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	Origin
	Sex
	RFX6 mutation
	clinical features
	Reference

	1
	Pakistani
	M
	c.380+2T>C
IVS2+2T>C
	Homozygous
	Duodenal and jejunal atresia, absent gallbladder, hyperglycemia after birth, patent foramen ovale with left-to-right shunt and mild tricuspid regurgitation
	J. Mitchell，2004; Stuart B Smith, 2010

	2
	unknown
	F
	c.672+2T>G/c.224-12A>G
IVS6+2/IVS1-12
	Compound Heterozygous
	Duodenal atresia and jejunal atresia, absent gallbladder, hyperglycemia after birth, annular pancreas, fibrosis of exocrine tissue
	J. Mitchell，2004; Stuart B Smith, 2010

	3
	Moroccan
	M
	Homozygous out-of-frame exon 7 deletion
	Homozygous
	Neonatal diabetes mellitus with duodenal and jejunal atresia and intestinal malrotation, severe iron deposits, intractable cholestasis
	Martinovici D,  2010; Stuart B Smith, 2010

	4
	Franch
	F
	c.542G>A
p.R181Q
	Homozygous
	Duodenal atresia with malrotation of the duodenal mesh and rotation, absence of the gallbladder, small pancreas, biliary stasis and hyperglycemia
	J. Mitchell，2004; Stuart B Smith, 2010

	5
	Pakistani
	F
	c.649T>C
p.S217P
	Homozygous
	Growth retardation, duodenal atresia, gallbladder hypoplasia and anterior anal stenosis. Hyperglycemia and diabetes. Suspected neonatal diabetes mellitus with pancreatic insufficiency. Persistent coupled hyperbilirubinemia, cholestasis
	Chappell L, 2008; Ronen Spiegel, 2011

	6
	Franch
	M
	c.776_780+8del 13
	Homozygous
	Duodenal atresia, neonatal diabetes mellitus, refractory ascites
	Stuart B Smith，2010

	7
	Arab Israeli
	M
	c.781-2_787del insG
	Homozygous
	Duodenal and jejunal atresia, gallbladder hypoplasia, annular pancreas, cholestasis, iron deposits, hyperglycemia, erythrocyte hypoplasia, severe anemia
	Ronen Spiegel，2011

	8
	Vietnamese
	M
	c.779A>C
p.K260T
	Homozygous
	Duodenal atresia, gallbladder hypoplasia, ring pancreas and intestinal malrotation, hyperglycemia, chronic diarrhea, cholestatic jaundice, liver failure
	Jennifer P. Concepcion，2014

	9
	West Indies
	F
	c.1517T>G
p.V506G
	Homozygous
	No specific description
	Vikash Chandra, 2014

	10
	Turkish
	F
	c.2176C>T/c.2596C>T
p.Arg726X/p.Arg866X
	Compound Heterozygous
	Duodenal atresia, jejunal network, Meckel's diverticulum, hyperglycemia, development of diabetic ketoacidosis, gastric ectopic plaques in the small bowel, and gallbladder agenesis.
	Francis H Sansbury, 2015

	11
	Turkish
	M
	c.2176C>T/c.2596C>T
p.Arg726X/p.Arg866X
	Compound Heterozygous
	Duodenal atresia and midgut malrotation. diagnosed with diabetes mellitus at the age of 6 years. Chronic iron deficiency anemia
	Francis H Sansbury, 2015

	12
	Gypsy
	F
	c.541C>T
p.R181W
	Homozygous
	Duodenal atresia, annular pancreas with tissue ectasia, gallbladder hypoplasia, hyperglycemia, anemia, cholestasis
	Zegre Amorim M, 2015

	13
	Finnish
	/
	c.878-879delAC
p.H293L
	Homozygous
	Neonatal diabetes mellitus and intestinal and biliary defects (tracheoesophageal fistula, duodenal atresia, jejunal duplication, Meckel's diverticulum, biliary atresia)
	Hanna Huopio, 2018

	14
	The United Arab Emirates
	M
	c.1153C>T
p.Arg385*
	Homozygous
	Neonatal diabetes mellitus, pancreatic hypoplasia, gallbladder hypoplasia, duodenal atresia, hemochromatosis, hypospadias and intrauterine growth retardation
	Khan N, 2016

	15
	caucasian
	F
	c.1154G>A/c.1316_1319del TCTA
p.Arg385Gln/p.Ile439Thrfs*13
	Compound Heterozygous
	Partially ectopic gastric mucosa of the small intestine, diabetes diagnosed at 3 and 6 years of age, mild fasting and postprandial hyperglycemia, malabsorption and chronic anemia
	Skopkova M, 2016

	16
	caucasian
	F
	c.1154G>A/c.1316_1319del TCTA
p.Arg385Gln/p.Ile439Thrfs*13
	Compound Heterozygous
	Partially ectopic gastric mucosa of the small intestine, diabetes diagnosed at 3 and 6 years of age, mild fasting and postprandial hyperglycemia, malabsorption and chronic anemia
	Skopkova M, 2016

	17
	Saudi Arabian
	F
	c.983A>T
p.Asp328Val
	Homozygous
	Neonatal diabetes mellitus, duodenal atresia and progressive cholestasis with gallbladder shrinkage
	Kambal MA, 2019

	18
	Syrian
	F
	c.1129C>T
	Homozygous
	Neonatal diabetes mellitus, anemia and intrauterine growth restriction, congenital duodenal atresia/absence of pancreatic body and tail heralding significant pancreatic hypoplasia and neonatal diabetes mellitus
	Trott J, 2020

	19
	Pakistani
	M
	c.1498A>G
p.Ser500Gly
	Homozygous
	Intrauterine growth restriction with detection of patent foramen ovale and duodenal atresia at birth. Findings of misplaced and hypoplastic gallbladder, pancreatic ectasia, duodenal gastric mucosal ectasia, hyperglycemia; watery diarrhea
	Calcaterra V, 2021

	20
	Portuguese
	F
	c.541C>T
p.R181W
	Homozygous
	Diabetes mellitus, focal duodenal erosions with slight villous atrophy, sigmoid erosions, prolonged intractable diarrhea, severe exocrine pancreatic insufficiency, congenital deficiency of GLP-1
	Nóbrega S, 2021

	21
	Portuguese
	F
	c.541C>T
p.R181W
	Homozygous
	Duodenal atresia, rectum and sigmoid colon showing mild glandular atrophy, choriocapillaris fibrosis, intestinal malrotation, gallbladder hypoplasia, cholestasis, watery diarrhea, congenital deficiency of GLP-1
	Nóbrega S, 2021

	22
	Roman
	F
	c.541C>T
p.Arg181Trp
	Homozygous
	Duodenal atresia, pancreatic hypoplasia, gallbladder hypoplasia and neonatal diabetes mellitus with extensive gastric ectopic plaques
	Estefanía-Fernández K, 2022

	23
	Ukrainian
	F
	Met409Thr/p.Ser517Arg
	Compound Heterozygous
	Duodenal atresia with congenital small bowel malformation, intestinal obstruction, annular pancreas, anemia, diabetes mellitus, exocrine pancreatic insufficiency, and rectosigmoidoscopy demonstrating celiac hemorrhagic rectosigmoiditis.
	Globa E, 2023

	24
	Caribbean
	F
	c.1517T>G
p.Val506Gly
	Homozygous
	Duodenal atresia, early hyperglycemia
	Harsunen M, 2023

	25
	Franch
	M
	c.541C>T
p.Arg181Trp
	Homozygous
	Duodenal atresia, early hyperglycemia
	Harsunen M, 2023

	26
	Portuguese and Spanish
	F
	c.541C>T
p.Arg181Trp
	Homozygous
	Duodenal atresia, early hyperglycemia
	Harsunen M, 2023

	27
	Franch and Spanish
	M
	c.505-2A>G/c.2782A>G
V506G/R181W
	Compound Heterozygous
	Duodenal atresia, early hyperglycemia
	Harsunen M, 2023



