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[TPOTOTYIIH EPTAXIA

Exippactikotnta Tou yYOVou Tng MOAUKUGTIKNG VOGOU TwV
VEPPHV - €lval O1aPoPeTIKN Péca oTnv 101a OLKOYEVELQ;

T. Toitotog, N. Xwtnpakornouvdog, M. Moupartidou, . Iartavactaciou, K. Mavpopartiong

Movada Teyvntou Newpou (MTN) Tevikou Nopapytakot Nocokopeiou Kopotnviig

Eivat yvootd 6Tt n MOAUKUOTIKN VOGOG TwV
VEPPOV KANPOVOPELTAl e TOV AUTOGWHIATIKO EITL-
Kpatouvta yapaktinpa kat 6Tt o maboloyikog
YOvVOG, o urteubuvog yla autn, éxet motkiAn Olelo-
OUTIKOTNTA KAl EKPPACTIKOTNTA avApesa GTig Otd-
popeg otkoyéveles. BéBata péoa otnv idta otko-
Vévela, péxpt poéowata n eKPPACTIKOTNTA TOU
yovou Oewpolviay eviaia Kat N avapevopevn eIt
Bapuvon g veyppikng Aettoupylag pe v mmpd-
060 Tou Ypovou avtictolyn ce GAa ta péAn tng.
Me awpoppni tnv avelpeon PEAOUG OLKOYEVELAG
[IOU KANPovOENGe v MOAUKUOTIKA VOGO TwV
veppwv Kat dev eiye v avapevopevn eEEMEn
(6oov apopa to Babpod enBdpuvong tng veppt-
KNG Aettoupytag), éytve extipnon tng vrnapéng
Kat GAA®V TETOLWV MEPUTTOOEWY Péca Ge éva
UAKO 102 otkoyevelakov 0évOopwv pe tn vOoo
avtn.

Alamotombnke 0Tt Ge TEGGEPLG OIKOYEVELES PE
MOAUKUGTIKIA VOGO TwV VEPP®Y, Tou reptAdpba-

H moAUKUGTIKI VOGOG TwV VEPP®V eivat KAn-
povoptkn xat petaPiBadetat pe tov avtoowpatikd
ernmkparovvta yapaktipa ' H ekppactikdtnta tou
yovou (wv) g etvat mokiin, wetdéco etvat BibAto-
VPawlkda yvwotd OTL auth eivat mepinou 1dwa péoa
otnv (dta otkoyévela 2. AnAadn avapéverat n
nopeia g veppikng BAABng evbooikoyevetaka
va eivat avtiotolyn kat n vocog onwg Ha exyppa-
otel oe éva anod ta ermpeacpéva péAn tng, €16t
nepinou Ba exyppactel kat ota dAAa. Apoppn yla
T peAétn auth anotélece n Stariotwon OTL opt-
opévol acbevelg pe TTOAUKUGTIKN VOGO TV VEPPHV
tonou evnAikwv (ITKNE) Sev mapoucialav avri-

vav 15 péAn pe tn vooo, 4 yuvaikeg (pla oe kaOe
otkoyévela), dev elyav tv avapevopevn eCéMEN,
OGOV apopd n vepptkn voco. Eidikdtepa eve
avapévovtav cUPpwva je Ty hAkia Toug Kat tnv
EPYAGTNPLAKN EKOVA TwV GAAWV PEAGY TG OLKO-
yévelag pe th vooo, va Xouv onpavtikn ermba-
puvon tng vewplkng Aettoupyiag n akdépn kat
TeAKO 0TAO10 Ypdviag VEPPLKNG averdpKelag
(XNA), autég Statnpolcav PUGLOAOYIKN VEPPLKN
Aettoupyla, mapd to OTL eiyav VAot toug idtoug
embapuvtikolg mapayovieg (Onwg vrépraon,
Aeukwpatovyog Olatta, ermelcdola ofgiag veppt-
KNG averndpkelag).

A tn pelétn aut paiverat OTL n eKppa-
OTIKOTNTA TOU YOVOU TNG MOAUKUGTIKAG VOGOU
TV veppwv Oev eivat eviaia péoa otnv idla otko-
yévela, yeyovog mou iowg amotelel eAnida yia
oplopévoug acBevelg mou xKAnpovopncav tov
rmaboloyikd yovo.
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oroyn embdapuvon tng veppikng Aettoupyiag pe
v 1pdodo TOU YPOVOU Ge GYEGN IE Td AOUuTd
pPéEAN TG olKoyeveiag Toug.

AYO®ENEIY - ME®OAOI

Ytn peAétn autn €yve Kataypapn twv PEADY
102 owoyevetakov 6évopwv pe TTKNE, 1060 autov
pe t vooo, GO KAl aUT®V IOU Oev £Pepav TovV
11aboloyko yovo kat exTpnOnke n veyppikn toug
Aettoupyta. Xtn cuvéyela evroriotnkav 4 Olko-
Véveleg 0TI oroteg dtamotdOnke OTL Ge €va Tou-
Aaytotov pélog Toug n emBapuven g VEPPIKNG
Aettoupyiag ntav nmoTtepn Evavil Twv AAAwv

AvaxowvaOnke otnv 60n Emotnpovikn Xuvebpiaon tng EAAnvikric Newpoloyikric Eraipeiag,

Ocsooalovikn, NoéuBpiog 2000
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pedav. Zta péAn Twv 4 auteV OLKOYEVEL®Y TTOU
épepav tov maboloyikd yovo (n=15) kataypa-
pnke To PUAo, n nAikia, ot acOevelg mou ékavav
évap&n unokatdetacng tng vewpikng Aettoupyiag
pe e€wveppikn kabapon Kat n Ypoviki GTiypn g
évapéng, 6mwg Kat ta emineda tng Kpeatviving
TOU 0poU Ge Booug Oev ftav Ge poypappa e€wm-
veppikng kdBapong. Kataypapnke akdpn 6toug
acBevelg autoug n mapoucia uméptacng, ONwg
Kat n tpnon n pn tou dtattodoyiou dbeov apopad
v mpocAapBavopevn mocdHTNTA AEUKDHPATOG,
onwg eriong kat ta enelcddla ofelag veppikng
aventapketag (ONA) mou eiyav péypt tn pedétn.

H Stayvwon g voGou tébnke ard Ty mapou-
ola BeTikoU OlKOYEVELAKOU (GTOPIKOU GTNV OLKO-
yévela kat v vmapén KUGTewv GTOUG VEPPOUG
KATA TOV UIEPNYOTOPOYPaplkd éAeyyo (Yvwotd
kpttipla) >4 H extipnon tng veyppikng Aettoup-
viag éywve pe Baon ta erimeda tng kpeatvivng
ToU opov (P.T. epyactnpiov éwg 1.6 mg/dD). Oew-
pnOnke 6t 0o/n acBeving TnPovce TG HLartNTIKEG
odnyleg dcov apopd v mpochapbavopevn mocod-
nta Aeukeparog étav napakoiovbolvray anod to
veppoloyikd efwtepid tatpeio kat OnAwve OTL
T1g akodouBoloe kat mapdAinia avtd tekpnpio-
vovtav ard Ty exTipnon twv enurédwyv Tou alm-
TOU Tng ouptag Twv oUpwv 24mpou ce SUO PeTpn-
oelg yla kabe mepimtwon. Yieptactkog Bewpou-
viav o acBeviig mou eiye GUGTOMKNA apTtnplakn
nieon >150 mmHg 1 StactoAikn aptnptaxn miecn
>90 mmHg 1 otav eiye onotadnrote emnineda
aptnptlakng mnteong eved Bpiokovtav ummd avrtu-
IEPTAGIKA AYWYI.

ATIOTEAEXMATA

Ao ta 102 otkoyevelakd 6évdpa, Ge TEGGEPLG
olkoyéveleg mou reptddpbavay 9 avopeg (A) kat
6 yuvaikeg (I mou énacyav and TIKNE, Sartt-
otwOnke Stapopetikn (pn eviaia) eKpPpacTIKO-
ta tou yovou tng teleutaiag. EidikoOtepa ce
kaBe pla Tig amd owkoyéveleg autég 4 éva pélog
g Oev akodovbnaoe tnv mopeia twv AAAwv dGov
awpopd cto Babpd embdépuvong Tng veppikig Aet-
toupytag (TTivakag 1). Etot ce kdBe oikoyévela
pla yuvaika avapeca ota adépla mou kKAnpovod-
pnoeav t vOeo eiye PpuGLOAOYIKN Veppikn Aet-
Toupyla, mapd to OTL avapévovtav va éyel onpa-
VTIKNA €KITTwon Tng 1 va éyet kKataAnfel oe teAikd
o1adlto XNA, onwe 6nhadn cuvéBn pe ta vmo-
Adoura péAn Tng olkoyéveldg tng mou erniong KAn-
povopnoeav t voGo.

Mivakag 1. Owoyéveileg (1-4), pido (A n D),
VEPPIKN Aertoupyia Kat n avri-
otolyn nAikia v acBevov
(HD=aipoxkdBapon, TOIMK=cuve-
X0G popnth neptrovaikn kabapon)
(péoa oe napévBeon ta enineda
NG KPeatvivng Tou opou Katd tnv
évap&n tng pedétng avtng)

AcBevng/ypluAo Newpikn Aertoupyia HAikia
(avd owkoyévela) (Cr mg/dD onpepa

1A (4.4 mg/dl) 46 Oavatog

1T (1.0 mg/dD 52

1T HD ané 46 etov 54

2r (1.2 mg/dD 50

2A YOIIK ard 54 etwmv 59

2 HD ané 50 etov 69

2r HD ané 58 etov 65

3A (45 mg/dl) 42 Odavarog

3A HD amd 35 etwv 44

3r (0.8 mg/dD) 47

3A (2.8 mg/dD 37

4A HD and 52 etov 60

4A HD ano 42 etov 54

4A HD ano 45 etov 52

4T (0.9 mg/dD 48

ITivakag 2. AcOeveig amd TG OLKOYEVELEG PE
vnéptaon, enetc6ota ONA kat 660t
TNPNoav UIoAeUKkwpatovyo Siatta

Owkoyévela Ymépraon Aevkwpartotyog Emeicodia

Slatta ONA
1 0/3 IAIA 4/4 1/3
2 4/4 IAIA 4/4 1/4
3 4/4 IAIA 4/4 0/4
4 2 (und HD)/4 1 'OX1/3 NAI 0/4

H napouvcia vriépracng mou Oa propouce va
BewpnBet embBapuvtikdg mapdyovrag ce kGbe pia
amno TG TPELg MPATEG OIKOYEVELEG Oev Olépepe
petadt v peddv toug (0/3, 4/4, 4/4 avtiotorya),
onwg emtong 16ta ntav kat n tpnon Stattord-
ytou, 66ov apopd ota Aeukopata (x*-test, p=NS).
Ytnv tétaptn okoyévela ot dUo amd Toug TEGOE-
ptg acBeveig eiyav vméprtacn (kat ot dvo ntav
o atpoxkdBapon) kat o évag Sev akohoubnoe
KAroto Stattohoyto doov aypopd v mpocAap-
Bavopevn mocoTnTa Aevkadpatog (Bpickoviav ce
TeAKO 01adto XNA otav té0nke n dtdyvwon tng
[TKNE xat anotélece v apopyn va epeuvnboltv
kat ta abéApta Tov). v npoTn Kat T devtepn
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olkoyévela dlamotwdnke avtiotolya éva ernelco-
610 ONA oe éva acBevn xd0e prag, evéd ot vmod-
Moot Sev elyav kavéva enetcodto (TTivakag 2),
Slapopég mou Sev NTAv GTATIGTIKA GNIAVTIKEG
(x%, p=NS). Zt1g 600 otkoyéveteg o maboloyikodg
yovog KAnpovopnfnke amd tov matépa Kat oTig
aMeg U0 amod ™ pntépa.

YXYZHTHXH

BBAloypaypikd Bewpeitat 6Tt meplocdtepot
avOpeg ard OTL yuvaikeg eviaceovial Ge mpo-
ypappa e€wveppikng kabapong > kat pdAtota
pBavouv ce Tedikd 61adlo XNA vwplitepa amd
OTL Ol yuvaikeg 10 yeyovdg mou Slamotdeape
Kt gpelg, Orou avapeca e 46 acbeveic pe TeAKO
otadio XNA (27A, 191), ot avdpeg katéAnfav ce
auTd OTATIOTIKA ONPAVTIKA VopIitepa EvavTl Twv
yuvatkov (46,6+7,1 Vs 51,6+8,7, p<0,04) '
Qotoéco oplopévol cuyypaweig Oev Bpnkav
Tétoleg Olawopég avapeca ota Vo Puda 2 kat
katéAnfav 61o Gupépacpa Ot ot Stapopég auTtég
éyouv tn onpacia Toug o npopa otadia XNA
(kpeatwvivn opou <3,0 mg/dD kat 6t ce avti
T SLAPOPETIKN EKPPAGTIKOTNTA, GNPAVTIKO POAO
raiouv ta vwnAoTepa erineda aptnplakng rmie-
ong rou éyouv ot avdpeg (p<0,03) 1 n ouyvo-
TePN Iapoucia uréptaong e autoug, OIwG UITO-
omptéav maiatotepa Aot cuyypapeic . Avti-
otolya dAot cuyypaweic unébecav dtL ot oppod-
VEG TOU pUAoU (ototpoydva Kat avopoyodva) Kat
n oxéon twv 600 autdv matdouv KpItikod polo
otn pubplon tng onelpapatikng d1dnong kat
otnv eE¢Mén ng veppikng BAGBng 4.

Exet avakowvwbdei 61t n Staypopetikn ekppa-
otikotnta oty [TKNE oyetidetatl pe to av n yeve-
TIKA petadidopevn voéoog KAnpovopnOnke arrd
Tov natépa n tnv pntépa. Etot o Bear kat ot
Guvepyateg tou darictwoav 6t détav o mabo-
Aoyikdg yovog kAnpovopouvtav anod tn pntépa
10 TeMKO 6T1dd10 g XNA ermépyovtay Gnpavtika
vwplitepa évavtt autwv oToug ortoioug KAnpovo-
pouvtav ard tov rnatépa P, kdtt nou embeBaid-
Onke kat arrd aAoug cuyypaweig #1118 yeyovdg
BébBata rmou Sev Srarmotwdnke 610 OKO PAG UAKO,
apol arod TG TEGGEPLG OLKOYEVELEG ITOU avapé-
povtat, otig 6vo o yovog kAnpovopndnke arrd tn
pntépa kat otig dAAeg 6U0 amod Tov matépa.

Autd mou epelg Olamotwoape OTLG TEGOEPLG
OlKOYEVELEG TTOU avapépOnkay mmaparndve Oev nrav
armd n kaAutepn nopeia tng IIKNE, 66ov apopd

T VEWplkn Aettoupyia Ge 0piojéveg yuvaikeg,
alAd n Swathpnon Tng ce puclodoyixkd ertreda,
EvavTtl Twv AAAWV PEAGY TIOU TG MEPLOGOTEPES
Popég pe avtiototyn nAikia eiyav nén pOacet ce
teAk6 61adto XNA (IMivakag 1). Me ta dedopéva
auta cupypevouv kat o Milutinovic kat ot cuvep-
VATES TOU MOU SLAMIGTOGAV EVOOOLKOYEVELAKA pn
opotoyevi 11pdodo ng veppikng BAGBng oto 38%
Twv acbevov mou épepav tov maboloyikod yovo,
otav n ouykplon yivovtav pe Bdon thv Kpeatt-
vivn tou opou 19, yeyovog mou enBeBatmbnke kat
ard ardoug cuyypapeic 8.

310 vAkd pag Suamotmdnkav Stapopég otny
ekppacTikdTnTa rmou Oe Ba priopovicav va dikat-
oloynBouv amnd tnv rnapouvcia n pn napayoviwy
nou emmtBapivouy tn veppikn Aettoupyia, Onwg
n aptnplakni vréptacn, n Hialta wg rIpog To Aeu-
Kopa kat ta ernetcddla ofelag veppikig ave-
apkelag, aypou ot rmapdyovieg auvtoi Oe Stépe-
pav petall Twv PEAGV Twv owkoyevelwy. Towg tn
Oltawopetiki mopeia tng voécou péoa otnv 16ta
otkoyévela Oa propovce va eEnyncet n KAVIKNA
PawvotuImkni erepoyévela and acbevin ce acbevn,
aAAd kat ctov kabe éva vewppd ywplotd. ‘Etet da-
moTednke 6Tt ol veppaveg rou eedicoovtal ce
KUGTELC eivat auTol mou eKTOG ammd Tov mabolo-
YiKO YOVO TIOU péPOouv, éyouv uroctel Kat pia
Oevtepn petdAdaén 6to aAAnAépoppo yovidio
rou eivat vrievbuvo yia tv ékyppaon tng [TKNE
Kat to onoto xkAnpovopnOnke arod Tov Yuoto-
AoyikO yovéa 2. AnAadn jetd t cUAAnyn Tou
epbpvou kat katd t Otdpkela tng (wNg, Gup-
Baivouv cwpatikég petaiddlelg oto 6eUTeEpO
aAAnAopopyo yovidio, pe arotédecpa teAkd va
waivetat o1t Oev apkel va kAnpovopnBei povo
évag maboloyikdg yovog, Omwg A, oTtnv Ipo-
Keipevn mepimtwon 6ev avarrticoovTal ot Veyppl-
Kéc KUoTELg, av Oev petaldayOel kat to avti-
oTo1Yo aAAnAGpopwo yovidio. Autd onpaivet ot
tedikd n T[IKNE Sev petabibaletat pe tov auto-
OWPATIKO EMKPATOUVTA XApaktnpa, aAla Aet-
Toupyel 6av auTOGWPATIKA UITOTEANG vOGOG 2!
H Sevtepn avtn petdAAaln eivat tuyaia, cup-
Baivel criopadikd kat arrodidetat ce meptbak-
Aovtodoyikég n aAdeg attieg . Me ta Sedopéva
auTa GUPP®VOUV Kal AANOL GUYYPAWELS TTOU UITO-
otiptéav 6Tt n [IKNE amotelel yevetikn voco
ou yapaxtnpiletat and aotabég kAnpovopou-
pevo DNA 17,

Yuprepatverat OTL N eKPPAcTIKOTNTA TOU YOVOU
g [TKNE 6cov apopd otn veppikn BAaBn Sev
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elvat eviala péoa otnv i6la otkoyévela kat mbava
va elvat nirotepn otig yuvaikeg. 'Etot undpyet n
mbavotnta optopévol acbeveig mou KAnpovoun-
cav t v6Go, va pnv thv ekyppdcouv oto Babpd
rou Ba dnproupynicet onpavtikd mpdBAnpa otn
VEPPLKN TOUG Aettoupyia.

ABSTRACT

Tsitsios T, Sotirakopoulos N, Mouratidou M,
Papanastasiou S, Mavromatidis K. The gene
expression of autosomal dominant polycystic
kidney disease (ADPKD). Is there any
difference within families? Hippokratia 2000,
4 (2): 85-89

Polycystic kidney disease is caused by
mutation in more than two genes and is
characterized by an autosomal dominant
transmission. It is known that the age at which
the onset of end stage renal disease appears is
more homogeneous within families than between
families. We studied 102 genetic trees with
ADPKD, and we found that in four families, 15
patients suffered from the disease, four women
(one from each family) had a different renal
expression of their abnormal gene. Especially
one woman in each of the above four families
continued to have normal renal function while
the other members of the same family had end
stage renal disease or severe renal failure. It is
emphasized that there were no any differences
between the members of the same family,
regarding the existence of hypertension or their
protein diet e.t.c., that in turn could influence
their renal function. So we concluded that
patients with ADPKD from the same family could
have different renal expression of their abnormal
gene.

BIBAIOTPADIA

1. Mavpopartidng K, Xopmolog K. H moAukucTikn vHGog twv
veppov. Ekboteg: Maupopatidng K, Xoumolog K, @ecoaro-
vikn 1991

2. Zeier M, Geberth S, Stier E, Ritz E. Evolution of renal failure
in autosomal dominant polycystic kidney disease (ADPKD)
is more homogenous within families. Int Congress in
Nephrology, Jerusalem 1993, p. 610

3. Raviine D, Gibson RN, Walter RC, Sheffield IJ, Kincid-Smith
P, Danks DM. Evaluation of ultrasonographic diagnosis criteria

10.

11.

12.

13.

14.

16.

17.

18.

19.

20.

21.

for autosomal dominant polycystic kidney disease. Lancet

1994, 343: 229-234

. Gabow PA, Kimberling WJ, Strain JD, Manco-Johnson ML,

Johnson AM. Utility of ultrasonography in the diagnosis of
autosomal dominant polycystic kidney disease. ] Am Soc
Nephrol 1997, 8: 105-110

. Brunner FP, Broyer M, Brynger H. Survival on renal

replacement therapy. Data from EDTA Registry. Nephrol Dial
Transplant 1988, 2: 109-122

. Gretz N, Zeier M, Geberth S, Strauch M, Ritz E. Is gender

a determinant for evolution of renal failure? A study in
autosomal dominant polycystic kidney disease. Am J Kidney
Dis 1989, 14: 178-183

. Gabow PA, Johnson AM, Kaehny WD, et al. Factors affecting

the progression of renal disease in autosomal dominant
polyeystic kidney disease. Kidney Int 1992, 41: 1311-1319

. Stewart JH. End-stage renal failure appears earlier in man

than in women with polycystic kidney disease. Am J Kidney
Dis 1994, 24: 181-183

. Geberth St, Ritz E, Zeier M, Stier E. Anticipation of age at

renal death in autosomal dominant polycystic kidney disease
(ADPKD)? Nephrol Dial Transplant 1995, 10: 1603-1606
Simon P. Prognosis of autosomal dominant polycystic kidney
disease. Nephron 1995, 71: 247-248

Maupopationg K. Exyppactikétnta kat Stetcdutikdtnta tou
yovou tng [TKNE xat n cupriepupopd twv EAAAvev mbavaov
popéwv Tou maboloyikol yovou. Xto Znpoytavvng TIN, Aypa-
potg AO., (Exd). KAnpovopikég madnoelg twv veyppov,
AOniva, 2000, ce)X. 157-164

Covic A, Mititiuc I, Goldsmith DJ, Covic M. The progression
factors in autosomal dominant polycystic disease. Rev Med
Chir Soc Med Nat Iasi 1996, 100: 78-84

Gordon T. Blood pressure of adults by race and area, United
States 1960-62. Vital Health Stat 1964, 11: 1-20

Blantz PC, Peterson OW, Blantz ER, et al. Sexual differences
in glomerular ultrafiltration Effects of androgen
administration in ovariectomized rats. Endocrinology 1988,
122: 767-773

. Bear JC, Parfrey PS, Morgan JM, Martin CJ, Cramer BC.

Autosomal dominant polycystic kidney disease: New
information for genetic counseling. Am J Med Genet 1992,
43: 548-553

Zerres K, Rudnik-Schoneborn S, Deget F. Routine examination
of the children at risk of autosomal dominant polycystic
kidney disease. Lancet 1992, 339: 1356-1357

Fick GM, Johnson AM, Gabow P. Is there evidence for
anticipation in autosomal-dominant polycystic kidney disease?
Kidney Int 1994, 45: 1153-1162

Zerres K, Rudnik-Schoneborn S. On genetic heterogeneity,
anticipation, and imprinting in polycystic kidney disease.
Nephrol Dial Transplant 1995, 10: 7-9

Milutinovic J, Rust PE, Fialkow PJ, Agodoa LY, Philligs LA,
Rudd TG. Intrafamilial phenotypic expression of autosomal
dominant polycystic kidney disease. Am ] Kidney Dis 1992,
19: 465-472

Qian F, Watnick TJ, Luiz F, Onuchil LF, Germino GG. The
molecular basis of focal cyst formation in human autosomal
dominant polycystic kidney disease type 1. Cell 1996, 87:
979-987

Kwvotavtivou Aéxtag K, ITepidng A, Anpntpiou K, Korrri-
6ng M. TToAUKUGTIKN VOGOG TwV VEPPHY. MOPLakn YEVETIKA



ITITIOKPATEIA 2000, 4, 2

89

22.

kat poptaxkn maboyévera. EAAnvikn Newppoloyia 1998, 10:
268-277

Brasier JL, Henske EP. Loss of the polycystic kidney disease
(PKD1) region of 16p 13 in renal cyst cells supports a loss-
of-function model for cyst pathogenesis. ] Clin Invest 1997,
99: 194-199

AMAnldoypaypia
Kootag Maupopariong
Avt. Pwooibn 7

N. MoctvourioAn
69100 Kopotnvn

TnA. 0531 57149

Corresponding author
Mavromatidis K,

7 Ant. Rossidi str.

691 00 Kopotnvn
Greece

tel. +30 531 57149



