
 
CHAPTER 7 THE CENTRAL DOGMA MUTATIONS BIOCHEMICAL PATHWAYS
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CYSTICFIBROSIS IN HUMANS

a.fi iEirijsiieiiiimii iieseutehet.ee edageensehowntobe

EliseasenÉngthep ErTenhÉgef.itn 9in9stopseG5 negsicErriers
Thefrequencyvariesindifferentpopulations
MostofthedeathscausedbyCFaretheresultoflungdiseasebutmanyCFpatientsalsosufferfromotherdisordersincludinginfertility
gastrointestinaldisease

Thediseaseisdueto amutationintheCFTRCysticFibrosisTransmembraneConductanceRegulatorgenewhichwasfirstidentifiedbyLapcheeTsui's
Yaplan Eskikids Yet casedianMedicalHallofFame

teliallycs.Yeascifossotneer.orgEnemy theseCFTRproteintotransportions wt

tofetheasefrepftf.snthighsbackfosiffchannelisgatedbyanotherpart
Estle's hiftp.EIiya YihfacefrobtetFie'sfimbalanquidPay Entitirmally

I itcit Eti ai i eer.in
sfne's n sitatiianas

EEi i i i
Ya it its ages

Eetgtangmf.EEqufEmemscrEa
whicheEn pirates'scitrathfrom

ΔF508accountsforapproximately70 ofCFcasesinNorthAmerica
with 125people ofEuropeandescentbeingcarriers

I EEE i tE int i atain nut

Else's while ofuguksitbiesenoneefeto.pe thatEngen's'ate'sfor'Enetrfects

Iga B Freen thisFrs n'tailetchto'sna

f
fÉDMfff
eedfeaefffffffaa In fattiftersapaintedc15.1.29b98.9.1

Thismutationisfoundinlessthan5 ofCFpatients

GLSdg
ThenGets tythspoffectstheabilityofATPtobindtoCFTR openthe

1919858882 9forthismutationbybindingtoCFTRandholdingit in
Kalydecoisexpectedtocostapproximately 250,000perpatientperyear


