KYZTINQZH:
NMPONPAMMA YNOZTHPI=ZHZ KAINIKQN
ANMOOMAZEQN

ZXESL0 KALVIKWV CUCTACEWYV OTLO TNV OpAda
EUTELPOYVWHLOVWV

EIZATQrH

OL OUOTACELG TOU TTAPOVTOC eyypadou Sdtaturtwbnkav amnd maykOopL0 GUVTOVLOTIKN
gmtporth SLeBVWV KALVIKWY LATPWV UE EUTIELpLa oTh Slaxeiplon ¢ KUOTIVWONC. 2TOX0G
ToUC eival va otnpiéouv el8IKEUIEVOUG KaL LN ELGIKEVUEVOUC ETTAYYEAUATIEG UYELOC OTNV
KaOnUEPLVA TOUC KALVLKN TIPOKTLKA KATA T Bepameia veapwVv evNAIKWVY Kot EVAALKWY
ao0Bevwv e kuotivwon. Mo Adyoug amAotnTag, 0 Opog «EVAALKOG» TTOU XpNOLUOTIOLELTOL
cupmepAapBavel kot TG SU0 NAKLOKEG OUASEG.

EKTOG amod TIG CUYKEKPLUEVEG CUOTACELG TTou Slaturtwvovtat ew, OAoL oL emayyeApaTieg
vyelag mou meplBAAouv eVAALKEG e KuoTivwon Ba mpémnel va e€eTalouy KABe
HUEUOVWUEVO TIEPLOTATIKO E BAON TO SIKA TOU XOPAKTNPLOTIKA. EvBappUvou e TN
HeEAETNUEVN Kal EyKaipn LeTABaon Twv eprPwv aoBevwy oTIC UTNPECieg evnAlKwv.
Mpooblopioape cUOTAOELG TTOU UTIOOTNPL{OVTOL OO TEKUNPLWUEVEG KALVIKEG
katevBuvtApleg 0dnyieg kat mpdoBeta dSnuootevpéva dedopéva. Qotdoo, omou dev
UTTAPXOUV TETOLA OToLXEla, mpoodEépoupe kaBodrynon nou Baciletal otn cuAAoyLkni
YVWLUN TWV ELOIKWV.

1. KAINIKH KAGOAHIHZH KAI NOPOI A THN KYZTINQzH

H od&nyiec KDIGO akoAouBouvtal 1000 teBvwg 000 Kot 0TNV MAELOVOTNTA TWV
EUPWIAIKWV Xwpwv. QoTO00, 00 CUVIOTOUE va cupBouAsuTelTE Kol GANEG SLeBveig
OUOTAOELG, EOVIKEG KaTeuBuVTPLEG 06NYieg KAl AAAEG TtNYEG, OTIWG:

e Nedpomabntiki kuotivwon: éva éyypado SleBvoug ouvaiveong
* ELSIKEG KOTEVOULVTNPLEG YPOAUMEG YLt EVAALKES Kal edrifouc acBeveig
e EWSIKEC oUOTAOELG yLa TN SLaXELPLON TNG OOTLKAG VOGOU

BiBAloypadikeg avadopeg:
e EmmaF, et al. Nephropathic cystinosis: an international consensus document. Nephrol Dial Transplant
2014;29(Suppl 4):iv87-94. https://www.ncbi.nlm.nih.gov/pubmed/25165189

1
CystinosiscDsP caciaros (Y Chi@s]

Clinical Decision Support Programme . -
global rare diseases ¢


http://www.ncbi.nlm.nih.gov/pubmed/25165189
http://www.ncbi.nlm.nih.gov/pubmed/25165189
http://www.ncbi.nlm.nih.gov/pubmed/25165189

e Langman CB, et al. Controversies and research agenda in nephropathic cystinosis: conclusions
from a “Kidney Disease: Improving Global Outcomes’ (KDIGO) Controversies Conference. Kidney
Int 2016;89(6):1192-203. https://www.ncbi.nlm.nih.gov/pubmed/27181776

e Ariceta G, et al. Cystinosis in adult and adolescent patients: Recommendations for the

comprehensive care of cystinosis. Nefrologia 2015;35(3):304-21.
https://www.ncbi.nlm.nih.gov/pubmed/26523297
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2. FTENIKEZ EKTIMHZEIZ KATA TH OEPANEIA ENOZ AZOENOY2

ME KYZTINQzH

H kuotivwon elval pla omdvia mToAucUoTNUATIKY dtatapaxr) LE CUVOALKA TTOCOOTA
gudpavionc mou avadépovral otn FaAlia, tn Aavia, tn Zoundia, tn Feppavia Kat tTnv
Avotpalia petafd 1:115.000 kat 1:260.000 yevvroelg {wvtwv. AOyw TnG omaviotnTag
NG, Umopel va umapyel EANewdn evalocOnToOmoinoNnGg OXETIKA LE TIG BpoaxuTpOBeoEC KOl
HOKPOTIPOOECULEG CUVETIELEG KOLL TLG TIOAUOPYQAVLKEG ETIITTWOELG TNG VOOOU, KON KOl
HETAEL TWV VEPPOAOYWV EVAALKWV.

Katd tn yvwun pag, évag vedpoldyog evnAikwy r €vag Latpog eLOIKEUEVOG o€ BEpata
HETAPBOALOUOU UE €LO6LKNA EUMELpla 0TNV KUOTIVwon Ba Tipénel va TeBel emkepaAng Kal
va elval 0 Bactkog KALVIKOC OUVTOVLOTHC 0T dpovTida auTwy Twv acBsvwy, bavika o
£€va KEVTPO aPLOTELOG, OTIOU UTTAPXEL LA SLETILOTNOVLKH OpASa UYELOVOULKOU
TIPOOWTILKOU UE EUMELpia oTn Slaxeiplon autwv Twv acBevwv. Autd Ba Staodaliost
oTL Ba tapakoAouBouvTal EMAPKWE OL TIPAKTIKEG OTPATNYLKEG SLaxeiplong, Omwg ta
BéAtiota oxnpata Socoloyiag, mou mepltAapBavouv tnv mapakoAouOnon

Twv eTNESwv Kuotivng Twv Aeukokuttapwy (WBC), tn BeAtiwon tng cupuopdwong otn
Bepaneia, kKaBwg kal TNV evacONTOMOINON OXETIKA LE TIG LAKPOTIPOOECUEG CUVETIELEG
Kal tn Bepamneia Tng vooou ota Stadopa cuotripata opyavwy. Mmopel, eniong, va
EUTMAEKOVTAL KOl AAAEC ELBIKOTNTEG UYELOVOULKN G TtEPiBaAP NG, yia Tapadelypa yLo TV
mapoxn ekmaideuonc Kot UTooTAPLENG LETA TN LETAUOCXEUON 1) yLa TN BeATioTonolnon
NG LOKPOXPOVLOG CUUHOPDWONG TwV acBevwy. INUELWVOUUE, WOTOCO0, OTL N doun TNG
Slemotnuovikng opadag Ba dtadépel avaloya Ue TNV MEPIMTWON, TO VOCOKOUELO KalL TN
Xwpa.

Elval onpavtiko va Stacdallotel OTL oL VEOL EVAAIKEC e KUOTIVWON HeTaBaivouv amo
Vv nadatpkn mepiBaAPn otnv neplBaiPn evnAikwv péow pLag emionung unnpeoiag
petaBaong otnv evaAikn epiBaAdn, wote va dtachaAiotouv ta BEATIOTA
HOKPOTIPOBECO AMOTEAECUATO.

BiBAoypadikég avadopég:

e Elmonem MA, et al. Cystinosis: a review. Orphanet J Rare Dis
2016;11:47. https://www.ncbi.nlm.nih.gov/pubmed/27102039 for
incidence rates

e Langman CB, et al. Controversies and research agenda in nephropathic cystinosis: conclusions
from a “Kidney Disease: Improving Global Outcomes’ (KDIGO) Controversies Conference. Kidney

Int 2016;89(6):1192-203. https://www.ncbi.nlm.nih.gov/pubmed/27181776

ALETILOTNMOVLKN TPOCEYYLON

ZUVLOTOULE TOV OPLOMO €VOG ETUKEDAANG LATPOU YL TOV CUVTOVIOUO TG dpovtidag Twy
TIOAUTIAOKWV {NTNUATWY TIOU avTLUETWTi{ouV oL acBevelc pe kKuotivwon. O emikedpaAng
QUTOC UTtopEL va elval évag vedppoAdyog 1 Evag LATpOC ELOLIKEVEVOC o€ BEpata
HETABOALOLOU. ATTALTELTOL VO CULMETEXOUV OLPKETOL AAAOL ELOIKEUEVOL LATPOL TNG
Slemotnpovikng opddag otn ppovtida Twv evnAikwv acBsvwv pe Kuotivwon:

Cystinosiscpsp Evotparcia oy *Chiesi

Clinical Decision Support Programme X -
global rare diseases ¢


http://www.ncbi.nlm.nih.gov/pubmed/27102039
http://www.ncbi.nlm.nih.gov/pubmed/27102039
http://www.ncbi.nlm.nih.gov/pubmed/27102039
http://www.ncbi.nlm.nih.gov/pubmed/27181776
http://www.ncbi.nlm.nih.gov/pubmed/27181776
http://www.ncbi.nlm.nih.gov/pubmed/27181776

NedpoAoyog

ZuvLoToUUE OTL Evag veDpOAOYOG elval avamoomaoto KOUUATL otn dpoviida autig tng
nadnong. H ouxvotnta emaveéEtaong Oa mMoLkiAEL avaAoya e TIG aVAyKESG TOU aoBevoug
Kal Ba Kupavetol amo 2 popEC/ETog  Kal MEPLOCOTEPO, EPOCOV maLTETAL.

latpdg LIKEVHEVOG O OEpaTa LETOBOALGHOU

‘Evag Latpog eldlkeuEVog o€ Bpata pPetaBoAlopou unopet va eivatl emikepalig tng
dpovtidag evog evrjAlkou acBevoUc Pe KUOTIVWEON 0 cUVSUOOUO e ToV VEDPOAOYO,
Sivovtag LbLaitepn mpooox oTLG EVOOKPLVIKEG AELTOUPYLEG, LE UTIOXPEWTLKNA EMaveEETOON
TOUAd)LOTOV pia dopd ToV XpOVOo 1 cUXVOTEPQ aVAAOY A LE TIG avAyKeG. Oplopévol
EUTELPOYVWOVEG TILOTEVUOUV OTL OL 0l0BEeVELG TIpEMEL va TtapakoAouBolvtal amo évav
LATPO €L6IKEVEVO O€ BEpaTa HETABOALOUOU 1) €vav EVOOKPLVOAOYO yLa TIG AELTOUPYIEG TOU
Bupeoeldouc Kot Tov SLaPATn YEVIKOTEPA e cuxvotnTa pia i Vo Ppopég to xpovo,
avAAoya LLE TA EKAOTOTE KEVTPO KL CUOCTILOTOL UYELOVORLLKNG TtepiBaAdng.

OdOaApiarpog
ZuviotoU e 0 aoBeVG pe KuoTtivwon va e§etaletal anod opBaluiatpo etnoiwg A o
ouXVQA, AV amaLteitalL.

Ewdikeupévog voonAeutg veppoloyiag

Oplopévol ldikol ouvepyalovtal oTeva e Evav eLIKEVLEVO VOoonAeuTn vedpoloyiag Kat
OUOTNVOUV OTL Bl TTPETEL VAL ElVOlL TTAVTO TTAPWV YLo va BonBd 6Tov CUVTOVIOUO KAl O
£pWTNAHATA TOU a.oBevouc Kat va TpoodEPEL UTIOOTHPLEN.

Qotooo, avayvwpiloupe otL autrn n Asttoupylia ev mpoodEpeTal amod OAa Ta KEVTPA Kol
TOL CUCTA AT UYELOVOULKAG TtepiBaAnc.

Kap&iohoyikn avadopad
Ot aoBeveic pe xpovia veppormnabela Ba mpenel va cupBoulevovtal Kat KapSLoAoyo.

NeupoAdyog
JUVLOTOUME pLa eTAOLO eTtioken yia KAWLIKNA aéloAoynon o eviAikeg a.oBevelg, pe
TIPOCOETEG KALVIKEG EEETAOELG, OTIWG ATOLTELTAL.

AcBevr¢/yovéacg/dpovtioTi

O (810G 0 006V €XEL KEVTPLKO pOAO o€ KABe culntnon Kat n olkoyévela/ot pidot/ot
dpovtlotég Oa mpémel, emiong, va Bswpolvtal LEPOC TNG OUASAC, WOTE VO CUUUETEXOUV
OTLG OUINTAOELG KAl TIG AMOPACELG OXETKA UE TN PpOVTISO TOUC HE TN cUYKATABeon Tou
aoBevoug.

AMN\a

ZuviotoU e OTL 0 acBevig Ba mpenel, emiong, va AdPel Statpodikr) umootipLén yla tnv
afloAdynon tng Statpodikn Tou Katdotaong (edika edv o acBevr¢ mapouaotdlet
anwAela Bapoug, £xeL cakyxopwdn Stantn n/kat vedpikn avendpkela). Kabwg nepinou
10 30% TWV eVAAIKWV 0.00evwVv Ba TAPOUGLACOUV AVOTTVEUCOTIKA TTPOBARLOTA, UTOPEL VO
XPELOOTEL UTTOOTAPLEN ATO TIVEULOVOAOYO. Oa GUVIOTOUCAE, EMIONG, TV
napakoAouOnon otoug Topeig TNG PuxoAloylag, TnG veupoAoyiag, TnG opAlag KoL Tng
YAwooag, Tng epyoBepameiag kat TNV avadopd o€ KOWWVIKEG UTINPEOCLEG.

TéAog, n Kok emikowvwvia Kot SIKTUWOoN PETAEY TOU TOTIKOU VOOOKOMELOU KL TOU
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€l6IKEUMEVOU KEVTPOU elval {wWTIKNC onuaociag, kabwg ol aoBeveic umopel va xpelaoTel va
SlavUouVv HeYAAEG ATTOOTACELG YLO VO LETAPBOUV 0TO €EELOIKEVLEVO KEVTPO.
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3. 2YMMETOXH NOAANANNAQN OPTANQN

EMUMTWOELG 0T YOVLHOTNTO & OLKOYEVELOKOG MPOYPOAHLLOTLONOG

Me Baon TNV KAWVIKA HOC EUMELplO CUVLIOTOUUE va IpoodEPovTal ol aKOAOUBEG
OUMUBOUAEG Kol UTIOOTPLEN OXETIKA |LE TOV OLKOYEVELOKO TIPOYPOLUATIONO O aoBeveig pe
KUOTLVWON TIou Umopel va emBupolv va amoktrioouv matdid.

Mo yuvaikeg Kol Avepeg
ao0Beveig Na yuvaikeg

ao0eveig

OLyuvaikeg aoBeveig Ba mpémeL va evnuepwvovTal OTL N mBavOTNTA VA PEIVOUV EYKUEG,
ocupnepAapuBavopevng tng mBavotnTag EMITUXoUS EKBaong TG EYKUOOUVNG, e§aptatal
OO TNV UYELD TwV VEDPWV TOUG.

Ot yuvaikeg aoBeveic pe kuotivwon e€akoAouBouv va eival yovipeg. H yuvaika acBevr
Ba mpémel va yvwpilel otL Oa xpelootel va StakoPel tn Bepaneia peiwong tng Kuotivng
HETA TNV emBePaiwon TNG EYKUOoUVNG, TIPOKELUEVOU va arodeuxBel n €kBeon tou
eUBpLoU oe Bepaneia pelwong Tng kuotivng. Yrapyxel EAAewn OTOLXELWV OXETIKA UE TN
Bepameia peiwong NG KUOTIVNG Kal To BnAaouO Kal, CUVETIWC, N Beparmeila Helwong tng
KuoTivng Ba mpemel va amodelyeTaL KAt tn Stdpkela Tou BnAacpou. TEAog, ot
OUMBOUAEG Kat n culATnon Ba pEMEL va pooappolovtal avaloya e Tt VEDPLKN
Aewtoupyia TnG KABe yuvaikag acBevoug, cuudwva e TN cUPPATIKA Xpovia
vepporaBeta (XNN) kal Tic cUUBOUAEG LETA TN HETAUOOXELON).

Mo avépeg acOeveic
OL avdpeg aocBeveic Oa TPEMEL va evnUeEPWVOVTAL OTL, AV KOL TIPONYOUUEVWC
BewpouvTav OTELPOL, Ol TEXVLKEG in Vitro yovipomolnong He eVOOKUTTAPOTTAOCHOTLKA
€VEON OTMEPUATOC, UIMOPEL va elval pLa emiloyn, €av emBUOUV va OMOKTHOOUV TtaldLd
He S1kd Toug oTIEP QL.

ErutAéov, yla oplopéva atopa Ba pmopouoe va ivat pa ettidoyn n rbavn dtatripnon
YEVETLIKOU UALKOU O€ TPAMElQ OTIEPUATOG. ZUVLOTOUE OTL QUTH N ETILAOYN TIPETIEL VAL
e€etaletal o€ MPWLUO oTAdLo yLa ETUAEYUEVOUG 00BeVELG TTOU €MIBUUOUV VO ATTOKTI|GOUV
matdld. 2e éva HLKPO MOoooTo acBevwv mou Sev £€xouv MARPN alWOCTIEPLD, TO OTEPUA
uropet va cuMexBel péow PBloPiag opxewv 1 erudtdbupidacg n ano ekonepudtTwon.

Oa cuvloToUoaUE, EMiONG, TN CUUUETOXN oUVASEAPWV amd AANEC ELOIKOTNTEG, OTIWG N
evbokpLlvoloyla 1 N HOLEUTIKI KOL N YUVOLKOAOYLQ, ylo va TTPOCHEPOUV TIEPALTEPW
uTtooTrPLEN Kot CUUPBOUAEG.

Nedpka IntRpata

Me Baon TLG TpEXOUOEC KATeUBUVTAPLEG 08NYLEC KaL TA SLOOECLUA OTOLKELQ, CUVIOTOUUE
NV napakoAolONnon tng vedpikng Asttoupyilag kat tng eEEALENG TNG VOOOU avaAoya PE
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TNV Katdotaon tou kabe acBevoug. EKTOg amd tnv mapakoAoubnon Twv emuédwv
KUOTLVNG TwV AeukokuTttapwVv (WBC), cUVIOTOUUE OUYKEKPLUEVEC ATIALTAOELG
mapoakoAouBbnong yio StadopeTikd oevapla o.oBevwv Pe BAcn TNV KAWVLKA LOC EUTIELPLO,
wg e€AG:

1. Na aoBeveig pe cvépopo Fanconi

ZUVLOTOUUE TN XPAON KATAAANAWY CUUITANPWHATWY NAEKTPOAUTWY YLOL TNV QAVILETWTILON
¢ 0€€waong, TNG XPOVLOG UTIOKAALALLLOG, TNG UTIOPWOPATALLLOG KO TNE KAPVLTIVNG, EAV
XpeLaletal. Aev CUVIOTOUUE TN XPHon TNG LvEopueBakivng og eVAALKEC.
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2. Na aoBeveig mov untoBaiAovral o€ atpokabapon

Kat ot 800 tpomoL atpokdBapong eivatl KATAAANAOL avAAoya LE TNV LOTPLKA KAl KOWWVIKI)
Kataotoon tou aofevouc. Na toug aoBeveig mou umoBaAlovtal og atpokabapon,
OUVLOTATAL N TIPOCAPHOYH TwV NAEKTPOAUTWY UTEPSINONONG Kot apokaBapong avaloya
LE TIG aVAYKEG Tou KABe aoBevouc.

JuviloTdtal n mpooappoyn TG unepdnBnong kat n mapakoAovBnon Twv emMESwv KaAiou
kat ¢pwodopou He avaAoyn TPOCOAPHUOYH TOU OCUUTANPWHATOG. ZUVIOTOUME va
EVNUEPWVOVTOL OL €V AOYyW 0.0DeVEIG OTL N HeTapOoxevon ival n BEATIotn Beparmeutiki
emloyn, epocov ival eikTn.

3. MNa aoBeveig npv anod ) peTapdoxevon vedppou

YuviotoUpe va akohouBouvtal ot Tpéxouoeg cuotaoelg KDIGO mplv armo t
HLETAUOOXEUON YLa TNV TtapakoAoUBOnon tng vedpikn g Aeltoupylag o€ aUTOUG TOUG
ooBevelg.

MNna acBeveic pe XNN mpLv amod tn HETAUOOXEVUON: TIPOTEIVOULE OTEVI TtapakoAolBnaon tng
KPEATLViVNG 0poU yLa TOV UTTOAOYLOMO TwV TLHWV eGRF yla TV mapakoAouOnon tng
vedpLkng Aettoupyiag. H kpeativivn opol pmopel va pnv aviikatontpilel cwota tn
vedplkn Aettoupyia otoug acBeveic pe amoduvapwaon Twv HUWv. MNa Toug aoBeveig pe
vedplkn avemdpkela teAlkol otadiouv (ESRD), mPOTEIVOUUE TNV MTPOCEKTLKN
mapoakoAouOnon Twyv emMedwv KaAiou Kot pwodOpou Kal TNV IIPOCOUPLOYI) TWV
CUMTTANPWHATWY YLa TOV EAEYX0 TNG 0&EwaNG Kal Tt mapabopudvng (PTH).

4. Noa acBeveic peTd ano petapdoxsuon veppou

JuvioTtoUpe va akohouBouvtal ot Tpéxouoeg cuotaoelg KDIGO yia tnv
mapakoAoUOnon TNG vePpLKN G AsLToUpyLag LETA TN LETAUOOXEVUGH, LUE TNV POCONKN
NG mapakoAolBnNonGg Twv emmESwV KUOTIVNG TwVv AsukokuTttapwyv (WBC) og autoug
Toug aoBevelg. Oa mpémel va divetal Wolaitepn mpoooxn otnv ToAuoUPLA AUECWG

HETA TN HLETOPOOXELON.

ZuvioTtoU e TnV evapén tng Bepaneiag peiwong tng kuotivng (CDT) To cuvtopotEpPO
Suvato, HOALG 0 acBevig pmopéoel va AdPel pappaka and Tou otopatod. Evééxetal va
amotteitol mpooHeTN CUUTIANPWGCN NAEKTPOAUTWV.

ZuvioTtoU e, emiong, averupuAakta TNV eknaibevon Twv aoBevwv mou €xouv uTtoBANOEL
O£ UETOPOOYEVON OXETIKA UE TA PoKpOoTpOBeopa opEAN TG CUPHOPPWONC TOCO oTa
Bepameutika oxnuata CDT 660 Kol 0T VOCOKATAOTAATIKA OEPATMEVUTIKA OXAMOTOL.

NEUPLKO CUOTNHA KOL VEUPOYVWOTLKEG TITUXEG

Me Baon TNV KAWLKA HOC EUMELPLO, CUVLOTOUE VAl YIVETAL TAKTIKI a€loAdynon tng
SUVOUNG TWV AW HUWV KOL EAEYXOG TNG LKAVOTNTOG KLVNTIKAG AELTOUPYLOG KaL TNG
HUVAUNG o€ KABe emiokePn tou acBevoug, pall pe katevuBuvopuevn oulntnon yupw amno
TUOAVEG VEUPOAOYIKEC EVOELEELC KOL CUMMTWHLOTAL.

EL8KA yLaL TO KEVTPLKO VEUPLKO cUoTnpa: cuvioTATal n Slevepyela KAWVIKAG EEETaONG KaL N
napakoAouOnon omoloudnmote LoToplkou KepaAaAyiag mou SlepeuvdTtal wg
evbokpaviakn umEptacn. AlattouvTal, EMiong, TAKTIKEC 0POAAUOAOYLIKEG EEETACELG WOTE
va arokAeietal to evéexopevo Peudooykou eykedpalou. Oa mpémet va dtepeuvnBein
napoucia mupadIkwy A apeykedaAldikwy cuvdpopwy, Bpadukivnoiog kat AAAwV
E0TLAKWVY XAPAKTNPLOTIKWY TIOU UTIOSNAWVOUV EYKEDAALKO ETELCOSL0. O TIPETIEL VAL
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xpnowtoroteitatl n dokipacia MMSE yia tnv afloAdynon mbavwy yVwoTKwy
eAattwpdtwy. Mnopet va mpaypatomnotn et payvntiki Topoypadia eykedpdAou yia tnv
avalntnon eykepaAkng atpodiog, avwaAlwy oTo oA TG AEUKAG OUCLag i LOXOULULKWVY
BAoBwv. OL aoBecTOMOLNOELC UmopoUV va apatnenBolv e afovikn topoypadia.

Z10 nepLPEPLKO VEUPLKO OUCTNUOL: CUVLOTOUUE TN Xprion KAlpakag agloAdynong yla
TV afloAdynon Kot TNV mapakoAolOnon evoeifewv Kol CUUTTTWHUATWY OE XPOVLEG
HUTKEG SlaTapayEg.

Mo va eKTLNOEL 0 AVTIKTUTIOC OTLG VEUPOYVWOLOKEG AELTOUPYLEG: cuvioToU e To MMSE
VoL XPNOLUOTIOLELTOL VLA TN VEUPOYVWOLAKA a§LoAoynon, Wblaitepa edv UTIAPXEL KATIOLO
OXETIKO TAPATIOVO aTtd TouG aoBevelg, OTwWG oL XapNAEG eMLOO0ELG 0TO OXOAELO, TA OTITIKO-
XWwpPLKA rpoPAnpata A mpoPAnuata cupnepipopdc. H afloAdynon autn mpEMeL va
TEPNAUBAVEL TOUAAXLOTOV TNV AELOAOYNON TWV OMTIKWV-XWPLKWV LKAVOTHTWVY, TOU
OTTTLKOU-KLVNTIKOU GUVTOVLOMOU Kal TNV afloAdynaon tng BpaxumpoBeoung tng LVAKNG.

Juviotatal Taktikn dtafovAevon pe TNV opada veupoAoyiag, TTPOKELUEVOU VOl ETILONUAVEL
KOLL VOL TTPOTELVEL TIOU QTTOULTELTOL TIEPAUTEPW VEUPOAOYLKH afLloAOYNON KAl yLol VO CUVEXLOTEL
n mapakoAouOnon. Mepattépw afloAoynoelg punopet va mepthapfdvouv ta €AG:

o Aoklpaoia katamoong

« MMSE

¢« MFM

o Aoklpaoio eEAAEMTOU TTEPTIOTALATOG
o  MayvnTikn Topoypadia eykepaiou

« ENMG

Qotooo, avayvwpilloupe OTL N ouxvoTNTA TNE VEUPOAOYIKN G afloAoynong Ba Stadépel
QO KEVTPO O€ KEVTPO KOLL OO XWPO O XWPO.

BiBAoypadikég avadopég:
e Ariceta G, Camacho JA, Fernandez-Obispo M et al. Cystinosis in adult and adolescent patients:
Recommendations for the comprehensive care of cystinosis. Nefrologia 2015; 35: 304—-321

ZUMHETOXA TWV HUWV

Oa mpEmnel va evBappUVETAL N TOKTLKA AoKnaon, Ue mpooBaon o pucloBepaneia, yla va
urnootnpxOet n mBavr anwAela PUiKAG LATOG Kal oL OKEAETIKEG Ttapapopdwoels. Exel
&N meplypadel pa eLOIKA AVTILETWTILON TWV ETULOPACEWY TNG OOTIKAG VOOOU OE aoBEeVE(S
HE kuotivwon. Auth meptlapfavel Tn Bepaneia avtikataotaong pwodopkol AAatog,
o0&vou avBpakikol/Kitplkol alatog kat Brtapivng D yia tn paxitida kot tn Bepaneia pe
avaouvduaopévn avBpwrivn avéntikr oppovn (rHGH) yia pikpd avdotnua. 3 EnumAéoy,
Kall e BAon TNV KAWVIKA LG EUTELPLO, CUOTAVOUE OL EMAYYEAMATIEG UYELQG VA
0akoAoUBOUV TIG CUOTACELG TWV CUVOSEADWV ELSIKWV 0TN VEUPOAOyia Kot ToV AOYO Kol Th
yAwooo otav {nTouV VEUPOAOYLKEG £EETAOELG, OTWC To ENMG Kal n BLVTEOAKTIVOOKOTINGN
yla TNV KATAmoon, KaBwc Kat otov Kaboplopod tng cuxvotntac afloAdynong.

BiBAloypadikég avadopig:
e Huckabee M-L, et al. The Test of Masticating and Swallowing Solids (TOMASS): reliability,
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validity and international normative data. Int J Lang Commun Disord 2018;53(1):144-156.
https://www.ncbi.nlm.nih.gov/pubmed/28677236

e Ariceta G, et al. Cystinosis in adult and adolescent patients: Recommendations for the
comprehensive care of cystinosis. Nefrologia 2015;35(3):304-21.
https://www.ncbi.nlm.nih.gov/pubmed/26523297

ErutAéov, kat pe BAon TNV KAWVIKA LA EUMELPLO, CUOTAVOUE OL ETayYEARATIEG UYElag
va akoAouBoUV TIC cUOTACELG TwV cuVadEADwWVY ELBIKWVY 0T VEUpOoAoyia Kot Tov Adyo
Kall Tn YAwooa otav {nTtolV VEUPOAOYIKEC e€eTAOELG, OTIWG To ENMG Kot
BLVTEOOKTIVOOKOTINGN YLO TNV KATATTOON, KABwC Kol aTov KaBopLopd Tng cuxvotnTag
afloAdynong.
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Mnopei va npaypatonown0si nAektpoveupopvoypadpnua (ENMG):
o Kotd tnv évapén tng peAétng, otav epdavilovral onpasdia PUikng aduvoplog Kot amwAELG
o Q¢ UEPOG VEUPOAOYLKAG EEETAONG
o OxLwg pEPOG TNG ouvnBoug mapakoAoUBnong, aAAA yia Tn Stadopomoinon tng
OUMHETOXNC TWV HUWV I TWV TIEPLPEPIKWV VEUPWV

Katanoon:
e Ta mpoBARUATA KATATIOONE UITOPOUV VA EKTLUNO0UV KAAUTEPQ LIE pLa
Sokipaoia Katdmoong Kal Le BLVTEOAKTLVOOKOTNGN
e Mnopel va xpnoipomnotlnBei n dokipacio pdonong kot katdmnoong otepewv (TOMASS)
e Katamoon 100 ml vepou, pETpnon TNG SLAPKELAG TNG KATATIOONG (UTIAPXEL TIVLYUOG;)
e [poodEpeTe Eva UMLOKOTO (TUTTOTIOLNKEVO, 5 cm2), AéyovTag: «Zag TMapaKoAw,
bATE QUTO TO UIMLOKOTO 00O TILO YPHYOPO UTOPELTEN
e Metd 10 daynto, o acbevng KaAeltal va meL To Ovopd Tou (agloAdynon dwvng)
e AvdAuon kat BaBpoAoynon: Bvteookonnon, aplOpog SayKwHATwWY, KIVAOELG
pHAonong, KWWAOELG Katdmoong, cuVOALK Stdpkela dayntou
¢ H BLWVTEOOKTIVOOKOTINON TIOPEXEL LD KLVOULEVN ELKOVA TNG KOTATIOONG OE TIPOYHATIKO XpOVO

Mo KAWVIKEG HUTKEG SoKipaoieg, pmopouv va xpnotpormnotnBouv kKAlpakeg afloAdynong (..
N KAlpaka puwv tou ZupBouliou latpikng Epguvag [MRC]) yia tnv avixveuon aduvauiog
KOLL OTIWAELOC QTTOUOKPUOUEVWVY HLUWV. EVOAANAKTIKA, N KApHaKa afloAdynong KLVNTIKNG
Aettoupylag Motor Function Measure (MFM) 1) n e€aAemtn Aemtn Sokipoaoia Badiopatog
(6 Minute-Walking-Test) purmopouv va xpnotpomnotnfouv yia tTnv akplfn mapakoloudnon
™G ooBapdtntag Kot TnG eEEALENG TNG KLVNTIKAG AELTOUPYLOG OE VEUPOUUTKN VOCO.

To ENMG propel, emiong, va eKTEAEOTEL yLa TNV MapakoAouBnon Tou puoyevoug
ouvdpopou. Aev GUVIOTOUUE TNV afloAdynon poutivag yLa TNV KLVaon tn¢ Kpeativng opol
Kol TIG BloYieg LUWV WG LEPOG TNG TAKTIKAG VEUPOUUTKAG apakoAolBnong. Asv Oa
nipeneL va Stevepyeital Blodia puwv og 6Aoug toug acbeveis, kaBwg ival emepfatikn
Kol Ba TTPETEL va Slevepyeltal LOVO O€ OTAVLEC TIEPUTTWOELC YLOL CUYKEKPLUEVEG EVOEILELG.

TuvnBwg, ot evdeifelg/cuumTwpata tnG ELdAVIONG TG CUMUETOXAG TWV LUWV OTNV
kuotivwon eivat n aduvapia kat N amwAELd TWV WMOUOKPUOUEVWY LUWV OTA AVW KoL
KATW akpa. Ot SUCKOALEC OTNV KATATIOCN KAl N OTOUATIKI) SUCAELTOUpYLa TElVOUV va
eudavilovrat apyotepa. H mapakoAouBbnon tou acBevoug yla T CUMMETOXH TWV LUWV
elval amoKAELOTIKA KALVLKN.

Aebopévou otL n dpuoN TwWV LOToAOYIKWV BAaBwV otnv Kuotivwaon ivatl dn yvwotn
(AOyw NG puomabeLag TwV KeEVOTOTILWOWV), UTIAPXEL TIEPLOPLOKEVN agla oTNV AmOKTNoN
TETOLWV LOTOAOYLKWYV TTANpodopLwV armod tov acBevn. Aev cuVIOTOULE TN SLlEVEPYELA
Boyiag puwv kata tn Slapkela tng cuvnBoug mapakoAouOnong Twv a.cbevwv.

ZuviotoU e tn Sleveépyela ENMG katd tnv évapén Bepaneiag. O acBevig Oa npémel va
AapBavel taktikn KAWIKA TtapakoAouBOnon oe etiola Baon.

Katd tn Aqn otopikol pe kdBe acBevr, cuvioToupe va afloAoyoluvtal oL SUCKOALEG
miou avadEpouv oL acBeveig pe Tn paonon, TNV avappodnaon, tn duocdayia, tnv
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Tieplooela olEAOU, TNV aMWAELA BAPOUG, Ta yeUHATA PEYAANG SLAPKELOG KAl TO
OVATIVEUOTLKA CUUMTWHOTO, CUUTEPAAUBavOUEVNG TNG AoiwENg.

Me Bdon To avadpePOUEVO LOTOPLKO, TIPOTEIVOUE ELOIKEG EEETAOELG OTIWG: LOAVIKA
BLVTEOOKTIVOOKOTINGN KATATOONG (€AV UTIAPXEL) I} EVOOOKOTIKN afloAdynon T KATATOoNG UE
OTTTIKEG (VEG.

BiBAloypadikég avadopig:

e Huckabee ML, Mcintosh T, Fuller L et al. The Test of Masticating and Swallowing Solids
(TOMASS): reliability, validity and international normative data. Int J Lang Commun Disord 2018;
53:144-156

e Ariceta G, Camacho JA, Fernandez-Obispo M et al. Cystinosis in adult and adolescent patients:
Recommendations for the comprehensive care of cystinosis. Nefrologia 2015; 35: 304-321

OdOaApoloyika InTRpaTa

Me BAon TNV KAWIKN HOG EUTELPLR, CUVIOTOUE OTOUG EMAYYEALATIEG UYELOG VA
ouvepyalovtal pe Evav opBaApiatpo, I6avika pe EUMELpiat 0TNV KUOTIVWON, WOTE Vol
napoakoAouBeital n opOaApkr) enidpacn TG vooou og OAeC TIc 0pOaAkeC dopgc. H
ouxvotnta tnG odpBaApKNAG afloAdynong Ba mpémel va opilleTal avaAoya pE TG AVAYKEG
Tou KABe acBevoug kal TNV Katdotaon Twv opOaApwWY Tou: cuvnBwE KABE 6 PAVEG EwG
nia dopd tov xpovo, aAAd eviote kdBe 3 prvec.?°

Zuotrvou e pla opBaiporoyikr afloAdynon va tepthapfavel kat' eAdxlotov tnv e€€tacn
TwV 0pBaApwWY pe YndLakeG EKOVEG A0 pLa oXLOMOELSN Auxvia kal dwtoypadia Bubou,
WOTE VA ETUTPETEL TNV TTAPOKOAOUONOoN Twv oAAaywV e TV tapodo Tou xpovou. H
TANpPN¢ odBaApoAoyikn e€€taon Oa mpémet va mepthapBavel to mpocOio Kat omicOio
TUAMA, O CUVOUOOUO E CUUTANPWUOTIKEG EETAOELS (OTIWG TOopoypadia OTITIKAG
OUVOXNG TPOCBLoU TUAUATOG /Kat omtioBlou TuRuatog [OCT]), i kat to ontiko nedio, dv
KplBel amapaltnto.

BiBAoypadikég avadopég:

e Gahl WA, et al. Corneal crystals in nephropathic cystinosis: natural history and treatment
with cysteamine eyedrops. Mol Genet Metab 2000;71:100-20.
https://www.ncbi.nlm.nih.gov/ pubmed/11001803

e Pinxten AM, et al. Clinical practice: A proposed standardized ophthalmological assessment
for patients with cystinosis. Ophthalmol Ther 2017;6:93—-104.
https://www.ncbi.nlm.nih.gov/ pubmed/28477325

Ma to npoooLo TuRpa:

H aflohoynon Ba npémnet va nepthapBavel pwrtodpoBia, Sokiun ontikng ofutntag,
g€€taon pe oxloposldn Auyvia yla evamoBeoelg
kepatoeldoug/veoayyeiwon/kepatonadela kot evéodOaiua riicon (EOM).

Ma to onioOo TuApa:

MNapd ta cupmtwpota Tne dwrtodopiag, n Bubookomnon pe Stectalpévn KOpN
OUVLOTATAL TTPOKELUEVOU Vo SlepeuVAOEL KPUOTAAAOUG, WoLaitepa otnv emipAveLa TOU
abLBANOTPOELSOUG, ATOXPWHATIOUO, XPWOTIKESG ETUONALOKEG AAAOLWOELG, AYYELOKO
oUOoTNUA ToU £XeL TPooBANnOeL.
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INUELWVOULE OTL, AV KOL N in ViVO CUVECTLOKN ULKPOOKOTILO ElVaL OVWTEPN TEXVLKNA
amnewkoviong, Sev eival eupéwg SLaBEaLpN eKTOG EEELOIKEVEVWV KEVTPWV. QOTOCO, TTOAG
odBaApoloyika kevtpa eival e€omAlopéva pe OCT mpdoBLOU TUNUATOG YLa TNV EKTLUNCN
NG €ktaonc tng dieloduong Twv KPUOTAAAWY OTOV KEPATOELST).

T€A\og, cuotrivoupe OtL ol aAAayEc otn BaBpoloyia Kuotivwong Tou Kepatoeldoug
(BaBpoAoyia Gahl) kat tnc pwrtodoPiag Umopet va eival XprRoLLES yLa TNV mopakoAouBnaon
NG CUUHOPPWONG Tou AoBEVOUG UE TO OXHUA TWV 0POAAUKWY OTAYOVWY
kuoteapivng.2?2 Napdnova nou oxetiovtal pe EnpodOaluia eival cuxva Kat purmopoulv va
BeATlwBoULV pe TN Xprion evudaTIKwV 0GOAAUKWY OTAYOVWV.
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Kapdloavanveuotikd {ntipato

JuoTtrivou e va akoAouBeite TIg Tpéxouoeg odnyieg yia Toug acBeveic mou umtofaiiovral
O£ OLUOKABPON KAl LETA TN LETAUOOXEUON YLa TIC KAPSLOAOYLKEG EEETACELG KL TIC
€€ETAOELG OVATIVEUOTLKNC AsLToupyiag oe OAouc Touc aoBeveig pe kuotivwan, TOoo
CUMUMTWHOTIKOUG 000 KoL ACUUMTWHOTIKOUG. Artatteital BEATiotn Staxeiplon g
apTnpLakng mieong, kabwg moAot aoBeveig yivovtal unteptactkol pe tnv ndpodo tou
Xpovou.

KaBwc umapyel mBavotnta EUMAOKNC TWV LECOOTIOVOUALWY HUWV OTNV KUoTivwaon,
OUVLOTOUE TNV TIPOYHULATOTIONON EEETACEWVY OTILPOUETPNONG KAL TNV TIOLPATIOUTH O€
e€el0lkeLUEVO LATPO v mapatnpnBel Suomvola [ amodPAKTLK TIVEULOVOTIABELL.

BiBAoypadikég avadopig:

e Ariceta G, et al. Cystinosis in adult and adolescent patients: Recommendations for the
comprehensive care of cystinosis. Nefrologia 2015;35(3):304-21.
https://www.ncbi.nlm.nih.gov/ pubmed/26523297

EVOOKPLVIKEG MTUXEG

ZTNV KAWVLKA poG epmelpia, o utoBupeoeldLopog elval n Lo kowvr) evOokpviki dlatapaxn
TIou cuvavtatal oe oobeveic pe kuotivwon. O cakyapwdng daPBnAtng eival, emiong,
OUXVOG o€ eVAALKEG 0.0Bevelc, laitepa HETA TN UETOHOCXEVUCH, EVW O UTIOYOVASLOUOC
umopetl, emiong, va mapatnpnOst blaitepa oe avdpeg acOeveig.

BiBAoypadikég avadopég:

e Ariceta G, et al. Cystinosis in adult and adolescent patients: Recommendations for the
comprehensive care of cystinosis. Nefrologia 2015;35(3):304-21.
https://www.ncbi.nlm.nih.gov/ pubmed/26523297

ZuvioToUUE TNV TtapakoAouBnon kot tn Slaxeiplon Twv evOOKPLVIKWY Slatapaxwy wg €EAG:

YnoBupeoelSLopdg
® JuvnONng og eVAALKEG
e ‘EAeyxog KaBe 6 pAVeC amo veapr) NALKLA P TIG EEETACELG AELTOUPYLOC TOU
Bupeoeldoug yla oAkn Bupofivn (FT3, T4) kat Bupeotpomo opudvn (TSH)
e Mrmopel va anatteital cuumAnpwpa Bupgosldolc

Zakyopwdng drapitng
® JUXVOG o€ eVAALKEG, ELOLIKA LETA OO PETAUOOXEUDN
e To odkyopo Tou aipatog Ba mpémnel va eAéyxetal o kKABe emioken, Wbavika
kaBe 3-6 urveg. Mmopel va eivat anapaitnto va tpomomnotnfouyv ta
0VOOOKOTAOTAATLIKA OXAHOTO UE aVAOTOAE(C TN KaAawveupivng (CNI) oe
000eveig ou €xouv UTIOPANBEL o€ peTapOoxeuon 1) va yivel Evopén
Bepamneiag pe WwoouAivn

YrnoyovasLlopag
e O umnoyovadilopog amoteAel onuaviiko MpoPAnua, Wiwg otoug édnpoug avdpeg,
Kol oL aoBeveic Ba mpémet va AapBavouv KatdAANAnN ouBOUAEUTIKA YOVLUOTNTAC
e H Bepaneia umokatdotaong TectootePOVNG Suvatal va xpnotponolnBel yia tnv
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OTTOKATAOTACN TWV SEUTEPOYEVWV OEEOVOALKWV XOPAKTNPLOTIKWYV o€ £dnBoug
avdpec aoBeVe(C Kall, yLo TIEPLOPLOUEVO XPOVLKO SLACTNUA, OE OPLOUEVO ATOUA YL
™ BeAtiwon tng avamtuéng kat Tou TeAkou UYPoug (LeTd amo kabodriynon
e18koU)

e Eival onuavtiko ta ayodpla va eetdlovtal TAKTIKA, O TEPiMTWon mou
amotteitol Ogpamneio UTTOKATAOTACNC TEGTOOTEPOVNG, OIWE OTav N edpnPeia
kaBuotepel. Edooov kplBel okoOTLUO, Umopel va e€eTaoTel To evEeXOUEVO
ouNTNONG YL TNV KPUOCUVTHPNON OTIEPHATOG
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ZUMUETOXN YOLOTPEVTEPLKOU KO NTTATLKOU CUCTAMATOC

Aedopévou OTL AUTEG OL EMUTAOKEG €lval AlyOTEPO CUXVEG OTOUG EVAALKEG aloBeveiq pe
KUOTLVWOT), CUVIOTOUHE OTL pKOUV OL ETHOLEC EEETACELG NATIKAG Aettoupyiag (LFT),
KaBwg Kot yla Ta VU ALUAACNC KL TIAYKPEATOG, yla TNV TapakoAolOnon twv
CUUMTWHATWY OTO YAOTPEVTEPLKO (Gl) Kal NIATIKO cUOTN .

Eav umapyel epdavig nrmatopeyalia fj omAnvopeyaAia, CUVIGTOUUE TN XPHoN UTIEPAXWV
og cuvbuaouo pe LFT og cuvepyaoia Pe TOUC YAOTPEVIEPOAOYOUG CUVASEADOUC.
INUELWVOUE, ETILONG, OTL TTOAEG YAOTPEVTEPLKEC TIOPEVEPYELEG, OTIWG N Ko.oUpa, UTTOPEL
va oxetilovrtal pe tn Beparmeia mou npemnet va AdPeL o aoBevng, m.. Bepamneia peiwong
NG kuotivng (CDT), cupmAnpwpata SLttavepakikoU/KITplkou KaAiou.

AgppatoAoylkd Intipata

JuvIoToUE va ekTeAeital eTriola deppatikn e€€taon, el8IKA 0TOUC acBeveic mou €xouv
umtoBAnOet oe petapdoxevon. H deppatikn e€€taon pmopel eLKoAa va
nipaypotomnolnBel og pla eniokePn og EWTEPLKO LATPELD. ZNUELWVOUE, ETLONG, OTL OL
oAAay£C TTou a.popoUV TNV KUCTIVWOT), OTIWC oL SEPUATIKEG paBSWOELC KL T
TepuvBoeldn odnpata (mopdupég aANOLWOELC OTO YOVATO 1] OTOV ayKwva), AmoTeAoUV
pLo mpwtn €véelén unepdoooloyiag pe CDT Kal amaltolVv ApESH TIPOCOXH, TTou eV
TIPETEL VA KABUOTEPAOEL LEXPL TNV EMOMEVN ETROLA aloAdynon.

H xprion avtnAwakou, pe deiktn mpootaciog and tov nALo TouAdxtotov (SPF) 50, wg
HUEPOC HLOG OTPATNYLKNC TpooTaciag and Tov AL, elval Ldlaitepa onUAVTIKA yLa
TouC aoBeveic peTd amo petapdoxevon veppou. QoTOC0, CUVIOTOUE TN XPHoN
avtnAtakol uPnAng MPooTaciog WG IPOANTITLKO HETPO KATA TOU KApKivou Tou
6€puatog yla 6Aoug toug acbeveig pe kuotivwon.

BiBAloypadikég avadopig:

e Kasiske BL, et al. KDIGO Clinical practice guidelines for the care of kidney transplant recipients:

a summary. Kidney Int. 2010; 77(4):299-311. https://www.ncbi.nlm.nih.gov/pubmed/19847156
e Elmonem MA, et al. Cystinosis: a review. Orphanet J Rare Dis 2016;11:47.

https://www.ncbi.nlm.nih. gov/pubmed/27102039

Odovtiatpikn nepifaAPn

Katd tnv KAWLIKA oG yVwin, N odovtiatpikn vyeia emnpedletal oe acBevei pe kuotivwon
KOl GUOTAVOULE TOKTLKN KOL QUOTNPN OTOUOTLKN UYLELVA KoL TAKTIKOUG 060VTLATPLKOUG
e\éyxouc og OAouUC Toug aobeveig.

To EAOTTWHATO OTO GUAATO KoL N TEPNSOva ivat Kowva poBAnpata mov odpeilovtal otnv
o€waon mou oXeTileTal Ye TN vOoO, ot paxitida Kal tnv enidpaon twv oxeTikwv XNN ota
00Td, KaBwg Kat oTLG LEYAAEG 6O0ELG KaAloU, KITPLKOU Kal 6§lvou avBpakikol
CUUMANPWHOTOC TIOU amalteiTal amo toug aobevelc.

BiBAoypadikég avadopég:
e Bassim CW, et al. Craniofacial and dental findings in cystinosis. Oral Dis 2010;16(5):488-95.
https:// www.ncbi.nlm.nih.gov/pubmed/20233313
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4. EYHMEPIA AZOENQN

MNowotnta {wng kot YPuxoAoylkn evesia

ZTNV KAWVIKN pog ePmeLpia, yla aoBevelg pe pa omavia, xpovia kat cofapn vooo, 0mwe N
Kuotivwon, anatteitat pla SLEMOTNUOVIKY opadLkA TIPOoEYyLon otnv KAWVLIKN Slaxeiplon
Kol pLot TTOAUTTIAEUPN oTpaTNyLKA PUXOAOYLKAG Kal PUXOKOLVWVLKAG UTtooTRPLENG. Autég Ba
TIPETEL VA OUVTOVI{OVTOL LECW TOU KOOOPLOUEVOU CUVTOVLOTH KAWVIKNG ppovtidag, Omwe o
vedpoAOyog evnAikwy.

Oplopévol aoBeveic emwoelovvtal and opddeg umootnpng acbevwy, Opwg AAAol
Umopel va mpotipolv ta Stadiktuakd dopouy, Wlaitepa edv xpelaletal va tafldbevouv
HEYAAEG amooTdoelg oc e€slSIKEUMEVA KEVTPA. H OLKOYEVELQ KoL TO gUpUTEPO SikTUO
otnpLENG Tou aoBevoug Ba PETEL, EMIONC, VO CUMHETEXOUV, OTIOU £ivat SuvaTtov.

Me BAaon TNV EUTELPLA LE TILO OUXVEC aoBEveLeg, TL.X. Tov dlaBrTn Tumou 1, Stadopeg
TIPOCEYYIOELG UITOPOUV VO UTIOOTNPLEOLV TN cUUUOpdWON KoL TNV TToLoTNTA (WG TWV
aoBevwv.

Baowkd otoyeia eivat:

e Mua MOAVETIAYYEALATIKN OUASLKN TIPOCEYYLON, OTTou OAA TaL LEAN €lval
€EOLKELWUEVA UE OAEG TLG TITUXEG TNG VOOOU

e KaBoplopog kat mapakoAouBnon KoWwv oTOXWV KoL KAAR EMKOWVWVIQ

* Jyuppetoxn ¢ilwv kat cuyyevwy Tou aoBevolg Kat Ttapoxr cuvexoug
ekmaidbevong kat PUXoAOYLKAG UTTOOTAPLENG

e AwoBsopotnta opddwyv acBevwy

e EWSkA Yuxoloyikn umootnpLEn yLa TNV OVTLLETWTILON OAWYV TWV TTTUXWV TIOU
oxetilovtal pe TN GAPUAKEUTIKI aywyr], TNV KAKOCUIO TOU OTOUATOG, TLG
TIPWLLLEC ETIUTAOKEG, TOUG LAKPOXPOVIOUG KIVEUVOUC, TNV PUXOKOLWVWVLKN
gvtaén, To ayxog, tnv katabAupn, tnv e€ouBEvwan, TOV OTLYUATIOUO, TIG
OUOTNUKEG AVWHAALEG OYLuNnC Evapéng, TNV Epyaoia, TIG SLOMPOCWTIKES
OXEOELG, TG AOPAAELEG, TA VOULKA INTAMATA KAl TIG LAKPOXPOVLEG avaTnpLEG.

Ta LEAN TNG PUXOKOWVWVLKAG Opadag Ba mpémel va ekmatdevovTal KoL VoL EXOUV
eunelpia otn ppovtida kat umootApLen a.oBevwv e coPapéc xpOvieg mabnoeLC.
ErtutAéov, xpetalovtal pa Babld katavonaon tng Tpéxovoag Beparmeiag Kot Twv

ETWMTWOEWV TNG 0TNV KaBnuepvn Lwn.

YIAPXOUV OPKETEG ETUKUPWUEVEC eEETATELG EAEYXOU SLOBETIUEC yLa TNV TapakoAouOnon
™G PuxoAoyIKkNG eunuepiag acBevwy pe xpovia vooo. MoAAEG €xouy, eTtiong,
uetadpaotel oe SL0POPETIKEC YAWOOEG:

e JUuVevTeUEELG yLla TTOpOXA KIVATPWVY

e [poAnmTIkOg €Aeyx0G yia eveia, KaTaBAUpn, ayxog

e [poAnmTikdg EAeyXOG yLla TV molotnta {wng avaAoya e Tn vOoo

* [poANmTIkOG EAEYXOG YLa TN YEVLKOTEPN TtoLOTNTA {WNG

H kuotivwon elval yvwoto ot €xel avtiktumo og Stadopes PUXOKOLWVWVIKEG TTUXEG YL TouC aoBeveic:
* YYnAdg emumoAacpog tng KatdBALWNng Kat Tou dyxoug
¢ JTYHATIONOC AOYW TOU UIKPOU QVOOTHUOTOC KOL TNG KAKOOULOC TOU OTOUATOC —

17
Cystinosiscpsp Evotparcia oy *Chiesi

Clinical Decision Support Programme . -
global rare diseases ¢



JUVETIELO: KOLWVWVLKO AyXO0G KOl LELWHEVN KOWVWVLKNA €vtaén
* AUOKOALEG OTNV ETAUGN TUTILKWV QVATTTUELAKWY SLOSIKOOLWV VEAPWV EVNAIKWV
(ueTaKOMLON ATTO TO MOTPLKO OTILTL, AUTOVOULA, OLKOVOLKA avefaptnola,
Snuoupyia oxeoswv)
AUTOL OL TAPAYOVTEC UITOPOUV OAOL VA £XOUV 0PVNTIKO QVTIKTUTIO 0T CUMOpdwon otn
Bepameia kot otnv rototnta {wnc (Qol) yia toug acBeveic.
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Yrdpyouv moAAol xproLpoL TTopoL yLa TV UTooTHPLEN eVNALKWY aoBEVWY HE KUOTIVWON:

OL

Ekmaideuon oXETIKA UE TIC TIPAKTLKEG TITUXEC TNG Bepameiag otnv KabnuepLvn

{wn (oxL emotnuovikn oulntnon, aAAd avtaAlayr EUMELpLWY Kal Se€lotnTwv
KATAPTLONG, TL.X. TIWG VO LAOUV yLa TNV aoBEVELQ, OL TIAPEVEPYELEG TNG
bAPUAKEUTIKAG AywyNnG, oL UTEVOULLLOELG yLa TN GOPUAKEUTIKY aywyn, N
ouTovouia amod YOoVelg, TO TAVETLOTHULO, N EMayYEAUATIKY {wh], T VOULKA
Sikawpata, mwe va AapBAVoUV TEKUNPLWHEVEG OMODACELG OXETLKA HE TN
dpovtida toug)

AopnUEVO LETOBATIKO TIPOYPOLUA

ToKTIKOG £AeyXOC yLa XapnAn Qol, pewwpévn gvefia. [EpwtnuatoAoylo Yyeiog
AcBevwv (PHQ), Noookopetakn KAtpaka Ayxouc kat Kata®Aupng (HADS) ) Asiktng
Evuelag 5 Inueiwv tou Naykoouou Opyaviopou Yyeiag (WHO-5)], av kot Sev €xel
OKOUN avartuxOel KATOLO EpWTNHATOAOYLO £LSIKA yLaL TN VOCO (YLa TNV KuoTtivwon)
WuxoAoyLKr UTIOOTNPLEN YL TNV QVTILETWTILON TNG Suodoplag,
ayxouc/katabAupng, e€aptnonc ano Bonbela, LOEWV yLo TNV KOWWVLKH Kol
EMayyeALATIKN €vtaén mou adopolv TV acBévela

Kowomoinon gumnetplwyv o€ LotooeAideg, opadeg cuvoplhiag yla aocbeveic —
BePBata, Sev BENeL kKAOE dTopo e KUOTIVwon va gival LEAOG aUTAG TG

KOLWVOTNTOC

Evouvapwon twv aoBevwyv HECW ETLKOWVWVLNG UE ETIKEVTPO TOV aloBevn
(ouvevteU€elg yla apoxn KWNTpwv), mbavwc pe tn popdr StadikTtuakng

napEpBaong.

VPamTtég TAnpodopiec Kol TOpoL ywo Tou¢ aoBevelc otn SlevBuvon

https://cystinosis.org/ €ival mMoAU XpriolHeG Kal evBappUVTIKEG. Emiong, To supwnaiko
diktuo kuotivwong otn SlevBuvaonhttp://cystinosis-europe.eu pmopsl va KateuBUveL
Toug aoBeveig og MAnpodopieg CUYKEKPLUEVA YLOL TN XWPA TOUG.

BiBAloypadikeg avadopEg:

Cameron F, et al. Lessons from the Hvidoere International Study Group on childhood diabetes: be

dogmatic about outcome and flexible in approach. Pediatr Diabetes 2013;14:473—80.

https://www. ncbi.nlm.nih.gov/pubmed/23627895

Beinart N, et al. Mood and illness experiences of adults with cystinosis. Ren Fail 2015;37:835—

9. https://www.ncbi.nlm.nih.gov/pubmed/25715639

Doyle M. Peer support and mentorship in a US rare disease community: Findings from the

cystinosis in emerging adulthood study. Patient 2015;8:65—73.

https://www.ncbi.nlm.nih.gov/ pubmed/25231828

Cameron FJ, et al. ISPAD Clinical Practice Consensus Guidelines 2014. Diabetes in adolescence.

Pediatr Diabetes 2014;15(Suppl 20):245-56. https://www.ncbi.nlm.nih.gov/pubmed/25039664

Lansing AH et al. Pilot study of a web-delivered multicomponent intervention for rural teens

with poorly controlled type 1 diabetes. J Diabetes Res 2016;7485613.

https://www.ncbi.nlm.nih.gov/ pubmed/27610391

Schaefer MR, Kavookjian J. The impact of motivational interviewing on adherence and symptom
severity in adolescents and young adults with chronic illness: A systematic review. Patient Educ Couns
2017;100(12):2190-9. https://www.ncbi.nlm.nih.gov/pubmed/28619271
http://www.motivationalinterviewing.org/ Miller / Rollnick: Motivational Interviewing

https://www.psykiatri-regionh.dk/who-5/Pages/default.aspx; http://www.phgscreeners.com/select-

screener http://www.svri.org/sites/default/files/attachments/2016-01-13/HADS.pdf

Ware JE Jr, et al. The validity of disease-specific quality of life attributions among adults with
multiple chronic conditions. Int J Stat Med Res 2016;5(1):17-40.

https://www.ncbi.nlm.nih.gov/ pubmed/27087882

Németh G. Health related quality of life outcome instruments. Eur Spine J 2006;15(Suppl 1):S44—
51. https://www.ncbi.nIm.nih.gov/pubmed/16320032

Langman CB, et al. Controversies and research agenda in nephropathic cystinosis: conclusions
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from a “Kidney Disease: Improving Global Outcomes’ (KDIGO) Controversies Conference. Kidney
Int 2016;89(6):1192-203.

https://www.ncbi.nlm.nih.gov/pubmed/27181776
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Awatpodn Ko Tpomo¢ WG

ZUpdpwva L TNV KAWVIKA pag epmelpia, ol acBeveig pe kuotivwon Telvouv va €xouv
XaUnAn 0pen, eMopEVWC 0 SLATPOPLKOG TIEPLOPLOUOC SEV elval amapaltnTog, EKTOC EQV O
a0Bevng éxel cakxapwdn StaBntn, XNN ) ESRD, yia ta omola mpémnet va akoAouBetl
OXETIKEG 06nYiec. H Statpodn Kal o Tpomog {wn¢, CUUTEPAOUBOVOUEVNE TNG TAKTLKAG
oWHATIKAG SpaoTnpLotnTag, €ival, emiong, LOLATEPO ONUAVTIKA YLa TOUG oBEeVEL pe
HETAUOOXEUON.

Elval onpavtiko va umapyet pa KaAr) ox€on Kal val yivetal pio etALKplvAg culntnon He
TOUG 0l0BEeVE(G OXETIKA e TO WG N Statpodr] Katl o TPoOTog Lwng EMNPEALOUV TIG
HOKPOTIPOOETUEG EKBATELG TOUG. ZUVLOTOUE va Toviletal otov acBevi n onpoaoia pog
Looppomnuévnc dtatpodng, pe BEATiotn dtatpodn Katl evudatwon (koL auta va
oUVOEOVTAL LE TA ATOTEAECUATA TWV EEETACEWY ALUATOC) O€ KAOE emiokedn.

ZUOTHAVOULE va TtapExovTal SLatpodkég cUBOUAEG kal Beparmeia og ouvepyaoia e
€161k0 Slattoldyo, otav amatteitat. Eav yivel emonpaveon rn unapéet umoia yla Kamoto
PpOPANUa, oL acBeveic Oa mpenel va evBappUvovTaL va TIAPEXOUV TO SLATPOPLKO LOTOPLKO
TOouG o€ KABe cuvavtnon Kat n dtatpodr) Toug va TapakoAouBeital UE EPYOOTNPLOKES
eetaoels. Oa mpenel va kaBoplotouv Kool otdyxol kat Ba pémel va avayvwpilovtal ot
TPOOTIAOELEG TOU A0BEVOUG OE QUTEG TLG ETULOKEELC.

BiBAoypadikég avadopég:

e Ariceta G, et al. Cystinosis in adult and adolescent patients: Recommendations for the
comprehensive care of cystinosis. Nefrologia 2015;35(3):304-21.
https://www.ncbi.nlm.nih.gov/ pubmed/26523297

e EmmaF, et al. Nephropathic cystinosis: an international consensus document. Nephrol
Dial Transplant 2014;29(Suppl 4):iv87-94.

https://www.ncbi.nlm.nih.gov/pubmed/25165189
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AIAAIKAZIA BHMA MNMPOz BHMA

Epwtnoelg kata
Avamrtuén apxtkng Alotag TPOTEPALOTNTA
EPWTNOEWV OO TN TNG GUVTOVLOTIKAG
OUVTOVLOTLKI ETLTPOTIN ETUTPOTNG
(15 epwtnoeLg)

H opdda tatpwv H ouvtovLoTikr emitponn
urtoBAaAAeL mpooxESLo KOOLEPWVEL TLG
OTTOVTOEWV YLOL OAEG TLG QTAVTIOELG OF
EPWTNOELC OUOTAOELC

H ouvtovioTikn emnitponn
kaBopileL eav
ETUTELXONKE
ocupdwvia

O opada tatpwv Pnodilet
yla tn cupdwvia HE TG
TEAIKEG CUOTACELG

H Maykoopia Zuvrtoviotiki Enttponn Ewdikwv otnv Kuotivwon:

KaBnyntng Nicholas Webb (KaBnyntr¢ Nawdiatpikng Nedpporoyiag,
Hvwuévo Baoilelo) Ap Aude Servais (ELSIkeupévn latpog otn

NedpoAoyia kat Ti¢ Metapooxevoelg, NaAAia)

KaBnyntig Anibh Das (KaBnyntr¢ Nawdiatpikn¢ MetaBoAlkng latpLkig,
lepuavia) Ap Sally Hulton (ZupBoulog Nawdiatpikng Nedpporoyiag, Hvwuévo
BaoiAelo)

KaBnyntpla Elena Levtchenko (KaBnyntpia Maidiatpikng, BEAyLo)
KaBnyntng Christoph Wanner (KaBnyntr¢ NedpoAoyiag, Nepupavia)

H MNaykoopia Opada Ewdikwv otn Kuotivwon:

Ap Gema Ariceta (20pBoulog Mawdiatpikng NeppoAoyiag,

lomavia) Ap Hong Liang (2UpBoulog OdBaApoloyiag,

FaAAia)

KaBnyntpla Karin Lange (KaBnyntpla latpikrig WuxoAoyiag, Mepuavia)
KaBnyntnig Francesco Emma (Kabnyntn¢ Naidiatpikng Nedporoyiag,
ItaAla) KaBnyntig Rezan Topaloglu (KaBnyntrg Maldlatptkig
Nedpoloyiag, Toupkia) Ap Rebecca Sberro-Soussan (ZUpBouAog
Nedpoloyiag Metapooxevoewy, NAAia) Ap David Game (ZUpBoulog
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Nedpoloyiag EvnAikwy, Hvwpévo BaoiAelo)
Ap Risto Lapatto (20pBouAog MetafoAikwv Noowv, DvAavdia)
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