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Supplementary Table 1. Diagnostic and candidate genes for MRKH
	Gene
	Diagnostic or Candidate?
	References

	AMH
	Candidate
	(Mishina et al., 1996)

	AMHR2
	Candidate
	(Mishina et al., 1996)

	BMP2
	Candidate
	(Atsuta et al., 2016)

	BMP4
	Candidate
	(Atsuta et al., 2016)

	CTNNB1
	Candidate
	(Arango et al., 2005; Deutscher and Hung-Chang Yao, 2007; Jeong et al., 2009)

	DACH1
	Candidate
	(Davis et al., 2008)

	DACH2
	Candidate
	(Davis et al., 2008)

	DERL2
	Candidate
	(Ledig et al., 2017)

	DOCK4
	Candidate
	(Ledig et al., 2017)

	EMX2
	Candidate
	(Liu et al., 2015; Miyamoto et al., 1997)

	ESR1
	Candidate
	(Brucker et al., 2017)

	FGFR2
	Candidate
	(Atsuta et al., 2016)

	HNF1B
	Diagnostic
	(Bingham et al., 2002; Lindner et al., 1999; Lokmane et al., 2010)

	HOXA10
	Candidate (Diagnostic for other Müllerian anomalies i.e. Uterus Didelphys)
	(Benson et al., 1996; Cheng et al., 2011; Ekici et al., 2013)

	HOXA11
	Candidate
	(Gendron et al., 1997)

	HOXA13
	Candidate
	(Warot et al., 1997)

	HNRNPCL1
	Candidate
	(Chen et al., 2015)

	ITIH5
	Candidate
	(Morcel et al., 2012; Morcel et al., 2011)

	LAMC1
	Candidate
	(Willem et al., 2002)

	LHX1
	Diagnostic
	(Kobayashi et al., 2004; Ledig et al., 2012; Sandbacka et al., 2013)

	LRP10
	Candidate
	(Rall et al., 2015)

	MMP14
	Candidate
	(Rall et al., 2015)

	MSL3
	Candidate
	(Ledig et al., 2017)

	NAALADL2
	Candidate
	(Ledig et al., 2017)

	OR2T2
	Candidate
	(Chen et al., 2015; McGowan et al., 2015)

	OR4M2
	Candidate
	(Chen et al., 2015)

	OXTR
	Candidate
	(Brucker et al., 2017)

	PAX2
	Candidate
	(Atsuta et al., 2016; Torres et al., 1995)

	PAX8
	Candidate
	(Heidarpour and Tavanafar, 2014; Ma et al., 2014)

	PBX1
	Candidate
	(Ma et al., 2015; Schnabel et al., 2003)

	PDE11A
	Candidate
	(Chen et al., 2015)

	PLCH1
	Candidate
	(Ledig et al., 2017)

	RARA
	Candidate
	(Mendelsohn et al., 1994)

	RARB
	Candidate
	(Mendelsohn et al., 1994)

	RARC
	Candidate
	(Mendelsohn et al., 1994)

	RBM8A
	Candidate
	(Tewes et al., 2015)

	RSPO4
	Candidate
	(Ledig et al., 2017)

	SHOX
	Candidate
	(Gervasini et al., 2010)

	SNAP29
	Candidate
	(Ledig et al., 2017)

	TBX6
	Candidate
	(Sandbacka et al., 2013)

	VPS13A
	Candidate
	(Ledig et al., 2017)

	WNT4
	Diagnostic
	(Biason-Lauber et al., 2004; Philibert et al., 2011)

	WNT5A
	Candidate
	(Mericskay et al., 2004)

	WNT7A
	Candidate
	(Miller and Sassoon, 1998)

	WNT9B
	Candidate
	(Ma et al., 2015)

	WT1
	Candidate
	(Nachtigal et al., 1998)

	ZNF277
	Candidate
	(Ledig et al., 2017)

	ZNF816
	Candidate
	(Chen et al., 2015)
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	Syndrome
	Common Syndromic Phenotype
	Genes
	References

	Acromesomelic Dysplasia (Demihran Type)
	Hypoplastic long bones (radius and fibula), brachydactyly, and uterine hypoplasia
	BMPR1B
	(Demirhan et al., 2005)

	Antley-Bixer Syndrome
	Craniosynostosis and radiohumral synostosis, with various genital malformations
	POR
	(Fluck et al., 2004)

	Austosomal Recessive Lethal Fatal Ciliopathy
	IUGR, microcephaly, renal aplasia, brain malformations, and uterine hypoplasia
	KIF14
	(Filges et al., 2014)

	Bardet-Biedl Syndrome
	Retinal dystrophy, obesity, polydactyly, cognitive impairment, and various urogenital anomalies
	BBS1, BBS2, ARL6, BBS4, BBS5, MKKS, BBS7, TTC8, PTHB1, BBS10, TRIM32, BBS12, MKS1, CEP290, WDPCP, LZTFL1, BBIP1, IFT27
	(Stoler et al., 1995)

	Cornelia de Lange Syndrome
	Short stature, developmental delay, limb anomalies, cardiac anomalies, hearing and visual impairment, dysmorphic features, and hypoplastic genitals
	NIPBL, SMC1L1,  SMC3, RAD21, HDAC8
	(Krantz et al., 2004)

	Currarino Triad
	Anorectal abnormalities, partial sacral agenesis, and pre-sacral mass
	HLXB9
	(Kochling et al., 2001)

	Fraser Syndrome
	Cryptopthalmos, cutaneous syndactyly, laryngeal and urogenital malformations
	FRAS1, FREM2, GRIP1
	(Fraser, 1962)

	Johanson-Blizzard Syndrome
	Exocrine pancreatic insufficiency, dental anomalies, hypothyroidism, sensorineural hearing loss, urogenital and anorectal anomalies, short stature, cognitive impairment, and dysmorphic features
	UBR1
	(Zenker et al., 2005)

	Limb-Mammary Syndrome
	Severe hand and foot anomalies, and hypoplasia/aplasia of the mammary glands and nipples.
	p63
	(Guazzarotti et al., 2008)

	McKusick-Kaufman Syndrome
	Partial vaginal atresia with imperforate hymen, hydrometrocolpos, hydronephrosis, polydactyly, and cardiac anomalies
	MKKS
	(McKusick et al., 1964)

	[bookmark: _GoBack]Meckel-Gruber Syndrome
	Cystic renal dysplasia, occipital encepholocele, and postaxial polydactyly
	TMEM216, TMEM67, RPGRIP1L, CC2D2A, NPHP3, TCTN2, B9D1, B9D2, TMEM231, KIF14, TMEM107
	(Balci et al., 1992)

	Oculo-auriculo-vertebral Dysplasia
	Facial asymmetry, microtia, pre-auricular skin tags, ocular defects, conductive hearing loss, vertebral and rib defects
	TCOF1, SALL1
	(van Bever et al., 1992)

	Opitz GBBB syndrome, type II

	Hypertelorism or telecanthus; laryngotracheoesophageal cleft; clefts of lip, palate, and uvula; swallowing difficulty and hoarse cry; genitourinary defects, especially hypospadias in males and splayed labia majora in females; mental retardation; developmental delay; and congenital heart defects.

	SPECC1L
	(Kruszka et al., 2015)

	Peters’-plus Syndrome
	Eye anomalies, short stature, brachydactyly, developmental delay, and dysmorphic features
	B3GALTL, PAX6, PITX2
	(Siala et al., 2013)

	PDAC Syndrome
	Pulmonary hypoplasia, diaphragmatic hernia, anopthalmia, and cardiac defects
	STRA6
	(Seller et al., 1996)

	Roberts Syndrome
	Tetramelic, symmetrical limb reduction, radial defects, oligodactyly or syndactyly, microcephaly, cleft lip, and dysmorphic features
	ESCO2
	(Van Den Berg and Francke, 1993)

	Robinow Syndrome
	Mesomelic limb shortening, hypoplastic external genitalia,  renal and vertebral anomalies, and dysmorphic features
	DVL1, DVL3
	(Patton and Afzal, 2002)

	Setleis Syndrome
	Unusual facies, periorbital swelling, wrinkled skin, bulbous nose, and downturned mouth
	TWIST2, CYP26C1
	(Girisha et al., 2014)

	Short-rib Thoracic Dysplasia Syndrome, (Saldino-Noonan type)
	Thoracic dysplasia with narrow chest, short, flipper-like limbs with polydactyly, and frequent genitourinary abnormalities
	DYNC2H1
	(Bernstein et al., 1985)

	Smith-Lemli-Opitz Syndrome
	Cognitive impairment, microcephaly, dysmorphic features, syndactyly of toes, hypospadias and ambiguous genitalia, photosensitivity, and autistic and aggressive behaviour
	DHCR7
	(Bialer et al., 1987)

	STAR Syndrome
	Syndactyly of toes, telecanthus, and anogenital and renal malformations
	FAM58A
	(Unger et al., 2008)

	Terminal Osseous Dysplasia
	Skeletal dysplasia of limbs, pigmentary defects of the skin, recurrent digital fibroma
	FLNA
	(Robertson et al., 2003)

	Tetra-amelia
	Tetra-amelia, absent pelvic bones, hydrocephalus, facial cleft, absent ears/nose/nipples, anal atresia, and vertebral and rib anomalies
	WNT3
	(Kosaki et al., 1996)

	Ulnar-mammary Syndrome
	Asymmetric ulnar hypoplasia, mammary hypoplasia, hypoplasia of axillary hair and sweat glands, scoliosis, genital abnormalities, delayed puberty, and growth retardation
	TBX3
	(Bamshad et al., 1997)

	Waardenburg Syndrome (Type 1)
	Pigmentary abnormalities of the skin, hair, and eyes, sensorineural hearing loss, and dystopia canthorum
	PAX3
	(Goodman et al., 1988)
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