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Autosomal Dominant Polycystic Kidney Disease
1/400 to 1/1000 live birthsςprogressivecysticdeformationand growth of kidneys

CKD stage 5D (median age): 58y PKD1, 79y PKD2 - 5-10% of ESRD incidence



ADPKD ςextrarenal manifestations



Colonic diverticulosis

ADPKD ςextrarenal manifestations

Abdominal wall hernia



First reports: descriptive

Fogazziet al. NephrolDialTransplant 13: 1039-1040, 1998



Anatomie pathologiquedu corps humain, 1829 Traité des maladies des reins, 1841

First reports: descriptive



ά[ŀ polykystoserénale sera peut-être un jour traitableέ

F. Lejars, 1888

First reports: descriptive



Till second decade of 21st century (and still): 
treatments focus on symptoms & complications

Halvorson CR et al. Int J Nephrol RenovascDis 3: 69-83, 2010

BW, body weight; UTIs, urinary tract infections

Standard care Lifestyle approaches (general ςlike in many other diseases)

Blood pressure control Maintenance of healthy BW

Pain control Frequent H2O intake

Antibiotics for UTIs Avoidance of caffeine and smoking

Antidepressants Salt restriction (sodium chloride <6 g/d)

Dialysis Low protein intake (<1 g/kg BW/d)

Renal transplantation Bed rest

Regular exercise



The identification of the genetic background 
ƻŦ !5tY5Χ

ΧƘŀǎ ƘŜƭǇŜŘ ǘƻ ōŜǘǘŜǊ ǇǊŜŘƛŎǘ ǘƘŜ όǊŜƴŀƭύ ǇǊƻƎƴƻǎƛǎ ƻŦ ǘƘŜ ŘƛǎŜŀǎŜΦ

ΧƘŀǎ ǇŀǾŜŘ ǘƘŜ ǿŀȅ ŦƻǊ ǊŜǎŜŀǊŎƘ ƛƴǘƻ ǘƘŜ Ƴŀƴȅ ƳŜŎƘŀƴƛǎƳǎ ƻŦ ǘƘŜ ŘƛǎŜŀǎŜΦ

ΧƘŀǎ ōŜŜƴ ǇƛǾƻǘŀƭ ƛƴ ƳƻǾƛƴƎ ǘǊŜŀǘƳŜƴǘ ŦǊƻƳ άƻƴƭȅ ǎȅƳǇǘƻƳŀǘƛŎέ ǘƻ άŘƛǎŜŀǎŜ-ƳƻŘƛŦȅƛƴƎέΦ

Χƛǎ ǇƻǎǎƛōƭŜ ƛƴ ŜǾŜǊȅ ƛƴŘƛǾƛŘǳŀƭ ǇŀǘƛŜƴǘΦ

Which statement is NOT correct?



Genetics: a giant step forward!

PKD 1 (± 78%)

Cytogeneticlocation
16p13.3



PKD 2 (± 15%)

cytogenetische locatie
4q22.1

Genetics: a giant step forward!



PKD1 > polycystin 1, a receptor-like, large integral membrane glycoprotein
PKD2 > polycystin 2, a transmembranecalcium channel

Genetics: a giant step forward!



PKD1 truncatingvs. PKD1 non-truncatingvs. PKD2

Cornec-Le Gallet al. J Am SocNephrol24: 1006-1013, 2013

Genetics: a giant step forward!



median age ESRD

55y PKD1 truncating

67y PKD1 non-truncating

79y PKD2 

Cornec-Le Gallet al. J Am SocNephrol24: 1006-1013, 2013



By the way, the identification of the genetic 
ōŀŎƪƎǊƻǳƴŘ ƻŦ !5tY5Χ

Χƛǎ ƴƻǘ όȅŜǘύ ǇƻǎǎƛōƭŜ ƛƴ ŜǾŜǊȅ ƛƴŘƛǾƛŘǳŀƭ ǇŀǘƛŜƴǘΦ
ΧŀƴŘ ǎƻƳŜ ƘŀǾŜ ƻǘƘŜǊ ǘƘŀƴ tY5м ƻǊ tY5н ƳǳǘŀǘƛƻƴǎΦ

Porathet al. Am J Hum Gen 98: 1193-1207, 2016
Cornec-Le Gall et al. Am J Hum Gen 102: 832-844, 2018

Besse et al. J Am SocNephrol, 2019 https:// doi.org/10.1681/ASN.2019030298



Genetics
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Torres, Harris et al. J Am SocNephrol25: 18-32, 2014
Harris, Torres et al. J ClinInvest 124: 2315-2324, 2014



Torres, Harris et al. J Am SocNephrol25: 18-32, 2014
Harris, Torres et al. J ClinInvest 124: 2315-2324, 2014





Meijer et al. Am J KidneyDis 63: 446-455, 2014


