
chapter 18612

to achieve this is by having a marker for which every affected is AB, and every non-

affected BB.)

With recessive diseases the general picture is more complicated, and computer

software should be used to assess power.

The rules of thumb reveal an interesting fact: For dominant diseases, affected

and non-affected offspring contribute equally to the LOD score, while in the reces-

sive case, affected individuals are much more valuable to the analysis. This is true,

however, only in the simplistic setting with full penetrance and no phenocopies.

More generally, the following can be taken as guidelines:

• if phenocopies are possible  a low number of affected individuals will

result in low LOD scores.

• reduced penetrance  makes affected individuals contribute relatively

more to the LOD score than non-affected.

18.3.8 A worked example

Figure 18.8 Family affected with an unknown eye disease. All but individuals 1 and 8 are
available for genotyping.

Power: Rules of thumb for nuclear families (unknown phase)
• Dominant disease, one affected and one non-affected parent:

With children, the maximum LOD score is 

• Recessive disease, both parents unaffected carriers:

With affected and non-affected children, the maximum LOD score is
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