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Abstract : Objective To analyse the genetic causes of short stature of southwest Shandong by testing on

chromosome karyotype of peripheral blood in children with short stature. Methods

By culturing peripheral

blood lymphocyte to analyse chromosome karyotypes of 195 children with short stature from 3 to 16 years

old. Results Among 195 cases of children,25 cases were detected with abnormal karyotypes,accounting for

12.8% of the total. Among them, there were 8 cases of chromosomal polymorphisms, including 1 case of

chromosomal constriction,1 case of increase in satellite,3 cases of heterochromatin area,2 cases of inversion

between arm and 1 cases of balanced translocation. There were 16 cases of sex chromosome abnormality,in-

cluding 14 cases of Turner syndrome,1 cases of 45X/46,X,del(Y),1 case of Y chromosome length variation,

and 1 case of sex reversal(46,XY,female). Conclusion Chromosome abnormality is one of the main causes

of short stature. Conventional cytogenetic examination can provide a clear etiology for some children with

short stature and scientific basis for clinical diagnosis and treatment.
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