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RELA 9 13
Autoinflammatory disease, familial, behcet-like 3; combined immunodeficiency due to RELA haploinsufficiency; Cystitis; Endocrine system disease; Hepatic insufficiency; Hepatomegaly; Mucocutaneous
ulceration; Pancreatic ductal carcinoma; Urethral obstruction

NFE2L
2

4 13 Endocrine system disease; Hepatic insufficiency; Hepatomegaly; Pancreatic ductal carcinoma

NOS2 3 13 Hepatic insufficiency; Hepatomegaly; Urethral obstruction

NOS3 3 13 Hepatic insufficiency; Hepatomegaly; Urethral obstruction

TGFB1 3 13 Hepatic insufficiency; Hepatomegaly; Urethral obstruction

ALB 2 13 Hepatic insufficiency; Hepatomegaly

CLTR
N

2 13 Aminoaciduria; Urethral obstruction

CPE 2 13 Endocrine system disease; Prader-willi-like syndrome

CXCL1
1

2 13 Cystitis; Pancreatic ductal carcinoma

CYGB 2 13 Hepatic insufficiency; Hepatomegaly

HES1 2 13 Pancreatic ductal carcinoma; Urethral obstruction

HEY1 2 13 Pancreatic ductal carcinoma; Urethral obstruction

HEY2 2 13 Pancreatic ductal carcinoma; Urethral obstruction

ITCH 2 13 Endocrine system disease; syndromic multisystem autoimmune disease due to ITCH deficiency

KEAP1 2 13 Hepatic insufficiency; Hepatomegaly

MAPK
14

2 13 Hepatic insufficiency; Hepatomegaly

MTOR 2 13 Endocrine system disease; Hepatomegaly

PIGN 2 13 Endocrine system disease; multiple congenital anomalies-hypotonia-seizures syndrome 1


