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Analysis of gene mutations causing primary ciliary dyskinesia by whole exome
sequencing
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We started gene mutation analysis by the whole exome sequencing, but we
switched to gene panel analysis for 32 known genes, considering the efficiency of the analysis. We
analyzed 93 patients (three months-64 years old) who were suspected of primary ciliary dyskinesia
(PCD). As a result, the following mutations were found. c.894C>G, c¢.1599_1600insT, c.1631C>T, c.
5297C>T, c.5367delT, c.5563_5564insA, c¢.5983C>T. c¢.6053T>C, c.7550_7556delAGCTGCC, c.
7561_7573del CCAGCGGGGCCC, €-.9018C>T, c. 9101delG, c.10616G>A, ¢.13286G>A , ¢.13837delG, c.9286C>T in

DNAH5. ¢.940T>A, c.794G>A, c.1148G>A, c.2874A>C, c.9674T>G, c. 10353+1G>A, c¢.10411G>A, c.12310C>T,
c. 12331C>T in DNAH11. Thus, it was found that mutations in DNAH5 and DNAH1l are prevalent in the

Japanese patients with PCD.
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ARMC4, C21orf59, CCDC103, CCDC114,
CCDC151, CCDC39, CCDC40, CCDC65, CCNO,DNAAF1,DNAAFZ, DNAAF3, DNAAFS5, DNAHI, DNAHI11,
DNAH5, DNAHS, DNAIL, DNAIZ, DNAL1, DRC1, DYX1C1, HYDIN, LRRC6, MCIDAS, NMES, RSPH1, RSPH3,
RSPH4A, RSPH9, SPAG1, ZMYND1O
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DNAH5 C.894C>G N298K
DNAH5 c.1599 1600insT D534*
DNAH5 C.1631C>T T5441
DNAH5 C.5297C>T S1766F
DNAH5 c.5367delT N17901Fs*14
DNAH5 C.5563_5564insA 11855NFs*6
DNAH5 C.5983C>T R1995X
DNAH5 C.6053T>C 120187
DNAH5 c.7550_7556delAGCTGCC E2517GFsX52
DNAH5 c.7561_7573del CCAGCGGGGCCC P2521GFs*46
DNAH5 C.9018C>T
DNAH5 C.9101delG G3034VFs*23
DNAH5 C.10616G>A R3539H
DNAH5 C.13286G>A RA429Q
DNAH5 c.13837delG V4613*
DNAH5 C.9286C>T R3096*
DNAH11 C.940T>A Y314N
DNAH11 C.794G>A R265H
DNAH11 C.1148G>A R3830Q
DNAH11 C.2874A5C K958N
DNAH11 C.9674T>G L3225R
DNAH11 C.10353+1G>A
DNAH11 C.10411G>A E3471K
DNAH11 c.12310C>T RA104*
DNAH11 c.12331C>T RA111*
CCDC40 C.580-1G>C
DNAH11 C.2527C>T L843F
DNAT1 C.1163G>A C388Y
RSPHAA C.102T>6 Y34*
DNAH5, DNAH11
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