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[ Abstract] Objective To perform exon sequencing in children with cryptorchidism and other associated
urogenital malformations for elucidating the molecular etiologies of different clinical phenotypes. Methods Ex-
ome sequencing was performed for nineteen samples. Potential candidate variants were confirmed by Sanger se-
quencing and then validated in their parents. Results Among 6 mutations, there were 3 mutations in AR gene,
2 mutations in NR5A1 gene and 1 mutation in ATRX gene. There were 6 each of missense mutations; ( c. 1600C
> A; p. Pro534Thr) , (¢.2599G > A ;p. Val867Met) and (c.528C > A;p. Serl76Arg) in AR gene; frameshift
mutation (c. 442delG; p. Glul48Serfs * 148 ) ; missense mutation (c.43G > A; p. Vall5SMet) in NRSAIL
gene; splice site mutation(c. 4317 + 13T > C)in ATRX gene. Conclusion AR,NR5AI and ATRX variants
are probable risk factors for cryptorchidism and other urinary malformations of susceptible candidates.
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Table 1  Phenotypes and significance of gene mutations
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B 1 AR FEH . ¢. 1600C > A; p. Pro534Thr (784, BERIE)
Fig. 1 AR gene: c. 1600C > A; p. Pro534Thr ( heterozygous

mutation , maternal )
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Fig.2 AR gene: c. 2599G > A; p. Val867Met ( heterozygous

mutation , maternal )
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Fig.5 NR5AI gene:c.43G > A; p. Vall5Met ( heterozygous

mutation , newly onset )



—48-

I RN LSRR 7S

2020 % 1 A% 19%% 1 # J Clin Ped Sur, January 2020, Vol.19, No.1 ||| |

e,

B 6 ATRX F3&[H :c.4317 + 13T > C (4, BERIR)
Fig.6 ATRX gene:c.4317 + 13T > C ( heterozygous mutation,

maternal )
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