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The Use of Restrictioin Fragment Length Polymorphisms for Diagnosis: The
Estimati on of Diagnosable Rate of More Than One Genetic Markers

Jin Li,Liu Zu Dong

Institute of Genetics,Fudan University,Shanghai

Abstract

As a codominant genetic marker,restriction fragment length polymorphisms,referrd
as RFLPs,has been widely applied to the prenatal diagnosis of some genetic dise
ases.To evaluate the usefulness of the genetic markers in prenatal diagnosis,a p
arameter,the diagnosable rate or the proportion of diagnosable matings is propos
ed in the cases of two or more genetic markers.The estimation is applicable to t he
cases of autosomal recessive and dominant disease,as well as those of X-linke d
recessive and dominant diseases .The diagnosable rate of two or more genetic m
arkers is based on the distribution of haplotypes.Thus in the case when n geneti c
markers being used ,the disagnosable rate,or the fraction of matings in which the
A2A2 fetus could be confirmed or ruled out by the fetal restriction fragment
patterns in the A1A2x<A1A2 matings,is expressed as follows: where A2 is a
recessive deleterious gene,yi is the frequency of the genotype of ith type
individuals ,and M is the total number of combination of n markers. It is a valuable
strategy to use more than one genetic markers in order to incre ase the
diagnosable rate.By using the data of the distribution of haplotypes,it is easy to
find the most usable genetic markers or their combinations.
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