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1 Penetrancee.g Waardenburg

syndromeSymptomsHeterochromia displacementof the innercanthi
white forelock deafness

only 20 of peoplewiththis disease are deaf Reducedpenetrance

eg 8 Neurofibromatosis

Myotonicdystrophy2
Variable

Expressivitye
g8 Huntingtonedisease3Variableage ofonset

Theonsetof thediseaseis typicallyin the40s however itmay
range from the 20s

60se
g8 Marfansyndrome4Pleiotropic

Thesyndromeaffects8 theskeletal cardiovascular ocular systems

Allelic heterogeity8 eg85 Geneticheterogeneity
Duchenne Becker musculardystrophy e cysticfibrosis

Locus heterogenity8 e g8 congenital

deafness6Sex limitede g8 Autosomaldominantmale precocious

pubertyeg 8Hemochromatosis7Sex

influencede
g8 Fragile mentalretardation8Trinucleotide

repeatssymptoms
8 mental retardation largehead prominentforehead

chin longface protrudingand larger ears speechdelay
largetestes afterpuberty loosejoints behaviorabnormalities
e g 8 hyperactivity hand clapping biting tempertantrums

sometimes autismspectrum disorder

Lecture 3:



mostcommon cause formental retardationinmalesDisease is
moresevere
in
males30 ofmaleswhocarry a premutationwill develop

f associatedtremor ataxia syndrome FXTAS

50 of femalecarriers of a fullmutationhavemental
retardationthat is lessseverethanin affectedmales

20 of femaleswhocarry aprematurewilldeveloppremature
ovarian failure POF

Spinocerebellar ataxia Huntingtondisease Josephdisease
Kennedydisease Myotonicdystrophy Friedreich

ataxia9Imprinting Prader Willisyndrome Deletionispaternally

Symptoms Obesity voraciousappetite mentalretardation

Angelmansyndrome Deletionismaternally

Symptoms Gait ataxia smilingfaces happydemeanor
mental retardation

Mitochondrialmyopathy101Inheritance oforganelle

genesBLeber'shereditaryopticneuropathy
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