Supplementary Table 5-Overview of the genotypes and phenotypes of DNAAF11 reported in the literature
Transcript：NM_012472.6 / NP_036604.2
Statistical cutoff time：2026-08-30
	No.
	Article Patient ID
	Sex
	cDNA Variation
	Amino acid variation
	Exon
	Effect
	Heterotaxy
	Respiratory symptoms
	Reproductive symptom
	Allelic status
	Origin
	Author

	1
	Only 1
	female
	c.299T>C
	p.Ile100Thr
	4
	Missense
	situs inversus totalis
	Bronchiectasis, cough
	No
	Homozygous
	Chinese
	This study

	2
	DCP16
	female
	c.598_599delAA
	p.Lys200Glufs*3
	5
	Frameshift
	no
	NRD,bronchitis,bronchiectasis,lobectomy,rhinosinusitis, otitis
	hypofertility
	Homozygous
	European
	Kott et al[1]

	3
	DCP17
	male
	c.598_599delAA
	p.Lys200Glufs*3
	5
	Frameshift
	Situs inversus
	bronchitis,rhinosinusitis
	asthenospermia
	Homozygous
	
	

	4
	DCP152
	male
	c.598_599delAA
	p.Lys200Glufs*3
	5
	Frameshift
	no
	bronchitis,bronchiectasis,
rhinosinusitis, otitis
	unknown
	Homozygous
	
	

	5
	DCP193
	male
	c.220G>C
	p.Ala74Pro
	2
	Missense
	no
	bronchorrhea
	Asthenospermia
	Homozygous
	
	

	
6
	DCP339
	male
	c.436G>C
	p.Asp146His
	5
	Missense
	Situs inversus
	bronchitis,bronchiectasis,
rhinosinusitis, otitis
	asthenospermia
	[bookmark: OLE_LINK2]Compound heterozygous
	
	

	
	
	
	c.598_599delAA
	p.Lys200Glufs*3
	5
	Frameshift
	
	
	
	
	
	

	
7
	DCP18
	male
	c.574C>T
	p.Gln192*
	5
	Nonsense
	no
	bronchitis,bronchiectasis,
rhinosinusitis, nasalpolyposis
	asthenospermia
	Compound heterozygous
	
	

	
	
	
	c.576dupA
	p.Glu193Argfs*4
	5
	Frameshift
	
	
	
	
	
	

	8
	A III-1
	female
	c.436G>C
	p.Asp146His
	5
	Missense
	situs inversus totalis
	chronic or recurrent otitis media, rhinosinusitis, bronchiectasis
	unknown
	Homozygous
	Palestinian
	Horani et al[2]

	9
	A III-2
	female
	c.436G>C
	p.Asp146His
	5
	Missense
	no
	chronic or recurrent otitis media, bronchiectasis, rhinosinusitis
	unknown
	Homozygous
	Palestinian
	

	10
	A III-4
	male
	c.436G>C
	p.Asp146His
	5
	Missense
	no
	chronic or recurrent otitis media, rhinosinusitis, bronchiectasis
	unknown
	Homozygous
	Palestinian
	

	11
	B III 1
	female
	c.436G>C
	p.Asp146His
	5
	Missense
	dextrocardia
	chronic or recurrent otitis media, bronchiectasis
	unknown
	Homozygous
	Palestinian
	

	12
	B III 4
	female
	c.436G>C
	p.Asp146His
	5
	Missense
	dextrocardia
	chronic or recurrent otitis media, bronchiectasis
	unknown
	Homozygous
	Palestinian
	

	13
	Only 1
	male
	c.749G>A
	p.Trp250*
	6
	Nonsense
	typical manifestations ofPCD-situs inversus
	Symptoms of chronic cough and recurrent respiratory infections
	Asthenozoospermia
	Homozygous
	Chinese
	Li et al[3]

	14
15
	OI-8
-II1
-II2
	male
female
	c.169_173delinsTCCCAAT
	p.Gly57Serfs*3
	2
	Frameshift
	-21/-22:SI/no
	-21/-22:recur.
sinusitis/pneumonia BE
	unknown
	Homozygous
	Israeli
	Zariwala et al[4]

	16
	OP-841
	female
	c.259T>C
	p.Cys87Arg
	4
	Missense
	no
	BE
	unknown
	Compound heterozygous
	Danish
	

	
	
	
	c.436G>C
	p.Asp146His
	5
	Missense
	
	
	
	
	
	

	17
	OP-1183
	male
	c.562C>T
	p.Gln188*
	5
	Nonsense
	situs inversus
	BE,recur. bronchitis/rhinitis,
infertility
	unknown
	Homozygous
	Turkish
	

	18
	OP-228
-II2
	female
	c.598_599delAA
	p.Lys200Glufs*3
	5
	Frameshift
	situs inversus
	recur.otitis media/
pneumonia,PRDS
	unknown
	Homozygous
	German
	

	19
20
	A4213（#232）-21（#1143）
-22（#1144）
	Male
female
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	-21:SI
-22:no
	unknown
	unknown
	Homozygous
	Pakistani
	

	21
	#30
-21(#204)
	male
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	no
	unknown
	unknown
	Homozygous
	Pakistani
	

	22
	#408
-21(#1465)
	female
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	situs inversus
	unknown
	unknown
	Homozygous
	Pakistani
	

	23
	#762
-21(#2190)
	female
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	situs inversus
	multiple pancreas
	unknown
	Homozygous
	Pakistani
	

	24
25
26
	Fam9
-25,-26,-27
	Female
female
male
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	no
	unknown
	unknown
	Homozygous
	Pakistani
	

	27
28
	Fam21
-22,-23
	Male
male
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	no
	unknown
	unknown
	Homozygous
	Pakistani
	

	29
	OP-106
	male
	c.653+1G>A
	
	5
	Splice-site loss
	situs ambiguous
	postnatal respiratory distress syndrome
	unknown
	Homozygous
	Turkish
	

	30
31
	OP-709
-22
-21
	female
female
	c.710_711delCA
	p.Thr237Lysfs*7
	6
	Frameshift
	-22/-21:SA/SS
	-22/-21:complex CHD,recur.
pneumonia/sinusitis
/otitis media,PRDS
	unknown
	Homozygous
	
	

	32
	A5014_172(#255)
-21(#1173)
	female
	c.891delA
	p.Ala298Profs*2
	7
	[bookmark: OLE_LINK1]Frameshift
	no
	unknown
	unknown
	Homozygous
	Caucasian
	

	33
	KT1
	female
	c.64dupT
	p.S22Ffs*19
	2
	Frameshift
	Situs inversus
	Bronchiectasis、bronchitis
	unknown
	Homozygous
	Chinese
	Yue et al[5]

	34
	No
	unknown
	c.79_80delTC
	p.Ser27Valfs*13
	2
	Frameshift
	unknown
	unknown
	unknown
	Homozygous
	Semite
	Gileles-Hillel et al[6]

	35
	11052
	female
	c.220G>C
	p.Ala74Pro
	3
	Missense
	Situs inversus
	Rhinitis、Sinusitis、Bronchopneumonia、Bronchitis、Bronchiectasis、Cough
	unknown
	Compound heterozygous
	Italian
	

	
	
	
	c.426A>C
	p.Leu142Phe
	4
	Missense
	
	
	
	
	
	

	36
	11071
	male
	c.299T>C
	p.Ile100Thr
	4
	Missense
	Situs inversus
	Bronchitis、Cough、Allergy
	unknown
	Compound heterozygous
	
	Boaretto et al[7]

	
	
	
	c.598_599delAA
	p.Lys200Glufs
	5
	Frameshift
	
	
	
	
	
	

	37
	PKMR120
	unknown
	c.234T>G
	p.Ile78Met
	3
	Missense
	[bookmark: OLE_LINK4]unknown
	unknown
	unknown
	Homozygous
	Punjabi
	Riazuddin et al[8]

	38
	P2
	unknown
	c.27T>G
	p.Ile9Met
	2
	Missense
	Organ laterality
	unknown
	unknown
	Heterozygous
	Serbian
	Andjelkovic et al[9]

	39
	iii
	male
	c.183T>G
	p.Asn61Lys
	3
	Missense
	no
	chronic sinusitis, diffuse bronchiectasis

	Male infertility
	Compound heterozygous
	[bookmark: OLE_LINK6]Chinese
	

	
	
	
	c.179-1G>A
	
	2
	Splice-site loss
	
	
	
	
	
	Liu et al[10]

	40
	ID 4
	female
	c.974+1G>A
	
	8
	Splice-site loss
	Dextrocardia
	neonatal respiratory distress syndrome、cough、sinusitis
	unknown
	Homozygous
	Egyptian
	Fassad et al[11]

	41
	ID 18
	male
	c.403G >A
	p.Val135Met
	4
	Missense
	Dextrocardia
	neonatal respiratory distress syndrome、cough、
	unknown
	Homozygous
	
	

	[bookmark: OLE_LINK5]42
	SI06
	male
	c.10+1G>A
	
	1
	Splice-site loss
	Situs inversus
	Daily wet cough、
	unknown
	Homozygous
	Belgium
	Postema et al[12]

	43
	patient 13
	female
	c.299T>C
	p.Ile100Thr
	4
	Missense
	Left-right laterality defects
	Cough、Producting cough、Naso-sinusitis

	unknown
	Compound heterozygous
	Chinese
	Zhao et al[13]

	
	
	
	c.567_570delinCATGGAAAA
	p.Q189Hfs*10
	5
	[bookmark: OLE_LINK9]Frameshift
	
	
	
	
	
	

	44
	Patient1
	male
	c.64dupT
	p.S22Ffs*19
	2
	Frameshift
	no
	exhibited classic PCD-like respiratory symptoms from early
life including chronic cough, recurrent nasal obstruction, and
pneumonia
	completely immotile spermatozoa and a comparatively low
sperm count
	Compound heterozygous
	Chinese
	Liu et al[14]

	
	
	
	c.538C>T
	p.Arg180*
	5
	Nonsense
	
	
	
	
	
	

	45
	Patient2
	male
	c.863C>A
	p.P288H
	7
	Missense
	unknown
	exhibited classic PCD-like respiratory symptoms from early
life including chronic cough, recurrent nasal obstruction, and
pneumonia
	completely immotile spermatozoa with
normal sperm counts
	Homozygous
	
	

	46
	Only 1
	male
	c.1154dupT
	p.T386Ffs*36
	11
	Frameshift
	Situs inversus
	suffers from unseasonal rhinitis and sinusitis
	asthenospermia
	Homozygous
	Chinese
	Shi et al [15]

	47
	Patient
no.3
	male
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	situs abnormality
	persistent wet cough、persistent rhinitis、unexplained neonatal respiratory distress,
	unknown
	Homozygous
	India
	Jat et al[16]

	48
	Patient
no.9
	female
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	situs abnormality
	persistent wet cough、persistent rhinitis、unexplained neonatal respiratory distress,
	unknown
	Homozygous
	
	

	49
	Patient
no.11
	female
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	situs abnormality
	persistent wet cough
	unknown
	Homozygous
	
	

	50
	Patient
no.12
	male
	c.514C>T
	p.Gln172*
	5
	Nonsense
	situs abnormality
	persistent wet cough、persistent rhinitis、unexplained neonatal respiratory distress,
	unknown
	Homozygous
	
	

	51
	Patient
no.14
	male
	c.630delG
	p.Trp210Cysfs*12
	5
	Frameshift
	situs abnormality
	persistent wet cough、persistent rhinitis、unexplained neonatal respiratory distress,
	unknown
	Compound heterozygous
	
	

	
	
	
	c.514C>T
	p.Gln172*
	5
	Nonsense
	
	
	
	
	
	

	52
	BM2118
	male
	c.1A>G
	p.Met1?
	1
	Start lost
	Situs inversus
	Presence of bronchiectasis (varicose, moderate, 1/6 zone: left middle), bronchitis and bronchiolar lesions (centrilobular nodular, mild, 2/6 zones: right upper, left lower
	three children
	homozygous/hemizygous
	Vietnam
	Shi et al [17]

	53
	DBC-25923
	female
	c.1165C>T
	p.Gln389Te
	11
	Nonsense
	heterotaxy
	neonatal respiratory distress， chronic sinusitis, otitis media,
and low nNO levels
	unknown
	hemizygous
	Japan
	Ito et al[18]

	54
	Patient #7
	male
	c.8G>A
	p.Trp3Ter
	1
	Nonsense
	no
	chronic colonization; FEV1 62%; nNO 34 ppb; immotile cilia; absent ODA/IDA with MT/CPC disorganization
	unknown
	Homozygous
	Portugal
	Tinoco  et al[19]

	55
	OP-4848II1
	female
	c.91C>T
	p.Gln31Ter
	2
	Nonsense
	Situs inversus
	Chronic rhinitis、Chronic sinusitis by CT 、ethmoid , maxillary, sphenoid sinusitis, Chronic wet cough、Recurrent LRTI、Recurrent otitis media, Hearing loss
	unknown
	Homozygous
	Egypt
	Rizk et al[20]

	56
	OP-4848II2
	female
	c.91C>T
	p.Gln31Ter
	2
	Nonsense
	Situs inversus
	Neonatal RDS、Chronic rhinitis、Chronic wet cough、Recurrent LRTI、Recurrent otitis media
	unknown
	Homozygous
	Egypt
	

	57
	OP-4846
	female
	c.166_168del
	p.Ile56del
	2
	In-frame deletion
	no
	Neonatal RDS、Chronic rhinitis、Chronic sinusitis by CT 、maxillary, sphenoid sinusitis 、Chronic wet cough、Recurrent LRTI、Recurrent otitis media
	unknown
	Compound heterozygous
	Egypt
	

	
	
	
	c.975-1G>A
	p.?
	intron 8
	Splice-site variant
	
	
	
	
	
	

	58-59
	PCD-#12 II1 and II2
	Male/ Male
	c.79_80del
	p.Ser27ValfsTer13
	2
	Frameshift
	PCD-#12 II1 no/
PCD-#12 II2 showing laterality defects
	II1: chronic maxillary sinusitis, adenoids and bronchiectasis; II2:Kartagener syndrome and totally
immotile cilia
	unknown
	Homozygous
	Caucasian
	Zlotina et al[21]

	60
	PCD-#13 II1
	female
	c.436G>C
	p.Asp146His
	5
	Missense
	no
	regular upper airway infections, otitis media,and bronchiectasis
	unknown
	Homozygous
	Russia
	

	61
	OP-516
	male
	c.436G>C
	p.Asp146His
	5
	Missense
	Situs inversus totalis
	Chronic nasal congestion、 Chronic otitis media、Reccurent respiratory infections/wet cough
	male infertility / sperm dysmotility
	Compound heterozygous
	not reported
	Aprea et al[22]

	
	
	
	c.630del
	p.Trp210CysfsTer12
	5
	Frameshift
	
	
	
	
	
	

	62-63
	Family 115: patients 14 and 26
	male
	c.630del
	p.Trp210CysfsTer12
	5
	Frameshift
	no
	PCD; ODA/IDA defects
	unknown
	Homozygous
	East Indian
	Marshall et al[23]
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