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MovoyoVvIOIaKEG AoBEVELEC TTOU aviXveuovTal aro tnv e€etaon VERAgene

MAGH>H NOMHZH EMNNTQ>H

Avemtdpkela Audong 3-udpo&u-uebuloyAouTtaplkoU cuvevlUuou A HMGCL MET SoBapn
AVETIAPKELA 3-eBUAO-KPWTOVUAO-COA kapRo&uAdong, Tutou | mccct MET JoBapn
AVETIAPKELA 3-UEOUAO-KPWTOVUAO-COA kapRBo&uAdong, Tuttou Il mccce2z MET SoBapn
ABnTaAmonpwTteivatuia MTTP DIG, NEUR, OPTH, HEM  ZoBapn
Avemtdpkela O&elddong AKETUAO-ZUvVeEVIUUOU A ACOXT NEUR MoAU coBapn
>Uvdpouo Aicardi- Goutieres SAMHDIT NEUR SoBapn
SUvdpouo Alport, DUAOCUVIETO COL4A5 REN, OPTH, HEAR SoBapn
SUvdpouo Alstrom ALMST OPTH, HEAR, REN, CARD 3oBapn
>Uvdpouo Andermann SLCI2A6 MUSC, NEUR SoBapn
AVETIAPKELA APWHATACNG CYPI9AT SD Métpla
SUVOPOUO ApBpoypUTIWONG, VONTIKAG UCTEPNONG KAl ETUANTITIKWY KPIoEWV SLC35A3 MET JoBapn
AVETIAPKELA cuvBeTAoNG TNG AoTtapayivng ASNS NEUR MoAU coBapn
AcTtaptuloyAukolavoupia AGA MET, NEUR JoBapn
AUTOCWMATIKE UTIOAELTIOUEVN TIOAUKUOTLIKN VOOOG TWV VEDPWYV PKHDI REN JoBapn
>Uvdpouo Bardet-Biedl Turtou 1 BBS1 OPTH, MET, END >oBapn
SUvdpopo Bardet-Biedl Tutou 12 BBSI2 OPTH SoBapn
B-8aAacoatuia HBB HEM MoAU coBapn
AveTtdpKela Blotviddong BTD MET SoBapn
Noéoog Canavan ASPA NEUR JoBapn
>Uvdpouo Carpenter RAB23 SKEL JoBapn
Xopeia-akavBokuTtapwaon VPSI3A NEUR Metpla
Xoploedepnuia, PulocUvdeTn CHM OPTH JoBapn
Avemtdpkela Kitpivng SLC25A13 MET Metpla
SUVOUACUEVN AVETIAPKELA OEEBWTIKAG dwodopuliwong 3 TSFM NEUR, MET, CARD MoAU coBapn
Suyyevig dlatapaxn YAukoluAiwong, Tuttou 1A (yovidio PMM2) PMM2 MET JoBapn
Juyyevic OudetepoTtevia (yovidiou HAXT) HAX1 IMM JoBapn
SUvdpouo Crigler Najjar, Turou | UGTIAT MET MoAU coBapn
KuoTikn ivwon * CFTR RESP, DIG [MoAU coBapn
AveTtdpKela Ttapdyovta Xl F11 HEM SoBapn
Olkoyevng ducauTovouia IKBKAP NEUR Métpla
Avaluia Fanconi, opdda C FANCC IMM JoBapn
Avaluia Fanconi, opdda G FANCG HEM JoBapn
Noéoog Gaucher GBA NEUR, HEP, CARD SoBapn
Moutapikn O&ualpia, Tuttou 2A ETFA MET Métpla
EykedalomdOela ek yAukivng (yovidlo GLDC) GLDC MET MoAU coBapn
Noéoog amobrikeuong yAukoyovou, Tuttou 1A G6PC MET Métpla
Ndéoog amobrikeuong yAukoyovou, Tutou 1B SLC37A4 MET Métpla
Nooog anobrikeuoncg YAukoyovou, Tuttou 3 AGL MET >oBapn
Noocog anobrikeuong YAukoyovou, Tuttou 7 PFKM MET SoBapn
Suvdpopo GRACILE BCSIL MET MoAU coBapn
KAnpovouikn ducave€ia otn dpouktdln ALDOB MET Métpla
OuokuoTivoupia, Tuttou cblE MTRR MET SoBapn
>Uvdpouo YOpoAibou HYLS1 NEUR, CARD MoAU coBapn
Muoocitida HeETA eyKAsioTWY cwpatiwy, Tuttou |l GNE MUSC MéTpla
lcoBaAepikn o€uatpia VD MET JoBapn
>Uvdpopuo Joubert, TUttou 2 TMEM216 NEUR JoBapn
KouBikn TopudoAuywdng etudepuodAucn, Tuttou Herlitz LAMC2 SKIN SoBapn
DUAAWDLDBNG 1XBUaon TGMI1 MET Métpla
JUYYeVAC apaupwon tou Leber (yovidlo LCAS) LCA5 OPTH JoBapn
SUvdpouo Leigh, TaAAo-Kavadikou TUmou LRPPRC NEUR, MUSC SoBapn
AegukoeykedaloTtdOela pe e€addAvion TN AEUKNG ouciag VMW EIF2B5 NEUR JoBapn

* H e€€taon VERAgene 100 eA€yxel YOVIOLAKEG METAAAAEELC TIOU TIPOKAAOUV TOV KAACIKO datvoTuTio Tng KUCTIKAG Ivwong



MAGH>H TA=ZINOMH>H ENMNTOQ>H

YmomAacia Kuttdpwy Tou Leydig (avtiotacon otnv wxplvotpoto [LH] opudvn) LHCGR SD Métpla
Zwvlaia puikn duotpodia, Tutou 2E SGCB MUSC JoBapn

AUToeldIkn avemdpkela adudpoyovdonc (NO6Gog oouAG TwY oUpwV diknV clpoTiiou

odevdduou, Tuttou 3) (22 MIEr >oBapi
AVETIAPKELA ATTOTIPWTEIVIKAG AMTTAoNG LPL MET Métpla
AVeTIdpKela adudpoyovdong Tou L-3-udpoEuakulo-CoA Twv ATAPWV JAKPAG AAUCIDAG HADHA MET JoBapn
Auocave€ia oTnV AUCUVOUPIKA TIPWTEIVN SLC7A7 MET SoBapn
Néocog ooung Twy oUpwyV diknV olpoTiiol odevdduou, Tutou 1B BCKDHB MET SoBapn
MeBuApalovikn ofuatpia (yovidlo MMAA) MMAA MET MoAU coBapn
MeBuApaiovikn o€uoupia, Tuttou mut (O) MMUT MET SoBapn
MeBuApaAovikn o§uoupia e ouoKUoTIVoupia, Tuttou cbIC MMACHC MET SoBapn
MeBuApaAoviKh o§uoupia e opokuoTvoupia, Tuttou cbID MMADHC MET JoBapn
BAevvormoAucakxapidwon, Tuttou Il [Zuvdpouo Hunter], DuAocUvdeTo IDS RESP, CARD MoAU coBapn
BAevvormoAucakxapidwaon, Tuttou lIC (Sanfilipo C) HGSNAT MET, NEUR, OPTH SoBapn
MoAAATIAR AVETIAPKELA COUADATACNG SUMFT MET MoAU coBapn
MuoocwAnvaplakr MuordOesia, Pulocuvdetn MTMI1 MUSC >oBapn
l\;l(;s:{gﬁ)—rmg\z)gdesm Navajo (ZUvdpouo eEAVTANCNG NTTATOEYKEDAAIKOU IToXovOpLakoU DNA, MPVI7 NEUR SoBapn
Neupwvikr knpoeldng Atmodouckivwon (yovidlo CLN8) CLN8 NEUR [MoAU coBapn
NeupwVIKA KNPoeldNG Atlodouckivwon (yovidlo MFSD8) MFSD8 NEUR MoAU coBapn
NeupwVikn keoedn Atmoducivwon (oxeTlopevn Le TPPT) TPPI NEUR MoAU coBapn
Zuvdpopo Bpauong Nijmegen NBN NEUR ZoBapn
2Uvdpopo Omenn (yovidio RAG2) RAG2 IMM MoAU coBapn
ZUVOPOMO AVETIAPKELAG TNG AMLVOTPAVODEPACNG TNG 0pVIBivNg OAT OPTH Métpla
éﬁﬁ%ﬁi;g%gg?&gm)mq OpviBivng (Zuvdpopo YTepopVIBIValiag-YTIEpAMUWVIALLIOG- SICEEATE MET B
>Uvdpouo Pendred SLC26A4 HEAR, END Moderate
Alatapaxn BloouvOeong mepoucwudTwy, ddouatog Zellweger (yovidio PEXT) PEXT MET SoBapn
Alatapaxn BloouvOeong mepouocwudTwy, ddouatog Zellweger (yovidlo PEX2) PEX2 MET JoBapn
dalvulkeTovoupia PAH MET MoAU coBapn
ledupomapeykedaAdikn uttomtAacia, Tuttou 1A VRKI NEUR, MUSC MoAU coBapn
FedupotmapeykedaAdikr uttortAacia, Tuttou 2D SEPSECS NEUR MoAU coBapn
FedupomapeykedpaAdikn uttottAacia, Tuttou 2E VPS53 NEUR MoAU coBapn
MpwTtonadng duoKivnoia Twv Kpooowy (yovidlo DNAHS) DNAHS5 RESP, INF Métpla
MpwTomaBng duckivnoia Twy Kpooowyv (yovidlo DNAIT) DNAIT RESP, INF Métpla
MpwTtomnadng urtepofaioupia, Tutou 3 HOGAT REN, MET Métpla
MukvoducdoTwon CTSK MET >oBapn
AVETIAPKELA TIUPOOTADUAIKAG adudpoyovdong (yovidlo PDHB) PDHB NEUR, MET SoBapn
AuocTtpodia audiBAncTposdoUc xitwva (yYovidlo RLBPT) [Auctpodia Bobviakou KOATIoU] RLBPI OPTH SoBapn
MeAayxpwoTikn audiBAnoTposldomndOela 25 (yovidiou EYS) EYS OPTH >oBapn
MeAayxpwoTikn audiBAnotposldorddela 59 (yovidio DHDDS) DHDDS OPTH >oBapn
SUvdpouo Sanfilipo, Tuttou D (BAevvortoAucakyapidwon I1D) GNS MET SoBapn
Bapld cuvduaopévn avoooaveTidpKkela, Tuttou Athabaskan DCLREIC IMM MoAU coBapn
Bapld cuvdUACHEVN AVOCOAVETIAPKELA, PUAOCUVDETN IL2RG IMM MoAU coBapn
APETIAVOKUTTAPLIKA avatuia HBB HEM MoAU coBapn
>Uvdpouo Sjogren-Larsson ALDH3A2 MET SoBapn
AVOEKTIKO OTA OTEPOELDN VEDPWTIKO CUVIPOUO NPHS2 REN >oBapn
SUvdpouo Stuve-Wiedemann LIFR SKEL SoBapn
Noéoog Tay-Sachs HEXA MET MoAU coBapn
>uvdpouo Usher, Tuttou 1F PCDHI15 HEAR Metpla
SUvdpouo Usher, Tuttou 3 CLRNT HEAR, OPTH Métpla
Noéoog Wolman LIPA MET, HEP SoBapn
CARD CARDIAC DIGESTIVE ENDOCRINE HEARING HEMATOLOGICAL
HEPATIC IMMUNOLOGICAL INFERTILITY MET METABOLIC MUSCULAR

NEUROLOGICAL OPTH OPTHALMOLOGICAL m RENAL

SKELETAL SKIN

SEXUAL DEVELOPMENT

Mia acbévela umopel va ta&lvounBei oe diddopoug TUTous. H Ttaglvéounon mou napatifetal BaoideTal ota 1o cuvNOIoUEVA CUNTITWHATA TIOU OXETIovTal E KABE tadnon.
O Babuog coBapdtnTag MG IAONoNG MMOPEL va TIOKIAEL KAl £EAPTATAL ATIO TN CUYKEKPIMEVN LETAAAAEN KAL TA CUMUTITWUATA TOU KABE acOevn.

Ta aroteAéouata kat Ta mbava endueva Brinata 6a mpener mavta va AauBdvovtal urtéyn oto mAQioto AAAwWY KAVIKWV Kpitnpiwy, kat 8a mpénet va cudntolvtal MAPWGE UE TOV 1ATPd 0ag.
Suviotdrtal yeveTikr CUUBOUAEUTIKT Otav AauBdvete éva amotéAsoua uynAou Kkivduvou.



