Supplementary Table 1. Clinical characteristics and genotypes of patients with MECOM-associated syndrome.
	No
	Variant
	Mutation type
	Family history
	Hematologic features
	HSCT
	RUS
	Skeletal features
	Cardiac features
	Others
	Reference

	1
	c.1901C>T (p.Pro634Leu)
	Missense
	Sporadic
	BMF, neutropenia, anaemia, thrombocytopenia
	Y (3y)
	N/A
	Bilateral talipes equinovarus
	N/A
	Posterior ear rotation
	Ammeti et al., 2023(10)

	2
	111 kb deletion (DEL exons 4-17)
	Deletion
	N/A
	BMF, thrombocytopenia
	N/A
	N/A
	Clinodactyly
	Truncus arteriosus, single umbilical artery, interrupted aortic arch, aortic coartaction
	Micrognathia, retrognathia, ear abnormalities, facial dysmorphism
	Lozano et al., 2023(11)

	3
	c.2850-1G>A
	Splice site
	Sporadic
	BMF, thrombocytopenia
	Y (5m)
	N/A
	N/A
	Patent ductus arteriousus
	Macrocephaly, pulmonary arteriovenous malformation, dystrophic nails
	

	4
	c.2831C>G (p.Thr944Arg)
	Missense
	Sporadic
	BMF, thrombocytopenia
	Y (7m)
	Y
	Clinodactyly
	Atrial septal defect
	N/A
	

	5
	3.98 kb deletion (DEL exon 5)
	Deletion
	Sporadic
	BMF
	Y (8m)
	N/A
	Radial hypoplasia
	Patent ductus arteriousus, atrial septal defect
	Microcephaly, umbilical hernia, hepatomegaly, splenomegaly, recurrent intussusception, renal hypoplasia, renal malrotation, renal insufficiency, recurrent infections
	

	6
	4.1 Mb deletion (DEL whole gene)
	Deletion
	N/A
	BMF
	Y (2y)
	Y
	N/A
	Ventricular septal defect
	Ear abnormalities, facial dysmorphism, renal insufficiency
	

	7
	c.2846A>G (p.Tyr949Cys)
	Missense
	N/A
	Thrombocytopenia
	N/A
	Y
	Clinodactyly, thumb abnormalities
	N/A
	N/A
	

	8
	c.2849G>C (p.Arg950Thr)
	Missense
	Sporadic
	N/A
	N/A
	Y
	N/A
	Aortic root dilation
	Bifid epiglottis, facial dysmorphism, laryngomalacia
	

	9
	c.2849+1G>T
	Splice site
	N/A
	BMF, thrombocytopenia
	Y (7y)
	Y
	N/A
	N/A
	N/A
	

	10
	c.2772-4A>G
	Splice site
	Sporadic
	BMF, anemia, thrombocytopenia, leukopenia
	N/A
	N/A
	N/A
	Right atrial and ventricular dilation
	N/A
	Dash et al., 2023(12)

	11
	c.2812C>T (p.Arg938Trp)
	Missense
	Sporadic
	BMF, thrombocytopenia, neutropenia
	N/A
	N/A
	Clubfoot, large anterior fontanelle
	N/A
	Intraventricular hemorrhage
	

	12
	c.2199T>A (p.Tyr733Ter)
	Nonsense
	Sporadic
	Fetal anemia
	N/A
	Y
	N/A
	Ventricular septal defect
	N/A
	Wall et al., 2023(30)

	13
	c.2208-4A>G
	Splice site
	Familial
	BMF, anemia, thrombocytopenia
	Y (8m)
	N/A
	Clinodactyly
	N/A
	N/A
	Niihori et al., 2022(29)

	14
	c.2285+1G>A
	Splice site
	Familial
	BMF, anemia, thrombocytopenia
	Y (14m)
	N/A
	Clubfoot
	N/A
	Intracranial hemorrhage
	

	15
	c.2341C>T (p.Arg781Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	Shen et al., 2022(31)

	16
	c.2341C>T (p.Arg781Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	17
	c.2341C>T (p.Arg781Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	18
	c.2341C>T (p.Arg781Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	19
	c.2342G>T (p.Arg781Leu)
	Missense
	Familial
	N/A
	N/A
	N/A
	Clinodactyly
	N/A
	N/A
	

	20
	c.2342G>T (p.Arg781Leu)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	21
	c.2342G>T (p.Arg781Leu)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	22
	c.2341C>T (p.Arg781Thr)
	Missense
	Sporadic
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	23
	c.2342G>A (p.Arg781His)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	24
	c.2342G>A (p.Arg781His)
	Missense
	Familial
	N/A
	N/A
	N/A
	N/A
	N/A
	N/A
	

	25
	c.2342G>A (p.Arg781His)
	Missense
	Familial
	N/A
	N/A
	N/A
	Clinodactyly
	N/A
	N/A
	

	26
	c.2342G>A (p.Arg781His)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly, shortness of bilateral fifth digit
	N/A
	Nevi of the nail matrix
	

	27
	c.2341C>T (p.Arg781Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	28
	c.2341C>T (p.Arg781Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	29
	c.2342G>A (p.Arg781His)
	Missense
	Familial
	N/A
	N/A
	N/A
	Clinodactyly
	N/A
	Cerebral thrombosis
	

	30
	c.2342G>A (p.Arg781His)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	31
	c.2342G>A (p.Arg781His)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	History of 2 radial fractures
	

	32
	c.2348T>C (p.Ile783Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	33
	c.2348T>C (p.Ile783Thr)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	34
	c.2329C>G (p.Gln777Glu)
	Missense
	Familial
	N/A
	N/A
	N/A
	Clinodactyly
	N/A
	N/A
	

	35
	c.2329C>G (p.Gln777Glu)
	Missense
	Familial
	N/A
	N/A
	Y
	Clinodactyly
	N/A
	N/A
	

	36
	c.2282A>G (p.Tyr761Cys)
	Missense
	N/A
	BMF, thrombocytopenia
	N/A
	Y
	N/A
	N/A
	Bilateral hydronephrosis, right renal cyst, 2 caf ́e-au-lait spots
	Al-Abboh et al., 2022(27)

	37
	c.1242dupT (p.Thr538fs)
	Frameshift
	Sporadic
	BMF, pancytopenia
	Y (2m)
	N/A
	N/A
	N/A
	Congenital pulmonary airway malformation, pulmonary hemorrhage
	Deliloğlu et al., 2022(26)

	38
	c.3127_3130del (p.Gln1043fs)
	Frameshift
	Sporadic
	thrombocytopenia
	Y (N/A)
	N/A
	N/A
	N/A
	Mucosal bleeds
	Datta et al., 2021(25)

	39
	c.2376T>A (p.Cys792Ter)
	Nonsense
	Sporadic
	Pancytopenia
	N/A
	N/A
	Clinodactyly, laryngomalacia, spiral fracture of the right humerus
	N/A
	Mild B-cell deficiency
	Weizmann et al., 2020(24)

	40
	c.2473C>G (p.Pro825Ala)
	Missense
	Sporadic
	Thrombocytopenia, anemia
	N/A
	Y
	N/A
	N/A
	Intracranial hemorrhage
	Loganathan et al., 2019(9)

	41
	c.2248C>T (p.Arg750Trp)
	Missense
	Familial
	Hemolytic anemia, myelodysplastic syndrome
	N/A
	Y
	Bilateral short fifth finger
	N/A
	Nail ridging
	Walne et al., 2018(8)

	42
	c.2248C>T (p.Arg750Trp)
	Missense
	Sporadic
	BMF
	Y (N/A)
	Y
	N/A
	N/A
	Nail dysplasia
	

	43
	c.2248C>T (p.Arg750Trp)
	Missense
	Sporadic
	Pancytopenia
	N/A
	Y
	N/A
	Tetralogy of fallot
	Ear abnormality, abnormal facies
	

	44
	c.2278G>C (p.Pro760Ala)
	Missense
	Sporadic
	Pancytopenia
	Y (N/A)
	Y
	Clubfoot
	N/A
	Small head
	

	45
	c.2272G>A (p.Glu758Lys)
	Missense
	Familial
	N/A
	N/A
	Y
	N/A
	N/A
	Impaired hearing, nail abnormality
	

	46
	c.2272G>A (p.Glu758Lys)
	Missense
	Familial
	Thrombocytopenia
	N/A
	Y
	N/A
	N/A
	Moya Moya disease
	

	47
	c.2272G>A (p.Glu758Lys)
	Missense
	Familial
	N/A
	N/A
	Y
	N/A
	N/A
	N/A
	

	48
	c.2248C>T (p.Arg750Trp)
	Missense
	Sporadic
	BMF, pancytopenia
	Y (5m)
	N/A
	N/A
	N/A
	Pulmonary hemorrhage
	Osumi et al., 2018(7)

	49
	175.1 kb deletion  (DEL exon 2)
	Deletion
	Sporadic
	BMF, pancytopenia
	Y (5m)
	N/A
	N/A
	Atrial septal defect, patent ductus arteriosus
	N/A
	Kjeldsen et al., 2018(23)

	50
	841 kb deletion (DEL exons 12-17)
	Deletion
	Sporadic
	BMF, pancytopenia
	N/A
	N/A
	Clubfoot, short fifth midphalanx of the right hand, ulnar deviation of the right hand
	N/A
	Macrocephaly, minor facial dysmorphisms
	van et al., 2018(22)

	51
	c.2251C>T (p.His751Tyr)
	Missense
	Familial
	BMF, thrombocytopenia, anemia
	Y (11m)
	Y
	Hypoplasia of middle and end phalanx
	N/A
	N/A
	Germeshausen et al., 2018(5)

	52
	c.2276A>T (p.Gln759Leu)
	Missense
	Familial
	BMF, thrombocytopenia
	Y (8m)
	Y
	N/A
	N/A
	Impaired hearing
	

	53
	c.2278C>T (p.Pro760Ser)
	Missense
	N/A
	Pancytopenia
	N/A
	Y
	Clinodactyly, hypoplasia of middle phalanx
	N/A
	N/A
	

	54
	c.2208-1_2208del (p.Arg736fs)
	Frameshift
	N/A
	BMF, thrombocytopenia, anemia
	Y (7m)
	Y
	Bilateral toe malposition
	N/A
	Cystic kidney, duplex kidney, urinary obstruction with megaureter, hypogammaglobulinemia
	

	55
	c.2248C>T (p.Arg750Trp)
	Missense
	N/A
	BMF, pancytopenia
	N/A
	N/A
	N/A
	N/A
	Hepatomegaly and mild bilateral renal calyceal dilatation, severe infections, B-cell deficiency
	

	56
	c.2248C>T (p.Arg750Trp)
	Missense
	N/A
	Pancytopenia
	Y (5m)
	N/A
	N/A
	N/A
	Severe bacterial and fungal infections, gastrointestinal hemorrhage
	

	57
	c.2542C>T (p.Arg848Ter)
	Nonsense
	N/A
	BMF, thrombocytopenia, anemia
	Y (4m)
	N/A
	Brachymesophalangy
	Ventricular septal defect, aortic coarctation
	N/A
	

	58
	c.69C>A (p.Cys23Ter)
	Nonsense
	N/A
	BMF, thrombocytopenia, anemia
	Y (3m)
	N/A
	N/A
	Atrial septal defect
	Precocious puberty, cognitive deficits, small cleft palate
	

	59
	c.2455+1G>C
	Splice site
	N/A
	BMF, pancytopenia
	Y (10.5m)
	N/A
	Thumb abnormalities
	N/A
	Severe bacterial and fungal infections, fetal adrenal hemorrhage
	

	60
	c.1114C>T (p.Gln372Ter)
	Nonsense
	Familial
	Pancytopenia
	Y(13y)
	N/A
	Clinodactyly, floating elbow
	Tetralogy of fallot
	Impaired hearing
	

	61
	c.2419_2420ins (p.Arg807fs)
	Frameshift
	N/A
	BMF, thrombocytopenia
	Y (16m)
	N/A
	Hip dysplasia
	N/A
	Impaired hearing, gynecomastia in infancy 
	

	62
	c.2296T>C (p.Cys766Arg)
	Missense
	N/A
	BMF, thrombocytopenia
	Y (7y)
	Y
	Clinodactyly, brachydactyly, small patellae
	N/A
	Impaired hearing
	

	63
	c.906C>G (p.Ser302Arg)
	Missense
	N/A
	Thrombocytopenia
	N/A
	N/A
	N/A
	N/A
	N/A
	

	64
	c.2449A>G (p.Met817Val)
	Missense
	N/A
	Thrombocytopenia, leukopenia
	N/A
	N/A
	N/A
	N/A
	N/A
	

	65
	c.2449A>G (p.Met817Val)
	Missense
	N/A
	Thrombocytopenia
	N/A
	N/A
	N/A
	N/A
	Pelvy-calyceal dilation left
	

	66
	c.320A>G (p.Gln107Arg)
	Missense
	N/A
	Thrombocytopenia
	N/A
	N/A
	N/A
	N/A
	N/A
	

	67
	c.2248C>T (p.Arg750Trp)
	Missense
	Sporadic
	BMF, thrombocytopenia
	Y (9m)
	Y
	Overlapping fingers, acetabular dysplasia, fused capitate and hamate carpal bones, limited extension of interphalangeal joints of the middle fingers
	Patent foramen ovale, mild pulmonary stenosis
	Epicanthal folds, short philtrum, bilateral nephrocalcinosis
	Lord et al., 2018(6)

	68
	c.2296T>G (p.Cys766Gly)
	Missense
	Familial
	Thrombocytopenia, neutropenia, anemia
	N/A
	N/A
	Limb dysmorphisms
	N/A
	Dysplastic middle ear, impaired hearing, myeloid neoplasia
	Ripperger et al., 2018(21)

	69
	c.2296T>G (p.Cys766Gly)
	Missense
	Familial
	BMF
	Y (N/A)
	N/A
	Limb dysmorphisms
	N/A
	Dysplastic middle ear, impaired hearing, myeloid neoplasia
	

	70
	c.2296T>G (p.Cys766Gly)
	Missense
	Familial
	N/A
	N/A
	N/A
	Limb dysmorphisms
	N/A
	Dysplastic middle ear, impaired hearing
	

	71
	c.2296T>G (p.Cys766Gly)
	Missense
	Familial
	N/A
	N/A
	N/A
	Limb dysmorphisms
	N/A
	Dysplastic middle ear, impaired hearing
	

	72
	c.2248C>T (p.Arg750Trp)
	Missense
	Sporadic
	BMF, thrombocytopenia
	Y (3y)
	Y
	N/A
	Tetralogy of fallot
	N/A
	Bluteau et al., 2018(20)

	73
	c.2334G>T (p.Arg778Ser)
	Missense
	Sporadic
	BMF, thrombocytopenia
	Y (6m)
	N/A
	Thumb abnormalities
	Myocardial atrophy
	N/A
	

	74
	c.1930G>T (p.Glu644Ter)
	Nonsense
	Sporadic
	BMF, thrombocytopenia
	Y (15m)
	N/A
	Clubfoot
	Pulmonary stenosis
	Facial dysmorphia
	

	75
	c.1302_1306del (p.Lys434fs)
	Frameshift
	Sporadic
	BMF, thrombocytopenia
	Y (9m)
	N/A
	N/A
	N/A
	N/A
	

	76
	c.2900_2903del (p.Asp967fs)
	Frameshift
	Sporadic
	BMF, thrombocytopenia
	Y (18m)
	N/A
	N/A
	N/A
	N/A
	

	77
	c.2208-1G>A 
	Splice site
	Sporadic
	BMF, thrombocytopenia
	Y (3y)
	N/A
	Thumb abnormalities
	N/A
	Renal hypoplasia
	

	78
	4538.1 kb deletion (DEL exons 1-2)
	Deletion
	Sporadic
	Thrombocytopenia
	N/A
	N/A
	N/A
	Ventricular septal defect
	Broad nasal bridge, hypertelorism, low-set ears, submucosal cleft palate
	Bouman et al., 2016(19)

	79
	c.2266A>G (p.Thr756Ala)
	Missense
	Sporadic
	BMF, anemia, neutropenia, thrombocytopenia
	Y (4m)
	Y
	Bilateral bony defect of the intermediate phalanges, bilateral brachymesophalangia
	N/A
	Neonatal asphyxia
	Niihori et al., 2015(28)

	80
	c.2252A>G (p.His751Arg)
	Missense
	Sporadic
	BMF, pancytopenia
	Y (18m)
	Y
	Clinodactyly
	N/A
	Impaired hearing, cleft palate, dysarthria, systemic petechiae
	

	81
	c.2248C>T (p.Arg750Trp)
	Missense
	Sporadic
	BMF, pancytopenia
	Y (8m)
	Y
	Overlapping fingers
	N/A
	Impaired hearing, fetal hydrops, mild intellectual disability, hydrocele testicle
	

	82
	751.3 kb deletion (DEL exons 2-17)
	Deletion
	Sporadic
	BMF, pancytopenia
	Y (4m)
	N/A
	N/A
	N/A
	Clubbing of the fingernails
	Nielsen et al., 2012(18)


Abbreviations: HSCT: hematopoietic stem cell transplant; RUS: radioulnar synostosis; Y: Yes; N/A: No or do not know.

