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Zuvopouo Alport xatr Nooog

ANAXKOIIHZH

™g Aemtig Zmerpopatirne Baowric Mepfodvng

3.I1. Zavoc, I''A. Zoanelapiov

Negpohoywod Tufjpa L.N. “ITanayswpyiov”, @ecoarovinn

To ovvdpopo Alport (2A) eivor *ANQOVOILKT VO-
J0C IOV OQEIAETOL OF o TTOLHIA A UETOAAGAEE WY TV
YOVIOLAKR @V TOTOV TTOU ROOHOTOLOVV TLS TOWTEIVES
ToU ®oAharyGvou timou I'V. To xohhaydvo autd eivan
Baowxd ocvotatnd twv facinay pHepufoavdy tov ve-
POWOYU OMELRANATOS ®AL TOV 0QYdvou tov Corti, xa-
08¢ xa OQLOUEVWY Poatrdv pepfoavav tou opOa-
uov. To amotéheopuo Twv PETHAAAEE WY QUTAV elvaL T
TOQAYWYT TOOOAOY RV TTQWTEIVEY, OL 0TOlEC adv-
VOTOUV VO OYNUOTIOOVY AELTOUQYLHA HOOLOL XOAAYS-
vou. H xhnpovéunan tou 3A yivetou oy Thetovon-
TOL TV TEQUITDOEWV PE TOV PUAOTUVOETO TUTO, £V
OTLG UITOAOLITEG |LE TOV AUTOCWUATIHG UTTOAE LTGULEVO
TUmo. To ZA gilval ouyvdteQo ot AROEVA ATOU, O-
movu xou 1 dtadoouri Tov elva fapitepn oe oxfon pe
o Ofhea. O vepounés exdnhdioeig tov A eivau m
aatovia, 1 EEEMOOSUEVT Ve@QTLOA e AEURWUOL-

To ouvdpopo Alport (ZA) elvau o whngovout-
20, YEVIREVPEVT dLatoQayr] Tav Bactndv pepfoavdy
(BM), mou yapornmoiletal and awpuorovgia, eEeho-
odpevn vegoltda pe Aevrwpatoveid, EXTTeOoT g
vegowiic Aettovpyiag, vevpoalabnmoelaxy Bapnxko-
Tat, ol ogpBauxés avaoparies. H @uowt .otopia g
vOoou dLaépeL ota dU0 QYUAQ, UE TA AQEEVA ATOU
va mpodPdairovial faputepa and To Orhea. Hempo-
™ TEQLY QUPT] TTEQLITTWOEWS OLXOYEVOUS CULUATOUQ (-
ag €ywve ané tov Guthrie 1o 19021, evd) oe follow-up
UEAETES TNC (DLUG OLHOYEVELUG TTEQLYQRPT|XE O TTROO-
OEVTLROC XOLOAXTY QOGS TNG VEQPQOTABELOS, M| OVOYETL-
o1 g ne ™ Papnxola, xal v fagutepr TESYVLO
otoug dppeveg aobeveic® 3. Tnv dexactia tov 1970,
OQKETEG EQEVVNTIXREG OUADEC XONOLUOTOINOAY TO 1-
AEXTQOVLHO RQOOCHGTILO YLO VO LEAETHOOUV TIG VTTEQ-
ULRQOOROTIHES AAOLWOOE LS OTIC OmelQapatinés BM
(ZBM), tou ity 1 mowtaytky Ve aliolmon?t,
Me [ ogLpd eQyaodyv xord v dexaetio Tov 1980
omodelyOnre 6t1ito ZA eival xAngovoxt] véoog mov

TOUQUL, KL 1) TQOODEUTLRY| EXTTTMOT TG VEQQIHTG AeL-
TOVEYLOG [e TEALMY] HATAANEN O€ Yeovia vepowy o-
verdoxeld teMxol otadiov. Xe évav apBpd acbe-
VOV TOQTNEOUVTL How EEWVEQELKES EXINADOELS, O-
g vevpoolaodntnoioxy| Bapnxroia, opBakuxés a-
VOROAES, ROL OTAVIGTEQA AELOUVOUATHOON ROl OL-
nortohoyirég duatapayés. H dudyvwon tou ZA umai-
veL pe ) Ponbela vepourig ployiag, oty omoia 1)
€EETOON e NAEXTQOVIRG IRQOOHOTLO KAt ELDRS OvO-
coBoplopd divel yapoxtnolotird evprjuata. To ZA
nmp€me va SLogopodlayvwotel amd v xohonon ot-
ROYEVT OLUATOVRI, ] VOO0 TG AETTHG OTELQOUOTL-
¢ Paowric weuPodvng, n omoia xAnpovopeitol ue
TOV QUTOOWHOTIXG EMUROOTOUVTO, THIO KAl €Upavi-
CeL AQLoTH TESYVWOT.
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agopd g BM, nau o €1dind 10 ®ohhaydvo Timov
vae,

KoAlaydévo tomov IV
Tovidia xa1 Ipwteives

O BM cuvtiBevian and dudgpogeg yAvromgotei-
VEC IOV £XXOIVOVTOL a6 TO EVOOBNAMARE KoL TCL ETTL-
Bniloxd xitraga vat elval LeTaEl GAAWY TO HOAO-
yévo IV, n hapvivn, to vidoydvo (evtantivn) xou OeL-
ix1 nrapdvn. To wohhaydvo IV anotehel oty moary-
UATIROTNTO UG OLXOYEVELDL TTOWTEVEV, TOU OITOTE-
hovvral Sheg oS €EL Loope el TOATENTIOKEG cthu-
otdeg, j uropovadeg, mov cupporifovion al(IV) éwg
a6(IV) nou epgpaviCoviat og dLopopeTrrnovs ouvdua-
OHOVg OTOVS BLEPOQOUG TUTOUG RoMaydvov IV.

O vmopovddeg autég eppavicouy vymAy ouyyE-
vere HeTaE Toug, RaL EX0UV ROWVA SOULKRA YOQOURTN-
QLOTLHA O€ 6,TL 0pOoRa otV alAnAouyio Twv apuvo-
Eéwv ov ug amagrtiCovy. "Etol xdfe vropovada a-
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moterelton amd Evo HOMAYOVIHG TUTUO, UNHOUC TTE-
plmov 1400 apuvoE€wy, rai and dYo un-rohhayovi-
#d (NC) turjpata, €va oto ®apPofuteAxo dxpo
(NCI) ne pfnog 230 aptvo&éa, o €va 0To AULVOTE-
Mxo ango (NC2) tov moivmenudiov, ye prirog 20
auvoZéa’,

AvarGyws Tou Timov, #d0e pdgLo xorhaydvou IV
oroteAe (oL amd dvo 1 el o vopovddes. H ovv-
deom Twv vmopovadmv peTaly Toug yiveTal ®UElng
HEow arniemdodoe wv umoke updrov tou NC1 -
uatog oto xapPoiutelixd toug dxpo. H napovoia
0QLOPEVEV apvoEEwv oty otvBeon tov NC1 turjua-
t0g n0BopLeL RO TOVS CUVAVAOUOTGS TWV VTTOUOVA-
Swv ota dudpoga eidn xorraydvou IV. To norhayo-
virG tuqua xd0e vmopovadag, “Suthdvetan” o pog-
@1 TOLTMS €A, nal pali pe to NC1 tujuo ovpupe-
TEYEL OF OLAPOPES SIPOOLANES AMNAETOQACE LS e
A poQLOL ROAACYGVOV, OTLG OTTOLES O@EIAETUL HOL )
YOQURTIOLOTLRTY] OTEQEODOUN TOV ROMAUYOVIHOU TTO-
Mpepots duxtiou. To durtuwtd outé KoM ayGvo ouv-
OEeTaL UE ELOWHES TTEQLOYES TNG AAULVIVIG, LE TNV OU-
vraxtivn (syntactin) vo naller otaBeomomuing po-
Ao, ro oynuatiCel étoL g BMC.

Tayovidia twv €EL vmopovadwy Touv Kohhaydvou
IV evromifovian oTov avOpwmo o Teln XowUaToow-
para. "Exouv avayvoototel o yovidie COL4AT »ow
COLA4A2 ywa g umopovades al(IV) xar a2(IV), mou
Botorovrat gto yowpordowpa 13, 1o COL4A3 #au
COL4A4 ywauigvmopovddeg a3(IV) waw ad(IV), oo
yowuatdonpa 2, xow 1. COL4AS now COL4A6 vy
g vropovades a5(IV) xar a6(IV) aviiotoya, oto
(purexd) yompoxdowpa X (I1iv. 1). Tayovidu xGbe
Cevyoug elvan TaQareinevd mdvw oTd XOWRATOowM-
pata, row xweltoviat petaly toug amd alkniovyieg
TOLRIAROU UNHOVUG, IOV €X0VV OYECY] ILE TN UETUYQU-
Lt} Toug dpaomodtyra’.

Toruef xaravour

H €xgoaon twv duagdpmv THTwY Tou *oAoys-
vou 1V otoug dudgopoug 1atoig €y peketnBel e

eLOES VOOOLTTOYNULRES TEXVIRES. YTTAQYOUV Olat-
(POQETING TEUTUTIA EXPEAONS TWV EEL LTTOUOVAdWV
OTOUS ALAPOQOUS LATOUS, KO OL UTTOUOVADES EUQUVI-
Covran ota toLpeoy] 1 SLueQr péoLa Tov ®ohhaydvou
IV ot dudgpopoug ovvdvaouois. Idviws oL vrono-
vadec al(IV) naw o2(IV) foionovral oe Gheg 11 Qu-
oLoroywee BM, xouw tdvra ouvdudlovrol petoll tovg.
Ovvmopovades a3(IV) nat ad(IV) ovvdudlovral €-
miong peTaEl tovg, nat epgaviovial ot BM mmov
meooPdihovial oto 2A, dnhadi ot ZBM, ot BM
oV ®oYAl0, ®ow o8 apretéc BM tov ogpbaipov, alhd
hetmowv and dihes BM, Grung ot ) BM tov pecay-
yetov, v evBoniiomn BM twv ayyeiov, xauinv BM
m¢ emdepuidag (EBM). ‘Okeg oo BM mov exgd-
Covv tig a3(ITV) naw ad(IV) vopovadeg, exgodlouv
zal v aS(IV) vmopovdda, av ®at To aviloTpogo
dev Loy UEl-Omwg m.y. oty neprwon g EBM mov
éxeL v aS(IV) rvavmv a6(IV) vropovada arhd oyt
©ws a3(IV) now a4(1V).

Evdiagépov éxeLn maparionon éu oy iduia BM
UTOQEL v OUVUTTEQYOUV SLapOQETLROL TUITOL HOAAA-
yévou IV, oL omolot va oynuatiCovy eLacdteQ Tou
£vOg TUnou xorayovird dixtva. “Etol, 1 EBM neplL-
hapPaver Eeywototd ol /a2(IV) naw a3/od/aS(IV) ot-
ntva, evdd 1 EBM mepuhappaver Eeywoiotd al/
a2(1V) naw a5/06(1V) dintva. Daivetan St dudm-
Ta avty Tov ®ohhaydvou IV €xel oxéon ue ndmola
hertovpyry| dlagpopomoinoy atig dudpopec BM.

I'evetint Tov ovvdgdpov Alport

AVo poppéc ou ZA €xouv “emAvBel” wg mpog
™ pogaxnt| yevetrt tovg. H gpuhooivdetn poopn
tou ZA (PXZA) mpoximtel ond petarrdEels 0to
COL4A45 yovidio, mou rwdirwonotel mv a5(1V) v-
TOUOVADU, EVA 1] CUTOTWUOTLRY UTTOAE LTTOUE VY LOQ-
@M artd netarhdEels oto COL4A3 naL oto COL4A4
yovido (ITiv. 2). Avahutind, OL ONUAVTILROTEQES -
76 TG ToAvdQLOpES petarrdEels mou €xovv ava-
pepBet oe oxéom pe 1o ZA avapégovial otov [Tiva-
ra 3. g Lol 1poomata OUOCLEVIEVT aVAAVoT) YE-

Iivarug 1. Ta yov{dia oL oL avT{oToLKES TOWTEIVIRES VITOUOVADES TOV ®OoMatyGvou IV

Lovidio Xpoparéocnpa Yropovdda
COL4A1 13 al (IV)
COL4A2 13 a2 (IV)
COL4A3 2 a3 (1V)
COL4A44 2 ad (IV)
COLA4AS X as (IV)
COL446 X a6 (IV)




18 LT. ZANOX

veuwtig ovvoeang (linkage analysis) diamiatwOnre
611 petarhdEeg oto COL4A3 vifxa oto COL4A4
yovidLo elval vITeBuvES YO TV QUTOOWPATLRY E-
TUARQATOUOM POy Tou cuvdpdpov®, alhd 1 axoiBiic
pUoN TV peTarrdEewv autwv dev €xeL andun xa-
Bopiotel.

DudoauvieTy nogerj Tov guvdgduov
Alport ($X3A)

H popgr avth tov ZA (BZZA) elvan ) ovyvote-
o1, oot negthapBdver To 80% TV TEQUITTOOEWY
2A. And 1o 1990, ondte avagpépbnuav oL TpaTEg
UeTaAGEE LS 010 Yovidio COL4AS®, éxouv dnpooiev-
1l v amd 200 véec petarhdEeic”. Tapdho awtd,
1ovo oto 50% twv aoBevav pe PEZTA €xovv fpebel
uetahhdEelg oto COL4AS yovidio'. TIbavdtara G-
Aeg petadhdEers g€ tvtpdvia tov yovidiov COL4AS,
7ov dev Exouv axdun aviyveuBel, va elval vetibu-
VEG YLOL TLG UTLOAOLITES TEQUTTWOELS, VA %L 1) fertio-
O TWV TEXVIRAV aviyvevomg, ie ™ xorjon PCR yw )
ney€Buvan eEovinv, avapévetal va fonbrioet pog
aut] v ratevBuvon, MetahhdEew ato COL4AG dev
€yovv Poebei oe aafeveic pe TA, extdc and v mepi-
TTOON ™S dLAYUTNG AELOPVWUATWONG, TOV UL TEL-
TOL TOQORAT.

Meydheg avadiordEeig oto yovidlo COL4AS, 6-
nwg peydhreg daypapée (deletions), elvar vweibu-
VEC Yo 0 To000t6 PZEA, mepimov tov 10% twv
TeQLIToEWY. Mt tétola mepimtwon elvan  acuvij-
ot ouvimaEn tov ZA pe LELOMUGOUATO TOV OL00-
(pAyou, TOU TRUXELOBQOYXLHOU EVIQOU, HAL TOV YU-
vare{ou YEVVIITLIROU CwArva

H mheroymepla twv petarhdEewv 1ov COL4AS yo-
vidlov elvau elte eoniaméc petorhGEelg (missense),
£0TE HeTAMAAEELS TOV apoovv eEGvia (splice-site),
eite Poayeieg (unpdtepeg twv 10 fdoewv) diaypa-
péc (deletions). Mo aswd Tig w0 ROWVES EOTLAREC pE-
ToAAEELS elvan 1) AVTILHATAOTAON £VGS UTTOAE IO

T0G YAurivig g rorhayoverrc tepuoxnc s aS(IV)
VIOPOVASOS 0md éva dhho apuvoEy. Térolou eidoug
netahAhaEeLs SLoTadooouy To gUoLoroyLro “Olrhw-
uor” g petahhaypévng aS(IV) akvoidag ron ty oh-
Mienidoaor g pe dhheg ahuoideg mEog oyxuaTIond
dapdppwong ToLTAig €hinac. Ilpdypatt, n yivurivy
£IVOLL TO UWHQOTEQO OF Gyr0 arrd OACL TOL ULV OEEQ, HalL
Hovo aut “ywedel” oto ateve BUAAn0 oV agiveL
ot B€an exelvn 1 Stapdppwan Tng TELTAYC EAtrac.
Mot GAAT oY LavTLRT] OLROYEVELC EGTLUROY PETOANA-
Eewv elval avtég mou oupfaivovv oe vmohe(ppata
7o gvtonilovial ot pn-®orhayoviry NC1 wegloxi
s a5(EV) unopovadog. Autég oL petarhagels enn-
pedlouy ToV TQGTO [LE TOV OO0 CUVOEOVTUL T ETE-
QOTQLUEQN HAQLOLYLOL VO YN IATICOUY T ROAAOYOVL-
%A dlntva, epmodoviag ™ dnuovpyic Stoovipidt-
RV deopddv.

O\ petarrdEeLs mov agopoty eEdvia, Ta omtola
WG YVOatdv elvon arinhovyieg tou DNA mov “uéfo-
vial” oW ™y “ouyroAnon” twv wTpoviny yua 1o
oynmuatiopnd tov mRNA, odnyoiv arn Snuoveyia
mRNA popiwv mov mepLéyouy eEGvia mou kavovind
dev Ba €mpene Vo VTGQYOUY, HE TTQOMOVE (G ETLITTAD-
OE€1G OTO TOQUYWUEVO TRWTEIVIXG uopLo. Bpayeleg
daypagéc 1 mpoohrines Baoewv amnd to népLo Tov
DNA 0dnyoUv gg PETATOMLON TOU UETAYQUPLROU
TAhoLalov, ®aL TEMRA 08 UN-AELTOVEYLHES TRWTETVES
(nonsense mutations).

To dppeva dropa pe duaypaés oto COL4AS yo-
VIOL0 0dMyouvIaL OE YOGVIO VEEQOLXY] AVETTAQHELN TE-
Anov oradiou (X.N.A.T.Z.) non mhvjon xd@oaon wé-
yoL TN devtepn 1 Tott denaetion tng Lams toug!. Ot
TEQLOOGTEQEG TG TLG ETTLUKES KL OXETILOUEVEC [LE
eEovia petarrdEelg oto COL4AS mov €xeL mepLyQa-
el péypl ofjuepa odnyolv enlong 0 TEWLUN avd-
auEn X.N.AT.Z. ol #depwon. Megurée petarrd-
Eeig dvtag tov COL4AS ouvBudlovtal pe oy
(netd v 1ol dexractia g Torc) avdmtuin
X.N.AT.Z, evd) Ghheg oe Boadémg mpoiovon veppo-

Hivaxag 2. H #xAngovopurdmra tov ZA. And Kashtan (1998), tgomomowuévo

Lovidio Yropovdda Xooporsoopa Timog xAngovounons
COL4A5 aS(1V) X DITA
COL4A5+6 aS+ab (IV) X PEIA+AM
COL4A4 ad(IV) 2 AYZA
COL4A3? a3(1v)? 2 AETA
COL4A4? ad(IV)? 2 AEZA

Zvvruijoeig. XA: ovvdgouo Alport, PZ: gpulooivdero, AY: auroowpatixd vrodetnduevo, AE: avroowuatind enixgatés, AM:

Aetopvoudrwon.
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TAOELA UE PUOLOADY Y| BoaaN, LE T X Wl OpBohuUL-
nég avmpailes. H Bagitnta mg véoou o etepdluya
Ofieo dtopa pe petdrhaln ato COL4AS yovidio e-
Eagrdrtal ®uelng artd 10 oV 10 X YQWUATGOmU UE TO
PUOLOAOY IS OAMNASUOppO Tov COL4AS elvon evep-
v6 1 Oy (mry, ovvdpopo Turner #.h.ot.), ahhd now oo
™ QUOoN TNG UETAAAOENC.

Avroowuatiaj voleurouevy poppj
10V OVVOQIov Alport (AYZA)

O mpwteg peralhdEels mouv 0dnyotv o€ ovto-
OWUATIHY UTOAELTTOUEVY HOoQYY| ToU ZA (AYZA)
TEQLYQAPN LAV OYETIHA TTQOOPATA, HaL CpoQoU-
oov to yovidia COL4A4 now COL4A3. And téte
£yovv dnpooievte( AErETES andUN TOQOUOLES pe-
tarhdEelg ot 8o outd yovidia, Tov TEorahoUv
AYZA (IIiv. 3).

Hvumopio AYZA Ba mo€nel va tifetan Stav éva
GTOUO EXEL PHEV T RAVIXGE YULQOHTNOLOTIRG TOU ZA,
ARG OTEQETOLL OLXOYEVELAROT LOTOQLXOV, RO LOLOL(-
TEQOL OTOY IO YUVAIRO TTETY EL ATTG ROPWOT) HOL 0TS
VEQQXY OVETAQHELD Y] VEQOWOLRO oUvOpouo. Yde-
LoV TAVTWGS %o de novo petorrdEeig tov COL4AS
yovidiov, oL omoleg eival UTEVOUVES yLoL TIg OOQ0-
OLHES HOQES TNG VAOOV.

O aoBeveic pe AYZA ounifog nataliyouy oe
X.N.AT.Z. mowv mv it denaetio mg Lomg Toug rat
eupoviCouy xdPmom, aveEaptitwg Tou giiou Toug.

To »olhayovo tinov IV otig Baowirég peppodveg
oto oUvdgopo Alport

Zto appeva dtopa ue LA, ) omepopatiry fo-
own peppedvn (XBM), n BM tou dnw eomelpaué-
vou goinvapiov (AEBM) xou 1 xdyo tov Bowman
(KB) dev eppaviCovv avooofetindmta yio Tig
a3(IV), ad(1V), zar aS(IV) vropovadeg tov xorho-
yovou IV, evd) engpodlovv ravoviud tig al(IV) »ol
a2(IV) vropovadeg (Iiv. 4). H a6(IV) vropovdda
dev engpodtetol otnv KB 1 oty AEBM tawv agoévav
ne XA, and t1ig BM twv oolmv Aeimel n o5(1V)
vropovdda. Ta etepdluyo Orea droua pe A
oUXVA EUPAVICOUY WO THONS (dNAadr] TunpoTxy
QUTWOAELDL TG AVOTODETIRGTNTOL) OTNY EXPOOLON TWV
a3, o4, non aS(IV) vopovadmv otnv ZBM, evd
£npooon twv ol (IV) wow a2(IV) vropovadwy dia-
meelton avénapy. Zmnv ZBM tov vyudv atdpwy ex-
podlovral guowroywd o al, a2, a5 »nat a6(IV),
ahrd Aetmouv ot a3 noar ad(IV) vopovadeg. v
HAPA TOV a0y 0QLOTUEVOV aQEVWY he GEZA dev
expedlovial ol 03, a4, 1 a5(IV) vopovades, evd
0€ GAAOUG 1) £XPRATT AUTHV TV UTOUOVAEd®V E{vaLL
PUOLOROY LK.

Stoug aofeveic ne AYZA ouvviifwg Aelmouv ol
03, a4 not a5(IV) vopovades and ™ ZBM, aiid oL
ad nouw a6(I'V) vnopovades engpdlovial oty KB,
oty AEBM =aw oty EBM, ndt biaitepa onpovi-
%16 aPov TO YUQURTNELOTIRG CUTO eNLTRETEL T OLat-
oot OLayvmon tou AYZA and 1o PZZA pe avo-
OOTTTOYNULRY XQWOM LoToTERXIOV amtd Proyio ve-
pooU.

OL e potnE1oeLg auTeg delyvouy 6TL ula LETAA-
haEn ov mpoofdiher pia omd TG VITOpOVAdES TOU
ovpuetExouvv oo a3-04-a5(IV) nolhayovins dixtvo,
UTOQEL VO EUTOBIOEL TV EHPEAON OYL LOVO TNG OV-
YHRERQUUEVIC UTOHOVADaC, OAAG %o TV GAAwv dT0°.
To (8o oupPaivel vot pe petohAdEels ToU apogovv
omy a5(IV) vopovada, ®oL propody va eutodloouv
™mv éxgpoaon xol g ab(IV) vropovadas. O unyo-
viopoi mov elval vteBUVOL Yo UTO TO POLVOUEVO
oev €xovv dievrpuviotel amdivta. [TBavEv ndmoLeg
HeTahhdEe c vor pmodCouy nod SudpoQous TEAIoUg
TO OYYUOTLOUS TV TOLREQXV, 0dNYDVTOG €TOL OTNY
VITORAEOULON TAV PUOLOAOYIXWY UTOUOVABWV TOU Sev
OYNUATLOOV TOLUEQT, 1] TWV UTTOPOVAS WV TTOU OYMUd-
TIOOY TOULEQY ahhd ToL TEAEUTOO fTay B ohoyind’.

Negourég exdnrioets Tou ovvdgipov Alport
Awarovgia

To mo ®hagaxnd evpnua ato A eival 1) ALUaTou-
pla. Ta dapgevo dropa £xouv EpPEVOUOT WHQOTHO-
TLRY] OLUATOVQLOL. € HEQLREG TTEQLITTWTELG, HOL LEYOL
™MV nhio twv 20 ETWY, UTOQE( VaL ToQotnEndel eneL-
COOLOHY LORQOOHOTTLNY] CLLPOTOVQICL, OTNV ELPAVLON
¢ onotog mEodLadETel Ao lHwEN Tou avaiTEQOL Tva-
TVEVOTLHOU. AQQEVA ATOpA TTOU SEV €XOVV EUPOVE-
o€l aatovpio uéxeL v Nixia twv 10 etddv €xouvv
uEE€c mBavemteg va £xouv ZA, JLo ®ol PoivETOL
6t awpatovpin oto ZA givol mogovoo amnd T YEV-
vNom Tou atdpuov. Oniea etepdluya dropa pe PEZA
uroel vo epgavioovy dlake (movoo apatovia, €-
vo) éva 10% dev Ba eugpavioet mote awpatovpio. v
TEQITTMWATN OUSTUYWVY 0oBevEV pe AYZA, epeporviCe-
TOU EUPEVOVOU OUaTOUQln ovEEXQTH TG Ulov, evdd
1 TAQOVOLNL ALUOTOVQIOE OTOUS ETEQOLUYOUS OQE(S
Oev €xeL ueheBel emoEumC.

Agvrwuarovoio

AV %0 ®ATA TA TEWTA YEOVLA TG Tonjg aoBevav
ue ZA dev mopomeitan ouviBwg Aeurmpatouia, o-
] TEMRA avarttiooeToL Ot PeYdho T0G0aTd, 08 GOQE-
veg ue PEZA adhd no oe GQEeves ral Ofies ue AY -
SA. H Aevropatovgio avEdver pe v me6odo e 1-
hniog, #at pmogel va 0dnyroeL telnd og vEQRMOLHo
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Ilivaxag 3. AlnAduogpa twv yovidiwv Twv vmopovddwv 1ou ®orraydvou IV

T'ovidio®

MetarhaEn®

KAvizd ovvdgopo®

Avagopd

COLA4A3
2q36-q37

COL4A4
2q36-q37

5-BP DEL, EXS, 4414DELS
ARGI1481TER (C4441T)

AYZA, tinocg 1.
AYZA, tinoc L.

Mochizuki et al. (1994)
Lemmink et al. (1994)

SER1524TER AYZA, timog L. Lemmink et al. (1994)
5-BP DEL AYZA, timog 1. Mochizuki et al. (1994)
EX5,C-T, ARG-TER AYZA, winog 1. Quinones et al. (1992)
ALUINS, EX6 AYZA, tinog I. Xwolg Knebelmann et al. (1995)

Aev €yeL naBopLOTE(.

GLY1201SER
(G3908A)

SERI1238TER (C3921A)
Agv €yeL naBopLotel.
GLY897GLU (G2690A)

opfahuxés avouaiies.
AEZA.

AYZA, timog I Negpinn
rpooBoi ywols fagnxroia
1 opBoAuIKES avmpahles.
AYZA, tinog I1.

AEZA.

Kohovifng ooyewric awatovpio.

Jefferson et al. (1997)
Mochizuki et al. (1994)
Mochizuki et al. (1994)

Jefferson et al. (1997)
Lemmink et al. (1996)

COL445 EX5-10DEL OZZA. Bagud pagnrota. Barker et al. (1990)
Xq22 CYS108SER (GEX3C) DIZA. Barker ct al. (1990)
MISSTaqlRF DITA. Barker et al. (1990)
DEL,DUP or INS/DEL DOEZA. Boye et al. (1991)
38-KB DEL PIZA. Renieri et al. (1992)
GLY1143ASP DA, xwels papnxoia Zhou et al. (1992a)
1 OPOOAURES avOpONECS.
GLY325ARG DZZA. Zvoy€tion ue ateln Knebelmann et al. (1992)
OOTEOYEVEDT).
DEL DZZA. Smeets et al. (1992)
TRPEX4SER DIZA. Smeets et al. (1992)
GLY521CYS DEZA. Zhou et al. (1992b)
GLY325GLU DZZA. Renieri et al. (1992)
GLY289VAL & ARGI1421CYS ®ZZA. Tayela €xmtwon g Guo et al. (1995)
VEPELKIS AeLTOUQYInG XwQlg ’
Bapnroica og B dTopo pe
QTEVEQYOTOLNUEVO
X 0wpatéomua.
GLY54ASP DOETA. Bpadeia Exrrwon Turco et al. (1995)
™G VEPELXI|S AELTOVQYIAG.
LEU1649ARG DIZA. Suyvi petdrhokn Barker et al. (1996)
(7% owwoyeveunv e ZA).
ARG1677GLN DZZA. Oyiun (>40 etdhv) Barker et al. (1997)
EUPAVLON HAL TTTLCL VEPOLKY
npoaPoh. ITiBavn ouaygtion
LE ®KANQOVOULXY VEQROTADELL
“Ashkenazi” Timov evnAlxov.
COL446
Xq22 DEL AlGutn AELOPVOUATOON Antignac et al. (1992)

ue PZZA (Préne neipevo).

2wmurjoers. XA: ovvdoouo Alport. AY: avtocwuatind vroleiduevo. PX: puiootivdero. AE: auroowuatixg emxeatés.

Znueidoets:

a. To yovidio COL4A3 avriorotyel oty vouovdda a3(1V) tov xordaysvov IV, to yovidio COL4A4 oty vopovdda a4(IV),
».0.%. Kdrw and xdbe yovidio onuetdvetal 1 yowuatoowuixij Oon oy omoia evromiGetai otov dvlpwmo.

b. O peralddéeig onuedwovrar pe faon to dietvés modtvmo, drws €xel xabopiotel and to National Center for Biotechnology
Information (www.ncbi.org). e nagévBeon onuetdvovia, dmov efvat ywwotés, o1 petaldders twv fdoewv oto emximedo tov DNA.
c. Extos tng xAnoovouuajc noopiic tov ZA, onueidvovial o1 amoxAioeig amd v Tos} xAviaj eixdva, Snwg autij zeotyod-
QETQU OTO XELEVO.
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oivdgopo. Zndvia Bo TagatnenBel onuoveixy Agv-
rwparovpla oe Brihea eteedtyya dropa ue BETA.

Yrnépraon

‘Onwg cuuPaivel xal pe v Aevropoatovgia,
amoELon Urégtaom avEdvel T6oo ae ouyvatnTa -
00 ®ol g€ PaguiTa he TV T1pd0do ™S nhirias. Ag-
peva dropa pe PZTA npoopdiiovial ouyvdtepa a-
716 Ta Orihet, evdd dev umdgy el avdhoyn dlopopd oty
AY poppn tov ouvOpopov.

Xoovia vepouxij avemdoxeta tedixod oradiov
(XNAT.Z.)

HX.N.ATZ. avortooeta telnd o Ghoto do-
peva dropo ue PETA, ahhd n tayita ue myv omoia

raféva Oa notohrriEer exel dlaépel and dtopo ot
aropo. H meplodog puéyxpr tmv eppdvion ng
X.N.AT.Z. elvar meQimov 1 (BLeL aVAUECH O ATOUA
™G BLOG OWROYEVELAC, OV KL OUTG dEV elvoL OOl u-
0.

Ilpoyvwon

H npdyvwon ota Bvikea dropa ue PEZA elvol
YEVLRA EVVOLRT], ROL OTIE TTEQLOOGTEQES MEQLITTNOELS
TA GTOUNL (PTAVOUY OE TROYWENUEV hiria PE L
uovo vepouit] tgoafoly. Ilapdyovieg ov oyetiCo-
vial pe mo emBetny moela g veppitdag ota
Gropo avtd eival 1) Unaekn LoxpocrROmKKG oL
TouEiag otnv taduxr] nhxia, 1 enpdvian veQEwat-
20U ouvdEouov, xat 1 dudyvty Aéntuvon g EBM

Iivaxag 4. Avoooiotoxnuxol Y oQuxTHQES TwV aotrdv ueppooaviv ot vyLelc xal e agbeveic ue XA, And

Kashtan (1998), tpomonouuévog

Katnyogia LBM KB

EABM 000 KOX EBM

Yyteic, dpo+OMA
a3(1V)
a4(IV)
a5(1V)
a6(IV) -

+ + +
++ + +

DEEA, doo

a3(IVv) - -
ad(IV) - -
a5(Iv) - -
a6(IV) - -

DIZA, Ok

a3(1V) mos
ad(IV) mos
as(IV) mos

a6(IV) mos

AYZA, Gpo+0MA

a3(IV) - -
ad(1V) - -
a5 (IV) - +
a6(IV) - +

+ 4+ +
+
+

mos

mos

+ +
+ +

Zvvrurjoes. BM: faoux pepfodvny, TBM: oncipauatixti BM, KB: xdwa Bowman, EABM: BM drw eoneipauévov cwln-
vagiov, QOD: Baoixés neufodves opbaruov, KOX: faoixés penufodves xoxria, EBM: BM emideouidags, ape: dooeva droua,
A Brjdea dropa, mos: pwoairigds. O VICACLTIEG GUVIUIOEIS QVaPEQOVTAL TTO XEMUEVO.

2nueiwon. Onov éva Tetoaywvdxt elval xevo Onuaivel ot 1 ouyxrexouuévny avoooBetindrnta dey €xet xaboQioTel.
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OTO NAEXTOOVLXG ULRQOOKROTILO, ROOMS ROl 1 UTTAEEY
vevgoalodnmmelaxrc fapnxotag xal mpdabiov pa-
®Orwvov. [Tapdha autd morhég amd TIg Yyuvaixeg
E TTEOLOVTO VEQPEOTADELD dLATNOOUV EMOQXT| VE-
oy Aertovpyla xal o€ mEoywENUEVN nhuria. O-
7w¢ ovpPaiver xat pe GAAeC xQOVLIEC VEQEITLOES, 1)
ninom dev ennEed el apvnTrd T VEQERY AELTOUQ-
yio oTIg yuvalxeg pe Mmia veQpoLxy meooBoiy, oe
avtiBeon pe g yuvaineg e cofagov fabuov ve-
oy TEOOROAY, 0TS OTOlEg 1) ®UNON UTOQET VoL
ETULTOYUVEL TNV EXITTWOTN TNG VEPQELRTG AELTOVEYIOG.
‘Onwg avagépbnre ®ar TAQATAV®, TO00 dQQEVA
600 #ou Ofhea dropa pe AYZA odnyoivial o
X.N.A T.Z. natd m dudpxeia g devrepng 1 toltng
dexaetiog ™me Lwig Toug.

Iorona@oioyia Tav vepoixawv plafav

TE00 10 AAS UHEOOKRATILO, 00 KAL O APECOS -
vooopBoQLouds, eV TEOOPEPOUY onpavixy foriBew
ot dudyvwon, agot dev vdaeyovy taboyvouovird
oV ZA gupjuata. Me tov €uueco avooogpBogLoud,
UWITOQOVUE VO OVLYVEVOOUE TNV ATTOVOIO CUYKEXQL-
HEVOV 0L UTOPOVAdwY Tov xohhaydvou IV oto vepol-
%G magaoxevaoua, omws £yl ovlmBel tapornd-
vo. [Tegioodtepn Bonbela Too0PEQREL TO NAeXTOOVL-
%O UHQOOKOTILO, OTO OTOL0 CUYVE. UTAQYOUV YOO~
ATNOLOTLRG EVONUATA.

H naBoyveuovirng viepuixpooxromixy ahhoiw-
O OV TOQATNEELTAL OTO ZA €ivol 1 TAYUVON TNG
ZBM, ue avtixardotaon g lamina densa ano €-
Vo £TEQOYEVEC SIXTVO PeEpPfoavmddy ividinv, uéoa
070 OO0 AVEVRIOROVIUL dLAYavVn OTo NAEXTOS-
via “vnoidua”, Tov meQLEXOVV OTROYYUAD Roxxia
oe ox(ho aLOud!”. H mpo€hevon autdv twv nox-
®lwv dev elval yvwotn, alkd Bewpeltal 6L ToQL-
OTOUV EXQUAMLOPEV L TU LOTA TOU HUTTRLQOTAGO M-
T0¢ ETONMARDY RUTTAQWV. ZT0 TOIXWUA TWV OTEL-
QAUATIRAV TOLYOELD WV TaaTNeEltal oUvingy Tev
1000100V TEOOEXPOADY TOV ETBNALAXRWDV KUTTA-
QWV, TOV UTTOQEL VA E(VAL EXTETAUEVN OXOUT RO
anovoia onuovtLrig Aevrwuatovpiag. Ol Prafeg
QAUTES EPPAVIOVTAL OTOUS TERLOOGTEQOVS, ARG GYL
og 6hovug, toug aabeveig ue TA. "Exai, ) ndyvvon
¢ ZBM pmopet va heinel and dopeva dropd oe
veat niwio, and etepdluyo ONiea dropa ot o-
moradnote nhunla, xaBwg nal and ueEwrolc evij-
AMxeg dppeveg. Paiveral ST m o npdwEn ahhoio-
on ot dppeveg aoBevelc elval pua eottant Aémtuv-
on g ZBM, v n ndyuvon avortiooetal TQoo-
SeVTLHG e TV TdEod0 Twv g1V, Zta etepdluya
Ofiea dropa cuviiBwg mapaTEOUVTAL HITLEG h~
hoLdoeLg.

EEnvepourég exdnhaoelg Tov ovvdpopov Alport
Koyiiag

H Bapnxola amavidral 1o 55% twv apeeévmv
%ol 070 45% twv Inkéwv atduwv pe TAY. Ze peoirég
OWMOYEVELES P ZA nal vepouxt TpoaBol, 1 Baon-
xola eppaviCeton wg ua i wat foadéwg mpoi-
ovoa exdiwon. H Bapnroia ota aydola pe DA
oV Bwg avivedeTal »atd TV Syuun rtonduxr nhuxi-
afv egfeia. H €éxmroom mg axorg ota péin tov
OWXOYEVELWV UE ZA CUVOOEVETOL TTAVTA QTG VEQOLXT|
1000PBoOM). Aev vtdpyouv evdeiEelg 6tL 10 A pmo-
&l va xAngovoun et amd Papvirooug AvOpEeg xwols
vEQELXT] v600. Zta agyrd g otddia, 1 fapnxrola
duonoha aviyveletal xhvind, xow 1) axovopetoio dei-
XVEL EAATTWOT TG evaonoiag oe ouyvotnTeg amnd
2000 £mwg 8000 Hz. Z1a dppeva dropa pe PEIA, 1
EXTTOOT TG ARONG TEOOBEUTIHA EEEMOOETOUL ROl TEML-
#d. TEOORAMOVIAL RO GARES CUYVOTNTES, LETAET Q-
TAV %L OL CUXVOTTES THG TTEOPORLXIG OAlaG. Avti-
Beta ota Orfhea dropa 1 Papnrota eival ydtepo
ouyv1 ®at Engavitetal »a1d xavéva mo oyua. Zta
dropa pue AYZA dev undoyel dlagood ot ouyvotn-
T ®al TV EEEMEN twv dratagaydv ™G axomg ne-
t1a&0 apEEvev ral Bnrémv.

Meh€reg oreheyiaiwy TQOHANTEV duvaprawyv £deL-
Eav 6u 1 Paorr) axovotixy BAAfn oto dropa pe TA
evroniCetan otov »oyhin. AlBovoaieg diatagoyfs
uropotv eniong va dwamotwholv, akhd otepotvial
®hvirtic onpaoiag. To taboroyoavatourd vadpa-
00 g royhlantig PAAPNC dev €xelL pehetnBel emap-
®AOG, HLa xow g{val SVoroAN N Ajym LoToroynwy mo-
paoxrgvaoudtwv. ITaviwg €xouv meprypagel ahhoiw-
OeLg TG ayyewdoug tawviog (stria vascularis) xon
ToU 0pYAvoU ToU Corti®,

OgBaiuog

Ou o@pBaixéc avopahieg dev eivar ondvio V-
onua ota datopa pe PTTA, ahhd xal oe avtd pe AY-
ZA. O npdéotog paxdrwvog (ITPK), xatd tov omol-
0 0 Yax6s mpofdiiel péoa otov npdablo Bdiapo,
elvaL maBoyvoUoVIRGS ToU ZA, RO TaQATTEETAL OTO
20% twv appévav atdumv ue PEZA. Tlpdypat, Sha
1o dtopa pe [TOK epgpaviCouv emiong xal xodvia
VEQPEITOQ, ahAG 1o vevpoaabntnolanti Bapnxotoa®.
O IPK eivar appotepdmievpog 0to 75% twv TEQL-
mtdoewv, rot epgavitetan ouviibwg xatd ™ dude-
xewa g OeUteEENS 1) Toltng dexaetiag g Cone. Ta
dopeva droua Teoofdihovian ouyvotepa and ta O1-
hea. H anovoia ITOK petd vy nhuia avty €xeL mpo-
yvootuxy aEia, agot 1 PAdfn avti neploplleton onig
OLROYEVELEC EXEIVEG OTIC OToieg T vEEITLOU eEENlO-
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oetal oe X.N.A. T.Z. mow mv nxia twv 30 etdiv. H
ogBaiuwrri AN orov IIPK pmopei va eEehiybel,
e(te pe mEOIOVOO OQAUGQ PO TOV PAROD KO ETTL-
OevoUue VT puwitiat, lTe e EPPAVIOTN adLapavVEY ®n-
Adwv o010 Yaxd, Adyw e ENENE g ontioBiag xa-
Yog tov. H mpoodevunny Aéntuvon xa tehxd, o€ -
®avo QL0 TEQUITTOCEWY, ONEN ¢ omicBiog ®d-
Yag tov goxol eivar Baowrd maboroyavatoprd
yvapioua tov ITOK oto ZAZ

Extéc dpwe and tov ITOK, €xovv meguypapel
1oL AAAES OQPBOMURES avmparieg o€ dToua ne ZA.
O ouyvdtepeg amd auTég elval 1 eppdvion £yyow-
LWV, AEVROITWV RO VITORITOLVWVY, ’*NADB WV otV Te-
QLOY1 TNGS WYY *NADAG, Rl YW OTG TO REVTQL-
%6 fobplo tov apgipinotoetdii?. O uetafolég ov-
1€¢ unoel va guvodevovial1j oy and ITPK. Oew-
Qe(TaL OTL TAQLOTOUV AVWNOALES TS LEUPOAVNS TOV
Bruch, tng BM nov ouyxpatel to perdyyQouv emt-
Ao Tov apgiinorpoedn. “Exel exiong mepurypa-
el N mogovaia eyrheiotwv ota evdobniiand rit-
TOLRA TOV REQUTOELON, ndTL oV €xeL amodobel ot
ovopaiio me pepfedvne tov Descemet, tg BM
Tov evdobOniiov tov xepatoeldn. Ilpdopata mepL-
yodgnre LAPEWOT TOv REQUTOELDT OE OOEVEIC pne
ZA, mov mBavov va ogelketar oe peTaforéc g
repartoedinric EBM?,

Agtopvoudroon (AM)

H ouvimapgn ZA pe AM tov 0L6oQEyou %ot Tov
TOOXELOPEOYYLHOU OEVTQOU EXELTEXUNOLWOEL OF TTe-
olmov 20 owoyévetec. To ovvdgopo tng AM pe ZA
opelheTal og dLarypapn TWUATOC TOV 5° AREOV TWV
COLA4AS5 now COLAAG yovidiwv.

Awaroroyixés draragayés

OL aLpatoroyiréc dLoTopayEc oTg OIAVIES Te-
QLITWOELS TTOV OUVAVALoVTOL e ZA elval 1) LOXQO-
OQOUPORVTTOQOTEVICL RO 1] TTOQOVTIC EYRAEITTWV OTC
hevxrd alpoopaipla.

Awdyvaoon tov ovvdgdpov Alport

E&éraon oto nlextpovixd munpgooxonio

To ZA B mpémeL mAvTa vo pIaiveL OTNV aQyLxT
SlaoLrn SLdyvooT Twv achevady Pe EUUEVOVOT. L
potoveia xwoels SouLrEC aVOUUALES TOU AOYETEVTL-
%00 CVOTHUOTOG 1] TwV VEEEWY. H dudyvwon facile-
TOLL OTNV EEETOOT VEQQLROT LOTOU UE TO NAERTOOVIRG
wxpooxrdmo (H/M). H mapovoia dudyvng mdyuvv-
ongG tng ZBM zou Sty wouopov g lamina densa or-
uaivel mpoilovoa vepoomddeia, aveEaQtitwg owo-

YEVELOXROU LOTOQLROU. ARGUN XA OTNV TQOOEYYLON
ot GRS VITAQYOUV TTEQLOQLOROL!:

1. e a0Bevi] e 0OVITLRO OLXOYEVELARO LOTOQL-
%0, N eE€taom pe to H/M dev pumopei va duaxgivel pia
de novo QUAOCUVOETH OTTG L0 UTOCWUOLTLRY UTTO-
Aeudpevn noeey tov ZA.

2. Zuyvd to evprjpata g Pproyiog dev elvol Tumi-
®d, 1Olwg o€ ONAea ®aL OE VEAQA ATOUAL, EVW EXOVV
TEQLYQUPEL OLROYEVELES e TROTOVON VEQEITLOQ, [e-
taldEeic oto COL4AS yovido, ra AEmtuvon avl
v wdyvvon me TBMIE,

H emBepaiwon e vnaping ZA og €va péhog
ULOLS OLXOYEVELOC 0TV OO0 TEQLOOOTEQO ATt VAL
uérn epgaviCovy apatovgia, ovolaotxd B€tel
SLAYVOON ®AL VIO TOL UTTOAOLTA LEAT), XWOIS VO ATtaIL-
telton ) Aym ProPuddv amd to ®aBéva. INia va emitev-
¥0el avtd Ba meémeL m apynr Proyio va mopOel od
TO GTOUO UE TS EQLOCOTEQEC MOBAVITNTES VAL €XEL
TUTULRG UTLEQUIRQOOROTULRG evoiuata, dniadn amd
TO O NARLWUEVO GQOEV GTOHO LE VEQQLXY TTQOOPO-
M. H eppdvion yio o) gogd alporoveiag oe xa-
TOLO TG TOL PEAN WO TETOLAG OLROYEVELOC MITOQEL
va degevvnBel ammhd pe vegnyoyoagxy eE€taon
TWV VEQOWV RO TNE ATOYETEVTRTS 000V, O amonheL-
onde doprtic BAafng O€tel pe oryoupLd. T dudyvwon
Tou ZA.

Avoaogbogiouds oe fiopia dcpuarog

‘Onwg avagépbnre xal mopandvw, oL BM otic
OLAPOQES HOPPES Tov ZA yapaxteiLoviow omd v
EMELPY) OUYREXQUUEVIV VTTOUOVADWV TOU oAy GVOU
IV. ITpdopata €xovv avamtuyfel avidoaotiola Pe
UOVORAWVIRG AVTLCWUATO EVOVILTWV VTOUOVASWY 3,
o4, ot a5(IV), o omoia UroQovV vaL YENOLUOTOLN-
Bovv g€ LOTOAOYLRA TAQAOREVACUOTC YIOL T UEAETY
™G xohhayovirig ouvBeomg twv BM. Extdc tov ZA,
EMEWT TV VTTOUOVAD WV aUTHIV artd T ZBM xou g
EABM, dev €yeL meplypopel o€ dAheg TABOAOYLRES
roraotdoeis. Emumhéov, enednin aSIV) vropovdda
expodCetow xal oty EBM, 1 eE€taom Broyiedv d€oua-
TOC YLOL TV EXPEOOT TNG UE TN YO ON TOV RATAANAOU
AVTLODUOTOG, Urtoel va fondroetr ot didyvwon. H
€Menm udhota avogobetirdrntog yia my o5(IV) v-
mopovada oe Broyla dépparog, oe Evav acbevi pe Oe-
TG OLROYEVELARS LOTOQLKG, OETELTY OLyvooT) XwElg
VoL QELATETOL BLowia vEQEuV. AVoTUY(S TO PUOLOAO-
yr6 amotéheona dev amoxie(eL ™ vé0o, ylotl og oQL-
OUEVEC OLROYEVELEC, TA AREEVA LENT ue PZZA expod-
Couv v a5(IV) vmopovada oug BM. Kdtl avaloyo
ovpfaivel xaw ue ta eTeQGtuya Oiea dropa pe DEZA,
To omoia epupaviCovv auviBws MwoairouS oty €x-
poaon ¢ a5(IV) vopovadag otig BM ¢ emdeg-
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HIBOS %ot TOV VEQEOU, YWQELS SUmS vat elval duvatds o
QTOXAELOUOS TNG VOTOU O€ (PUOLOAOYLXC evprjuota. Fe-
Vi@ AoLtdv, M fropio: SEppatog dev efvan LravoToL-
Trr] E€TALO YL TV AVEUREOY AOUUTTTWUATLRMDY QO-
p€wv petarhdEewy tov COL4AS yovidiov. Elval 6-
LWE 1 TTEOTY ETAOYY 0TV TEQTTTWAN TTov 1) Ployia
VEQEWV Elval emRiVOUVY, OTwe 08 aoBeVe(c e mpo-
xwonuévn XNA,

Avogogplogiouds ae Proyia vepoou

H avalimmon g €xgoaong OUyREXQUUEVQOV VTTO-
Hovadwv tou rorkaydvou IV ot froyia vepeamv
umopel Oyt povo va BEoeL tn dudyvwon touv ZA, adhd
now va Suaxoiver petald me O vat g AY popgrig
Tov ouvdEOuov (PAEne nivaxa 4). ‘Onwe £xel ava-
eBei, ora mepLoodtepa Gppeva dtopa pue DA oL
a3, ad xar aS(IV) vropovddeg dev exgodlovial oTig
BM twv vepav, evid ota Brjkea dropa expodlovio
aroAovBWVTag nwoaixd mpodtuno (Iiv. 4). Za we-
LoodteQa apeva xal Ofiea droua ue AYZA, 1
ZBM, n KB »awm EABM &ev ex@odlovy 115 umiopo-
vadec a3 xat oad(IV), evid n aS(IV) engpdletal pévo
omv KB xaw oty EABM, alld &y ot ZBM. To
AYZA dev umopel va duayvootel ue rogio déopa-
106, agol 1 EBM expodlel navovird mv as5(IV)
vIopovada.

I'everonj avdivon

YGQYOUV KEQUITTWOELS, TTOU TAQA TNV AN avd-
Auam TV OWOYEVEIIHOU 1OTOQUKOU Haw T1) LEVERYELXL
TV LOTOAOY WV EEETATE WV, Elvat adivato va tebei
dudyvman, omdte wow wdh €xeL O€om 1) yeveturr| avdiv-
on. Hyevetnn avaivon elvan ) povadurn péBodog yua
Tov %etHoQLOpUS TOU YOVOTUTOU 08 ACVUITTOUOTRA O1-
Aea péln omoyeveudv ue GPEIA, ®abuwg o yio v
noyevvnuky dudyvewon touv ZA. H yvdon mg #Aneo-
VOULXOTNTUG TOU 2 A OE U0 OLXOYEVELDL EIVOL ONUOVTL-
21, Ao T pat LEQLA YLAL TOV RUBOOLOUGS TS TOBYVW-
OGS TG VEPEITLOUG, ROl aTtd TNV GAAN YU TNV TOQOYT
OWOTYC YEVETUXNG OVUBOVAEUTLRYG.

O Wnog ™G ®RANEOVOULRGTNTAS TOU ZA OF ULa
OLROYEVELX UTTOQE( VO »aBOPLOTEL pe pnebGdove avd-
Muome tng yeveunric ouvdeang (genetic linkage analy-
sis), xwQElg Vo ATOUTETTAL 1 AVIXVEVOT CUYRERQUUE-
vav petahhaEgwv. Na v oo, 1 ®lwvent] yonopudm-
TOL TG HOQLUXNG YEVETIXRTC avdhvorc, dniad] e a-
VIXVEVONG CUYREXQLUEVQV UETAAAAE EV, ElvaL oand-
un wepLogLopgvn. To peydho uéyedog v 1émev tov
roAhaydvou TV (>50 eEGvia), pali e tov ueydro
aQLOUS TV OLOPORETLRWV HETAMAAEEWY TTOV 0d1YOUV
ot ZA, ®avouv v teXVrn aut oAU dUoroAw &-
QAOUGOLUN 08 PEYAAN ®Alpara. H avalimon petah-

MEewv ot COL4A3, COL4A4 woL COL4AS yovi-
Ol elval axQupn xow xoovopdpa dadwmacia, mou
HITOQOUV VO EXTEAECOUV Alya EQEVVNTLRA EQYQOTY -
OL0L OE GAO TOV ROOHO. ARGUN ROl OF VT OUMS TA
£0YCOTHOLY, TO TTOO0COTS avixvevong netolhdEewv
v COLA4AS yovidiou o€ ounoyeveles ue ZA Oev Ee-
7eevaeLTo 50%. 210 pEhhov mBavév vo avamtuyBovv
INVGTEQES RaL O eVyENOTES péBodoL aviyvevang
HETHALGEEWV OTOUE TOTOUC OV APOQOUV T0 ZA, a-
70 €va delypa mepLpeLrol alpatog v and €va Lato-
TEPAYKLO, avILRaBLoTOVTUS TLg diheg peBddoug Bud-
Yvoones. Aev TQEneL £dM TAVIWE Vo TaQafAémoupe
taMBra mpofiinara tov avaxintovy amd t duva-
TomTa avaxrdiyng petohhdEewv TpoyevwnTrd, v
oLV AUTEC EXOMAWBOVY HAWVIXA.

Avayuetimion tov ovvdgdpov Alport

Tati n vepgordbera Tov avvdgouov Alport
efvat mgoiovoa;

e aviiBeon pe Tig GAAES OMELQUUATOVEPQOTA-
Belec, 10 A yoapaxtnoileton and evondbeon al xon
o2(IV) vropovadwyv, rabwg o xolayGvou Timov
Vo VI, gy ZBM?. Gaiveral g hapfavel yooa
EMERTAOT] TWV TQWTIEIVWV AUTAV até Tov unevo otin-
MRS X1QO OV YUOLOLOYLRA EVIOR{LOVTIAL, GYOTE TE-
Mxd va xatalopBdvouy  ZBM oe dho g 10 ntd-
%0¢. Kabdg T omelpdphato vpiotovton orinouvon,
oL vropovadeg al zaw a2(1V) ngoodevurd eEoga-
viCovtal, eve) avriBeta auEGveton 1 evandbeon xoh-
hay6vou V xau VI. To av oL petaforéc oty €xgpao
v al xow a2(IV) vopovadwv xat v evanoleon
10U ®ohhaydvovu V ras VI elvan avuioraBponnés a-
TOVTNOELS TOV OTELQGUATOS OTTV EALERPT) TG EXPOA-
ong tov o3, ad xat a5(IV) vnopovadwy, 1 elval ono-
TELEOUA TS AATOQUYHEVIC XUTTOLXIG PUOLOAOYIOS
EEALTIOG TNG ATTOVTTOG TG EN(OOOOMS TWV VTTOUOVA-
dwv autdv ota emBnhoxd ®UTTOA TOV ORELRANUL-
T0G, OEV E(VOLL ORGUN YVWOTO. ¢ Toviinia e AYZA
and ta omola Aelmel uépog tov COLAA3 yovidiov,
£yeL Poebel mpoodevtny aliEnom v emnédwv Tou
mRNA twv al xow o2(IV) vropovadwy, #du mov v-
TodMAWvEL VENUEVT) EVEQYOTOINON TWV AVTIOTOLY WV
yovIOiwV®, "OToLoL %L AV VAL TAVTWGS OL U XAVIOHOL,
N evaméBeom SLagdowv popiny ®xolaydvou ot ZBM
aivetaw 6TL GUVIEAET 0TIV TTQOOJEVTIXY OTELANATO-
OXANQUVOY TTOU XOQUXTNEICEL TO ZA.

Hgoontixés papguaxcvtixis Oegameiog

g pla TELQOUATLXY UEAETN EVOS HOVTEAOU TOU ZA
(®ANQOVOILRY] VEQOOTIGOEL TV HUVAV ), TOQUTNON-
Onxe gvvoiny enidpaom Twv avaotoréwv TOU HETA-
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TEETTHOV EVEUUOU TG AYYELOTEVOIVNG O BLAQPOQES
QVOTOMHKES HOL AELTOUQYLXES VEPQLRES TAQAUETOOUCE,
#naBog nal om vepowrr emPiwon”. H vegoltida tou
ZA poldlet Lie TS GAAES YOOVIES OTELQUUATOVEPQO-
RABELES OTO GTL N EXTTTWOT THG OTELQOUOLTLRC OurjOn-
one ovoyetiCetal xahd e 1o faduo mg didueong (-
voong®. Ou unyaviopoi xov elval veyBuvol yia
Siepyaoia g (voong dev eival axndpn yvwotoli-m.y.
dev elval yvwotsd av o€ QUTHY EVEYETOL 1] £4QQAON
TOU TEOTOTOMTUROU cwENTLROU tapdyovia (TGF) 1
GAAWVY HUTTAQOR VY. AV TTAVTWG amtodewyBel GTL W)
nafoyévela e (vwong oto ZA dev elval dragoge-
T RO TWV GAAWY OTEWQOUATOVEPEOTADELWY, €l-
vat Aoyro va avapévetal 6tL Bepaneies Tov epmodi-
Cowv ) duapeon ivwon Ba éxovy guvoiny exidoaon
atoug acgfevelc ue ZA.

Merauooysvon vepoov

Ipog 10 TaEdv, 1) HETAUSOYEVOT VEPEOY E(vaL T
novadwnn Bepaneta tov ZA. Ta anoteAfouata uag
oyeTna mESoPoTNG UeAETG, T North American
Pediatric Renal Transplant Cooperative Study
(NAPRTCS), €delEav 611 m emBiwom 1V HOoKEVUd-
TOV OTa Gropa pe ZA dev dLEpepe and auT) TeV Ho-
OYEVUATWY Ot dAAES vepoomdDelec™.

Mua omdvia, oAhd SQoPaTIrY, ETUTAO®Y TOU EN-
pavitetal 010 3-4% TV VEQPQLRWY UOTYEVUATWY OF
aofeveig pe ZA elval ) veotda pue avamtugn avei-
2BM oavtiowudtov (avti-ZBM vegpinda). H emt-
Thox avti| agoed deeeva dtopa ne Bapnroia xot
mEowEY (Towv v nhunia twv 30 etdv) eEEMEN OF
XN.A. T.Z Zndvia Oa epgaviotet e Ofhea dropa 1y
AQEEVA ATOUN PE PUOLOAOYLHY axoT], 1)/naL HaBuoTe-
onuévn epgpavion X.N.A. T.Z. H avti-ZBM vepolitt-
da eppaviCetal ouviBwg péoa aTov TEETO YEOVOo -
716 T PETOUCTYEVOT), Hatt OTA 3/4 TV TEQLITWTEWY
odnye( o€ oQLoTRY AMWAELY TNG AELTOUQYLXOTITOS
TV pooxevudtwy. "Exouv doxuaotel t6oo 1 wha-
OPAQAIREDT, 6G0 RO 1) XOTYNON RUHAOPWOPAN-
e, ahha yweic ovolaotrd aroteAéoparta. H avri-
SBM vegoltda vrtotgonidlelr otovg aobBeveic mov
VOKELVTOL OF EXOVAUETAUOTYEVOY], TOQRA TO YEYO-
vdg OTL OTIE TEQLTTWOELS AUTES Bev aviyvevoval a-
vi-ZBM avilocopota oL Ty ETOVAUETAUGOYEVOT).

MBavstata m avii-ZBM vegpitda va opeiietal
omv €x8eomn tov Mmtn o avitydva tng TBM tov
HOOYEVUATOC, YLoL T0 ool Sev €xel avamtuydel a-
vooohoyu avoyr]. Ta aviiodpata wov tapdyovial
OTREPOVTAL EVOVTL TOIAMDV AvTLYGVWV-0TEY WV TOU
RLoayEVUOTOC, CUVHOWS Guws otous aoBeveic ne
DIZA agopovv 1o NC1 turjpa g a5(IV) vnopovd-
dag, evad otoug acBeveic pe AYZA to NC1 yuijua g

a3(IV) vropovadag. Zta e1epdluya Orhea dropa
pe G A, 1 maQousia ToU PuOLOAOYLROT ahinAlov
10U COL4AS emto€nel, TNy avamtugn avoynic évavtl
™ms a5(IV) utopovadag tov Hooyeiatog, yio avtd
%Ol 070 GTOPA quUTd dev ToQaTneeltal 1) enuthoxt
Uty Ywo(C TG autd va Aeimouy oL eEaipéoelc™.
‘Onwg Ba avapevotay, 1 vtapgn petahhdEewv oto
COLAAS yovidio oxetiletal ue avlnuévn ouyvotnta
ggpavione avil-ZBM vegoltidag, ywoels autd va on-
ROLVEL OTLTO HELTHELO CUTO UITOQEL VOL YONOLUOTOL-
Bei Y10 TO OYEOLUOUS TV UETAUOTYEVOEWV, QPOT TTOA-
Aol aoleveic ne petahhdEeig oro COL4AS yovidio
UIoEovv vo. UToPAN000Y 08 UETAUGOYEVON HAL VU
unv avantiEovv avili-ZBM vegoiuda.

ToYEYOVAC GTL GTNY TAELOVOTTOL TWV TTEQLITTWOE -
wv N emLBlwon Tou HooKEBIaTOC lvon eEQEETIXT, ROL-
Bu¢ »awto Gt elvar adUvam) 1 TEreyn s mBave-
TTOG ATGEEUYTS TOU TEQATOU LOOYEVUATOS, *aBLOTd
™V XeYon nooyetpatog and Lwvtavd 4oty medty
emhoyy]. H enavapetapdoyevon and Coviavs ddm
og 0.00evi| Tov €xeL 110 eppavioel amépeuyy and a-
vi-ZBM vegoetuda Ba péneLva yivetal pe Wiaitepn
meploneyy, pLa ot 1otd tdoa mbavitata o amxop-
oLpOel xaL To deUTEQO UOTYEVIAL.

Aev vrdpyouvv t€hog cugelc ratevBuUVTYOLES
YQUUUES OYETIRA P TO AV TEQOLVYQ dTopa Bniurou
vévoug ue PZEA proQovv va XeNoomo8olv wg
d6tec pooyevpdtwy. dusird, av €va TETolo dTopo
eppaviCel hevrnwpatovpla, UTEQTaan, VEQErY ave-
TAQRELN 1] EXTTTWOT] TNG ARONG, OEV PIOEET vaL YiveL
d6mc. Etepdluya dtopa pe apatovic, aAhd xweis
EXTTTOOT TS VEQELRNC heLtoupylog xal xwpic faon-
xola, €xouv yonowomomBel wg détec. H eEEMEN g
veErYg Aettougyiag ot dtopna autd dev €yeL pehe-
Oel emaprae, ahhd dev paivetal va urdpyeL dpa-
natiry dlagpopd we mEog Toug dihoug ddtec®h

T'oviduann Oepaneia

H yovidiot] Bepame o, amotéAeopua Ty peyaiwy
TEOOOWV TWV TEAEUTALWV £TWV OTI| HogLaxt floroyia,
gaivetan twg pwropel va eEelyOel oto ®oVTLVG PEAAOY
OF JLCL ATLOTEAEOUATIXY] BEQAITEID LLOC TTOHLALOG HAN-
QOVOURAY TTOBYOEWY.

H mpdren paoixr tgotimdBeom yio Ty EQaguoy
™G Yovidlaxiic Bepameiag elvon 1 exiAvon g pogla-
%1i¢ maboroylag wag xingovoung nadnong, dnia-
1 twv ovyrexpluévov yovidiomv, HETAAAAEE@Y ®a
TOWTEIVAWV IOV EUTAEROVTAL OE aUTH. Zrjuepa yvwQl-
Coupe Gt mepinovto 80% Twv nEQUITWOE WV ZA O@E(-
hovtaw 0€ PETOAAAEELS 0TO PUAETLXG YowpaTéowua X,
010 omofo evronitovtal 1o yovidio COL4AS5 mov nw-
duromorel, Omwe £xovue ouINTHOEL, TNV A5 VTOUOVE-
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00 Tov roAaySvou [V, Auotuyads wovo oTic OoEg amd
TLG TEQUITTWOELS AUTES elpatore BEPouoL 6t to ZA o-
peihetan o€ petadhdEe g 0to Yovidio autd, agol atg
undroLneg dev €youv Poebel axdun oL vrevbuveg pe-
TOAGEELC. ZTC TEQUITTWOELS 700V EIVAL YVWOTH 1) UE-
TIAOEY), uropei va enuyepnBel 1 EQaQIoYY Tng Yovi-
Suanric Bepameiog, dnhadr 1 ewoaywyr] Tov yovidiov
OT1| UOLOAOYLXY] TOU LOQET| OTOL XUTTOQN TTOV £lval
vEvBuva ywa T oUvOEoT] Tou ®ohhaydvou IV, uéow
£VOC L0V-opEa Tou Bo TaL “POAUVEL”.

H nepimuwon tov ZA eppaviCer diaitego evdla-
(PEQOV Al TV MAEVOA TN YOVIBLaXTiG BEQauTeiag, Yot
T exnAnpei 0QLopEveS mpoimoBEoE LS Tov BewpovvTaL
ovoLddeLS Y TV emiTuyia ™S Tehevtaiag. “Etol to
2 A tpooPdihel OxeOGY OORAELTTUHA TO VEQQO, HE TIS
EEWVEPQIHES ETUTTAORES TOV Vi elval pAhhov deute-
QEVOVOUS HAMVIXYIG ONUACTOS. ATTS TNV dAAN, 0 VEQEXS
gival GQyavo pe xunhogopio xohd SraywEwopévn and
TN CUCTNUOTLAY, JLE AITOTEAESUA va E{val Suvat 1 Ue-
TAPOQE. LIV E EVIOTLOUEVO TEATO, Lévo o€ autdv. To
oA YGvO TV elvon oo pe HeYAro XoGvo nuioelag
Coig, mBavdv mave ond éva £10g, #ATLTI0U oNuaivel
ot 10 anotéheopo xabe “ouvedpiag” yovidiamrs Oe-
poameiag Oa €xeL tavn) didpreLa.

Avt| T oypn, 1 €pguve yioem) yovidiomy Oepael-
o agto ZA elval axdun oe mewapatins ordadio. ‘Exouv
7O ovastTuyOel TELQOUATIRG HOVTEAD HANQOVOLUANG
vEPEITOUC 08 RUVEC, EXOUV TOUQUOHEVOLOTEL OL LO(-(PO-
peic tou yovidiov COL4AS, now €xouv avasrtuydel ou-
OTUOTA KOONYNOY|G TOU SLATUATOS TOV LY TQOC T
VEPOUHA OTLELQOUOTA, LETW) TNG VEPOLHYC agTnolog, o
ETTUYYAVOUY IXAVOTTOTIKO TTOCOTTO €XMOAONS TOV
QUOLOAOYLHOU YoVIdiov oTaL umevBuva yuoL v oo
yoyr Tou xohorydvou IV emBniiomd now evooBnhuand
HUTTORQ, RO Oyl oto drda. Yrdpyouv eniong evoei-
EELg OTL 1) ENOQUNG EXPEAOT] PUOLOAOY LIV VITOUOVA-
Suwv a5 ot Ta VIEUBUVOL RITTHEA PITOQEL Vo 0Ny oEL
OTO0 OYTUOTIOUS QUOLOAOYIHIV TOUULEQDY HOIAYSVOU
IV, nou outde pe ™ og1pd tov o€ poodeutiny “duépbw-
on” T wabohoy v Baoav pepfoavay'. Ilagd ta
WiaiTepo evBaQUVILHA AOTEAE OUarTaL, 1 Yoviduomy Oe-
parte i elvan andun puot pEBodog umd nerét vow elvor
amaaitm 1 dieEodu avdiuon Twv SuvaroTiftwy KoL
TWV TEQLOQLOUWV TG OTOL TEELQAUATING LOVTENQL, TTOLV
EQPUOUOCTTEL aTOV GrvOpWITO.

Lrdvieg poeés exdnhoomng Tov gvvdedpov Alport

Awdyvty Astopuvoudroon ue avvégouo Alport
(AM-ZA)

H 8udyvm rewopvoudrtoon (AM) pe ovvdpouo
Alport (AM-XA) wepLypdgnre Yo paTy ol o€
12 aofeveic and 5 omoyéverec® Zrabepd evprfjuata

o€ 6hovug tovug aoBeveic fitav ) cupatovpio xary AM
TOV OLOOPAYOV, EVE TOQOTINEYON®E eniong ®aTo-
oanTNG, faENHOIN, TOOELOPEOY YA AELOpLOUATA,
£VH) TTA HOQ{TOLL ot EXONADOELS 0T TaL YEVVITIXG.
Spyava, Onwe pe VREQTROPI TG HAELTORdag “au
OUYVE ROL TOV UEYAAWY XELLEWY TOU b OOV #OL TS
urtpag. O Gy%oLToU OLCoEAYOU TaY TTEVIOTE TTOA-
Aamhol, ouyva exTeivovIay ®al 0T0 OTOUAYO, HOL Yi-
VOVTOV GUUITTOUOTLXOL TTQWY TV NAwkia toov 30 umvav,
UE EUPAVLON DUOQPOLY TG, LETAY EVUOTIROU EPETOU RO
omoBootegvinoy 1] enryaotEwroy Tovov. Ta tpayelo-
Booyyira AELOUVHUOTO EXONADBVOVIAY (L€ VTTOTQOTLA-
Couoec Tpaye LOBROYYITLOES, Prixa, ®aL ELOTVEVTTLRG
CULOLYRG. ZuyVd T GTOUA auTd gppory (COUV CUpOTE-
001heVEO 0micBL0 UTTOoRAYL0 RaTapEdxT. Extds a-
716 TLE OLKOYEVE(S EQLITAWOELS, EXOUV RATE HOLQOVG
avapepBel xat onopadinéc tegurtwoels AM-ZAY
36, " Evo TaQGROLO GUVBQOUO PE BLdiuTy VItEQTQOpIa
TOU LU0V YLTOVO TOV OLGOPAYOV, AUPOTEQGTAE-
Q0 HOTOREAXTYN HaL VEQEOomaDela Tumry] XA, €xeL
emiomg avagepfel oe 10 owoyeveic xal o€ S omopa-
duéc TEQUTTAGELS, YLOL TO OTTO{0 VTIOTEDBNKE OTL KO-
AovBovoE AUTOOOUOTIAY ETURQATOVO HAYQOVOULKO-
™o he TeQLoQLouEVN dieioduom ota jhea atopa, 1
évav “guhootvdeto” (“X-linked-like”) Timo xAnpo-
vopurguTac®.

H AM-ZA €xeLtenpunoundei oe 24 ouvolnd ao0e-
velg ot dedvr| Biprioypcepia, oL neQLoodtegoL amnd
TOUG OOLOVG ELYOV KO OUYYEVY] HOTOQOAUTY. Z€ pLo
UEAETH S apeEvav nal 1 Biieos atduov, StomatkOnxe
durypag mov Eexvovoe and 1o 5’ dxpo tov COL4AS
yovidiou rnat emextelvoToy €wg nat 700 paoews péoa
a0 COL4A6 yovidio®® . TTapdpolou timov duaypogt
BogBnne nau o€ 2 aoBeveis pe ZA xwpic AM, ndtL mov
delyver ot AM-ZA mbovdtato eival quiooivdet
drorapa, Le T SLayQapt] va teQLAapfaveL yovidia
OV OYETILOVTAL UE TO TA, TOV TUYYEVI] RATOQQEXTY,
%ot T OudyuTn AM ToU 0100Qayou. AQysteQa dLastl-
otaBnxe ot 1 daypagy oro COL4A6 Yovidio apo-
povtoe o mpdyta 2 e£Gvia®. “Exel eviiagegpov 1o elipn-
ua ot acbevelc pe duaypagy mou exteiveton mEpav
tov 30u eEoviou dev eppavitouy AM*,

Zvvogouo Epstein: Zvvdgouo Alport
ue uaxgoBooufoxvrragomevia (MOIT)

To otvdpouo autd (MOII-ZA) neprypdpnxe yia
WY PO 0 2 AOYETES LETAEU TOUG OLHOYEVELEG,
®rGBe o ams Tig ontoies eixe 2 mpooPePAnueva -
Mt H veppunq ovppetoxy ftav (o ne aut tov
ZA, entd¢ amd 10 Yeyovos 6t 66 ta Onhea uEAn
npoopdrioviav fapitepa. Ot aobeveic eppdviloy
eniong vevpoouoBntnoLaxt Papnxoia otig vymAEg
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ouvomTES, Ontwe oupfalvel nol oto ZA. Ze €vo Ti-
T0 LEAOC TNE MLOC OLROYEVELOG, dLommotdtnre MOIT
ue pagnxroia, ywelc vepoury mpoofori. H MOIT
OTa ATOPA AUTA X0 oxTnELETOY 0o EAGTTWAY TOU
0QLOUOY TV AULUOTETAAIWY OTO TEQUPEQLRO AlipaL,
AL TAEOVOLU YLYAVTLWY OULUOTTETAAIV UE UTEQUL-
RQOCROMAES HOOPOIOYIHES AVOUUATES KL EAXTTW-
uévn tpoororinurdtnta. O ¥edvog poNc fTtay ov-
Enuévoc. H »Anpovourétnta o Gheg TG TEQUTTH-
OELG IOV €X0UV avapeOel elval Pe TOV ETLRQUTOV-
VIO LOQUARTHOO, OARE BEV lvOL YVQOOTO OV QUTAC
elvol AUTOOWRUOTLRGS 1] UAOOUVEETOS. TO YEYOVSC
ot ta Ofjhea dropa mpoopdirovral ato {6to fadud
HE Ta Gppeva dev gvvoel ™V vndbean ™G puro-
OUVOETNC RANQOVOUNONG, Atd TV GAAN Spwg dev €-
¥EL SLamoTwOel nau “GEEEVOS-TTROC-GOEEVR” ®AN-
govdunon ovu o guvnyopovoEe UTEQ AUTOCWUOTL-
%S ®Aneovounong. Fiydviio apuometdie amovto-
vta enxiong oto otvdgouo Fechtner, nabwg o oto
ovvdpopo May-Hegglin.

2vvdgouo Fechtner: Zvvogouo Alport
HE Acvronvrragind yxieiora (AE)
xat paxgobgoupoxvrragomevia (MOII)

To obvdpouo auté (AEMOII-ZA) neprypdonne
VL0 TOWTY PO TE Lt OLROYEVELD e 8 TOoaPePAn-
néva péln and 4 yeveéc*, evdd e pua devtepn owro-
yévewa PoéBnray ngoafefinuéva 16 péin®. Ovace-
VE(g el oy vepErt] Teoafotr, faonxroia, ouyyevii ra-
TapEdxtn, MOIT, xow £yrhelgTa 0T Aeund cupoopa-
o, og dudgooug cuvduaapotc. OL cuyypageis ove-
nooay 1o ovvdpopo owtd “ouvdoopo Fechtner” amd
TNV IRWTY) OLOYEVELD OTNV TagaTneOnxe. To ovv-
dpouo Fechtner diagpépel amd 1o ouvdpopo Epstein
OV TOQOUOLU ULROWV, RUOVEOY RUTTUQOTACGUATL-
ROV EYRAE(IOTWV OTO OUOETEQSPLAC RCLL OTOL WOLVE-
QU AEVRORUTTOQA. ZT0 ROWVS WRQOORGTO TaL €-
YRAELOTOL OUTA EPOLATY UE TaL TOEM A owpdria Dohle,
zo ta £yrAelota oto ovvOpopo May-Hegglin, adhd
OT0 NAEXRTEOVLXO elyav duapopetiry] dowi. H Baon-
%0ta GOV VI EXE NTOV VEUQOALOBTTNOLaX VYMA®Y
CUXVOTITOV, EVH N VEQOLXT] TQOOPOAT ®upavéTav
amd purgooromiky apatovpio uéyol X.N.A. T.Z. Ze
Shovg Toug aaBevelc oéOnne navogodxne. Paive-
TOUL OTL 1] ETTUTTWOT) TOV CUUTTOUATOV TOU ZA O€ TE-
pountwoels MOIT pe AE dev eivol otabegn. Avogé-
oetaw o oUvdpopo Sebastian, ato omoio vitdoyel ®Av-
povoury MOIT ue AE, ywolc tic exdAdoeLs tov
ZA*. TTo mpdopata, TEQUYQGPNKE ILOL OLROYEVELDL
ue 10 uéin pe MOIT zau AE, pue plo aovpsttopatey
EATTOON TNG ILAPAVELUS TOU PaX0T wg T1) LOVOILXRY
mBavy exdniwon ZA*

Ndéoog g Aerrris ZBM
(»aroni0ng owroyeviic aparovpia)

H amopovwpévn omeipapatiny alpatovgla, pro-
QEL VO EUPAVIOTET (¢ Puet 01xoYe VS 1 omopadLxy da-
TOQOYY], KOl OUYXVE GUVOVALETAL UE OYUavTLrY] AETTUV-
on mc ZBM ot vepowry] froyia. Ilaviwe o 6pog
rahonOng owwoyevric cupozovpio (KOA) dev pmopet
vao. Oewpn el amdiuto axQuprc, apot N owoyeviic
awpatovpia dev elvon dvrote xahodng, ovte 1 na-
Ao1Ong awpaTovgia eival TAVTO OLROYEVTS. ATtS TNV
dAAN 0 6006 “Aemtii EBM” glval TeQLyQaprdg, kot
UTTOQEL VAL AVTLOTOLYEL OE OLAPORES RATATTACELS UE
JLoQOQETLRA LOQLORO Kot TofoyeVETIRG VTSP abgo,
£V OE ROITOLEC TEQUTTWOE LS UITOQEL VOL ECVALL KO (-
glohoywny] Tagoihayn—-emouévmg elval (owe ma-
pamhavnTiné M et ZBM va yaparmeitetar g
“vé00¢”.

Aapogés and to avvépouo Alport

H KOA eival#Anpovopxry| duatapayr e ZBM,
OV XAQURTINOITETAL XMVIRA 0TS EUPEVOUOA ULRQO~
OROTILRY CLULOTOVOLN ROl ETELCOLART] RAXQOTHOTL-
«1j aupotovpic. H KOA duagépel ®hvirdg amd 1o ZA
QTS AOHETES ATNPELS:

1. IToM) omdvio. cuvOUALETONL PE EEWVEPOLRES U~
vopoAieg.

2. Agvropatovgia, vréptoom, xal eEEMEN ae
X NA.T.Z. gpgaviCovrat mord ondvia.

3. Aev goivetol vo vty ouy dLopopEg oty €x-
poaon e KOA petokd twv 8o gikwv.

4. H ®AnQovopunon yIvETaL UE TOV QUTOCWUATLRG
emxpatovvia (AE) tino.

Zuyvd 1 wotoroyury dudxguon petoky KOA zat
TEAWUNG VEQPEOTGDeLag o ZA elval OvoxoAy, pa
®ou raporneeltol Aérruvon tg EBM xal otig 6vo
outég rarootdoels. Xty KOA ndviwg 1 ZBM na-
Qauével Aemtri e TV TAEOS0 TOU EEGVOV, EVK) OTO
ZA vglotatol Teo0deutiry TAXUVON ®al SLUpPEQL-
OUaTONOMon, evprjpata Tadoyvwpuovird.

Ieverinaj

‘Onwes ovoageéotnre, 1 KOA xingovoueital ov-
vBwe pe tov AE timo. To otroyeveLaxo LOTOQLKS TIG
TEQLOOOTEQREC (POPEC EVAL “YEVODS-0QVITLRG”, L
2o eyl twv acBevav ue KOA dev yvool-
Covv 6TL Exouv »ATOLOV OUYYEVY pE awpatovpla. ITps-
opUTO TEQLYQAQNRE ULa peydin Fegpoaviri] ovroyé-
velo ue KOA, otnv omoiat aviyvevTnxe pa eotaxy
uetdrho&n oto COL4A4 yovidio, ylo Ty omola Ta
TooPePANUEVa dtopa frav etedluya®. "Hiav 1
TEA TN AGELEN GTL, TOUAEYLOTOV UEQLKEC TTEQLITTO-
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oelg KOA, opelhovial Ge petoahhdEeLg o€ T05T0UE TOU
norhaydvov IV. Ilaviwg oe diheg pehéteg, amonhel-
o e 1 mbavétta petalhdEewv ota COL4A3 wan
COLA4A4 yovidua ot owroyéveres ue KOA*, ndu mov
Selyver 51 KOA eilvan pua etepoyevii yevetind dua-
TQUYT. ZTIC HEYOL TWOO (VOTOIOTOAOYWHES HEAETEC
Tov xohhaySvou IV og aoBeveig ue KOA, bev Boébn-
ROV OLATAQAYES OTNV RUATUVOUY TWV dLapSomy vmo-
Hovasdwv oty ZBM.

Klivines exonlooeg

Ta dropa pe KOA epgpaviCouvv eppuévovoa unpo-
OHOTLKY OLUATOVEIO, TTOU avLYVEVETAL GUVNBWE OTNV
maudiy nhria. Ze pegurotc acBeveig 1 urpooromL-
%1 OLUOTOURLA ELVOL SLUAE (MOVO, KoL 1] UVIXVEVON
™G UoQet va pn ylivel péxotL tv evijhunn Conj. Aev
£{vaL ORAVLOL 1) ELPAVLION UUKRQOOKOTUXNG OULUATOV-
plag, ouyva petd ano o AolpwEN ToV AvWTEQOL d-
vanvevonxov. H awparovpla oty KOA dwaprei e’
6pov Lovc.

Eivou mohd omdvia 1 € updvion onpovirng Aeu-
ROUATOVEIOG 1| VTEQTAOT G, A TETOLES EQUTTW-
og1g Exouv avage e’ TTBavey peQIréc amd Tug me-
QUTTWOELS QUTEGS VAL E(VAL OTHY TOAYUATIRGTNTA -
pahhayég Tov A, oug onoles emupate! LOTOAOYLRG
N Aénruvon, napd 1) mdyvvon, e TBM. “Eyel ava-
pepBel 1 ouvimaEEn e KOA pe dhheg ongrpapatt-
®€¢ dratapayec, Omwe 1 IgA veppomdbeia, ®dTL moy
aArGel ) Quow wotopia ol Ty wotomaboloyia
g véoou 4.

HafBoroyuaj avarouvaf

ZTIg EQLOOOTES MEQLITTWOELG, v) eEETAON VEQQL-
ROV LOTOTEUAYIWV [LE TO NAEXTQOVIAG WHQOOHOTLO,
Ba deEeL dudyutn Aémruvor g ZBM, xabdc naL g
{duag g lamina densa amd povng tg. ESw npénet
va avageplel 0Tl 10 puoloroyd ndyog g ZBM
givat dSLapopeTind PETAED avOQWV How YUVOLHGY, €-
V() EMAAEOV pETaPAreTan pe TV TEGodo g nhiri-
ac®30. Autd onuaivel 6t ®otd Tv tadoloyoavato-
ury eE€taon Ba npénel va Aapfdvovial véyn 16-
60 N nria 600 %o To Ao TOV TGOV and T0 OTolo
MjgpOnxe 10 WotoTepdyLo0. ALd@opeg dhheg TeyvinEg
Aentopépeleg Ba npémel vo AngpBotv undym, dmwg 1o
TAYOG TNG TOUNG OF OYEOY| UE TA KOLTY QLU X AQAKTY -
otopov e ZBM wg “hentic”L Tlaviwg elvou evdia-
pEpov 6TL 1 petaPinrotro Tov ndyovg e ZBM pe-
TaEU TV oneLpaudtov og Eva dropo pe KOA eival
7oA pirQt, ®u €ToL apuel eEETaon Mywy omelpaud-
v yia va B€oel ) dudayvaon g “hentic ZBM™.

O avooophoQLONGS UE TN XOHOT] AVILCWUATWY EL-
SV yia g €EL viopovadeg 1ou ®ohayyovou IV

dev dlvel TaBohoyrd evonpato, ®al avTo WIOEL va
XONowooln0el wg Eva emmAEOV LY VWOTLRG KOL-
Tolo.

Avuiueromon

O aoBevelc pe KOA OBa mpémet ot agyiv va
roBnovyalovral, oA Vo ETAVEQXOVIUL OTOV LOTQO
%©(0g 1-2 €11 Yo pETONOT TNG AOTNELOATIC TTLEON G RAL
™G VeEPELRGS Tovg Aettovgylag. H mbavomta eE€h-
Eng oe XNA gival moiv junpn, ahhd dev Ba mpémel
VO ATORAE(ETOL.

ABSTRACT

Zanos SP, Sakellariou GA. Alport Syndrome and
Thin Glomerural Basement Membrane Nephropa-
thy. Hippokratia 2002, 6 (1): 16-30

Alport’s syndrome (AS) is a hereditary renal dis-
ease and the gene responsible for some of its vari-
ants has been identified and is responsible for the
synthesis of a portion of the a5 chain of the type IV
collagen. It is also normally present in the mem-
branes of the lens, eye and organ of Corti in the ear,
suggesting that the absence could also explain the
extra renal manifestations of the disease. Two modes
of inheritance have been described: X-linked domi-
nant and, less commonly autosomal recessive Af-
flicted male subjects have a less favorable prognosis
than do female subjects. Alport’s syndrome is associ-
ated with hematuria, proteinuria, or progressive re-
nal failure. Other extra-renal abnormalities are sen-
sorineural hearing loss, eye changes and platelet
dysfunction. The diagnosis of Alport’s syndrome can
be made from renal biopsy with specific findings.
Alport’s syndrome can usually be casily differenti-
ated from benign form of familiar hematuria or thin
basement membrane syndrome, which is an autoso-
mal dominant disease with excellent prognosis.
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