40

M.
Knowles
47 11
10 14 18 32
90%
A. Sievers 2801 NO (Sievers, Boulder,
Co)
(primary ciliary dyskinesia; PCD)
(NTM)
2)
M. Knowles NO
(NO)
PCD
(outer dynein arms  ODA)
(inner dynein arms  1DA)
ODA 1DA 2. PCR
10 32
18 PCD
32 DNAH5 ~ DNAIZ  1DA
CCDC39  CCDC40 ODA
B. IDA 10 14
1.NO coding 243
39.6
PCD 18
32
NO 495 coding
(non-coding 503
) 39.6 kb
PCD DNA
D NO 253 PCR
NO NO 79 PCR
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1~5 kb

PCR
QIAseq FX DNA Library Kit ( )
MiSeq v2 500 nano
( ) fastq
CLC GenomicsWorkbench ( )
hg38

dbSNP  ClinVar

(https://www.ncbi.nlm_nih.gov/clinvar/)
Ensembl Variant Effect Predictor

http://asia.ensembl.org/Homo_sapiens/Tools/V
EP?db=core;t1=0YSaTqoujaOxkte2-4690284

1000 Genomes Project
(http://phase3browser.1000genomes.org/index.ht

ml)
CLC
GenomicsWorkbench -
in-house
(python)
PCR
( )
16024 RIT/IRB 28-20
C.
1. NO
BENORIEFER n=45
Wmin 10: ( - N=11) l<()‘;/7g:flrxn
NO PCD
1) PCD 45 NO

77 nl/min 11

NTM

2) 10

microtubule disorganization

(MTD)
3
2. 32 PCD
NO 21
3
NO
D.
M. Knowles
NO
CFAP300 PCD
OMIM 12 DNAH9

(Fassad MR, et al. Mutations in
Outer Dynein Arm Heavy Chain DNAH9 Cause Motile
Cilia Defects and Situs Inversus. Am J Hum Genet.
2018 Dec 6;103(6):984-994.)

PCD
M. Knowles
PCD
E.
F.
G.
1.
1
8
2)
,10



2019.
3) Primary Ciliary Dyskinesia in Japan:
Systematic review and meta-analysis. Inaba
Atsushi, Masanori Furuhata, Kozo Morimoto,
Mahbubur Rahman, Osamu Takahashi, Minako

Hijikata, Michael R. Knowles, and Naoto Keicho.

71

2.
1) RNA-Seq

MAC

2018/4/7,

37



PCD 2018 12
Invitae
- - Primar
Gene Location RefSeq Coding Translation OMIM Ge_ne Cil iar§
exons length (aa) (CILD) Reviews e
Dyskinesia
Panel
DNAI1 9p13 NM_012144 20 699 o o o o
DNAH5 5p15 NM_001369 79 4624 o o o o
CcCcDC39 3026 NM_181426 20 941 o o o o
CCDC40 17925 NM_017950 20 1142 o o o o
DNAAF3 19q13 NM_001256714 12 608 o o o o
DNAAF2 14921 NM_018139 3 837 o o o o
DNAAF1 16024 NM_178452 12 725 o 0 o o
DNAAF5 7p22 NM_017802 13 855 o 0 o o
LRRC6 8024 NM_012472 12 466 o o o o
ZNYND1O 3p21 NM_015896 12 440 o o o o
DNAAF4 15¢g21 NM_130810 9 420 o 0 o o
CFAP298 21q22 NM_021254 7 290 o o o o
SPAG1 8022 NM_172218 18 926 o o o o
PIHID3 Xg22 NM_173494 6 214 o o
DNAH11 7p15 NM_001277115 82 4516 o o o
RSPHAA 6022 NM_001010892 6 716 o o o
RSPH9 6p21 NM_152732 5 276 o o o
DRCI1 2p23 NM_145038 17 740 o o o
RSPH1 21q22 NM_080860 9 309 o o o
CCDC65 1213 NM_033124 8 484 o o o
CCNO 5011 NM_021147 3 350 o o o
RSPH3 6025 NM_031924 8 560 o o o
GAS8 16024 NM_001481 11 478 o o
DNAJB13 11913 NM_153614 8 316 o
NMES 7pld NM_016616 15 588 o o o
DNAI2 17925 NM_023036 12 605 o o o
DNAL1 1424 NM_031427 8 190 o o o
£CDC103 17g21 NM_213607 3 237 o o o
ccDC114 19q13 NM_144577 13 670 o o o
ARMC4 10p NM_018076 19 1044 o o o
CCDC151 19p13 NM_145045 13 595 o o o
T7C25 17921 NM_031421 12 672 o
HYDIN 16022 NM_001270974 85 5121 o ()
DNAH1 3p21 NM_015512 77 4265 o o
CFAP300 11922 NM_032930 7 267 o
DNAH8 6p21 NM_001206927 92 4707 o o
MWCIDAS 5011 NM_001190787 7 385 0 o
OFD1 Xp22 NM_003611 23 1012 o
RPGR Xpll NM_000328 19 815 o
DNAH9 17p12 NM 001372 69 4486

o

OMIM: Online Mendelian Inheritance in Man, https://www.omim.org
GeneReviews: Zariwala MA, Knowles MR, Leigh MW. Primary Ciliary Dyskinesia. In: Adam MP,
Ardinger HH, Pagon RA, et al ., eds. GeneReviews(R); Seattle, WA: University of Washington;
1993-2018 https://www._ncbi.nlm.nih.gov/books/NBK1122/. Published Jan 24, 2007 [updated
Sept 2015].

Invitae: Invitae corporation, San Francisco, California, United States.

https://www. invitae.com/en/physician/tests/04101/?utm_source=pcd&utm medium=print&ut
m_campaign=pcd_card&utm_content=pcd_panel
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