

Inner dynein arm defect and Microtubular
disorganization

33 | CFAP221 (PCDP1) 2q14.2 Central complex Near normal
34 | HYDIN 16022.2 Central complex Near normal
35 | SPEF2 5p13.2 Central complex Near normal
36 | STK36 2qg35 Central complex Near normal
37 | CFAP54 12g23.1 Central complex Near normal
38 | CFAP74 1p36.33 Central complex Near normal
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For the current listing of laboratories offering clinical genetic testing for PCD, please check GTR: Genetic Testing Registry
(http://www.ncbi.nlm.nih.gov/gtr/) and/or Gene Tests™ (http://www.genetests.org) Laboratory Directory.

* Genes with ‘limited’ evidence by Motile ciliopathies GCEP
(https://search.clinicalgenome.org/kb/affiliate/10102?page=1&size=25&search=).
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