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1) The next generation 'Sequenc:ing technologies, including exor'ne ~and whole-ge-

nome sequencing, offer u~pr,ecedented opportunitie~ to di~sect the genetic arc hi-
• , ,J II ' ... 

tecture of the complex traits:<(this thesis) 
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2) Because of its geographical, historical, and cultural characteristics, the population 

of Sardinia has a unique ge~~t,ic p~ckground . (this thesis) , 

3) The association between t he',TARDBP mutation and Pa ~kinso·n's disease supports 

an involvement of the TDP-~3 p rotein in a broader neurodegEmerative spectrum, 

including not only motoneuron disease and FTLD, but ?I so ~D. (this thesis) . 

4) The genetic defect in the SYNJ1 gene delineates a novel form of human Mendelian 

parkinsonism, and prbvide,s further evipence for abno'rrnal synaptic vesicle recy­

cling as a central theme 1 irrthe pathogenesis. (this thesis) 
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5) The idJntification of SLC30A 10 mutatior:~s delineates the first primary disease of q '~- I ,I_ J ( f ~~ I 

manganese metal:iolism. (this thesis) . 
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6) Conquering· genetic diso~d~r,s_. requ'ires'genetic thinking: mapping and genoll)e 

sharing amoryg affected individ u~ ls'continue to be sine qua non tools for establish-

ing a link between a genomic
1
variant and its pher;10typic consequences. (Stylianos t 
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Emmanuel Antonarakis, 201 Q) 
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The o~ly ;;.ay to hi:lVe .complete confidence ini a fioding is independent , replicati~~ -
.(Oavid Botstei~,l003) · ''"' . •c .. 
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8) 

9) 
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T~e positional cloning. allows on~ 1t~ find where a ge'ne .is, without knowin
1
Q what it 

is. (Gom;alo Abecasis) 

The human genome',flas a certain tendency to incite passion and excess. (Eric Lan.d­

er,2001) 

1 0) Truth is what stand,s tt~e test of experience. (Albert Einsten) 
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. 11) Between the idea and the'reality, between the motion and the act, falls the shadow. 

(Thomas Stearns Eliot, 1925) 
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