
Table 1. DSD classification, phenotypical abnormalities and description of external and internal genitalia of syndromic DSD patients studied using 
SNP array methodology. 
 
	Patient
	DSD classification
	Social sex
	Phenotypic abnormalities
	External genitalia at birth
	*EMS / **Prader
	Mullerian ducts derivatives

	1
	46,XX DSD 
	F
	Facial dysmorphism, NPMD, CHD, CLD
	Clitoromegaly, partial labial fusion, abdominal gonads
	0 / II
	+

	2

	46,XX testicular DSD 
	M
	Facial dysmorphism, NPMD, CHD, CLD

	Typical male genitalia
	12 
	-

	3

	46,XX ovo-testicular DSD 
	F
	Facial dysmorphism, NPMD, CLD
	Clitoromegaly, partial labial fusion, single urogenital orifice, palpable inguinal gonad (L)
	2.5 / III 
	+

	4

	46,XX DSD 
	M
	Facial dysmorphism, NPMD, CHD, CAKUT, CLD
	Micropenis, proximal hypospadias, bifid scrotum, palpable inguinal gonad (R)
	2.5 
	-

	5

	46,XX DSD 
	F
	Facial dysmorphism, NPMD, ACNS, epilepsy, hypoacusia, microphitalmia, blingness, hypogonadotrofic hypogonadism, obesity, CLD
	Clitoromegaly, partial labial fusion, single urogenital orifice, palpable inguinal gonad (R)
	2.5 / III
	-

	6

	46,XY DSD 
	M
	Facial dysmorphism, congenital cataract, NPMD, CLD
	Micropenis, distal hypospadia, non-palpable gonads
	5.5
	-

	7 

	46,XY DSD del 10q
	M
	Facial dysmorphism, NPMD, hypoacusia, SGA, CHD, ARM, CLD including incomplete cleft palate, ogival palate, mammary hypertelorism, single palmar fold and flat feet with the second curved toe
	Micropenis, proximal hypospadia, bifid scrotum, non-palpable gonads
	5.0
	-

	8
	46,XY DSD
	M
	Facial dysmorphism, NPMD, CLD
	Micropenis, glandar hypospadia, topic gonads
	8.0
	-

	9

	46,XY DSD 
	F
	Facial dysmorphism, NPMD, epilepsy, ARM, obesity, CLD
	Phallus agenesis, topic gonads 
	9.0 
	-

	10

	46,XY DSD 
	M
	Facial dysmorphism, NPMD, prematuro, CAKUT, abdominal muscle malformation, ARM, CLD
	Hemiphallus, non-palpable gonads
	1.0
	-

	11

	46,XY DSD 
	M
	Facial dysmorphism, NPMD, SGA, premature birth, microcephaly, CLD
	Micropenis, proximal hypospadias, bifid scrotum, bilateral palpable inguinal gonads
	3.0
	-

	12

	46,XY DSD 
	M
	Facial dysmorphism, NPMD, CHD, SGA, CLD, joint hypermobility
	Proximal hypospadia, bifid scrotum, bilateral palpable inguinal gonads
	9.0
	-

	13

	46,XY DSD del 1q
	M
	Facial dysmorphism, NPMD, CLD, microcephaly, premature birth
	Midshaft hypospadias, non-palpable gonads
	8.0
	-

	14

	46,XY DSD t(3;9)
	M
	Facial dysmorphism, NPMD, SGA, CHD, CLD
	Midshaft hypospadias, non-palpable gonads
	9.0
	-

	15

	46,XY DSD 
	M
	[bookmark: _Hlk73453132]Facial dysmorphism, NPMD, ACNS, microcephaly, CLD 
	Balanic hypospadias, palpable inguinal gonad (L)
	9.5
	-

	     16

	47,XYY DSD 
	F
	Facial dysmorphism, NPMD, thoracic malformation, CLD
	Normal clitoris, partial labial fusion, non-palpable gonads
	2.5
	-

	17

	46,XY DSD 
	M
	Facial dysmorphism, craniosynostosis, NPMD, premature birth, primary adrenal insufficiency
	Curved penis, non-palpable gonads
	11
	-

	18 

	46,XY DSD 
	M
	Facial dysmorphism, NPMD, premature birth, CHD
	Penoscrotal transposition, proximal hypospadias, topic gonads
	10
	-

	19

	46,XY DSD 
	M
	Facial dysmorphism, NPMD
	Micropenis, penoscrotal transposition, proximal hypospadias, topic gonad (R), palpable inguinal gonad (L)
	6.5
	-

	20
	46,XY DSD 
	M
	Facial dysmorphism, NPMD, ARM, CLD
	Proximal hypospadias, topic gonads
	10
	-

	21
	46,XY DSD 
	M
	Facial dysmorphism, NPMD, ACNS, obesity
	Non-palpable gonads
	10.5
	-

	22

	46,XY DSD 
	M
	Facial dysmorphism, NPMD, microcephaly, SGA, ARM, MR

	Proximal hypospadias, non-palpable gonads
	8.5
	-


EMS: External Genitalia Masculinization Score, F: Female, M: Male, R: right, L: left, NPMD: Neuropsychomotor developmental delay, SGA: small for gestational age, ARM: anorectal malformation, CHD: congenital heart defects, CLD: congenital limb defects, ACNS: anatomical central nervous system defects, CAKUT: Congenital Anomalies of the Kidney and the Urinary Tract. *EMS score for 46,XY DSD patients or patients with male social sex. **Prader scale for 46,XX patients with female social sex 
