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A case report of congenital insensitivity to pain with anhidrosis misdiagnosed
as juvenile idiopathic arthritis
DOU Jun,FENG Qihua,CHENG Jiang,YU Minyi,SU Hui,SONG Xiaoxiang
Author Affiliation:Department of Rheumatology, Children's Hospital of Soochow University, Suzhou, Jiangsu 215000,

China
Abstract: Objective To analyze the clinical course especially the diagnosis and treatment of a patient with Congenital Insensitivity
to Pain with Anhidrosis (CIPA), whose main manifestation was recurrent joint swelling and misdiagnosed as Juvenile Idiopathic Arthri-
tis (JIA), hence enhance the awareness of this rare disease.Methods Review the clinical and laboratory examination data of a patient
admitted to the Children’s Hospital of Soochow University from June 2018 to July 2019 and CIPA literature were also reviewed and
summarized to examine the reason of misdiagnosis.Results This patient was characterized by repeated joint swelling and was misdiag-
nosed as JIA at first, but the treatment effect was not good. Combined with previous medical history, detailed physical examination, im-
aging findings and whole exome sequencing, CIPA was confirmed finally by total exon sequencing. The principal reason for delayed di-
agnosis with CIPA and misdiagnosis as JIA include unawareness of CIPA, failure to grasp the exclusion feature in JIA diagnosis, insuffi-
cient history collection, and no paying attention to pain insensitivity on physical examination.Conclusion For patients who do not ful-
fill typical JIA, especially those with prolonged low grade fever, hyphidrosis, and pain insensitivity even absence, CIPA should be sus-
pected, timely gene sequencing is helpful in confirming the diagnosis to avoid misdiagnosis and mistreatment.
Key words: Hereditary sensory and autonomic neuropathies; Congenital insensitivity to pain with anhidrosis;  Juvenile idiopathic

arthritis;  Misdiagnosis
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