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Molecular diagnosis and phenotypic analysis of Kallmann syndrome caused

by a novel mutation in the ANOS1 gene:a case report and literature review
Liv Mengting , Zhao Yuhang,Liu Fangchao,Yuan Ying,Wang Yangang,Wang Wenjing,
Gao Pethan,Sun Xiaofang
(Department of Endocrinology and Metabolic Diseases , The Affiliated Hospital of Qingdao University )
[ Abstract]Objective : To investigate the genotype and clinical phenotype of Kallmann syndrome (KS) associated with ANOSI1 gene mu-
tations, and to provide molecular diagnosis and individualized treatment for the clinical diagnosis and treatment of KS. Methods : Clini-
cal data were collected from a male KS patient, and peripheral blood DNA was collected. Gene mutation detection was performed for
his family. A literature review was performed for the articles on KS caused by ANOS1 gene mutations. Results : The proband had devel-
opmental delay as the initial presentation. Auxiliary examinations showed low levels of testosterone, luteinizing hormone, and follicle—
stimulating hormone. Whole—exome sequencing showed that the proband carried a novel frameshift mutation of p.Ser596Alafs*24 in
the ANOSI gene, which induced a significant alteration in the structure of ANOST1 protein, and the mother of the proband also carried
this mutation, but without the clinical manifestation of hypogonadism. The literature review showed that as for gonadal function, ANOS1
gene mutations could cause KS and idiopathic hypogonadotropic hypogonadism, and in addition, there might be a series of other non—
reproductive features, which may be associated with different mutation sites. Conclusion : KS is a rare genetic disorder, and genetic
analysis plays a central role in the diagnosis of this condition. ANOS1 gene mutations may cause KS. In terms of treatment, pulsatile

gonadotropin—releasing hormone therapy can effectively promote the development of secondary sexual characteristics and spermatogen-

esis in patients with KS, thereby improving the overall quality of life
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IR 2, A 300, T 202248 | A RS 0RO 1728
B B RN U RS A GnRH ZE . 202246 H & 4
P Z K B R . LH 0.15 mIU/mL, FSH 0.24 mIU/mL,
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