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o8 & 3 MENDELIAN GENETIC TRAITS e
1 match is found, This means the gene is novel, but there  confirmed to be the one involved in the disorder being
#E| A SE: o . is no clue as to what it might do. Again, it is bad luck  studied. The vast amount of information generated from
| ‘ ZRIEIDHES: "genetic because a lot of work will be needed 1o determine func-  the Human Genome Project now allows a shoricut in
— distress"? tion. (3) Some homology (ie., similarity) is found 1o positional cloning called in silico cloning. Through
another entry in the database. This is the best result since  linkage analysis (or in the case of more complex genetic
N L . " the gene is still novel, and a clue to its function cancome  disorders, linkage analysis is often replaced by an asso-
‘genetic disorders" #5275 R 4 60 from the gene in the database with which it shares some  ciation study—see Chapter 4 and the Appendix), a likely =
=ML - 5 ERsuT) DNA sequence. location is found. The databases are then searched 1o
identify what genes are there, and these genes are then
TS 2 [P ' 2 - — studied to look for mutations in affected individuals.
Mt 1234 s Candidate Genes and In Silico Positional The i silico step avoids the tedious and very tme.
N 1 Cloning construction of physical and genetic maps.
B BB EIE v 5 = An altenative approach is simply to sequence what is  For more information on in silico positional cloning, par-
i thought to be the right icandidate) gene in a number of  ticularly in the more complex genetic disorders, see
I affected patients, and if a mutation can be found, itis  Breast Cancer in Chapter 4.
1. positional cloning, particularly in the ‘Kt
mare complex genetic disorders, e
more o » AUTOSOMAL DOMINANT DISORDERS
e me— o
(Page 45) -- SO —SE T b
OVERVIEW age will display the clinical phenotype. (2) If the under-
) ) . lying DNA mutation is known, the penetrance calcula-
2 ]Ep‘g?am'f mdnmﬁ:zmd": mﬂ? A The characteristic feature in a pedigree with auosomal ttom s based o those who have the ONA mutation and
ust as was described for the dominant inheritance is a vertical mode of wansmission.  manifest the discase at @ panicular age. Penetrance
genefic disorders, This appearance comes from the fact that the disorder )| b discussed further under Predictive Medicine
(Page 93) - ZON —VEFm | can appear in every generation of the pedigree. Both  pyningion's disease and Gene Discovery—Familial -
2 anindividual whn s hetarnrunnne Y = 11 ) © []
>
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