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1.

T givat o Zuyyevng YTEPIVGOUALVIOHOG ;

O Zuyyeviig YmepIVOOUAWVIOHOG (ZY) xapaktnpiletal amd avaitia Kat appuBupLoTn €KKpLon
WVvooUAivng amd ta B-kUttapa tou maykpéatog. To mAykpeag, to omoio eival umevbuvo yia
TNV €KKPLON TNG VOOUAivng, Oev avtidauBdavetat ta emimeda YAuko{ng oto aipa Kat
uTTEPTIAPAYEL LVOOUAivn ave€dptnta amd tn CUYKEVTIpwWON NG YAUKOING, HE amoTtéAeopa tnv
UTTEPLVOOUALVALUIKN UTTOYAUKdalpia. Me Tov 0po umoyAukdlpia evvooUpe ta emimeda YAUKOING
< 60 mg/dl.

Mdéoo cuxvog gival o XY Kal mwg SlaylyVWoKETal;

0 XY eival n mo ouxvi attia coBapng Kal £mipovng umoyAuKalpiag o veoyva Kat matdid. XTig
TIEPIOCOTEPEG XWPEG N OUXVOTNTA Tou Kupaivetat amd 1/25.000 £€wg 1/50.000 yevvAoelg.
Mepimou 1o 60% Twv Madlwy Pe XY ep@aviel umoyAukatyia tov mpwto pnva {wng, to 30% Ba
OlayVWOoTEl apyotepa Katd Tov MPWTo Xpovo {wng, evw To umoAdotmo 10% Ba Slayvwotei
apyotepa.

Molog givatl o poAog TNG IVGOUAIVNG;

O Baoclkog poOAOG TNG LVOOUAIvNG eival va pubpilel ta emimeda tng YAukolng oto dipa.
duoloAoylkd ta B-kUttapa ameAsuBepwVOUY IVGOUAIVN o€ amokplon Twv emmEdwY YAUKOING
oto aipa. Eav ta emimeda tng y?\UKé(nc_; oTo aipa au&neoov (c'mooc_; TIX PETA amod €va yeupa)
TOTE EKKpiveTal MOAU lvoou?\lvn WOTE 0 OPYAVIoHOG va pnopsosl va xpnclponomosl Kal va
amoBnkeUoEL ™ YAUKAZn autn. H tvoouAivn Bonea otn psrarponn NG YAUKOING o€ pia pop@n
Tou va pmopei va xpnolgomolnBei wg evépyela amd 1o owpd pag. H emmAéov yAukoln
amodnkeUETAl PE TN HOPPN YAUKOYOVOU OTOUC HUG KAl TO CUKWTL, £TOL WOTE Vd £ival dpeoa
olwabéon ya va petatpamsi Eavd oe yAukoln, otav n YAukoln Oev eivat olabéoiun.
EmmA£ov, n tvoouAivn gumodilel Tn PETATPOT TNG TPWTEIVNG 0€ YAUKOLN (YAUKOVEOYEVEDN),
OTIWG KAl TN PETATPOTIN TOU AITOUG O€ KETOVEG (0Eeidwon ATapwyV 0EEwV KAl KETOYEVEDN), Ol
OTIOIEC €lval TTPOCTATEUTIKOL UNXAVIOHOl AVTIHETWIONG TNG UTTOYAUKALWiAG.

‘Otav ta emimeda YAukolng eivat upnAd, ta B-kUttapa mapdyouv TEPLOCOTEPN VOOUAIvN,

€TOL WOTE va €MTIPEYOUV oTn YAUKOLN va amoppo@nBel amd thv KUKAogopia ota Kuttapd
TOU owWHAToG. AvTIBéTwe, otav ta emimeda yAukodng sival xapnAd, ta B-kUttapa mapayouv
HIKPOTEPN TOGOTNTA LVGOUAIVNG 1 KAl SLAKOTITOUV TEAEIWG TNV TTapaywyn.

Mola sival Ta cupmtwpata tou XY;

Kabwg o XY eivat pa ouyyeviig kataotaon (OnAadn umdpxet A6n amd tn yévvnon), n
EMQPAVION TWV CUUTITWHATWY TNG UTTOYAUKAIPiag ouvnBwg ekiva Non amd Tig MPWTIEC HEPEC
{wNng, av Kal KATOLEG POPEC TA CUMTITWHATA MTOPEl va EEKlVoOUV Kal apyotepa Katd tn
Bpewikn {wn. Ta cupmtwpata tng umoyAukalpgiag meptAauBavouv tnv euepebloToTNTA, TNV
évrovn meiva, tov ARBapyo, tnv atovia, tnv umvnAia, tov TPOHo, TNV Taxukapdia Kal Tig
OUOKOAIEG oitiong. H umoyAukatpia pmopei va odnynoel Kat o€ oTacpous. Av n UToyAuKdtldia
Oev 0l0pBwOEl, pmopel va odnynoel o anwAela cuveidnong Kat meavn eyke@aAikn BAABN.
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5.

Mola €ival n artia tou Zuyyevn YnepivoouAiviopoU;

0y ocpei?\stcu o€ yovu‘ilaKég pstaMc’t&ag mou odnyouv o€ avaitia Kat uepBOAIKA éKKplcn
(VGOUAivNG amd Tta B-KUTTapa Tou MaykKpEatog. To akpiBEg yovmdlaKo aitio tautomoleital o€
50% Twv MEPUTTWOEWY Kal amodidetal o€ PETAAAAEELG o€ Kamolo amd ta yovidia ABCCS,
KCNJ11, GLUD1, GCK, HK1, HNF1A, HNF4A, SLC16A1, UCP2, PGM1. Ta OUo mpwta
KooélKonmoUv TG unoopdésg SUR1 kat Ki6é.2 tou diauAou Kare, O onoiog glval gla onpavtikn
O0OUNA OTNV EMPAVELA TOU B-KUTTAPOU TOU EMITPETEL TNV EKKPLON TNG LVOOUAIVNG. Z€ autd Td
OUo yovidla oeidovtal to 45% kat 5%, avtiotoxd, Twv TMEPUMTWOEWY XY HE TAUTOTIOINHEVO
Yyovilako aitlo.

Ot HETAAAGEELG TwV YOVISIWY AUTWVY PTTopoUV va KAnpovounbouv e
1. TOV QUTOOWIKO UTIOAELTTOHEVO XAPAKTAPA

2. Z€ QUTEG TIG TEPUTTWOELG N TABNoN ekONAwveTal povo otav Kat ta OUo avtiypaga tou
umelBuvou Yyovidiou eival petaAAaypéva, OnAadn otav Tto matdi KAnpovopel E€va
HETAAAaypEVO Yovidlo amd tov Kabéva amod toug GUO YOVEIG Tou, Ol OTToioL Eival PopPEIG Tou
peETaAAaypévou Yyovidiou.  Zeuydpla Tou €xouv £va maldl PE KATOO AUTOCWHIKO
UTTOAELTTOPEVO VOonpa n yvwpilouv OTL €ival Kat ot OU0 OPEi HIAG AUTOCWHIKAG
UTTOAELTTOPEVNG  HETAAAAENG €xouv 25% mBavotnta va petaBiBdoouv kat ta OUo
(PUCLOAOYIKA avtiypaga os Kabe toug maldi kat 25% mbavotnta va petaBiBdcouv Kal ta
O0Uo maboAoyikd yovidia. Ymapxel akoun 50% mbavotnta to maidi va eival K autod
popéag, ONAadn va €xel KANPOVOUNOCEL £vd QUGLOAOYIKO Kl €va maboAoylko yovidlo. Ta
TOCOO0TA AUTA eival ta dla yia KAbe kunon, ave§aptnta amd Kabe mponyoupevn €kBaon.

3. Tov QUTOCWHLKO EMKPATOUVTA XAPAKTAPA

4. Z& AQuTA TNV TEPIMTWON APKEl éva POVo PETAAAAypEVO avtiypa@o Tou Yovidiou yld va
eKONAWOEL N mabnon. Apkel £vag povo yovéag va pEpel To mTaBoAoyIKO Yovidlo Kt autd otn
ouvéxela €xel 50% mBavotnta va petaBiBaotel oto madi, To omoio Kal Ba epgavicsl Tnv
madnon. Kat og auti Tnv mMEPITTWOoN TO TOCOOoTO IOXUEL Yid KABe vEa cUAANYN

5. Néa petaAAaén

6. e AUt TNV TMEPITTWON Kavévag amd toug U0 YOVeiG Osv pEPEL TN PHETAAANAEN, aAAd auth
ONUIOUPYNONKE yia TPWTN popd o€ auth tTnv cUAANYN. Emopeva maidid tou {euyaptol dev
€xouv augnpévo Kivouvo va spgavioouy tn PeTaAAafn kat dpa tnv mdénon.

MoAAEG PopPEC N TTPOEAEUSN TOU PETAAAQYHEVOU YOVIGiou, UNTPLIKA N TTATPLKA, HTOPED va gival
ONUAVTIKA Yld TNV Topeia Kat tov TUmo tng madnong.

Ynidpxouv didgpopot tutol XY;

Ou dUo Kuplotepol TuToL XY Slagopomololvtal e BAon tnv €KTAon TNG LOTOAOYIKAG BAABNG
TOU TIAYKPEATOG Kal €ival o OIAXUTOG KL 0 €0TIAKOG TUTOG. O Slaxutog tumog emnpedlel
O0AOKANPO TO TTAYKPEAG, EVW OTOV £0TIAKO N BAABN €ival mepLloplopPEVN O £va PHOVO TUNHA TOU
maykpéatog. To UTOAOLTO TAYKPEAG €ival AVATOMIKA KAl AEITOUPYIKA dBikto. O €0TIAKOG
TUTOG UTTOpPEL va Bepameutel, av yivel akpBAg evromopag tng BAABNG kat agaipedei mARpwG.
ATO TNV AAAN PepLd, 0 OLAxuTog TUTOG amattel agpaipeon oxeddv 0AOKANPOU TOU TAYKPEATOG
av OgV UTTAPXEL AVTATTOKPLON OTN QPAPHUAKEUTIKN Bepaneia.
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7.

Mwg yivetat n didyvwon tou XY;

‘Otav umdpxel umowia XY, Aoyw epcpdeng UTTOYAUKQIPIKWY  €TECOSIWY, N éldyvooon

emBeBalwvetal pe Asntouspslg epyaornplakag e&eraoag Tou TPEMEL va AngBouv otav Ta
emimeda ocakxdapou Tou maidloU €ival xapnAd. e nspmtwon mou ta emimeda Ogv eival
EMAPKWG XaunAd, dievepyeital Soklpacia vnoteiag, Ye okomd va mpokAnOei umoyAukaipia.

‘Otav ta emimeda cakxdpou givat <50 mg/dl, otov XY 0ev aveupioKovTdl KETOVEG ota oupd N

eAelBepa Aumapd of€a, n voouAivn eivat au€npévn (7 avaitia @uoloAoylkn avti yia
HNOEVIKA), €V OAMOTWVETAL aufnon Twv EMMEOWY CAKXAPOU Katd meploootepo amo 30
mg/dl dtav xopnynBsi yAukayovn. Me tnv epyaoctnplakni emBeBaiwon tou XY, yivetal £vapén
(PAPHAKEUTIKNG Oepameiag pe okomd TN OWKOMA TG TAPAYWYAS LVOOUAivng. Evw
afloAoysital n avramokplon otn YAPHUAKEUTIKA Bepameia, otéAvovtal Oeiypata yid yoviolako
éAeyxo, o omoiog Ba avadeifel To umevBuvo yovidlo kat Ba kabopicel av to maldi Ba
Xpelaotel omvOnpoypapnua maykpéatog (18-F-DOPA scan) yia tov evtomopo tng BAABNGg
(0axutn i gotiakn). To omvOnpoypagnua Oivel pla TMOAU AETTOHEPN TPLOOIACTATN EIKOVA
TOU CWHATOG HETA TN XopnRynon €vog Lootomou mou Aéyetal 18-F-DOPA amo to omoio maipvel
Kal To Ovopd tou. Eival pua kawvoupla TEXVIKA TIOU EMITPETEL TNV ATEIKOVION AKOMN KAl TTOAU
HIKPWV £0TIAKWV BAaBwv.

Nwg avtipetwmiletal o XY;

Ta @dappaka Tmou Xpnoldomolouvtal yla tnv avrigetwmon tou XY eivat n dwaloidn, n
OKTPEOTION Kal n YAuKayovn.

H d1alofidn xopnysital amd 1o otopa 2-3 QopEC TNV NUEPA, €vw n 600N TNG KUpdaivetal amd
5-20 mg/kg/npépa. ZuvAbwg, av n 0oon twv 15 mg/kg/nuépa Oev €ival amOTEAECHATIKA,
upnAdTepeg Odoelg Oev Ba BonBrnoouv. H Owaloidon dpa oto Oiaulo Karp woOTE va
TapEPTOOIcEL TNV €KKPLON TNG LVOOUAIVNG Kal yla autd eival avamoTeAECHATIK Of
HETAAAAGEELG TwV Yovidiwy Tou oxetidovtal pe 1o diauAo Kare (dnAadn ta yovidla KCNJ11 kat
ABCC8). Mapevépyeleg tng 01alogiong sival n KATakpdtnon Uypwv Kat n eU@Aavion €viovng
TpIXoUuiag ota @pudla, OTO HETWTO Kal Tn paxn (umeptpixwon). Kamoleg @opég eival
amapaitntn n cuyxopnynon SloupnTikou, Omwg n udpoxAwpoBelalion yla tv amo@uyn Twy
oWdnpdtwy amd TNV Katakpdtnon uypwv. TaKTIKOG KApOIOAOYIKOG €Aeyxog yla mlavi
emBdapuvon tng Kapdlakng Asitoupyiag cuviotdrtal miong.

H oktpeotidon eival Kt auti €éva @APPAKO TOU avAoTEAAEL TNV €KKPLON TNG LVOOUAIVNG.
Xopnyeital og evéolun pop@n. XTo Umoplo utrdpxouv dlabéciya avaloya pakpag dpaong mou
EMTPEMOUV HEYAAUTEPN amootacn HETASU Twv 000swv. H oktpeotion sival ocuxva apxikd
MOAU amoTteAEOHATIKN, aAAd N ApXIK AmoTeAsopatikOTNTd g @Oivel otadiakd. Emiong n
avénon tnNg 000ng OtV TPOCWEPEL KAAUTEpA amoteAéopatd, Kabwg aiverat ott 6co
UPnAOTEpeG ol 000elg (> 20-40 mcg/kg/nuépa), TOCO HIKPOTEPN N ATMOTEAECHATIKOTNTA.
MapevéPYELEG TNG OKTPEOTIONG Eival n HETABOAN TNG KIVNTIKOTNTAG TOU EVTEPOU TTOU PTTOPEL va
odnynoet o Olatapaxeg oitiong. Mmopei va mpokaAécel Tn Onpoupyia AiBwv otn xoAndoxo
KUOTN Kal -omavia-pmopei va odnynoel oe umoBupeoelSIoO Katl XapnAd avdaotnpa. ‘Omwg Kat
o€ OAEC TIC EVECIPEG Bepameieg, UTTAPXEL O KivOUVOG TOTIKOU TTOVOU, HOAUVONG i EKXUPWONG.
EmmAéov, n oKTpeoTiOn OtV OCUCTAVETAL GE VEOYVA TOU OlATPEXOUV KIiVOUVO VEKPWTIKNG
EVTEPOKOAITIONC.

H yAukayovn Oileyeipel tnv mapaywyn yYAukolng amd to Amap. Mmopei va xopnynbsi wg
uTrod0pLla 1 EVOOUULKN €VEON OF EMEIYOUOEG MEPIMTWOELG Bapldg umoyAuKdlpiag oto omitt i
OTO VOOOKOUEIO WG CUVEXNG eVOOPAEBLA xopriynon.
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Ta mawdd pe XY mapouctdlouv cuxvd OLTICTIKA TPOoBARUAtTa, Ta omoia agopouv £10IKOTEPA
TN PeTAkivnon tNg TPOPNG KAtd HNAKOC TOU YAOTPEVIEPIKOU CWANVA KAl TNV E€PPAvion
Yyaotpooloo@aylkng maAtvépopunong. Ta mpoBARpATa autd PmopoUv vd AVTIHETWIOTOUV E
(PAPHAKEUTIKN aywyn, av Kal KAmoleg @opeg Hmopel va amartnBel n  tomoBETnon
PLVOYAOTPIKOU CWANVA yld TNV TApoxn ouvexoug oitiong. ‘Otav o plvoyastplkog cwAnvag
Tapapeivel yla peyaAo xpovikd Oldotnpa, pmopei va amaitnbsi yaotpootopia. Mapd tnv
Tapoucia pIvoyaotplkoU owAnva n yactpootopiag, €ival onuavtiki n olatipnon Kat tng
OITIONG ATTIO TO OTOHA, WOTE VA ATTOPEUXOOUV Ol HAKPOTIPOBECHES OLTIOTIKEG OLATAPAXEG.

‘Otav n QapUakeUTIKA aywyn OV ApKEL yld TNV ATo@UYN TwV UTTOYAUKAIPLWY, N XEPOUPYIKA
AVTIUETWTIION HTOPEL va ATOTEAECEL ATOTEAECHUATIKN Bepameutikn €mAoyrn. Av €xel TeBel
Oldyvwon £oTiakng BAABNG, PeTd Tn OlEVEPYELD OTVONPOYPAPNHATOC, N TTAGXOUCA TEPLOXN
TOU TaykpEatog pmopel va agailpebei xelpoupylkd umd Yevikn avaiednoia. H xeipoupylkn
Bepameia mpoowEpel iaon oto 96,9% Twv MEPIMTWOEWY HE €oTiaknl BAABN. H xelpoupytkn
agaipeon 0Aou i Tou PEYAAUTEPOU TUAHATOG TOU TAYKPEATOG OF MEPIMTWOELS TNG OLAXUTNG
pHoppnG XY pmopel va amoteAécel €VAAAAKTIKA HOVO Of TEPITTWON dAmoTtuxiag tng
(PAPHAKEUTIKNG aywyng. YTMApPXel PEYAAUTEPOG KiVOUVOC Yld HAKPOTIPOBECUEG EMUTAOKEG,
OTIWG O IVOOUAIVOEEAPTWHEVOG GaKkXxapwong SIaBATNG | TAYKPEATIKN avemdpkela (nAadn n
avenmdpkela ev{Uwv Tou mapdyovtal amd to MAyKpeag He oKomo Tn OLEUKOAUVON TNG
oldomaong Twv TPOPWYV KAl TNV Aamoppo@ncn Twv BPeMTIKWY cuctatikwy). Meplotaclakd,
UTTOPEL VA EPQPAVIOTEL UTOYAUKAIPia aKOUn KAl HPETA TO XELPOUPYEID Yld AVTIHETWTION
Oldaxutng vooou, wotdoo N UToYAUKAlpia €ival nmotepn KAl avtamoKpivetal KAAUTEPA OTn
(PAPHAKEUTIKN aywyn.

Av Kal Ol YEVETIKEG HOPPEG Tou XY mapapévouy €@’ 0pou {wNng, KATOLEG avTipeTwiovtatl mo
€UKOAa KaBwg to maldi PEYAAWVEL. AUTOPATN UTTOXWPENON Tou XY HETA amod pia mepiodo
(PAPHAKEUTIKNG Bepameiag €xel meplypagel oe KAMOloug acBeveic Pe KAAA KABOPIOPEVEG
YovIOlakEG BAABeC. El0IKOTEPa, Kamolol acBeveic pe petaAAdaelg ota yovidia ABCC8/KCNJ11
Kal TEPLOOOTEPOL HE METAAAAEEl oto yovidlo HNF4A éxouv mapoucldosl autopatn
uroxwpnon Tng voocou. Ol altieg TNG AUTOUATNG UTOXWPENONG TNG VOGOU TAPAPEVOUV
adleukpivioteg Kal iowg emnpealoviat amé AAAOUG, aKOHPN AYVWOTOUG, YEVETIKOUG
TAPAYOVTEC.

Moleg €ival ol CUVETEIEG TOU PN EAEYXOHEVOU XY

O XY mpokaAsi pia dwaitepa BAAMTIKA poOp@R UTMOYAUKaAlpiag, Kabwg otepel amd tov
eyképalo OAa ta amapaitnta kavolpa, amd ta omoia e€aptatai, OnAadn tn YAUKOIn
TPWTIOTWG, AAAd  Kdal TIG KETOVEG KAl TO YAAAKTIKO 0fU. H éAAslyn autwv TwV KAUGiHwy
pTTOPEl va 00NYNCEL OE OMACHOUG KAl KWHA KAl €Av €ival MAPATETAPEVN, OF EYKEQAALKA
BAAGBn. Xe OAa ta maldid, n E€P@avion padnolakwyv OUCKOAIWV Oev eival €UKOAO va
mpoBAe@Oel kat £€aptdtal Oxt povo amd tn ouxvotntd, aAAd Kt amd tn OldpKEld TwY
UTTOYAUKQIPIKWY €MELCO0OIWY. EKTOC amd TIg pabnolakég OUOKOAIEG, N UTTOYAUKalia pmopei
VA TIPOKAAECEL KAl ONMPAVTIKOTEPA VEUPOAOYIKA TPOBANHATA OMWG KAKO GUVTOVICHO
KIVNOEWY, YVWOLAKA Kabuotépnon, ONAcHoUg, EYKEQPAAIKA TapdAucn 1 akoun Kat
oTpaBlopo, VuoTaypo (akoUGLEG KIVAOELG ToU 0@BaApoU) i Kat TUpAwon.

Me tnv €ykaipn €vapén tng Bepameiag kat tnv €mOTIKA TPOANYN TNG UTOYAUKAlhiag, n
EYKEQPAAIKN BAABN pmopei va amo@euxBei. Eival wotdoco kATl mou pmopei va cupBei dtav n
vO0o0g 0¢ OlayvwoTel £ykalpa i av n Bepaneia sival avamoteAECHATIKN.
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