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Diagnosis and Treatment of Autosomal Dominant Polycystic

Kidney Disease
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Autosomal dominant polycystic kidney disease
(ADPKD) Lﬂummqﬁ"wuﬁamaﬂiﬂiméﬁqﬁﬁmim&ma@
maugnsanlaesienuiaun@lusesutu Tuanas uaznaln
EeANGS v‘iﬂﬁlﬁ@qqﬁwmﬂﬂm Gofiensnhauladio ma
Lﬁ@'wm%ﬁmwuaﬂmﬂqqﬁwmﬂu‘lmLLé’qé’@mmimﬁ@qqﬁw
o Sensius dae Lﬁaﬁmﬁma iU dfusam vla uag
WannEan Sﬂﬁgaé’awuémﬁummﬂ@ﬁﬂ@ﬁ'm i udon
amaﬂﬂqwm mitral valve prolapsed, aortic root dilatation

LY abdominal wall hernias

ad@insal

ADPKD fgtifimssitszanas 1 Telulsznnamne 1,000
o gastlsznavilan WilseidusmauaslaFassey

o P & A o o
gavhldeslsaniisio wudszanaidoray 8-10 2asfile
InGasszargavne laemumemnosnnnimendadudan
o 1.2-1.3 6o 1 uaziilaiiulumgiReni memnafana
prussaslnsnn e’

wengiudialse
anaAaUnG lussauiu.
ADPKD  {mSthemanyeiugnIsauly  autosomal
dominant trait with compenetrance 10 ﬂuﬁ%ﬁﬁuﬁuwu
fuiiiAedastumsiin ADPKD athsiiay 3 S fe
1. 8u polycystic kidney disease 1 (PKD 1) ‘W‘uagﬂiw
meﬁm%u (short arm) ﬁﬂaﬂ@ﬂaﬂwﬁ 16p13.3 g
Fuduiidummenadeiidanas 80

2. 84 polycystic kidney disease 2 (PKD 2) ‘W‘]_Iagl
UULAIUIN9EN (long arm) adlealalaai 421
mm@yﬂaﬂimﬂizmm%ayaz 15

3. &y polycystic kidney disease 3 (PKD 3) ﬁ’cﬂﬁgﬁ%
flsmmusnumbsfiuinen

Polycystin 1 % membrane proteins Usznauemel
amino acids 4,302 6 Fihwrin 460 kDa utaudm long
N-terminal portion ag'mwamﬂfaé 11 transmembrane
domains W& short C-terminal portion agjme lwead 11
extracellular portion Usznausnellsiuaiiasee fa leucine
rich repeat (LRR), C-lectin, low density lipoprotein (LDL)
cysteine-rich repeat, receptor for Egg Jelly (REJ) domain,
polycystin1(PC1) Wﬁl@ﬁ primary cilia, cytoplasmic vesicles,
desmosome, adherens junctions, plasma membrane UK
focal adhesions, endoplasmic reticulum g nuclei’

Polycystin 2 § 6 transmembranous domain NanwaLL
At Ca voltage activate channel, Na voltage activated
channel, polycystin 1 L&Y transient receptor potential
(TRP) channel subunit, polycystin 2 W‘]_I»L@gfﬁ endoplasmic
reticulum, basolateral plasma membranes, lamellopodia,
primary cilia &g mitotic spindles’ mﬂmiﬁﬂwﬂuﬁm
ORI WUN polycystin 1 YNUIINAL polycystin 2 W1t
MEELALS coiled-coil domain ﬁ C-terminal region

ANNAALUNGIY polycystin 1 4aY 2 complex ¥
ueadamenanizad aansndhgmelumad e lnanmy
1Iné polycystin 2 %ﬂ’izéj% store-operated Ca2" channel
(SOC) ¥hlueaiesihgiznad dam polycystin 1 aznaedus
sarcoplasmic/endoplasmic reticulum Ca2'ATPase (SERCA)
Tummhueaides o137 endoplasmic reticulum (ER)

amendidlesitlasmelmarhyanvilsidems bending
289 cilia M apical 299 tubular epithelial cell’ L‘ﬂ%m@}
Txsmsvnanudszanuiueas TRPPI (PKD1) wag TRPP2
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4. yda “
(PKD2) @svishinitlis mechano-sensors %38 chemo-sensors
ﬁﬂﬁlﬁmﬂ% polycystin 1/2 complex IAnTTaad ‘Vloﬂﬁ Ca™
influx Whsnmeluead e wdafinns switches off the
Wnt/B-catenin pathway 11#fuss disheveled (Dvl) dawa i
B catenin (B-cat) Qﬂﬁ?mﬂ@a destruction complex®
13¥nauee axin, glycogen synthetase kinase -3f3 (GSK-
3B) LAY adenomatous polyposis coli (APC) protein Yk
B—cat lalsnansndutiu Tcell factor (TCF1) family 1% 29
™ Py | ¢ a X ! An A A
MmmimmmmmqLﬂﬁaammu wiluannefifiemaiaUng
984 poycystin 1/2 complex AmaihuaaiFusdgirasan
AR | v 2 . v o | £
BN ﬁaﬂmmﬁmmz@;ﬂm invesin (Inv) &Ue Dvl A9
B3- catenin Mmﬂwma 90N TCF1 family HamMIwL
\raaeNNaN*
A X . faa A G
msmmwnaammumaww@ﬁﬂmﬁummemmmﬂ@mm
qqmmﬂuvlm KUY chloride channel WASMINIEEUAL
cystic fibrosis transmembrane conductance regulator
(CFTR) hl#fimenasassnshidhg gablula uazmsiis
99995610 cAMP ARKaGINENsAuTaIT ITadlne T e
Funa indasio U
1. Polycystin 1 ligand Waduiy receptor ﬂi&j(;j% Gi
protein NWagUEN adenylyl cyclase 6 (ACS) T
PWIUMIFENS cAMP  gatidlafianaiaUnfians
polycystin 1 M IHsEy cAMP WissNan
2. MILVDY vasopressin (V2 receptor) ﬂitéj% Gs
protein T whew ATP ifiu cAMP
3. MmanasaunaTENme wad vl alansnsndiues
adenylyl cyclase 6 (AC6) LLﬂﬂSJﬂWNW‘SﬂﬂiEﬁ%ﬂﬁ
N9 phosphodiesterase (PDEs) 'ﬁ'qwaélﬁ ATP
wWaswiu cAMP 1ANTY
4. nthuflsmsvimes PDEs lnumsnszdu extracellulary
regulated kinase (ERK) WAEMIAAAITLALLARLTEA
6 R | a [
melarad 29llansnsnantBanm cAMP asld
1%8&98via [ (renal tubular epithelium) dqnaaiiFiams
A < X A 3 v A o
AaanailuLseq (polarized) mzpmmmimmsmmmm
(organization) 2898 MUsENaLYRINTTAReY basolateral
WY apical filsznauemel ion channel, transport protein,

enzyme, matrix receptor k¥ lipid MIAELIFTITIRNZE

ANNATYFAaMITLLBITas HamsdnBesshifionnd
%‘L‘Mﬂgjmiﬁmuﬁﬁ@ﬂﬂ@mamaﬁ WAgMSINANENTEMN
mai3ussheasdudsenausien Tuilamadgneuulag
cell-cell 4ay cell-matrix interaction W9 adhesive
molecule @ integrin WA cadherin lngRnmsAasnsis
e aas (cell talk) ﬁag’iﬂélﬁmﬁu I AN il
extracellular matrix Y IiAaduammeluaad rums

cytoskeletal protein W signal transduction pathway

nalnmasialsa

| v
o A

ADPKD iulsefifinuiifietinlulavssacdhsimnunn

sinl#lafawelvg) qebfiialule fo renal tubule Afims
aeneljiu Qaﬁwﬁlﬁ@%uamﬁ@ﬁ proximal tubule %38
distal tubule f1l¢ seezsannoiunladonould dosnidle
ﬁmiﬂnmmmmaﬁﬁuﬁam awdniiols waufoms
ﬁmmaﬂ@m@aﬂuﬁq@ %3 ADPKD usmuasnizla
éa%ﬁwzq@ﬁwﬁﬁaaaz 2-9 dwdunendidialsadslsl
st nnvdngmelutiagiusnasnagmsiia
Tsaan 3 nalnwdn Ae

1. aNNHAUNGYDY epithelial cell proliferation

2. ANNRAUNFYDY matrix remodeling

3. meuwausuasng Na/K -ATPase 984 renal cyst

epithelial cell

ANNNAUNAYBY epithelial cell proliferation

mmﬁmﬁmuas}mmmm renal tubular epithelium
TINAUMIVENLIWIAL84 renal tubular epithelium ¥i3i5an
M renal tubular hyperplasia 391 wﬂmmﬂuqq{iﬂuﬁq@
msﬁ@qqﬁﬂu ADPKD L’éuLﬁﬂqqﬁwé’qmmiaﬁmaﬁu tubule
@iamiwzmé’qqq{iﬁﬁam Toftw udauenaonann tubule
isolated cyst Mﬁﬁm dmﬂmﬁ@qaﬁﬂu ARPKD 43ims3
YENYUUAUR renal tubular epithelium 1%’&"2% collecting
tubule Lﬁ@lﬂuqqﬁw ueiazlauenaanan tubule’®
ANNANAUNAYDS matrix remodeling

mﬂmi?ﬁﬂwﬂuﬁmfmaaaﬁLﬁmqaﬁﬂﬂm TPRHPRHY
Apunfieas extracellular fluid matrix Faduuntioas
basement membrane loamuemafAnunfivamafidudm

1/5¥NaUYad basement membrane 78 heparan sulfate
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proteoglycan FamahAunL A damsianensann
gasgahlnla wzssmomuensAaUndssnaiUMEAe
wanadaalinas luasag ldiguin
Msi/anuiia’uas Na/K -ATPase 289 renal cyst epithelial
cell
Wilson wavAm Laas 17w EGFR was Na-K-ATPase
pumps %@ﬂﬂ@agjmaé’m basolateral membrane mawﬁaé
renal tubular epithelium (FiAAausNagMatt luminal
12 & ﬁl Y A v A
membrane” Wume bilinnsnseau EGFR wag/v3e Eb
receptors 7 swuluilva) shandsmsnsedis Ras/MAPK
(RAt Sarcoma/mitogen activated protein kinase) signaling
A9fie misslocation 989 Na/K ATPase % v lmsvinau
2994784 renal tubular epithelium AAUNARAMIEYENYDS
¥ d vy g A
fh LLazIGﬁL@ammﬂuqqm LLaamuwﬂmmﬂmmm@
o anmsfn liameans wuh ensReUnGaasms
\nAauiny Na/K ATPase pumps Wl3a ADPKD (filu
TraNaMIUNFvedsad collecting tubule ¥W3ainan
msukéhiienfvaazadnnh ¢ wanain Na/K ATPase
Uan spectrin La¢ ankyrin Failn cytoskelatel protein fl
MUANMINNUYDY Na/K ATPase ARNAARaUENEAMN
basolateral Smjj apical membrane W
Two hit hypothesis
9 . Y. X e
mﬂwaﬂgwﬂuﬁwummw Qamwmmuwvlmh@ma
ADPKD i34 annsie5aeag1-2 289 nephron MUNaWh
s uaima v la{laivn nephron faznanenfiugahlél doriss
& Ay Ao f v | I
Anhagdiiaduinssemsfivn 4 nephron navhenaeiugg
h fadaneilldSumafigailay Oian uavhme Wi renal
tubular epithelium é’auqqmﬁﬁwmz monoclonality L&¥
DNA 28$0ahimaid AanuinUng (mutation) 2 Uszms fg’
1. Germ line mutation % mutation fignemaams
#ugn3ananden a3 DNA angahusiazausl
ANNAALUNG usloffeiie germ line mutation b
~ A A YV Y A .
mewammmqamv[@ ¥61898 second hit
2. Somatic mutation (point mutation) {4 mutation
289 wild type gene AAUY chromosome Bne14
4 a a | ada X a
7Und lawemaRaUndfiisaua1adi non sense

mutation, miss-sense mutation, deletion "Lﬂ‘ﬁa PKD1

gene N WAARRISanT “loss of heterozygosity”
Unf N3vh typing 289 PKD1 gene Wu31 DNA & 2
alleles NIMIRENUNIHAEN allele WNENTALAL (58N

1 & loss of heterozygosity

wengaawle

Iofonalvg) wuslgehawmeuanehen M visluBnn
cortex Wa medulla 2a3ls HAL NN NABIaNTIF
WU Qahusiagan fnstanauiu simple cuboidal epithelium
a (% [~ zj A
Sesuutaen
2IMsuazaINISUEAIMe e

o . G A d. w,

amsthaduamsnnuey uasidudanihntiaanny
wnndl loasihazanenaamatinvias thawauuy colicky

. a [~ A 1 12
pain Waeddasnedinaansineiy
Hematuria

Ahedmlnfindutisemadudan wulfsnndeus:
35-50 dniamamaINIRaTaMaUilaETIE Jenimeanan
MIUANLBIRIH il collecting system nazidanaaniu
qah flule dulvg)ietuiudiheifigahmnalwginh
15 [@UANAT LLazﬁmazmmé\’ﬂﬁﬁ@@qi’mé’aa Milams
Aeuany 30 ¥ aziimawennsallan 4@ fileffissamzdu
A [~ [ A (%
Boaudu e Wisvasiaunu msiiaseuenlsnanlsa
vlmmjaﬁm 1 IgA nephropathy sziSsasle lneiamy
Uy ‘ild 1 A [~ [~ %
rhemeniangannnd 50 U axsensumnetlasae Wian
Concentrating defect

fihe ADPKD swnuwiksdlenuieundiwaslalums
o § v Y X ]
i llaansdndo (concentrating defect) aINNIENEN
#ihel ADPKD 177 Mefifimevhamlannd wodwdemavi
overnight water deprivation §the/lalanansavh l¥itasnae
daduld Taewmglungaihogeony fheiflsndszaiin
1N tubulointerstitial disease dMsAaUNFYaslATIEES
284 tubule 8¢ principal cell ﬁaﬁﬂﬁqmlﬁammmmin

. o X

T lsttaansdaan
Proteinuria

#ihe ADPKD dmlngfiiszaulusiulutisameinade 260
faAnTAu® dutaefaslssaulsivlulaamesnnnd 300
fadnswe ethalsmudihenemnenilladossnnarad
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Tustinlutlaanazldanniiande 900 fadnsu/Au Taenwuh
sysullstinlutlaanvdainstiunisladen® fnenumae
nephrotic syndrome wt96 ADPKD flaesnn fariumnasa
WUNIE nephrotic syndrome é]’aﬁz’?ﬂs@ma glomerular
mmmmqﬁm’mé’wﬁa focal glomerulosclerosis Bt
L3N 99893NAD minimal change disease, membranous
nephropathy, IgA nephropathy k8¢ membranoproliferative
glomerulonephritis” &ialfidasaaae lumsifiasiuenlsen
Q’ﬂqmﬂu primary en) secondary focal glomerulosclerosis
% 7R Uy

mawaqwﬂl@maﬂwﬂma ADPKD
Hypertension

sungmafieenasiulafiagsluding ADPKD dufiugin
A YVoia AV A4 .qua d
7 mmmﬂqqmvl,ﬂmmmavlwﬂﬂm nmAnnmenaiian
Lﬁ@miﬂitéj% renin angiotensin system 9 angiotensin I
Wushnszdulitinmaianes vascular tone WaymIuismeg

° A [~ a v A I o Y A

aldosterone wﬂmnmﬂﬂéﬁmamamugjmmawﬂwm@
Aelafngansan

NNMIFNHV8I Gabow WALABANL AANNFNRUTv
swhalSinnuazamerasnehiusanmaifaanaslada
9 uaedihe ADPKD 1szannidaeias 60 emssiulafing
s 4 . A a4 4
Fansne laefimannueaslafinsund wuiesesmieag
vy L2 d'VL Yo o % o I a g
ihewhiun laTumssnmeieenananuaulaio

Extrarenal manifestations
Cerebral aneurysms

M3IUANYDN cerebral aneurysm &9 WA WA subarachnoid
¥39 intracerebral hemorrhage #a M asuyanEauUH
289 ADPKD t/WLENMSUANY89 aneurysm a3 92866
maiedia uasnwanwgetissouas 48 wugliimsaims
e aneurysm 3awaz 4 lufihooeiey uazaifimsaiay
wsdvmaenepiudoras 10 ludihegeane 2 diluam
vy liflomsfiaund®

’, s 44

w22l ADPKD Y14l cerebral aneurysm Uzanmuaadmnibg
fenmavhomzaslaund dulvaiiady middle cerebral

7 Aa [ ¥ A

artery  uazlufihonemeamafionslilmesaadubon
Iemmnendu

A1SUANYDY cerebral aneurysm st lugfihefisiony

¥ 1 A, L2 ‘il % Aa A Yo ‘iltzl
floun 50 3 fihefienuguenssulafingslsin e
1/976 subarachnoid hemorrhage Elumam%fa cerebral
aneurysm U310 anterior circulation fid2wasnAN 7
Jadiues e aneurysm 1131904 posterior circulation un
quARTaSeGesaMIuANYeY cerebral aneurysm 8019
M3LLONYRY cerebral aneurysm 61%388&’361 51 Ejdﬂ’h
A o A | v A 6L 32,6.21,23
AIDMNNUANNTLNFDMIHIAANADALRDA [UENDY
2duaNNAnUNAraImaanRanAeINMTA mutation
989 PKD1 30 PKD2 winel#fims proliferation uag
apoptosis U4 vascular smooth muscle cell wazalany
[ A 1 ;% o Y A Aa all v 3 % 3; [« ‘i‘
mIamqmmma irmfeaaRaUndlahean dbudud
HANSUAI cerebral aneurysm WNAHRENT 5 NaalaT
° 2% Aa L [ % 1
meﬂmLﬁmmmmmmqpﬂmmﬂmwz MANAXINNN
10 Hades veadamsmassuudsyanm vaalnedluseems
WSINTAY cerebral aneurysm MR WINMSHGRG e
M3 clipped aneurysm &3t cerebral aneurysm TGN
A A A 2% % [~
6-9 faAlues AansonimsSnedunes) v
Hepatic cysts
Hepatic cysts &mvnfiamamasnahlulaluiie
ADPKD giffimsshifisaumueemu¥osay 10-20 lungs
L2 24 1 A Y v 1
wiheaedaend 30 U uay wuldl Saeas 50-70 Glmqm
Ahweygannd 60 T imsfinwsilae ADPKD 230
) i K = A X [
ﬁﬂwmamﬁzmm 15 19 46 & Wud hepatic cysts b
fis¥ouny 837 dmgiidmsnimaiia hepatic cyst Taluan
sharfussname usiinemiedilomaifin hepatic cyst
fr90eifound sy hepatic cyst Snlewalaiulungs

94,2527

;ﬁﬂamn’j@é’amﬁﬂ fuflwgmid mslazaa hepatic oyst
shaufendostusesugaslam estrogen” LOMANIANATAS
hepatic cysts Fausiusnaanaag renal cyst MINA
hepatic cysts slu ADPKD L@INGNIaN autosomal dominant
polycystic liver disease (ADPLD) fa ADPLD MLﬁIm%G
Fumaianensamnmals sxas wazmaiia mutation 184
fugiananalu ADPKD
Cardiac valvular disease

&zﬂw ADPKD WU mitral valve prolapsed mﬂﬁﬁ@ﬁﬂ
Touag 25 WAYATIETUATIANDY aortic root dilatation &%

1y A | v ‘il o % o
SL%E]J@]J’J EJS\IDWﬂﬁVLN?%LLN wazuaenNNaNluaaeih valve
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replacement™ M3§1939 echocardiography (sidfudag
vlwdihemnme Tivhidlaasiahmessdeiags cardiac
valvular disease
Colonic diverticulum

ajﬂw ADPKD WY colonic diverticulum ié’ﬂaﬂawsom

v ﬁgﬂ/ [ % dl Yo o @
I@EJL%WWZSL%@JQHVLGILiaiﬁwz’sj@"mEJVl\lm‘}Jmi‘UT]_IWl@LL‘W%
male giEmsotlaildsavlungudihenlaildidhgnagle
- v 4 Ao ¢
Salsszezgame” exmshihgthesnwuunwngaa e1msthe
V09 tenad maaaﬁmszwwé’ﬂgmmmLﬁamaaﬂslmwuma
Wewns MsunIngaunisdfa colonic perforation &
A A ) . AN My

lomafingenigiie diverticulum 7 1s/l¢iu ADPKD uag
Tomafausasmamdsmagnee e
Abdominal wall i8¢ inguinal hernia

Abdominal wall i8¢ inguinal hernia WUSaEAY 45 EL%
Y A wa ¢ a X X o
wi3e ADPKD Naqwmmm@qqmmmy”[mﬁa‘mmﬂmmq
A 32‘[ oo A ‘1 2 Ao v .
au” laenayaenadluyilie ADPKD 71Snmene continuous
ambulatory peritoneal dialysis (CAPD) Saiuiladeiies
glamalfia indirect inguinal hernia AT
IMsuaasuan lndug

33,34

#ihe ADPKD flamaifia ovarian cyst “* uay
MRS lluandhenndsznnsn® enamy amotile

spermatozoas La¢ ectopic pregnancy VLG?WJLWN%%

N153%aRY
o umsitiads ADPKD Sigeit
1. dseifaniniuasaunimnanfamensadn ADPKD
2. WiQQWUQGﬁWmW %ﬂ%ﬂ"m cortex ey medulla
nefededemInsasaanandladhaineematia
lumsifiade ADPKD msmnwuqqi’iﬂuvlm'faﬁﬁaﬁaLmﬂ
lsAan 1) simple renal cyst ﬁﬂwﬂuéﬁﬁmqmmdw 50
il qaﬁwﬁﬂ%ﬂau IREG LI mm%&wﬂeﬂu@'ﬂaﬂa@%

Sa59 2 polycystic kidney disease 151&77' ADPKD Uag
autosomol recessive polycystic kidney disease (ARPKD)

Von hippel -Lindeu disease Lﬂ%ISﬂVINWWD;ﬂﬁN I@Eﬁj
ANNRAUNGTINAD cerebellar 138 retinal hemangioblastomas,
pheochromocytoma LLazqqﬁﬂu”LméTaLL@imaﬂaa %
pheochromocytoma i kflamsmenafin fdfmufe renal

. AR v v A | a

carcimona WUGIN3BLAY 70 2895eagNN 60

Tuberous sclerosis uamMuAnLNGY89 gene 2 fumna
fa TSC1 (tuberous sclerosis protein 1) WuaNNRAUNGLL
chromosome 9 &% TSC2 WiuaNNAAUNGU chromosome
16 Tndsusisrns PKD1gene® wanamngah ulaudn Sy
adenoma sebaceum L3VIMANININ angiomyolipoma U3t
lovsaanas lnelamaianssannendannluwleioasn

ANNIMITEDY Ravine WATADAY [FTILTINNAMTHTIA
Sammame ugthefisedenths ADPKD laadoslianfmenss
5ot snseiiulsn ADPKD 7% mutation 28984 PKD1
Ineinnimsifiasielsasisensen 1 (original Ravine’s PKD1
diagnostic criteria)

m3itasusianan ndimsnsralaing cysts lufiheony
¥ 1 A 1 (% Y v A G'g
stound 30 T ldananandianne ADPKD 16 dofuaanowii
A A ° oI U v
AallanumLE ambagh I@amwwz@mam&;uaa uay
Fouaitldnndihe ADPKD 7l mutation 209 PKD1 i
. Do ¥ oMy 2
dulvin mmﬁawﬂm@L’«ammzmmslsﬂwﬂm&l ADPKD

A A My av. % v, - Cda

wiindaaslevdn sl nisnsdtlimauadia mutation e
3561 v;ﬂVLi/u 6;::;::v511|36d|a|
Wluesauads ladSudunaiifiasy lnd® Wainany
Jumg uazansnsnshanldiudihg ADPKD 7§l mutation
909 PKD2 |9 laeivdninowimsifaselsadenasd 2

3. DNA study

flagiiumyifiasielsnanmaamamatiu v3e DNA lu
15m ADPKD wiaifln 2 35wdnde

3.1  Indirect analysis (linkage analysis)

M91e#l 1 MF3ady ADPKD @nal Ravine criteria Mitheifitlsyifinsouass ADPKD 9§l mutation 9098 PKD1

a1y (@) 41U3% renal cyst

15-29 > 2 cysts lodhadevie levisaasing
30-59 > 2 oysts lulausiazdng

> 60 > 4 coysts lulausiazdng
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maefl 2 M33Tade ADPKD ludihefiiusyifinsauass ADPKD
a1y (d) W renal cyst PPV Ak ANATUWIE
15-39 > 3 cysts ledhadevie lavisaasing 100 100 82-96
40-59 > 2 oysts Wlausazing 100 90 100
> 60 > 4 cysts Wlousiazing 100 100 100

PPV: positive predictive value

FhasmInTvalesand indirect evidence failel
dumsesaenufiaUnfivestiu (mutation) aeass N
mafie 1 DNAs Assummisuinouarfindy PKD1 8
PKD2 gene Aidiasmana &1 marker siuae/lndify PKD1
31N°) VaaAATWAL WU marker shuannszane Uy PKDL
yne) ASefidl mitosis W3n meiosis quiALTRRESTeR 2
289 marker 8 269NN polymorphic YienEANNN
AUFaIs variation sl,uéh marker 184 &N§BENY marker ﬁ
14 lutlaqiiufie microsatellite marker laesaulvig)ifhs
marker ‘*7{1@%'1% intron #NAANWOAL repeated dinucleotide
28 trinucleotide ﬁaﬁmm%m 984 base pair 1w AC
AC AC %38 ACC ACC ACC lpadwiu repeat fu ay
uanehsl/luudazyaaa ustRsTonR o qmamﬁamaﬁ
dinucleotide repeats 984 marker A = 2-3 Sﬂm@awﬁa%
§ dinucleotide repeats = 1,4 mmﬁaﬂmﬂmﬁa%ﬁfﬁﬁm
7 polymorphic S\HLﬂ%Lﬂ%adﬁﬂuﬂﬁﬁﬁ linkage analysis
uimsvhnadadnade

1. Nufudesnduanasiniovesannene
auaTLhe ToemaidaarBnanniile mavnefasis
Ualaen

2. Close-link markers

M3LAaN markers WMV linkage analysis 4114
Foufan markers fiogfufui 1 markers fiidanaghing
NNEUNNAAYN WIAAMI crossing over 84 chromosome
ﬁﬂﬁﬁmi\l"ﬁﬁﬁmm genetic information 984 chromosome
Snihadhan vl DNA markers tinssane lUiiu PKD gene

3. Informative marker

A8 markers ﬁlﬁaﬂmﬂg\i polymorphic Wg )
VLS\II variation WNeNWa ﬁﬂmﬁiﬁmﬁﬁﬂ typing I@H marker 613
lsifin)seTemsd

3.2 Direct mutation detection”
thagiiuvhlel 3 35 fio
3.2.1 DNA approach
3.2.2 RNA approach
3.2.3 Protein approach
oy AaaNaE LN wN3Yh mutation detection 989 PKD1
Tuseét DNA lasamn
A. Size 02N genomic DNA ﬁmm@slmy'mﬂ
Femanmadasodunanng lumsasatiay
axon 150 B
B. Presence of the homologous 51@331715?1‘13%3
PKD1 gene a¥Wl sequence filane 3 end &
mwwzﬁ PKD1 locus L‘Vh‘fi% % sequence ‘ﬁl
Uanel 5 end a%s sequence Aramud i ume
§w3u PKD1 locus
C. High cytidine and guanosine (GC rich content)
yilsennsians amplification lae PCR 79 1
D. Presence of unusual DNA sequence repeats
Polypytimidine Usznaueie cytidine Wa¢ thymidine
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