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véoo¢ CADASIL (syke@aliKiy apTneLlOTABEI0 AUTOCWHIKOU ETIIKPATOUVTOC XOPAKTAPA HE

uTToPAOLWSN EUPPAKTA KAl AEUKOEYKEPANOTIABELQ), €ival pia omdvia KANPOVOUOUUEVN VO-

00¢ TToU XapaktnpileTal amd mapoSIKA IOXAIUIKA ETTEICOSIA, EYKEPANKA EUPPOKTA KAl AYYEL-

akn avola. Mpwtn opd meplypd@nke to 1991 amd toug Tournier-Lasserve. O@eileTal o€ pe-
Tal\aelg Tou yovidiou Notch3 mou Bpioketal 0To xpwpoowpa 19. Méxpt twpa n vooog CADASIL éxel
kataypa@ei og 400 olkoyéveleG. Ot KAVIKEG eKONAWOELG TTou epgavifovtal otnv nAkkia petady 30-50
€TWV MEpINapBAvouY emeloodia nuikpaviag pe fi xwpi¢ avpa, umo@Aoldn Avola, ayyeloKkd eyKe@aL-
Kd emeloddia Kat PuxlaTpikEG dlatapayég mou motkilouv amod Tig ayxwdelg Siatapaxég Ewg TNV Katd-
OAMYN, akdun Kat PuxwTIKoL TUTTIOU ekSNAWOELC. E€attiag TnNg omaviotnTag TnG vocou, mBavov moANd
TIEPIOTATIKA VA PNV S1aylyVWOKOVTAL KAl VO AVTILETWTTIOVTAL AITOKAEIOTIKA WG YUXIATPIKA. QOTA0O, Ol
Yuxlatpikég Statapayég kat n vooog CADASIL givat Suvatov va GuvuniapxXouv, oTTOTE TIPETTEL VA UTTAPXEL
VPNAO¢ Seiktng umoyiag o€ aoBeVeiC e VEUPOPUXIATPIKES SIOTAPAXEG KAl OLKOYEVEIOKO I0TOPIKO, TIOU
MITOpEl va cuvadel pe Tn vooo. Meplypd@eTal n YuxlaTpIKy TPocéyylon acBevoug, mou mapouaotddel
Ayxog, KatabApn Kat €xel BeTIKO OIKOYEVEIOKS 10TOPIKS yia Tn voco CADASIL, o omoiog mapdAAnia
AVTIMETWTTICEL TO SIANUMA av €XEL KANPOVOUNOEL TO PETAANAYMEVO YOViSIo TN vOoou.

Né€eig eupeTnpiov : Nococ CADASIL, aUTOCWHIKOG EMKPATAG XAPAKTAPAS, HETAAAYUEVO Yoviblo,
TAPOSIKA AYYELOKA EYKEPANIKA €MElOOSIA, UTTOPAOLWANG Avola, NUIKPAVIA, AYXOG, KATAOAN, BeTi-
KO OLKOYEVELOKO LOTOPIKO.
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€wcaywyn

H voooc CADASIL (eykepalikn aptnplomabela av-
TOOWMIKOU ETIKPATOUVTOC XAPAKTHPA HE UTTOPAOIW-
On éu@PaKTa Kal Aeukoeyke@ahlomdBela) amoTteAel pia
ondvia vOoOo TwV apTnpLwy, N omoia xapaktnpifetal
anod enavalapPavopeva olwmnAd eyKEQANIKA 1OXALL-
Kd emeloodia, ta omoia odnyolv o€ EUPPAKTA Kal ay-
YElaKn dvota.' H mpitn mepiypa@r] TG vdoou €yive To
1991 am6 toug Tournier-Lasserve. To €1o¢ 1993 ot idiol
OULYYPAPEIC SIETUTIWOAV TN OXECHN TOU HE TO XPWUOOW-
pa 19 kat to 1996 mepléypaygav HeTAAaén oTo yovidlo
Notch3.2

To yovidio tn¢ aoBévelag, Notch3, kwdikomolei évav
SlapepfBpavikd umodoxéa o omoiog MPWTIOTWE EKPPA-
{eTai oTa Agia puikd KOTTAPA TwV apTNEIWV.

To TTPWTO TIEPIOTATIKO AVAPEPONKE OE EVPWTTAIKEC
OIKOYEVEIEG, eV amod To 1993 €xouv kataypagei mept-
OTATIKA KOl O€ OIKOYEVEIEG OTNV AUEPIKH, OTNV AQPIKA
Kat otnv Acia. Qotdoo, emi Tou MaPdVTOC, N acbévela
TIOPAMEVEL KATA £€va PeYANo TooooTd adidyvwoTtn.?

S0ppwva pe tn Siebvn BipAoypagia, mavw amd 28
TUTIOl METAANAEEWY €XOUV KATAYPAPE], KUPIWG OTIC
AuTikéG XWpeG. O emmolacudg Tou CADASIL gival mpog
TO TMAPOV AyvwoTtog. Ewg onpepa éxouv Stayvwobei me-
pi TIC 400 TTACXOUGEC OIKOYEVEIEC TTAYKOOMIWG.> Ot KAI-
VIKEG EMITAOKEG EpavifovTal yia TPWwTn Gopd METAEY
30 kat 50 etwv Kat mepIAapBdavouv: auénuéva emelco-
S1a NUIKPAVIWV PE i} Xwpi¢ TUTTIKA avpa, emavalappa-
VOUEVA UTTOPAOLWEN aYYEIOKA ETTEICOSIA, UTTOPAOLWEN
avola, evw ouxvd cuvodelovTtal and CUPTTTWHUATA, TTOU
AmTovTal TNG YUXIATPIKAG KAl CUYKEKPIPEVA, TOU TUTTOU
Twv ayxwdwv Siatapayxwy, Twv dlatapayxwv tng S1d0e-
ong, akoUN Kal PuxwTikoL Tumou Siatapaywv. MaAoTa,
oTNV MAEIOYN@Ia TwV YUVAIKWY, N NUIKpavia Ye avpa
eppavifeTal vwpitepa amod 6Tt oToug Avdpeg, evw ma-
PAAANAA Ta eYKEQOAAIKA emelcodia epgavifovtal mepi-
mou 15 xpovia PET, o€ oUYKpIon pE autouc.® Kamolot
ao0eveig evOéxeTal va TTAPAUEIVOUV ACUUTTTWHATIKOL
péxpL Ta e€nvTa Toug Xpovia. H péon Siapkela tng vo-
oou €ival ta 20 €tn. Kamotol ouyypageic Statunmwoav
NV amoyn nwg n SIEIoSUTIKOTNTA TOU YOVISIWUATOC €i-
vat 100%,” aANd, N CUPTITWHATONOYIO UITOPE( val TTOIKIA-
Ael avdloya pe TNV nAkia évapéng, tn Baputnta Twv
KAWVIKWV CUPITTWUATWY Kat TV €€€NEN TG vooou.

Kiwikn meprypacppn

H mpwiun ayyelakn e€acBévion Tou au@IPANCTPOEL-
60U¢ umopei va mponyeital TNS KAIVIKAG CUUTTTWUATO-
Noyiac.® H nuikpavia, n omoia epgaviletat mepimov oto
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40% Twv maocxoviwv amod tn voco CADASIL, ymopei va
amoTEAEL TNV amapxr TNG VOGoU W PovadiKd CUUMTW-
pa otouc acBeveic peta&u 20 kat 30 eTwv. X10 90% TWV
aTOUWV TIOU EUPAVI(OLV NUIKPAVIEC, AUTEC OLVOBEVO-
vtat ané avpa.>'°

H éKTmTwon Twv yVWOIOKWY AEITOUPYIWV UTTOPEL va
apyioel and tnv nAikia tTwv 35 gTwv, evw n Baputnta
NG EKMTWONG AUTAG EMEPXETAL TTPOOSEVTIKA KAl TIOIK-
Ael2M

‘Eva e€iocou mBavo KAIVIKO elpnua TN vOoOU €ival n
avola, n omoia xapaktnpiletal amd diatapaxég TOoo
NG MVAPNG 600 Kal TNG EKTEAECTIKAC IKavoTnTac.'? Ot
aoBeveig, og nAikia 40-50 €Twv, cuvnBwW¢ TMAPOUCIA-
(ouv loxalpIKA eTTELCOBIA 1) TTAPOSIKA LIOXAIUIKA EMEIOO-
S1a (TIA), Ta omoia paAioTa gival TOANATTAd, O TTOCOOTO
mavw amé 80%.' Ofeia eykepahondBela £xel emmiong
TIEPLYPAPEL O€ TOUNAXIOTOV 12 TIEPIMTTWOELS A0OeVWY,
ouvodeuodpevn and MovokePAaloug, olyxuon, TTUPETL-
KA Kivnon, 6macpoug Kat KwHa, N orroia KATTOIEG POPEG
umopsi va odnynoet akopn kat og 8avato.” " Mepimou
70 30% TwV a0Bevwv Mapouctdlouvv PuxIaTPIKA CU-
TITWPATA, VW 0 10% autwv eugavifouv emAnyia Ka-
T4 TN péon nhikia.? Emmpoobétwe, £xouv avapepBei Si-
aTapaxéC TNG akong (Uoakouasia) Kat pabnotakég dia-
Tapayéc.”® TOpEWVa e VEATEPEG HENETEC, Ol POPEIC TNG
OUYKEKPIPEVNG METAANAENC Tou yoviSiou Notch3, mou
oxeTiCetal pe Tn vooo CADASIL diatpéxouv avénpévo
Kivluvo epgpdviong o&€oc epppdypatog Tou puokapdi-
ou o€ veapn NAKia. To yeyovoc autd KatadelkvueEl, 0Tl
N KAWVIKN ékppaon tng véoou CADASIL enekteiveTal
MéPA Ao TO KEVIPIKO VEUPLIKO CUOTNUA KAl OTO Kap-
Siayyeako."

Awayvwon

O1 mBavoTNTEC va eu@aviocel KAMolO¢ Tn VOoOo
CADASIL au€avovTtal otnv MEPIMTWon mou undpxel Oe-
TIKO OIKOYEVEIAKO 10TOPIKO. H Sidyvwon umopei va emi-
BePaiwbei pe TiIc Mapakdtw peBdSouC:

1. Me tn pnéBodo Tou yeVETIKOU AEYXOU (genetic testing)
kaBiotatat Suvatr n avadelén Twv atéuwv Tou gival
@opei¢ Tou peTalaypévou yovidiou Notch3.”

2. A1d Tnc MayvnTiknc Topoypagiag eykepdaiou (MRI),
n omoia avadelkvuel S1axutec mpooRePAnuéveg me-
PIOXEC, TOOO 0Tn Aeukn ouaia,”” éoo kal yUpw amod
TIC KOINIEG, OUXVA OXETICOUEVEC PE EUPPAKTA OTN
A€UKN ouoia, ota Bacikd yayyMa Kal 0TO EYKEQOAAI-
KO 0TéNeXOC. Ol amEIKOVIOTIKEG AVWAAiEC 0TN vOoOo
CADASIL mAnBaivouy, kabw¢ n vooog e€ehicogtal.
Juumepaivetal, Aoirmdy, 6Tl ol avwpalieg autég €ap-
TwvTat and T nAkia. 2’



PSYCHIATRIKI 19 (1), 2008

3. Aid g Bloyiag tou déppatoc. (a) Me Tn xprion Tou
NAEKTPOVIKOU Uikpookottiou (EM) kaBiotatal Suvath
N 10TOAOYIKA MEAETN TwV apThpPloAiwv.?' 2 Eivat Su-
vatov va avadelxBouv XapakTNPLOTIKEG AANOIWOELS
TWV ayyeiwy, 6Mw¢ KOKKIWUATWON WOUWEUAAIKA
UANIKA 0TO péco Tou aulol Ttouc.®* (B) H avoocoxpw-
OTIKA 1oTOU, TTou AapPdvetatl emiong He Povia &ép-
Hatog, amoteAei pia 1Slaitepa evaiodNTn TeXVIKA,* N
ormoia wotoco eV gival eupéwc Slabéaiun.

H améntwon Twv veupwvwy Umopeil va cupPdaAel
OTNV ATPOYIA TOU YAOLOU KAl TNV EKTITWON TWV YVWOla-
KWV Aeltoupylwv otoug aoBeveig pe CADASIL. MdAoTa,
N anmémTwon TWV VEUPIKWY KUTTAPWVY UITOPE(, TOUANG-
XI0TOV €V PéPEL, va opeileTal og afovikeg PAAPEC TNG
UTTOKEIEVNG AEUKAC ouoiag.?® Mpémel va onuelwBei 6Tt
N €YKEPANIK ATPO®IA €XEL AVAYVWPIOTEI TTPOCPATA
w¢ Baotkdg Seiktng TG eEEMENG TG vooou CADASIL.Y

Awapopikny dtayvwen
H Siagpopikn didyvwaon tng vooou tou CADASIL mept-

Aapfavel Ta mapakatw KAWVIKA cuvdpopa:

1. Néoo¢ tou Binswanger®®

2. YkA\jpuvon katd mAdkag (Multiple sclerosis

3. MpwTtomaBni¢ ayyelitida Tou veupikol GUOTHPATOG
(Primary angiitis of the nervous system)*

4. OpopPoihia opeNduevn o HeTANNAEN TOU TTAPA-
yovta V LEIDEN

5. OpokuoTivoupia

6. X-KANPOVOUOUUEVEC AEUKOSUCTPOPIEC TWV EMIVEPPI-
Siwv (X-linked adrenoleukodystrophies)

7.N6éoog tou Fabry

8. Mitoxovéplakn HuomdBela pe eyke@alomdbela
(Mitochondrial myopathy with encephalopathy)

9.TahakTIKA o&éwon kal emelcddia opotdlovta e
€YKEPAAKA (Lactic acidosis and stroke like episodes,
MELAS).

)29

XapaxktnpeieTika kKAnpovopikotnrag
¢ vocou CADASIL

= H véoog CADASIL KAnpovoEiTal PE TOV AUTOCWHIKO
EMKPATOUVTA XapakTtipa. QOTOCO PMopPEl va ako-
AouBr|o€l Tov KAACIKO 0pIoUO HIag Kupiapxng acbé-
VELOG, CUP@WVA E TNV omoia ol eTepoyulUYWTEC Kal
opoluywTeg acBeveic sivat KAvikéd 6potot.’’

= H meloyneia Twv aoBevwv mou €xouv dlayvwobei
pe CADASIL €xouv évav yovéa mou miong vooei. To
OIKOYEVEIAKO 10TOPIKO PTOpPEL va epgaviletal apvn-
TIKO OTIC KATWOI TTEPIMTWOEIC: (a) Adyw Tou TpdwpPou
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Bavdrtou evog yovéa. (B) AmoTuyia va avayvwploTouv
Ta ouvpntwpata Tou CADASIL og dAAa péAN TN ol-
Koyévelac. (y) KaBuotepnuévn évapén tng vooou oe
£vav yovéa. (8) MetaA\aén de novo.*

= To pioko Twv amoyovwy evdg popéa sEaptatal amd
TO YEVETIKO status Twv yovéwv Tou.

= KaBe amdyovoc atopou mou gépel METAANNAEN oTO
Notch3, éxel 50% mBavOTNTEC va KANPOVOUNCEL TN
MeTAANAEN.

Zuvoonpotnra peradv
PUXLATPIK@DV VOGI|HATWV
KQl QYYEIAKWV VOGWV TOU gyKEWAnou

H ouvinapén Yuxlatpikwy voonpdtwy, 18iwg Tng Ka-
TaOMYNC® kal Twv ayxwdwv Satapaywy, o cuvdua-
OUO UE AYYELOKEG VOOOUG TOU eYKEPANOU gival cuxvn
napathpnon Katd v KAVIKA mpdén.'* Katabhimtikn
ouvdpoun KATd To yHpag cuvavtatal cuxvd oto TAai-
olo MANBWpPag TMABONOYIKWY Kal VEUPOAOYIKWV VO-
owv. ATTOTeNE( emiong TNV IO GUXVA TTAPATNPOVUUEVN
Yuxlatptkr dlatapayr KATomv €yKEQANKOU ETEICO-
Siou. H mapoucia tng kKatdBAMPNg oToug NAIKIWUEVOUC
aoBevei¢, ota maiola ayyelakwv BAaBwv oTo KEVTPL-
KO VEUPIKO oUOTNUA (IOXAIUIKA AYYEIOKA EYKEPANIKA
€MEIOOOIA, UIKPOAYYEIOTADELD), €XEL XOPOKTNPLOTE
otn 51e6vA BiBNoypagia we ayyelakn katddhupn.343>
‘Eva mAn0o¢ veupouxlatpikwy dlatapaxwv (@yxog, Ka-
TABAYN, Avola, PuXWTIKOU TUTTOU EKONAWOEILC) PMOpEi
Va KUPLOpXAoouV oTnv KAIVIKY €lkova, 18laitepa ota
mpwipa otadia Tou CADASIL. Ot ek@pAvoEIC AUTEC TNG
vOOOU gival XapaKTNPIOTIKES, KABWG autn e&ehicoeTal,
Kal UITopEi va armoTeAECOUV TPOXOTIESN OTNV AVAKAUYN
Tou aocBevouc.

NMwg cuvdéetal n voGog
tou CADASIL pe tqv Wuxiarpikn

To umoBeTikd oevdplo piag mOavhg CUCXETIONG EVOG
yovéTtumou pe tnv Katdbhyn avapgifola amotelei
ueiCov {ATtnua yia toug Puxiatpouc.™

M dA\n mapdueTpog gival n ouxvh umEPioxuon
OTNV KAIVIKA EIKOVA TWV PUXIATPIKWY CUUTTTWHATWY O
OX€0N WE Ta IoXAIUIKA £mel0681a,*® yeyovdc mou Suoye-
paivel Tn dilayvwon tng vooou.

Mia motkiAia YuxlaTpIkwy eupnpdtwy £xet SlamoTtw-
O¢ei oto CADASIL:
= Ayxwdelg Satapayég
= [VWOolaKA EKTTTwoN
= Al0Tapayeg TPOCWTTIKOTNTAG
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= Yeubalobnoelg
« KatdbAipn
= YuxwTikou TuTou ekdnAwoeic.®’

>toug vooouvTteg amd CADASIL pmopouUv va epgavi-
0TOUV apPXIKA PUXIOTPIKA oUPNITWHaTA*® og MocooTd
15%. Z0ppwva pe TN 61Ebvn BiBAoypagia, Ta Yuxla-
TPIKA CUPTTTWMPATA PUITOPEL va armoTeAécouv To BACIKO
1 aKOUa Kal To Hovadikd AOGYo TTPOKEINEVOU VA CUL-
BouheuBouv 10Tp6.>° Kabuw¢ n véoog CADASIL amotelei
Hia oxt 18laitepa avayvwpiotpn acBévela, eivat mbavov
TA KUPIA CUPTITTWUATA va ouvOEovTal PE PUXIATPIKEC
aoBéveleg Aoyw eANeiPewg LloTOPLKOU. YTIAPXKOUV TIEPL-
TITWOELG OTIG OTTOIEG T YPUXIATPLIKA CUUTTTWHATA gival
TIPWTOYEVH, EVW o€ AANeC Seutepoyevn (avTIOPAOTIKA).
Eivat onpavtikd yia Tov Yuyiatpo va pmopei va dia-
YVWOEL KATA TOOOV Ta PUXIATPIKA CUUTITWHATO EPPA-
viCovTtal wg apxikég ekONAWOELG 0To TMAaiolo oUVOETWY
voowy, omw¢ to CADASIL i amote oV cupntwuata
AMYWS PUXIOTPLIKWY VOOWV.

NMapouciacn mepieTatikov

Mpokertal yia avdpa, Aeuko, nAikiag 27 1wy, o omoi-
o¢ MPooNAOe 0Ta eEWTEPIKA LlATPEIa TOU ApopokaiTeiou,
WNA Moyw dyxoug, dtatapaywv Tou UTTVou, KataBAl-
TTIKNAG S1dBeong Kat NpIKpaviwv. Aid TO ATOUIKO Yu-
XIOTPIKO 1OTOPIKO Tou aoBevolg mpoékupe 0Tt Slaka-
Teixeto amd €viovo ayxog otnv kabnueptvi tou {wn,
e€artiag evog avurépPANTOU UTTEPEYW, WG ATTOTEAECUA
NG avaTtpo@ng Tou. H mpovoonpd mpoowmKOTNTA TOU
aoBevouc xapaktnpetldtav amd Ayxog Kal YPuxavayka-
OTIKA oTolxeia. Katd tnv g€étaor tou Samotwonke
OTI OTA XAPAKTNPIOAOYIKA AuTA OToIXEla gixav emKabi-
O€L KAl KATABNITTIKA OTOoIXEla, VW TTapAAAnAa Emacye
amo avopeia, Slatapayég Tou UTVou (BUCYEPELD 0TV
€vUTIVION) Kal Tov XapakThplle évtovn adlagopia yia
8paoTNPIOTNTEC, Ol oTToiEC KATA TO TTAPEABSV ToL ATAV
guxaplotec. EmmpooBétwe, Tov Slakateixe £vtovo Ay-
XOC Kal €vag KATabBMITIKOC TPOTOC oKEYNS ouVoSEL-
opevog amd aiobnua evoxng Kal TARPN AmWAELa au-
TOEKTIUNONG (ava&loTnTag), Xweic dpwe va epgavidel
QUTOKTOVIKO 10€a0pud. AN 0UVOSA CUPMTTWHATA HTAV
ATUTIO CWUATIKA evoxArjata (mapaiodnoieg kat duoalt-
00noiec mpoowrou Kat dkpwv). Yeudalobrioeic kat d1a-
Tapaxég avtiAnwng dev mapatnpridBnkav.

ATO TO OIKOYEVEIAKO IOTOPIKO TANPO@opPNnOnRKaue
OTL TIPO £TOUG ATIWAECE TOV TTATEPA TOU, O OTIOIOC EiXE
SlayvwoBei va maocyxel amd t vooo CADASIL, Sid e€e-
Taoew¢ DNA tpia €tn mpotou amofiwoel. O acBevrg
Xapaktnpeilel Tov matépa we KATABAITTIKO e €VTOVO
ayxo¢. Mia mevtaetia mepimou mptv KataAn&el o moté-
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pag, apxloe va ep@avilel dlaTapaxég UvAUNG Kal ou-
MITEPLPOPAC, EVW TIAPAAANAA TTAPOUGCIAOTNKE EKTTTWON
TWV YVWOIAKWV ToU AEIToupylwv e€attiac moANAmAwv
urmo@Aolwdwv euppdkTwv. H Slavontikr Tou katdota-
on éuotale pe autr TnG vooou Alzheimer. Z1a teAevuTaia
0TAd1a TNC A0BEVELDC TOU, O TTATEPAC OEV ETIIKOIVWVOUOE
AEKTIKA Kal ATAv avikavog va @PovTioel Tov €auTd Tou.
O BAavatdg Tou OPEINeTO OE €va EKTETAWPEVO IOXAIUIKO
EYKEPANIKO emeloodlo. O matépag dev eixe kavéva amod
TOUG QVAUEVOUEVOUG EMIBAPUVTIKOUG TIAPAYOVTES Yia
aptnplookAfipuvon (kamviopa, avénuéva emimeda XoAn-
oTtePOANG, dafritn). O Matpikdg manmouc, Emiong, are-
Biwoe éxovtag pgpavioet avoikn dlatapayr ota mAaiota
TIOANATIAWV AYYELOKWY EYKEPONKWY EMEICOS{WV.

O aoBevric poPdtal va umoBAnOel og YEVETIKO €Ney-
¥0 Slapéoou Tou omoiou Ba pmopouoe va damotwoei n
mapouaia Tou yovidiou, kabwg av ival o idlog popéag Ba
UTTOOTE( TIG GUVETTEIEC TNG VOOOU (QUTOOWKOC ETTIKPATAG
Xapaktrpac). TiOeTal To EpWTNA KATA TIGC0 TO AyXOG Kal
N KataBArTTIkY S1dBeon mou Tov SIAaKATEXOUV UmOopPoUV
VA aroTEAOUV TIPWIA CUUITTWATA TG VOCOU.

Zu{qtnon

Ot mepimtwoelg aoBevwv ou avalnTouv YPUXIATPIKN
urtooTtnpiEn e€atiac ayxwdwv ekdGNAWoEwV 1} Ayxoug
OQEINOUEVOU Og KATABAIYN amoteAolv olvnBeC @al-
VOUEVO O0TNV KAWVIKN YuxlaTpIkr. Qotoco, gival BiAL-
OYPAPIKA ENAXIOTEG Ol TIEPITTTWOELG OTIG OTTIOIEC VEOL
aoBeveic (20-30 eTwv) gupaviouv auTtrV T CUPTTW-
patoloyia w¢ apxikn ekdiAwon tng vooou CADASIL.
MdaAota, n mpoava@epBeioa KAVIKA EIKOVA UTTOPE(
va empBapuvetal Spauatikd, Epocov dlamoTwOel o1
€vag yovéag mAoxelL armd Tn vOOO Kal CUVUTIAPXEL BETIKO
OIKOYEVEIAKO 10TOPIKO. AUTEC Ol TIEPITTTWOELC TTEPITTAE-
KovTal TEPLocOTEPO dTav 0 aoBevig MAnpopopnOei
OTL €xel 50% mBavotnteg va gival o 810G popéag Tou
MeTaANaypEVOUL Yovidiou. XTnV TIEPITTTWON AUTH:
1. ©@a VOO OEL Xwpig va UTapxel Kapia mepintwon mpo-

ANWNE 1} oploTIKNG Bepareiac.
2. Yndpyxetl 50% mBavoTnTa va KANPOVOURCoUV TO Yo-

vidlo ot anéyovoi Tou.

370 TAAIO10 TNG KAWVIKAG PUXIATPIKAS TIPAENG, KABWC
MEAETAUE TO 1ATPIKO 1OTOPIKO €VOC aoBevol, eival
mOavod va avakaAUPoupe oTolxEid ToU pag odnyouv
otnv mBavotnTa ePPAvIoNG f oTIAvVIOTEPA 0TN Sldyvw-
on ¢ vooou tou CADASIL. Auti) n mBavotnta pmopei
VA EKTIUNOEL AMOTEAEGUATIKA LE TNV EQApPPOYN TNSASN
undpyouoag SuvatoTNTAG AVAYVWELIoNG TOU HETAAAAY-
pévou yovidiou, Kabwg Kal pe TNV eukohdTepn Sie€ayw-
YN TWV anaitoVpeVwY eEETACEWV.
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O ekdoTtote KAWVIKOG Yuxiatpog kaAeitatl va dwoel
AMAVTACELG KATA TTIEPIOTACN OE CUYKEKPIUEVA EPWTN-
pata:
1. T TIC TTEPITTWOELC TTIOU UTTIOTITEVOUIACTE OETIKO, OGOV
agopd tn vooo tou CADASIL, 0IKOyEVEIQKO IOTOPIKO:
= Qa TIPETTEL VA EVNEPWOOUE TOV A0BEVH, O OTT0IOC
Non umo@épel amod Ayxog kal KATaOAYN, yia Ty -
Bavétnta autn;

= H otdon mou Ba uioBetroel o Yuyxiatpog Ba mpémel
va givat n idla mpog GAOUG TOUG TTACXOVTEG AOXETWG
av €xouv 1 Ox1 maidig;
2.2 & mepIMTWOELG amodedelypéva AoV BETIKOU OIKo-
YEVEIAKOU I0TOPIKOU:
= Amote\oUV dpaye To Ayxog Kal N KatdoAyn mpw-
(MO CUMTTTWHATA TIARPOUC €€EANIOOOEVNG VOOOU
Ttou CADASIL;

= [pénel dpaye o aoBevri¢ va mAnpo@opnOei diaué-
OO0V TWV €€ETACEWV av gival 1 OXl POopPEAC TNG VO-
oou (e 50% mOavoTnTeQ);

= XtV nepimtwon BeTikAg Sidyvwong Tt Ba mpémel va

amo@Acioel 0 aoBEVNC OXETIKA € TOUG EVUTIAPXO-
VTEC I LEANOVTIKOUC ammoyovouc Tou;

Yuxiatpikn mPoGEyyiern)

‘Omola MePIMTWON Kal av CUVTPEXEL, O Yuxiatpog
OPEiAeEl VA AVTIUETWTTIOEL TO OTPEC KAl TNV KATAOAIYN
mou Talavifouv Tov acBevry, agrivovTag Ta TPOCWITIKA
TOU EPWTAMATA, AAAA Kal TA EPWTHHATA TOU aoBevoU(
oTNnV akpn yla va amavtnBouv oe SeUTtepo xpodvo. Katd
10 {610 SidoTnua, pémel va SiepeuvnOei katd mdéoov To
Ayxo¢ Kal n KatdbMyn mpolmmpxav 1 gival andtoka
NG emiyvwong 6t évag yovéag émaocye amd CADASIL.
310 mMapdV MEPIOTATIKO, N TIPOTPOTH TPOC ToV aoBe-
vI}, 0 OTI0I0C UTTOPEPEL amd AyXo¢ Kal KAatabApn, va
avakaAUPel Tnv ainiBeta pe 50% mbavotnteg BeTikoL
amoteAéopatog, Oa ritav lTpiko AdBoc. AvtiBéTwe, ma-
PAAANAA PE TN XOPAYNON TWV OTIOIWV QAPUOKEUTIKWV
OKEVAOMATWY €ival amoAUTWE amapaitnTo va akKoAou-
Bnoel PuxoBepameuTikéG ouvedpieg (PUXOSUVAUIKAG 1
YVWOLAKAG QUOEWC).

Zroxotl g puxobepameiag

i. Yuyobuvauikng katevBuvong: H diepevbvnon tng du-
VauUNg Tou yw Héow TG omoiag Ba amokaAugBolv
Ol UNXaviopoi apuvag mou o aoBevig xpnolpoTolEi
otaBepd w¢ povTéNa emPBiwonc.

ii. 'vwolakr¢ katevBuvong: H Siepevvnon twv evundp-
XOVTWV YVWOLOKWVY Xaptwy, divovtag éugaon ota
HovTéNa avTidpaong 0e OTPECOOYOVEC KATAOTACEIC.
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Yu{NTACEIC TTOU APOPOUV eEETATCEIC YEVETIKOU UAI-
koL duvavTal va Tpayuatonoinfouv otav o acBevig
ameAeuBepwOei oxeTIkA amd To AyXog Kat dlamoTtw-
Bei LEeon NG KataBAYNG. H amoyn pag €ykeital
otov SlaPOPETIKO TPOTIO AVTIPETWITIONG avApeoa
o€ aoBeveig TTou €xouv TEKva Kal o auToUG TTou Sev
£XOULV. XTNV TEPIMTWON acBevol¢ Ue TEKVQ, N YVWon
NG UTTapPENG Tou yoviSiou PMmopEl va amo@Epel ENAXL-
oTa O€TIKA ATMOTEAEOUATA, EVW Ol APVNTIKEG TTAPAE-
TPOL TTOU €ival CaPWE TEPLOCOTEPEC, UTTOPOUV VA ETTI-
@épouv TN Snuioupyia VO AmOTVIKTIKOU TTEPIRAN-
AoOVTOC U€CA OTNV OIKOYEVELD UE PUOIKO eMakOAouBo
TOV KATOKEPUATIOUO TNG OIKOYEVELAG, TNV AUENGN Tou
AYXOUC Kal TNV MTEPAITEPW oUVAICONUATIKA GOPTION
(katdBAupn) Tou yovéa.

>Tnv mepimtwon dtekvou acbevoug, n yvwon evog
BeTikoU anmoteAéopatog Ba umopoloe va 0dnyrioel otn
Snuioupyia uylwv amoyovwyv SIapécou HETPWY OIKO-
YEVEIOKOU TTIPOYPOAMMATIONOU, UE TO TIAEOVEKTNUA TNG
Slakomm¢ TNG aAuacidag NG KAnpovoukoTnTac. AuTA N
uTeLBUVN OTACN AMéVavTI OTOV €AUTO TOU, OTOV ATd-
Yovo aAAd Kal 0TO KOIVWVIKO 0UVOAO UTTopEi va amoPei
1blaitepa PBondnTIkry 6oov agopd TNV LPeoN TNS KATA-
OMYNC Tou aoBevoUg, e TO VA TOU EUPUOHOEL JOKPO-
mpdOeopa évav BeTIKO TPOTO OKEPNC, Pia voTa alolo-
bo&iag atov Tpomo mou atevilel To péANov. Opeiloupe
va €XOUME UTTOYLV OTIL O XpOVOC amoTeAEl cUppaxo. O
aoBevnc otadlakd Ba e€oikelwOel pe TNV MANPOoPOEN-
on 6Tt gival popéag Tou yoviSiou Kal EVTENEL UTIAPXOUV
Baotueg eATideg 6TL N avamTuén TNC LATPIKAC ETIOTAKNG
péoa ota emopeva 20-30 xpodvia (xpovog 0Tov oToio
mpoPAéneTal 6Tl 0 aocBeviic Ba avamtuiel CUUMTWA-
ToAoYyia) pmopei va odnyroel o€ pia oploTikr Oeparneia
yta tn vooo tou CADASIL.

Lupmepacpara

H Yuxlatpikn mpooéyylon amévavTl og évav acBevi
OV aVTILETWTTICEL TO SIANUUA TOU va avaKaAUWYEL 1) OxL
av €XEL KANPOVOUROEL TO PETAOANAYHEVO YOVIOLO TIPETIEL
va Aapfavel ummoPiv Ta €1C:

= Tnv eAeLBepn BouAnon Tou acBevoug
= Tnv YuxiKn Tou kKatdotaon (KatabAupn)

= Ti¢ EMMTWOELG TTOU Ba ETTIPEPEL N ATIOPACT] TOU OTNV
molotNTa TNS {WNC TOU, OTNV TTPOCWTTIKOTNTA TOU OA-
A4 kat ota peAAOVTIKA Tou oX€lIa

= Ti¢ avTIdpACEIC TTOU EUPAVIOE O AVANOYEC TTEPLIOTA-
O€1C KaTtd To mapeAOv

< To BaBuo euBUVNC Tou 1aTPOL Kal Tou acBevoulg o€
OXEON ME TIG EMEPXOMUEVEG YEVEEG.
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CADASIL:
Case report and literature review

K. Katsafouros, E. Finokaliotis, E. Rizos, A. Papadopoulou, K. Sakellaropoulos

Dromokaitio Psychiatric Hospital, Tarsi, Athens

Psychiatriki 2008, 19:21-27

CADASIL, cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalo-
pathy, is a rare hereditary disease characterized by recurrent transient ischemic attacks (TIA), strokes,
and vascular dementia. It was first described in 1991 by Tourmier-Lasserve. The causative factor of
CADASIL is mutations of the Notch3 gene located on chromosome 19. About 400 families have been
diagnosed so far. Its clinical manifestations appear for the first time between 30 and 50 years of
age and include attacks of migraine with aura, recurrent ischemic subcortical events, subcortical
dementia and psychiatric disturbances varying from anxiety to severe depression, even psychotic
disorders. Due to the rare incidence of CADASIL, many cases are still misdiagnosed or undiagnosed
and are treated as ordinary psychiatric patients. The existing evidence implies that psychiatric
disturbances and CADASIL co-occur so the possibility of a patient suffering from CADASIL should
be considered in any individual having mental illness and a suggestive family history. This parer
describes the psychiatric approach on a patient presenting anxiety, depression and a family history
of CADASIL, who faces the dilemma of being diagnosed with CADASIL.

Key words: CADASIL, autosomal dominant, gene mutations, transient ischemic attacks, vascular
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dementia, migraines, anxiety, depression, family history of CADASIL.
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