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THX KYBEPNHZEQX

THX EAAHNIKHX AHMOKPATIAX

31 AekepPpiou 2018

ANOOAZEIX

ApBu. ©. 80100/ 50885/3033

Eviaiog Mivakag Mpoodiopiopou NMocootovu Ava-
mnpiag.

Ol YNOYPIOI EPTAZIAZ, KOINQNIKHX

AXQAANIZHZ KAI KOINQNIKHEZ ANAHAEITYHXZ -
OIKONOMIKQN

‘Exovtag unéyn:

1.Tig Statdéelc Tou apBpou 7 Tou v.3863/2010 (A'115)
«Néo AG@AAIOTIKO ZUOTNHA Kal cuvaQeic Slatdelg,
PUBUICELG OTIC EPYACIAKEG OXEOELG, OTIWG LOXVEL UETA
TNV avTikatdotaor Tou pe to dpBpo 28 tou v.4038/2012
(A'14) «Emeiyouoeg puBpicElg TTOL APOPOUV TNV EQAPIO-
Y1 Tou YecompPoBeaou MAAICiOU SNUOGIOVOUIKAG OTPA-
NYIKAG 2012-2015» Kat He 1o dpBpo 4 tou v.4331/2015
(A'69) «Métpa yla tTnv avakou@ion Twv ATOPWY HE
Avarnpia (ApgA), TNV amlomoinon TNG Aeltoupyiag Twv
Kévtpwv Motomoinong Avammnpiag (KE.MN.A.), kKatamoAé-
MNON TNG EI0QOPOSIAPUYNE KAl CUVAPH ACPANOTIKA
{ntApata kat AANeg S1ata&elg» Kal CUUTTANPWONKE PE
v mmap. 4 Tou apBpou 50 Tou v.4430/2016 (A205) «Kol-
VWVIKNA Kat ANAnAéyyua Olkovopia Kal avamtuén twv
POPEWV TNG Kal ANNeC SlaTAgeICy.

2.Tic Sata&eig tou apbpou 90 Tou «Kwdika Nopobeai-
ag yla tnv KuBépvnon kat ta KuBepvntikd Opyavar mou
KUPWONKEe e To apbpo mpwTto Tou 1.6/T10¢ 63/2005 (A'98)
«Kwdikomoinon tng vopoBeaiag yia tnv KuBépvnon kai
Ta KuBepvntikda Opyavay.

3.Tic Satageic tou m. 6/10¢ 113/2014 (A, 180) «Opya-
VIOUOC Ymoupyeiou Epyaociag, Kovwvikng Acpdaiiong
kat Mpovolagy.

4. Ti¢ datdéelg Tou apbpou 5 tou 1. &/10¢ 24/2015
(A'20) «X0oTOON KAl LETOVOPAGIA YTTOUPYEIWY, HETAPO-
pd TG Meviknic MNpappateiog Kovwvikwyv Ac@alicewv»
Kat Tou apBpou 27 Tou v.4320/2015 (A'29) «PuBpioelg yia
™ AYN AUECWY HETPWYV YIa TNV AVTIMETWITION TNG AV-
BpwmoTIKAC Kpiong, Kal Tnv opyavwaon tns KuBépvnong
kal Twv KuBepvntikwv Opydvwy Kat Aotmég S1atdeicy.

5.Ti¢ Siata&eic tou M. 6/10¢ 73/2015 (A'116) «AlopIoUOC
Ymoupywv, AvaminpwTtwv YITOUpywV Kal YQUTTOUPYWV».

6.Tnv aplOp. oik. 44549/A9.12193/09-10-2015 (B'2169)
UTTOUPYIKN amo@aon «Avabeon apuoSloTATWY oTov

TEYXOX AEYTEPO

Ap. ®UNouv 5987

Youmoupyo Epyaciac, Koivwvikng Acgdiiong kat Kot-
VWVIKAS AANNAgyyUN¢, AvaoTtdolo Metpomoulo» 6w
€xel TpomomolnOei pe TNV aplBp. oik.54051/A9.14200/
22-11-2016 (B’3801) urtoupyikr} and@acn Kal IoXVEL

7. Tic Satd&elc tng apib. Y29/8-10-2015 anmd@aong
Tou MpwBumoupyou (B'2168) «AvdBeon apuodloTHTwWY
otov AvarmAnpwtr Yrmoupyod Otkovoulkwy Mewpylo Xou-
)\ledKr]».

8.Tig Statadelg Tou v.3144/2003 «Kolvwvikog Stdhoyog
yla TV mpowOnon TN amacXoANong KAl TNV KOWVWVIKA
mpooTacia Kal AANEC S1aTA&elgy.

9.Tic Siatdéeic Tou dpBpou 68B Tou v.4387/2016 (A'85)
«Eviaio Z0oTtnpa Kowvwvikng Acpdalelag — MetappuBp-
0N A0@AAIOTIKOU-0LVTAEI060TIKOU CUOTAMATOC — PuBpi-
OEIC POPOAOYIAC EI00SHATOC KAl TUXEPWV TTALYVIWV Kal
AAe¢ Slata&elg» Omwe mpooTédnkKe e To dpOpo 36 Tou
v.4445/2016 (A'236) «EBVIKOG MNXavIoUOC ZUVTOVICHOU,
MapakoAovBnong kat A loAoynong Twv MoAttikwy Kot-
VWVIKAG Evtagng kat Kovwvikig Zuvoxng, pubuiceig yla
TNV KOWVWVIKK aAANAEYYUN Kal EQAPUOOTIKEG SIATAEELS
ToUu v.4387/2016 (A’85) Kat ANAeC Statagelgy.

10. Tnv mpodtaon tng A/vong latpikig A§loAdynong
touv E.OKA. kat Tn yvwun tng EdikAg Emotnpovi-
KNG Emtponng, mou cuykpotnOnke pe tnv ap. 31970/
A9.9047/15-7-2015 (AAA: QB7T465010Q-XM=) andgaon
Tou Yrioupyou Epyaaciag, Koivwvikng Acpdiiong kat Kol-
VWVIKAS AANNAEYYUNG, OTTWE TPOTTIOTTOLAONKE KAt GUUTIAN-
pwOnKe pe TI¢: i) ap.51073/A9.13786/13-11-2015 (AAA:
7T=N\46501Q-9Tl), ii) ap.273/A9.119/5-1-2016 (AAA:
6KAM465010-048), iii) ap.8876/A9.2832/24-2-2017
(AAA: 6XY0465010-4AZ), kat iv) ap. 16953/A9.5384/
25-4-2017 (AAA: 6ANH465010-AP4), v) ap.23345/
N9.7333/22-5-2017 (AAA: Q7MN46501Q-050), vi) ap.
33387/A9.11375/8-8-2017 (AAA: 6YA0465010-YYB),
vii) ap. 10812/A1.4052/20-2-2018 (AAA: 6P9Q46501Q)-
NN3) kaut viii) ap. 29839/A1.10197/11-6-2018 (AAA:
66Y0Q465010Q-YBH) umoupyIkEG amOPACELG.

11.Tn pe apBp. 16313/1296/21-3-2018 Elonyntikn
‘EkBeon olkovoplkwy emMmTwoswy (map. 5 dpbpo 24
v.4270/2014, OEK A'143) tn¢ levikng A/vong OIKOVOUIKWV
Yninpeowwv tou Y.M.EK.A.A. cOppwva pe Tnv omoia dev
nipokaleital Samavn og Bapog tou Kpatikou Mpoimo-
Aoytopou kat tou Eviaiou ®opéa Kovwvikng Acedaiiong
(E.O.K.A.), amogpaciCoupe:
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19. NEOPOAOTIKEX MAGHZEIX

19.1. Xpovia muehoveppitida N11.0, N11.1

Mpokettal ya xpovia Aoipwén oupomoinTikol TTou
TPOCRANNEL TO VEQPO.

MPOINQXH — IATPOKOINQNIKH ATTOWH

H vooo¢ Slatpéxel Xpoviwe. TEAIKWGE KATAAAYEL OE XPO-
VIO VEQPIKA VOOO.

MOZOZTO ANAIHPIAZ: ...... O,TL 1oYVEL yia TN «Xpovia
VEPPIKN VOoO» (TTap. 19.6).

19.2. MoAUKUOTIKA VOoOG veppwy Q61

AVNKEL OTIC KANPOVOUIKEC KAl OUYYEVEIC VOOOUC TWV
veQpPwWV. To umepnyoypdA@na Kal n a&ovikA Topoypagia
TWV VEQPWY ATTOKAAUTITOUV TIG KUOTEIG.

MOZOZTO ANATHPIAZ: ....ceeevreee 'O, 1L 1oxVEL yia TN
«XPOVIa VEQPPIKA VOoO» (Tap. 19.6).

19.3. Y6povéppwaon N13.0, Q62.0

Omolodnmote eumdSio oTnv eEAeVBePN por Twv oUPWV
(6ykog, oTévwon), AiBog 1 unepTpo®ia Tou TPOOTATN) EXEL
w¢ amoTéAeopa udpovéppwon.

MPOINQXH — IATPOKOINQNIKH AMNOWH

Mpokettal cuvnBwe yla ofgia avaoTpéPiun vooo.
Mmopei OUWC O€ OPIOPEVEC TIEPITTTWOELG VO TIPOKANEDEL
XPOvia VEQPIKA VOOoO.

MOZOZTO ANATTHPIAZ: ....eeevereee 'O, 11 loxVEL yia TN
«XPOVIa VEQPPIKA VOoO» (map. 19.6).

19.4. Ne@pwoikd ouvdpopo NO4

To veppwolko ouvOpopo oPeileTal og TTPWTOTABEIC
onelpapatoBeparneiec i oe Seutepomnabeic omelpapa-
TovePPITIOEC OTO TTAQICIO CUCTNUATIKWY VOO UATWV.

MPOINQ3XH — IATPOKOINQNIKH ATNTOWH

H mmpdyvwon e€aptatal amo tn ¢uUon TN UMTOKEIUEVNG
vdOOoU Kal TNV avTamdKpion TNG OTEIPAPATIKAC TTPOoB0o-
AA¢ oTnv Bepameia.

MOZOXTO ANATHPIAL:

E€aptdrat and tic emmhokég (BpouBwoel, cuvumdap-
XWV AoKITNG 1)/KaL TTAEVPLTIKT) CUANOYT, EKTTTWON VEQPL-
KAG Agltoupyiag)

AVEU EMITAOKWV

Emi emm\okwv
Ue TN BapltnTd TOUC.

19.5. Xpdvia vepplikn avemdpkela TeAIkoU otadiou
(XNATZ) umo e€wve@pikn kdBapon Y84.1

XNATZ uné e€wve@pikn kaBapon (KdBapon kpeativi-
vngG <15ml/min) . MN.A. 80%

19.6. Xpovia ve@pikr vooog N18

OPIZMOZ:

Nepptkn BAGPN Stdpkelag peyaAutepng Twv 3 un-
vy, o KaBopiletal amd SOMIKES /KAl AEITOUPYIKEG
AVWUOAIEC Tou veEQPOU Kal ekdnAwveTal pe TaBoAoyIkd
EUPMATA ATTO TN YEVIKI 0UPWV (EPUBPOKUTTAPIKOI KU-
Awvdpol, mpwteivoupia (>300mg To 24wpo) ri/kat mabo-
AOYIKI) ATEIKOVION TWV VEPPWV (OUAEC) ri/Kat GFR<60mL/
min/1.73 m? yla mePIO0OTEPO amd 3 UAVEG.

H ektipnon tou Babuol Tng veppikng Asitoupyiag
(e-GFR) yivetal pe duo tpoémouc:

1o¢ Tpomoc: epapudlovtag tnv e€iowon Cockcroft
and Gault

eGFR={(140-nAkia) x cwuaTiko Bapog o€ KING)/(72 x
Kpeativivn opou og mg/dl)} x 0.85 av n acBevn¢ eival
yuvaika.

M.A. 20%
M.A. avéioya

20¢ Tpomoc: e@appolovtag v eicwon MDRD Study
equation

eGFR= 186 x (kpeaTtwvivn opol oe mg/dl) - 1,154 x (nAI-
Kkia) — 0,203 x (0.742 av n aoBevn¢ gival yuvaika).

H MDRD eival akpiéotepn, aAAG oTNV KAIVIKA TTIPA-
&n epappoletal ouvribwe n Crockroft and Gault, pe Tnv
omoia ANwoTe €xel yivel n otadlomoinon g véoou.

To mocooté avarnnpiag kabopiletat amd 1o otddlo TNG
XPOVIAG VEPPIKNAG VOOOU.

STAAIOMOIHZH THX XPONIAXZ NEOPIKHX NOZOY KAI
MOXOXTA ANAMHPIAX

>1461a 1 kat 2 (KdBapon kpeativivng =90ml/min kat
60-89ml/min avtiotoiya)

KAwvikd eupnpuata

0O aoBevi¢ gival ACUPMTTWUATIKOG

MOXOXTO ANATHPIAX 0%

14610 3 (Kabapon kpeativivng 30-59ml/min)

KAwvikd eupripata

ApPTNPIaKN UTTEPTAON Kal VIOTe Kal SeUTEPOTTAONG
unTePTaPaBUPEOEISIONOC

MOZOXTO ANATTHPIAL ..ooeeeeeeeeeeieenins 10% - 20%

214610 4 (KaBapon kpeativivng 15-30ml/min)

KAvikd euprijpata

O aoBevn¢ umopei va gpgavilel avaiuia, aduvapia,
katafolAn, mepipepika odrjuata, duomvola.

To moooot6 avamnpiag kabopiletatl pe Faon tnv na-
pouacia Kal TNV BaputnTa TWV MPOAVAPEPOUEVWY OU-

UTTTWHATWV.
MOXOZTO ANATTHPIAZ ... 35% -67%
314610 5 (KaBapon kpeativivng <15ml/min)
MOZOXTO ANAIMHPIAZ 80%

19.7. Metapodoxeuon veppou Z294.0

Erni amoppipewg Tou pooxevpatog: aipvidla emoei-
VWOoN VEQPIKNE AEIToupyiag, EHeAvion mpwreivoupiag,
apTnpPIOKAG umEpTaonc. Eviote mapatnpeital umotponn
NG MPWTOMAOOUC OTIEIPAUATIKNG VOOOU OTO HOCXEVA.

MOXOXTO ANATHPIAX

‘Otav Bpioketal umd xpovia aipokdBapon......... 80%
‘Otav Bpioketal umod xpovia mepitovaikry kdBapon

80%

Katd Kal HETA TN METOAUOOKEUON ..ceuenererevsernensensens 80%
Emi amoppipewc Tou pooxeupatog i coPapwv emmio-

KWV 80%

20. ZMANIEZ MAGHZEIX

Qc¢ ondvio voonua/madnon opiletal amod tny E.E. kabe
voonua mou MpooBANeL Atyotepa amd 5/10000 dtopa
kal mepappavetat otov kataloyo tng Orphanet. O ka-
TaAoyog avayvwpiletal amd 1o EAAnviké Kpdtog ue 1o
OEK 261/2-12-2013 4pBpo 14.

Ymdpyxouv 6000-8000 omrdvieg TABOELG, EK TWV OTTOIWV
Aavw Tou 80% éxouv kaboplopéva yeveTika aitia. Ot aA-
Ae¢ MpokaloUvTal armd ANoIUWEELG (BOKTNPIOKEG, IOYEVEIG
KATT), aA\epYieC, TePIBANNOVTIKOUC TTAPAYOVTEC, EKQUAL-
OTIKA aiTla, omAvieG pop@éc kakorBelac. Eival ouvnbwg
TTOAUCUOTNUATIKA VOO LATA PE TTOIKIAIA EKONAWOEWV
aAd ko (yia To kaBéva €’ autwv) maboyévela kat ou-
venwg, 6ev Ba mpémel va avTtipeTwmmi{ovtal wg TUXAIES
OUVUTTAPEEIC CUUTTTWUATWV.
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3 € KATOLO OTTAVIA VOO ATA N VOOOG ekdnAwveTtal ota-
Slaka Kat n EENIKTIKI/EKQUAICTIKN TTOPEia ival XpovIKA
TPOPBAEYIUN (T.X. HUTkA duoTtpogia Duchenne), aA\d oe
AANEG TTEPIMTTWOELG TA CUUTTTWHUATA, N 0OBaPOTNTA TWV
OUPTTTWHATWY Kal N NAIKia ekGNAWONG TwV EMPEPOUG
ekONAWOEWV TNG VOOOUL UMopEl va TToLKIANNOUY peTaED
aoBevwv ou €xouv TnV idla mdbnon (.. veupoivwud-
Twon) AOYw TOU PAIVOUEVOU TNG YEVETIKNG ETEPOYEVELAC
(@atwvotumikr Kal aAAnAiwv).

Mepikd amd ta ondvia voorjpata mepiapfpdavovtat
otov E.M.M.M.A. kat éxouv KaBoplopévo EVPOC TTPOTEIVO-
pevou M.A. Ta ta unolotra xpetdletal Xpovog, WoTe va
Tta&ivounBouv kat va mpotabei, yia ta cuvnBéotepa €€
QUTWV, CUYKEKPIPEVO MNooooTd Avamnpiag. Ewg TOTE, yia
Vv alohéynon tng avamnpiag Oa mpémel va minpouvTal
Ol TTAPAKATW TIPOUTIODECEIC:

A. O elonynTIkog @akehog va éxel kKwdikod Orphanet o
OTT0i0¢ Va QaiveTal Kal TNV and@acn TwV MTPOTIWV.

B. Mpémel va éxel oupminpwBei ano Kévtpo 1y e181ko
laTPO YVWOTN TOU VOO UOTOG KAl VO TIEPLEXEL TA OTOLKEIQ
TTIOU TEKUNpPLwvouV TN didyvwon Baocel Twv dsdopuévwv
™¢ BiBAoypagiag kat Tng Orphanet, pe avaAuTikr ma-
pABeon EpyaoTNPIAKWY EVPNUATWY, KAIVIKH TIEPLYPA®PN),
€€ENEN TN vOOOU Kal BeparmeuTik aywyn.

I. O mpoodlopiopog Tou MN.A. va e€aptatal and To €mi-
medo Baputntag, ou ol PAABEC Kal ol EMITAOKEG TNG
VOOOU €X0UV ETTIPEPEL OTA EMPEPOUG CUCTHATA TOU
opyaviopoU, Aappdavovtag urmmdyn Ta XapaKTNPIoTIKA
Twv omaviwyv (oTNV TTAEIOVOTNTA TOUC YEVETIKWE Kabo-
PIOUEVWV Kal EEENICOOUEVWV) VOO UATWV.

20.1. ENAOTENH METABOAIKA NOXHMATA

Elcaywyn: Ta KANpovOoUIKA UETABONKA voorjuata
(KMN) eivat omdvia, €@’ dpou {wn ¢ xpoévia Voo LaTa TTou
ouvnBwc opeilovtal og KAmola eVCUMIKN AVETTAPKELD JIE
QTTOTEAECHA TN CUCOWPEVON TOEIKWV PETABOAITWY Kal
npoékAnon PAaBwv oe omolodAMoTE 0pyaviké cUCTNA,
avaloya pe tn Statapayn. Q¢ €K TOUTOU ATTTOVTAL TTOA-
Awv ei8ikoTtATWV. Ta ieplocotepa KMN kAnpovopouvtal
LLE TO UTTOAEITTOEVO QUTOCWHATIKS XAPAKTHPA KAl UTTO-
pei va ekdnAwBouv e omoladnmote nAiKia.

>1nv a&loAdynon Tng BapltnTag Kal TG TPOYVWOoNG
Ba mpémel va Adaudvovtal uméyn:

-To mpoodokiuo (WNAC Yia TNV CUYKEKPIUEVN TTAONON.

- H 01aBepdtnTa TV CUPMTWHATWY, SNA. AV UTTAPXEL
ouvexng emoeivwon TNS KAIVIKIAC Katdotaong (kabwg Kal
n taxutnta g emdeivwonc) n av n e&€Nén eivai Bpadeia
Kal ENeyXOUEVN.

- O1 duvatdTnTe yla Bepareia Kat n AMOTEAECUATL-
KOTNTA TNG AVTIMETWTIONG. 2TIG TTAOOELG TTOU XAPAKTN-
piCovtal and emelcodia PeTaBOAIKAC amoppuduiong
Aappavovtal urtdoyn o aplBuodC Kat n BapltnTa TWV EMEL-
00diwv Kat ol SUOKONIEG TNG EMEIYOUCAC AVTIMETWTIIONG
Twv emelcodiwv.

- O1duvntikég emmlokég ota Stapopa dpyava avaioya
HE TO vOONHQ, TI.X. PUXOKIVNTIKA KABUOTEPNON, VEPPIKN
QVETTAPKELQ, NTTATIKI AVETAPKELQ, puokapSlomabela, TU-
PAWON, KAPKIVOG K.a. Kal Ta oxeTI(Opeva Bépata vyeiag.

- O1 avTIKelPeVIKEC SUOKOAIEC 0TV TTapakoAolOnon
(ouxvotnta Kalt €idog Twv e€eTAoEWV).

- H moiétnta {wng kat o abudg aveaptnaoiag otnv
KaBnuepvoTnTa.

|. ENAOTENH METABOAIKA NOXHMATA ME O=EA QAI-
NOMENA

1. Alatapayég Tou KUKAou oupiag

‘Onwc:

- Avemndpkela opviBivotpavokapfapuiaong ORPHA
664 ICD10E72.4

« KitpouMvarpia:

- A. KitpouAAvaipia TUmmou 1 1 KAAGGIKR KITPOUAAIVAL-
Mia-avemapKela apyvivooou&VIKA G ouvBetaonc ORPHA
187 ICD10 E72.2.

- B. KitpouMvaipia tumou 2 ORPHA 247582 ICD10
E72.2, (cuvwvupa amoTteAoUV N avemdpKela TOU Gopéa
OOTIAPTIKOU YAOUTAUIKOU 0&E0C Kal N AvEMAPKELQ KITPI-
vne)

« Apywivooou€ivikn o§uoupia ORPHA 23 ICD10 E72.4

2. A\uoivoupikr ducaveia otnv mpwteivn ORPHA 470
ICD10E72.4

3. Opyavikég o&uoupiec/alpieg

Oonwc:

- Movutapiki ofuoupia tumou 1 (GA 1) ORPHA 25,
ICD10E72.3

« Mpomovikn ofuoupia ORPHA 35ICD10E 71.1

« MeBuApahoviki o§uoupia ORPHA 29355 ICD10E71.1

« looBalepikri o€uoupia ORPHA 33 ICD10 E 71.1

4,N6ooc oopng oupwv oav olpomi opevdapou (MSUD)
ORPHA 511 ICD10E71.00

5. Mitoxovdplakéc Statapayég B-ofeidbwong twv Auma-
pwv oféwv kat Slatapaxég kapvitivng ORPHA 309115

5.1. Alatapayéc B-o€gidwong Twv Atmapwyv oféwv

Oonwg:

« Avendpkela TnG akUA-cuvévlupo A Seldpoyevaong
Mmapwv 0&€wv pecaiwv-alucidwv (avermapkeia MCAD)
ORPHA 42 ICD10E71.3

« Avemdpkela tng akul-ouvévlupo A §gl6poyevaonc
TIOAU HaKPWV aAucidwv Mimapwyv oféwv (avemdpkela
VLCAD) ORPHA 26793 ICD10 E71.3

« MoA\amA avemdpKela Twv AKUA-cuvéviupo A Sgi-
Spoyevaowv (avendapkeia MADD) ORPHA 26791 ICD10
E71.3

« Mepovwuévn avendpkela 3-udpo&u-akul-cuvévlupo
A 8e06poyevdaong pakpwv alucidwv Atmapwv o&éwv
(avemdpkela LCHAD) ORPHA 51CD10E71.3

5.2. AlatapaxEg Kapvitivng

« MNpwtomadng avemdpkela kapvitivng — diatapa-
XN MpooANYNE TNS Kapvitivng (carnitine transporter
deficiency ORPHA 158 E71.3).

Mpoyvwon Kahn e@'éoov TnpnOei n anapaitntn and
TOU OTOUATOG XOoprynon TG Kapvitivng €9’ 6pou (wng
MN.A>10%

« Avemdpkela maAdItouATpavopepdong | tng kapviti-
vng (CPT | deficiency) ORPHA 156 ICD10 71.3

« Avemapkela maAdItouATpavopepdon Il tng kapviti-
vn¢ (CPT Il deficiency) ORPHA 157 ICD10 71.3. Yidipxouv
3 Hopyéc:

a) Bavatneopa veoyvikn poperi ORPHA 228308

B) Bapid Bpepikn popen (nmatokapdiopuikry) ORPHA
228305

y) puomaBntiki popery ORPHA 221302
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« Aventdpkela Tpavolokdong tng kapvitivng ORPHA
212138ICD10E71.3

6. MNukoyovidoel (Glycogen Storage Diseases-GSD)
ORPHA 7921

« TUmol YAukoyovidogwv mou xapaktnpifovtat amd
peTaBoAIKA eMeElCOdIa (TT.X. KETWTIKN UTTOYAUKAIWia, ya-
AakTik oéwon, pafdopudluon, KAL) givat:

- TUTog 0 (avemdpkela ouvBAoNg Tou YAUKOYOVOU)
ORPHA 2089 E74.0

- Tumoc | vooog von Gierke (TUOmo¢ 1a ORPHA 79258
Kat tumo¢ 1b 79259 ICD10 E74.0)

-tomnoc Il (N6oocg Cori Forbes) ORPHA 366 ICD10 E74.0

- tumoc IV (voooc Andersen) ORPHA ICD10 E74.0

- tumoc VI (voooc¢ Hers) ORPHA 359 ICD10 E74.0

- tumocg IX ORPHA 79240 E74.0

-tomo¢ X (o.Fanconi-Bickel) ORPHA 2088 ICD10 E74.0

« TOmot MAUKoyoVIAoEWV e EKONAWGELG ATTd TOUG PUES
(uElwpEVN avTox 0TNV AOKNON UE MUTKEG KPAUTIEG, Pa-
BdopuoAuon, avénuévo CK, puoogaipivoupia) givat:

- Mukoyoviaon tumou V ORPHA 368 ICD10 74.0 (ave-
TAPKELA PWOPWPUAACNC LWV vooog Mc Ardle)

- Mukoyoviaon VII (v. Tuari) ORPHA 371 ICD10 74.0
(avemapKela PLWOPWEPPOUKTOKIVACNG HUWV).

Ma TIC CUUMTWHATIKEG HOPPEC TWV EVOOYEVWV [E-
TaBoAkwv voonudtwv pe o&éa @awvoupeva (1-6):
M.A.50% - 67%

Kat mpooTiBetal To MN.A. avaloya pe Tn BapltnTa Kat
OTToLAdATIOTE EMITAOKI TOU VOO ATOC.

7. Tevikeupévn Mukoyoviaon - Nocog Pompe

« H Mukoyoviaon tumou Il (avendpkela a 1,4,-6&vng
YAukoo1ddong, vooog Pompe) ORPHA 365 ICD10 74.0,
€ival n uévn yAukoyoviaon mou o@eileTal o€ avendpKela
AUCOOWIKOU ev(UOoU.

« H yevikeupévn Bpe@ikn poper) (ORPHA 308552) ek-
SnAwvetal pe Peydhn umotovia Kat Kapdlo-avamveuoTt-
KN} QVETTAPKELA Kal Eival auxvd Bavatn@oépa, evw n OYIun
popon (ORPHA 420429) rou givat Kat n ouxvoTepn, €l
oav KUPLo 0PNUA TNV HUOTIABELD. AgV UTTAPYXEL OPIOTIKN
Bepameia aANA n evUUIKN uTTOKATACTACHN BEATIWVEL TN
MUIKN Agitoupyia kat TNV molotnTa (Wi TwV aoBevwy.

MOZOXTO ANATHPIAX

yla TN Bpe@ikn popen >80 %

KAL YIO TNV OYIUN CUUTTTWHOATIKN ceverrenrenenenns >67%.

8. MitoxovdpomdBelec avanveuoTikig ahtoou ORPHA
68380 (mapamourr} oto kKe@. NeupoAoyikwy Tabricewv)

9. Alatapaxég petafoliopol mupoufikol o&éog
ORPHA:254746 ICD 74.4

Eival veupoloyikég mabroelg pe Bapld mpdyvwon.
XapakTNPIOTIKEG EKONAWOEIC gival n Baptd YAAAKTIKNA
o&éwon pe veupoloyIKEC eEkONAWOEIC (eykeahomdBela
Tumou Leigh, StaAeimouoa atadia kat SuoTovia, eyKePa-
AkA mapdAuon, K.a.) KAl VEUPOATTEIKOVIOTIKA EVPHATA
(m.x. ayeveoia tou pecoAofiov, BA&Pec ota Bacikda yay-
YALO KAl HECOU EYKEPANOVY, K.a..)

MOXOXTO ANATHPIAL . 80%

10. Avenidpkela Koahapivng C ORPHA 79282 ICD10
E72.8

H avemrdpketa koalapivng C (ueBuApaiovikn ofuou-
pia pe opokuoTivoupia amd cuvduacpévn dlatapaxn
ouvBeon¢ adevooulkofalapivng Kal peBuAko-Balapi-

vng cblC) givat Baputatn Satapaxn TnG koBaiapivng
TToU Xapaktnpietal amd cupntwpatoloyia amd oha
TA OPYAVIKA CUCTAMATA, KUPIWG TO KEVTPLKO VEUPLKO
ovotnua (AnBapyo, omacpoug, avola, mapatodnaieq),
TO TEMTIKO (épETOL, S1dppOola), TO AlpomoINTIKO (avaluia,
Aeukorevia), Toug 0QPOAAUOUC (LEAAXPWOTIKA Ap@IBAN-
oTtpoeldomAbEla) Kal TOUC VEQPOUC (AIMOAUTIKO oupdl-
MIKO oUV&popo He 5% OBvnoluotnta kal 10% ve@pIkn
avemapkela TeAlkol otadiou).

H oupnmtwpatoloyia Tou voor patog mpokaleital amo
TN CUCCWPEUON OTOV OPYAVIOUO BAafepwv petafoll-
TWV KUPIWG OPOKUOTEIVN TTOU AOYW TNG CUYKEKPIMEVNG
petapolikng Statapayrig Sev pmopei va petaBoMoTei.

H Bepameutiki aywyr Ba mpémel va yivetal £¢p'épou
{wn¢ pe evdopuikn xopriynon Brrapivng B12 (udpolu-
koPahapivn1.5 mg/H), @uANkS 0&0 (5mg/H) kai Betaivn
10g/H peros.

O gpyactnplakog éheyxog mapakolovOnong Bacile-
TOL OTNV HETPNON TNE OAIKAC OMOKUOTEIVNG 0TO TTAAG A
KOl OTNV TTOOOTIKN YéTpnon HEBUAaAoVikoL oféog oTa
oUupa (&ev yivetal otnv EANGSQ).

MOXOXTO ANAIMHPIAX
OTN VEOYVIKI] KAl BPEPIKI HOPPN evrrerrrerrrrernns >67%,
oTnV OYLUn Hopen 50% kai

TPOCTIOETAL TO TTOGOOTO TWV ETITTAOKWV.

11. KAaooikr} opokuoTivoupia (amd avemdpKela
[-ouvBetdong tng kuoTtabelovivng CBS) ORPHA 394

H k\aoolkn opokuoTivoupia amod avendpkela CBS gival
n ouxvoTepn Slatapayrn Twv Belovxwv auvo&éwv. Eival
duvnTikd Bavatn@dpo TOAUCUCTNMATIKO VOO A LIE EK-
SnAwaoelg amod Toug oeBaApoUC (e€apBpNUa PAKWY), TO
OKEAETO (owpaTOTUTIOU 0. Marfan), To KEVTPIKO VEUPIKO
oVUoTNUA Kal TO ayyelakd cloTnua (BpopoeuoAikd
eneloodia mou gival To ouxvoTEPO aitio Bavdtou). Adyw
Twv duvnTiKA BavaTnNEOPWV AYYEIOKWY ETTIITAOKWY N
npdyvwon t¢ OpokuaoTivoupiag Ba e€aptnOsi amd tnv
éykalpn Sidyvwon Kat avtamdkplon otn Bepaneia pe
Brtapivn B6 (mupidoéivn).

MOXOXTO ANAIHPIAX

yla Toug aoBeveic mou avtamokpivovtal otn Brtapivn
B6 50%,

YL TOUG N QVTOATTOKPIVOUEVOUG .veveereeseesnessesseens 67% -

80%, kal mpooTiBetal To M.A. avaloya e tn Baputnta
Kal orroladTmoTE EMIMAOKI TOU VOO UATOG.

[l. ENAOTENH METABOAIKA NOXHMATA ME XPONIA
EZEAIXXOMENH MNOPEIA ORPHA 68366

Ta Aucoowuikd voonuata (amoBnKeuTtikd voonuata
1 ONCAUPICUWOELS) ival OTIAVIA ETEPOYEVH, TTPOOSEUTI-
KA €€ENlOCOUEVA, TTOAUCUOTNUATIKA VOO UATA UE KOIVO
XOPAKTNPLOTIKO TNV TABOAOYIKI) CUCCWPEEVUGCHN PUCIOANO-
YIKWOV Hopiwv 0Ta AUCOCWHATA.

Xpriowo givatl va S1axwpiotouv ol AUCOCWHIKEG Sla-
TapAxEG o€:

1) Slatapayég pe Suopop@ieg m.x. adpd XapaKTNPLOTI-
KA (BAevvomolu-ocakxaptdwoelg, OAlyoOakyXaplOWwoElG,
BAevvohimbwoelg) kat

2) diatapayég mou ocuvribwg dev mapouaialouv du-
OUOP®IEC (T1.X. OPIYYOMITISWOELG) TIOU Eival KAl Ol GUXVO-
TEPECAVOOOWHIKEC SlatapayEc (m.x. v. Gaucher, v. Fabry).
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MapOlo TToU OTIC TEPICOOTEPEC TTEPITTWOELG TA KAVIKA
gupnuata ivat epgavn améd Tnv matdikn nAIKia medRAN-
pa Tapapével n umodilayvwon Pe onuavtikig emdesivwon
NG vyeiag Tou acBevr).

1. BAevvomoAuoakyxaptdwoelg (BMX) MucoPolySaccha-
ridoses (MPS) ORPHA 7923 ICD10 76.0

AmoteAoVV 10 35% TWV AUCOCWUIKWY VOO UATWV UE
OUVOAIKT ouxvéTtnTa 1:22.000.

Ymndpyouv 7 tumol. Ztnv Eupwrn gival cuxvotepn n
BMX tumou I (0. San Filippo MPS type IlI).

MOZOxTO ANATMHPIAY: 67% -
80% kal mpooTiBetal to MN.A. avaloya pe Tn fapltnta
Kat ormoladTToTE EMITAOKI} TOU VOO ATOG,

2. OMiyooakyaptdwaoel  (MUKOTIPWTEIVWOELS)
Oligosaccharidoses (glycoproteinoses) ICD10 E77.0

‘Onwc:

« Aspartylglucosaminuria ORPHA 93 ICD10 E77.1,

« Fucosidosis ORPHA349 ICD10 E77.1,

« Alpha-D-mannosidosis ORPHA 61 ICD10 E77.1,

« Beta-D-mannosidosis ORPHA 118 ICD10 E77.1,

« Schindler disease ORPHA 3137 ICD10 E77.1,

- SialidosisORPHA 309294 ICD10 E77.1

MOZOxTO ANATMHPIAX 67% -
80% kal mpooTiBetal to MN.A. avaloya pe Tn fapltnta
Kat ormoladiTmoTE EMITAOKI} TOU VOONATOG,

3. Zptyyohmdwoelg Sphingolipidoses ORPHA 79255
ICD10 E75

Ot ZtyyoMmowaoelg amoteAoUV eTepoyev opdda vo-
onudtwv mou xapaktnpeifovtal and TNV CUCCWPEUCH
o@lyyoMmdiwy ota Aucoowpata. Neplocdtepo yvwotd
voorjpata TnG opadag ivat:

- H v. Gaucher ORPHA 355 ICD10 E75.2,

- Hv. Fabry ORPHA 3241 ICD10 E 75.2,

- Hv. Niemann-Pick A 77292 ORPHA ICD10 E75.2,

- H v. Niemann-Pick B ORPHA 77293 ICD10 E75.2,

- Hv. Krabbe ORPHA487 ICD10 E75.2 kat

- N peTayxpwpatikn Acukoduotpogia ORPHA 5121CD10
E75.2.

Eival uroAeimépeva autooWUATIKA VOO HATA EKTOC
amd tn v. Fabry mou givat pulocuveTto.

MOZOZTO ANATTHPIAY .....ooevererrererrrsnreans 67% - 80%
kal mpooTiBetal to M.A. avdhoya pe T Bapltnta Kal
OTIOLASATIOTE EMITTAOKK TOU VOOHLATOG,.

Néooc¢ Niemann-Pick tumo¢ C [Niemann-Pick disease
type C (NP- C)] ORPHA 648 ICD10 E75.2

H voooc¢ Niemann-Pick tumo¢ C gival umoheimopevo
QUTOOWUATIKO AUCOOWHIKO vOonua PE amoBrikeuon
AmSiwv. Ot KAWVIKEG eKONAWOELS e€apTwVTal amd TNV
NAKiq, T.X. ave€Ayntn mapdtaon VEOYVIKOU IKTEPOU N
XoAdoTaon, aveényntn ominvoueyahia Pe i xwpicg nra-
Topeyalia Kal eEENlOOOUEVEC CUXVA BAPIEC VEUPONOYIKEC
EKONAWOELC, OTIWC TITWON VONUOOLUVNG, TAPEYKEPANISI-
kN ataéia, KABeTN UTTEPTTUPNVIKN 0OPOAAUIKN TTapdAuon
(VSPG), bucapBpia, Sucpayia, Suotovia, omacpoi, yeha-
oTIkr katamAn&ia kat YPuxtoTpikéS SlaTapaxéc.

Epyaotnplakég e€eTaoelc Tekunpiwong: Aokipaoia
@IATTiVNG 0€ KAANEPYELD IVOBAACTWVY KAl TAUTOTTOINON
TWV TaBoAoylkwv PeTaAa&ewv Twv dvo yovidiwv C1
(95% TwV MepIMTWOoEWV) Kat C2.

H Bepameia eival umootnpikTiky aAAA Sokipdlovtal
Slapopa edppaka eviote pe eEAMdopopa amoteAéopata
(m.x. miglustat, kukhode&tpivec).

MOXOXTO ANANHPIAZ

4. Kuotivwon ORPHA 213 1CD10 72.0

H Kuotivwon amotelei To cuxvOTEPO KANPOVOUIKO
aitio Tou veppoyevou¢ o .Fanconi. Eival urmoAeimopevo
OQUTOCWHATIKO AUCOCWHIKO VOO A TTOU TIPOKAAE(TAL
amno HeTaAa&elg oto yovidio CTNS mmou KwdikoTmolei T
TPWTEIVN METAPOPAG TNG KUOTIVNG (Cystinosin) éw amo
To Aucéowpa.

H Siatapayn HETAPOPAC TNE KUOTIVNG amd Ta Auco-
OWHATA €XEL 0aV ATTOTENECHA TNV eVOOANUCOOWHUIKA
OUCOWPEVCN KUOTIVNG 0€ OAA Ta KUTTAPA Kal 6pyava,
1Slaitepa 0TOUC VEPPOUG Kal 0TOUG 0PBaAHoUC (KpU-
OTAANOL KUOTIVNG OTOV KEPATOELSN XITWVA).

H veppomadntikr kuotivwon ORPHA 411629 gival n
OUXVOTEPN AANA Kal BapUTEPN HOPPH UE TTPOCBOAN TWV
VEQPWV 0TN Bpe@Ikn NAKia (BAABEC oTa eyyug eoTelpa-
péva owAnvapla) kat epdoov dev yivel éykaipn Sidyvwon
Kat 181k Beparmeia, TpWin KATAANEn TNV VEQPPIKN ave-
mdpKela TEAkoU otadiov otnv matdikr nAikia.

MOZOXTO ANATTHPIAY .....cveverererererserenn 67% - 80%
kal mpooTiBetal To M.A. avdloya pe tn Baputnta Kat
OTTOIASATIOTE ETIITAOKK TOU VOOHATOG.

5. @aivulketovoupia avendpkela udpofuldonc TnG
@awvulaiavivng ORPHA 716 ICD10 E70.1

H ®avulketovoupia gival n cuxvotepn KANPOVOUIKH
Slatapayr Twv apvoééwv pe ouxvotnta otnv EAAada
1:11.000 {wvTavEg YEVVNOELG.

Ta enimeda @awvulalavivng aipatog¢ > 6 mg/dl
(120pmol/L) katw amod TNV NAKKia Twv 12 €TWV €K0uV
EMMTWON 0TO VONTIKO TTNAIKO KAl OTIG EKTEAEOTIKEG Ael-
Toupyieg Twv PKU acBevwv.

Kd&Be aoBevric >12 etwv Ba mpémel va puBuiletal oe
emimeda @aivulalavivng aipatog 2-10 mg/dl (HMA: <6
mg/dl o€ OAeC TIC NAIKIEC).

MOXOXTO ANATMHPIAX 50% kat
nmpootifetat to MN.A. avaloya e T BaputnTa Kat omola-
SNMoTE EMITAOKN TOU VOOHUATOC.

6. Tupooivalpia Tomou 1 (Hmatoveppikr)) ORPHA 382
ICD10E70

HTupoowvaiuia | eivat éva omdavio kal faputato KAnpo-
VOMIKA PETABOAIKO VOO A LiE KUpla Opyava TTPOCBOANC
TO ATIAP, TOUG VEQPPOUC KAl TA TIEPLPEPIKA VEUPA.

H véoocg xapaktnpiletal amo e€eANlOOOUEVN NTTATIKN
BAGPN pe Kippwon, NITATIKA AVETTAPKELD, NTTATOKUT-
TOPIKO KAPKIVO ATTATOC, VEQPIKA OWANnvaplomdbela (o.
Fanconi) kat cUv§popo tumou mop@upiag (MPoofBoAn
TTEPIPEPIKWV VEUPWV) Kal LaBNnolakéC SUOKOMIEC.

MOXOXTO ANATMHPIAX 67% kai
npooTiBetal To MN.A. avdloya pe Tn Baputnta (ameiko-
VIOTIKA NTTATIKA euprata, Habnolakég SUoKoAieg, Sla-
TAPAXEG CUUTIEPIPOPAC, ATTOTEAECUATA EPYACTNPIAKWV
€€€TAOEWV) Kal OTTOLASNTTOTE EMITTAOKK TOU VOO ATOG.

7. AAkamntovoupia ORPHA 56 (1) vooog Twv Halupwv
oUpWV 1) 0O0TWV)

Opeiletal og KAnpovouikn Slatapayr oTo UeTABOAL-
KO HOVOTIATI TNG TUpooivngG. H KAIVIK) CUUITTWATOAO-

80%
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yia epgaviletal ouvABwC PETA TO TPIAKOOTO €TOC TNG
NAKKIag Ye oupnTwpatoloyia apBpitidag Twv peyaiwv
apBpwoewv (wxpovoTik apBpomndbela) pe mpoodeuTi-
KA emdeivwon Kal avAaykn XEIPOUPYIKACS TTapéufaonc.
AMN\Q guprpaTa gival ol XpWHATIOUEVOL OGKANPOi Kat €At
KEG aUTIWV (wxpovoaoia) kat auénuévn mpodiabeon yia
kapdioloyikd pofAnuata.

MOZOZTO ANATTHPIAX ....oveeverrrerrennne 50% - 67% kal
npooTiBetat to N.A. avaloya pe T faputnTa Kal omola-
SATOTE EMITAOKI TOU VOO UATOC

8. lfahaktolaipia ORPHA 79239 ICD10 E74.2

MOZOXTO ANAIMHPIAX ..... 30% kat mpooTiBeTat to M.A.
avaloya pe Tn BaputnTa Kal omoladnToTE EMITTAOKK TOU
VOO ATOC,.

9. KA\npovopikn ducavetia otn ¢pouktoln ORPHA 469
ICD10 74.1

O&eiec duvnTikd Bavatneodpec ekbnhwoelg os adlda-
YVwoToug aoBevei¢ kat og aoBeveig Tou épyovTal o€ ema-
®n HE TN @POUKTOLN N Tapdywya TNG POUKTOLNG (TT.X.
00pPBITOAN) kat mou Sev cuppop@wvovTal otn diatta.
JUUTTTWHATA UTTOYAUKALIOG UETA a0 AP TPOPRS TTOU
mepLExel PoukTOln (PpouTa, coukpoln, copPIToAn).

MOZOXTO ANAIMHPIAY ............. 30% kai mpooTiBetal
1o MN.A. avdloya pe t Baputnta Kat omoladAmoTeE eml-
TAOKI] TOU VOO LOTOG.

10. KAnpovouikég Slatapayég moupivwy Kat uptdi-
vwv ORPHA 79224

MOZOXTO ANATIHPIAZ 67% Kali
nipootiBetatto M.A. avaloya pe tn Bapltnta Kat omola-
SNMoTE EMITAOKN TOU VOO UATOC,.

H ouxvotepn Slatapayn Twv ToUpIVWV gival n ave-
mdpkela umo&avOivng-yovavivng @wo@opiBocultpav-
opepdong -HPRT deficiency ORPHA 510

- M\Rpnc avendpkela HPRT ( 0. Lesch-Nyhan)

MOXOSTO ANAMHPIAS ... >80% avahoya pe TN
Baputnta Kat omoladATTOTE EMMAOKI).

- O1 Slatapayég moupvwy Pe povn ekdnlwon tnv
ve@poAiBiaon (pepikn avemdpkela HPRT, o. Kelley
Seegmiller), avemdpkela TG PWOPWPIBOCUATPAVOPE-
pdong tng 2,8 dtwdpouadevivng (2,8 dtwdpofuadevi-
voupia) ORPHA 976 ICD10 E79.8, avemdpkela o&eidbdong
¢ EavBivng (kAnpovouikn EavBivoupia) ORPHA 3467
ICD10E79.8

MOSOSTO ANAMHPIAS ... >30% avaloya pe TN
BapuTtnTa Kat omoladATTOTE EMIMAOKI).

11. Z0v&pouOo avemApKELAC TOU HETAPOPEA 1 TNG YAU-
k6{n¢ (GLUT 1 deficiency) ORPHA 71277 ICDG93.4

MOZOXTO ANAIHPIAZ 67% Kali
nipootiBetatto M.A. avaloya pe tn Baputnta Kat omola-
SNMoTE EMITAOKN TOU VOO UATOC.




