O véocg TTivakag Je TIC ooPapéc TTaBrioelg, PACEl TwV OTTOIWV Ol
atrogoitol Aukeiou, duvartal va €il0axbouv , Xwpic ECETATEIC, OTNV
TpITOBAOUIa EKTTaidEUOn, £XEI WG EENAGC:

KQA. NAGHZEI

KATAPTEITAI-ENZQMATQONETAI EGEZHZ $TON KQAIKO 02

ME MEIQMENH OMTIKH OZYTHTA ME MOZO=TO ANAMHPIAZ TOYAAXISTON 67%
MAZXONTEZ AMO AM®OTEPOMAEYPH BAPHKOIA ME MOZ0XTO ANAMHPIAX
TOYAAXIZTON 67%

KQ®AANANOI

MAZXONTES AMO ZYTTENEIZ AIMOAYTIKES ANAIMIES ME MOZ0OSTO ANAMHPIAZ

TOYAAXIZTON 67%

MAZXONTEZ AMNO XYTTENH YAPOKE®AAIA

MAZXONTEZ AMO MYIKH AYZTPO®IA DUCHENNE 'H MYOMAGEIA NEMAAINHZ
MAXXONTEZ AlNO BAPIA ATTEIAKH AYZMAAZIA TOY EFKEDAAIKOY ETEAEXOYX

MAXXONTEZ (MOY EXOYN NOXHZEI £TO NAPEAOGON 'H NOZOYN) AlNO KAKOHGEIZ
NEOIMAAZIEZ (AEYXAIMIEZ, AEMOQMATA, ZYMIATEIZ OITKOYZ)

MAZXONTEZ AMNO ZYNAPOMO TOY BUDD CHIARI

MAZXONTEZ AINO NOzO TOY FABRY

MAZXONTEZ AlNO INOKYZTIKH NOXO MNArKPEATOZ-NINEYMONQN
MAZXONTEZ AMNO ZKAHPYNZH KATA MNAAKAZ

MAXXONTEZ AlNO BAPIA MYAZOENEIA YNO MEIZONA ANOXOKATAXTAATIKH

OEPATIEIA
NE®POMAGEIES $E AIMOKAGAPZH H MEPITONAIKH KAGAPZH

MAXXONTEZ AIMNO ZYITTENH AIMOPPATIKH AIAGEXH - AIMOPPOO®IAIEZ ME XPONIA
OEPATIEIA YNOKATAZTAXHX ME MNMAPAITONTEZ NMH=EQZ

YNOBAHOENTEZ £E METAMOXXEYZH MYEAOY TQON OZTQON
YMNOBAHOENTEZX XE METAMOZXEY>H KEPATOEIAOYZ XITONOX
YMNOBAHOENTEZ E METAMOXXEYZH KAPAIAZ

YNOBAHOENTEZ 2E METAMOZXEYZH HIMATOX

YNOBAHOENTEZ 2 E METAMOZXEY>H NMNEYMONQN




22 YNOBAHOENTEZX *E METAMOZXEYZH NEDPOY
YNMOBAHOENTEZX *E METAMOZXEY2H MNMArKPEATOZ
YNOBAHOENTEZ 2E METAMOZXEY2H AEMNTOY ENTEPOY

NAXXONTEZ AlNO INXOYAINOE=ZAPTQMENO NEANIKO AIABHTH TYTIOY 1'H
IN>XOYAINOGEPAIMNEYOMENO TYTIOY MODDY KATQ TQN 20 ETQN

KATAPTEITAI-ENZOMATQNETAI E®GE=HZ XTON KQAIKO 52

ME KINHTIKA NMPOBAHMATA MNMPOXAIAONTA ANATHPIA TOYAAXIZETON 67%
MAXXONTEZ AMNO ®AINYAKETONOYPIA

MNMAZXONTEZ AMNO ZYTTENH ©POMBO®IAIA YTIO ANTIMHKTIKH ArQrH AlA BIOY

MAZXONTEZ ANO APPYOGMOI'ONO AYZIMAAZIA AE=ZIAY KOINIAZ ME EMOYTEYMENO
AMINIAQTH

NMAXXONTEZ ANO NO2O GAUCHER
MAZXONTEZ AMNO ZYMIAOKEZ ZYTTENEIZ KAPAIOMNAGEIEX XEIPOYPIHOEIZEZ 'H MH
MAZXONTEZ AMNO YNEPTPO®IKOY TYNOY MYOKAPAIOIMAGEIA

MAXXONTEZ AINO NMNEYMONIKH APTHPIAKH YMNEPTAXH AIAMIZTQOEIXA ME AE=IO
KAGETHPIAZMO

MAXXONTEZ AMNO ZOBAPH NMNEYMONIKH INQZH OMNOIAXAHIMOTE AITIOAOTIAX
MAXXONTEZ AlO IAIONAGH KOIANIAKH TAXYKAPAIA ME TOMOGETHZH AMINIAQTH
MAXXONTEZ AMNO NYKOIONIAZEIZ

NAXXONTEZ AlNO KIPPQZH HMNATOZ ME MYAAIA YINEPTAZH
KATAPTEITAI-ENZOMATQNETAI E®GE=HZ XTON KQAIKO 38

MAZXONTEZ AMNMO NOxO TOY CROHN H'EAKQAH KOAITIAA YO GEPATIEIA
MAXXONTEZ ANO NOXO WILSON

MAXXONTEZ AMNO ZYNAPOMO MNOAAAMNAHZ NEYPINQMATQYHY (RECKLINGHAUSEN) ME
2YXTHMATIKH NMPOZBOAH

MAXXONTEZ AMNO NMOAAATNAOYN MYEAQMA

MAZXONTEZ AMNO ZAPKOEIAQZH NMOY AAMBANOYN MEIZONA ANOZOKATAXTAATIKH
ArQrH 'H EXOYN AABEI MEIZONA ANOXOKATAXTAATIKH ArQIrH £TO NAPEAGON KAl
2YNEXIZOYN ME AIA®OPETIKH, AAAA 2XETIKH ME THN MNMAGHZH, PAPMAKEYTIKH ArQrH
AOIrQ NPOZBOAHZ NINEYMONOZ '"H KAI KNZ




45 MAZXONTEZ AMO AYTOANOZH HIMATITIAA MOY AAMBANOYN MEIZONA
ANOZOKATAZTAATIKH ArQrd 'H EXOYN AABEI 2TO NMAPEAGON KAI ZYNEXIZOYN ME
AIAGOPETIKH, AAAA ZXETIKH ME THN MAGHZH, PAPMAKEYTIKH ArQrH

YNOBAHOENTEZ 2E OAIKH AAPYTTEKTOMH
MAZXONTEZ AlNO KPANIO®APYTTIOMA TOY ErKEPANOY

MAZXONTEZ AMNO ZYZTHMATIKO EPYOHMATQAH AYKO MNOoY AAMBANOYN MEIZONA
ANOZOKATAXTAATIKH ArQrH 'H EXOYN AABEI MEIZONA ANOZOKATAXTAATIKH ArQrH 10
MAPEAGON KAI XYNEXIZOYN ME AIA®OPETIKH, AAAA ZXETIKH ME THN MNMAGHZH,
GAPMAKEYTIKH ArQrH AOra rniPOZBOAHZ NEOPQN "H/KAI KNZ "H/KAI OPOITONQN YMENQN
"H/IKAI AIMATOZ

NMAXXONTEZ AlNO ZYZTHMATIKH ZKAHPOAEPMIA ME AIAXYTH AEPMATIKH NMPOXBOAH
KATAPTEITAI-ENZOMATQNETAI E®GE=HZ XTON KQAIKO 40

AZOENEIZ ME EAKQAH KOAITIAA ME OAIKH MNMPQKTOKOAEKTOMH KAl MONIMH
EINAEOZTOMIA 'H YOOAIKH KOAEKTOMH ME EINAEOINPQKTIKH ANAXTOMQZH

MAZXONTEZ AMNO AYTOANOZH AIMOAYTIKH ANAIMIA'H AYTOANOZH ©POMBOIIENIA
YO MEIZONA ANOXOKATAXTAATIKH ©EPATIEIA

MAZXONTEZ AMNO ZYNAPOMO KLIPPEL FEIL
MAXXONTEZ AMNO NEANIKH IAIOMNMAGH APOPITIAA YTIO BIOAOIIKH ©OEPATIEIA
KATAPTEITAI-ENZQMATQNETAI E®GE=HX ZTON KQAIKO 80

MAXXONTEZ AMNO NYKTEPINH NMAPO=YZMIKH AIMOZQAIPINOYPIA ME ANATKH
METAITIZEQN 2E XPONIA BAZH

MAXXONTEZ AINMO ZIMANIA £YTTENH, KAHPONOMIKA "H EMNIKTHTA £YNAPOMA -
NOZHMATA ME MNMOZO2TO ANATMHPIAZ TOYAAXIZTON 67%

MAXXONTEZ AMNO ZYNAPOMO KLIPPER TRENAUNAY-WEBER
NMAXXONTEZ ANO BAENNOIOAYZAKXAPIAQZH TYNOY 6

NMAXXONTEZ AlNMO AEPMATOMYOZITIAA INMOY AAMBANOYN MEIZONA
ANOZOKATAXTAATIKH ArQrH 'H EXOYN AABEI MEIZONA ANOZOKATAXTAATIKH ArQrH 10
MAPEAGON KAI £YNEXIZOYN ME AIA®OOPETIKH, AAAA ZXETIKH ME THN
NAGOHZH,bAPMAKEYTIKH AIrQrH.

MAZXONTEZ ANO AYTODPAETMONQAH XYNAPOMA, OMNQz Ol KPYOIYPINOINAGEIEX
(CAPS) (CINCA, FCAS KAI ZYNAPOMO MUKLE WELLS) TRAPS (TNF-RECEPTOR
ASSOCIATEDPERODIC SYNDROME), HIDS (HYPER IgD SYNDROME/MEVALONATE
KINASEDEFICIENCY) DIRA (DEFICIENCY OF Il 1 RECEPTOR ANTAGONIST) KAI OIKOIENHX
MEZOIEIAKOZ MYPETOZX YO OEPATEIA ME BIOAOTINKOYZ MNMAPAIONTEZ.

MAZXONTEZ ANO 2OBAPO KAHPONOMIKO AITEIOOIAHMA

NMAZXONTEZ ANO KAAOHOH OIKO ErKE®AAQY ME MNMOZOXTO ANAMHPIAX
TOYAAXIZTON 67%




64 MNAIXONTEZ ANO PH=H ANEYPYIMATOZ ME AIMOPPATIA KAl YAPOKE®AAO ME
MOX0ZTO ANAIMHPIAZ TOYAAXIZTON 67%

NMAZXONTEZ ANO AYZEPYOPOIOIHTIKH ANAIMIA TEKMHPIQMENH ME MAKPOXPONIA
ANAIKH METAITIZEQN

NAXXONTEZ AlMNO OZOAH ZKAHPYNZH 'H NOZO TOY BOURNEVILLE

2

MAZXONTEZ AIMNO £YNAPOMO MAP®AN

MAZXONTEZ AMNO ZYNAPOMO CROUZON 'H KPANIOIMNPOZQMIKH AY20zZTQ2H

NMAXXONTEZ AlNMO MEAOPEOZTQXH ME NOZOZTO ANATHPIAYZ TOYAAXIZTON 67%

3 @

MAXXONTEZ AlNO IXOYAZIOEIAH EPYOPOAEPMIA ME NMOX0ZTO ANATHPIAX 67%

N

MAXXONTEZ AMNO EMAHWIA ME MNMOZOXTO ANATNHPIAZ 67%

N

MAXXONTEZ AlNO ZYEZTHMATIKH MAZTOKYTTAPQZH YO ©GEPATIEIA

3

MAZXONTEZ ANO NOZO KAWASAKI ME XTE®ANIAIA NOXO 'H ME TTANTIA
ANEYPIZMATA TQON XTEDANIAIQN AITEIQN

MAZXONTEZ ANO ®YAANQAH IXOYAZH
NMAXXONTEZ AMNO ZYNAPOMO BPAXEOZ ENTEPOY
IAIONMAGEX NEOPQZIKO XYNAPOMO YO MEIZONA ANOZOKATAZTAATIKH GEPATIEIA

MAZXONTEZ AMO AITEITIAA YO ©EPAMEIA ME BIOAOTKH 'H MEIZONA
ANOZOKATAXTAATIKH ArQrH 'H EXOYN AABEI MEIZONA ANOZOKATAXTAATIKH ArQrH 10
NMAPEAGON KAI XYNEXIZOYN ME AIA®OOPETIKH, AAAA ZXETIKH ME THN
NAGHZH,PAPMAKEYTIKH ArQrH

MAXXONTEZ AlNO BAPIA 2YTTENH ANOZOANEITAPKEIA YTO OEPATIEIA
YNOKATAZTAZHEZ ME ANOXOZ®AIPINEZ

MAXXONTEZ AMNO 2MNEIPAMATONE®PITIAAH IAIONAGEZ NEOPQZIKO ZYNAPOMO YT1O
MEIZONA ANOZOKATAZTAATIKH OEPATIEIA

MAXXONTEZ AlMNO ZYNAPOMO EMNIKTHTHZ ANOZOANENAPKEIAZ (AOIMQ=H HIV
ZTAAIOY C) YMO ANTIPETPOIKH ©EPAMEIA ME ENIMEAO BAPYTHTAZ 3

MAZXONTEZ AMO AITEITIAA TAKAYASHU YO GEPAMEIA ME BIOAOTIKH 'H MEIZONA
ANOXOKATAXTAATIKH ArQrH

MAXXONTEZ AMNO ANAAXTIKH ANAIMIA
MAXXONTEZ AlNO ANETMAPKEIA ENZYMOY OPNIGINOTPANZKAPBAMYAAZHX
MAZXONTEZ AMO NQTIAIA MYIKH ATPO®IA (SMA) ME MOZOZTO ANAMHPIAZ 67%

NAXXONTEZ AlNO ZYETHMATIKH IZTIOKYTTAPQXH LANGERHANS




86 MAIXONTEZ AMO NEYPOAOTIKH LYNAPOMH GULLAIN BARRE ME MOZOXTO
ANAMHPIAZ TOYAAXIZTON 67%

MAZXONTEZ AMNO IZXAIMIKO AITEIAKO EFKE®AAIKO EMNEIZOAIO ME ANATHPIA
TOYAAXIZTON 67%

MNAZXONTEZ ANO KATEXOANAMINEPTIKH NMOAYMOP®H KOIAIAKH TAXYKAPAIA
NAXXONTEZ AlMNO ZYNAPOMO LADD
MAZXONTEZ AMO MNPOIOYZA OIKOFENH ENAOHMATIKH XOAOZTAZH 3 (PFIC3)

MAXXONTEZ AIMNMO AIAXYTH ANATMTY=IAKH AIATAPAXH ME MNMOZO%TO ANAINHPIAZ
TOYAAXIZTON 67%

MAXXONTEZ AMNO ArKYAOTOIHTIKH 'H WQPIAZIKH XMONAYAOAPOPITIAA YTIO
BIOAOIKH ©OEPATEIA 'H X TOXEYMENH OEPATIEIA ME NMOZOXTO ANAIMHPIAZ TOYAAXIZTON
67%

MAXXONTEZ AMNO ZYTTENH YTEPTIAAZIA TON EMNINE®PIAION

MAXXONTEZ AlMO IAIONAGH MYOKAONIKH EMIAHWIA ME NMOZ0XTO ANAIHPIAZ
TOYAAXIZTON 67%

MAXXONTEZ AMNO ErKE®AAIKH MAPAAYZH TYNOY AE=IAZ XMNAXTIKHZ HMIMAHIIAZ ME
NOZOXTO ANATHPIAZ TOYAAXIZTON 67%

MAXXONTEZ AlNO EMKEDAAIKH MAPAAYXH ME NMOZOXTO ANATMHPIAZ TOYAAXIZTON
67%

MAXXONTEZ ANO AYOOPMHTH ENAOKPANIA YINOTAZH, ZYNAPOMO CHIARI TYTIOY |
ME MOZO0ZTO ANATMHPIAZ TOYAAXIZTON 67%

MAXXONTEZ ANO NOXO OLLIER ME NMOX0ZTO ANATHPIAY TOYAAXIZTON 67%
MAZXONTEZ AlNO YMNODQEDOATAIMIKH PAXITIAA

100 TMAZXONTEZX AlNO XPONIA AIZOHTIKOKINHTIKH A=ONIKH NMOAYNEYPOTITAGEIA ME
NOZO0ZTO ANAIHPIAZ TOYAAXIZTON 67%

101 MNPQTOIMNABGEIZ OIFKOlI MYOKAPAIOY
1020 TAZXONTEZX AlNO *OBAPEZ XYMITAOKEZ ZYTTENEIX KAPAIOMNAGEIEX

A) ME NINEYMONIKH AITEIAKH NOZO KAI TINEYMONIKH YMNEPTAZH
2YMIMEPIAAMBANOMENOY TOY YNAPOMOY EISENMENGER

B) KYANQTIKEZ XYTTENEIZ KAPAIOINMAGEIEX
M) AINAOE=0AOZ AE=I|A KOIAIA
A) KYKAO®OPIA FONTAN 'H TYTIOY FONTAN

E) AIAKOINH AOPTIKOY TO=0Y




2T)ATPHZIA TINEYMONIKHZ APTHPIAZ

Z) 2YZTHMATIKH AE=IA KOIAIA

H) MONHPHZX KOIAIA

0) APTHPIAKOZ KOPMOZ

) ZYMIMAOKEZ ANQMAAIEZ THZ KOANOKOIAIAKHZ 'H KOINOAPTHPIAKHZ ZYNAEZHX

103 MAZXONTEZXZ AMNO METPIEZ ZYMMNAOKEZ 'H AAAEZ ZYTTENEIZ KAPAIOIMAGEIEZ
E®OZON

A) PEPOYN AMNINIAQTH
B) AAMBANOYN OEPATIIEIA I'A KAPAIAKH ANETAPKEIA
M) EIXAN MPIN THN ArQrd AY=HMENOYZ BIOAEIKTEZ (BNP, NTpro BNP)

104/ TTIAZXONTEZX AINO MYOKAPAIOINAGEIEX ME XAMHAO KAAZMA EZQOHZHZ IXO'H
MIKPOTEPO TOY 40%

105 MAZXONTEZX ANO ANQMAAIA EBSTEIN ME KAPAIAKH ANETNAPKEIA
106/ NMAZXONTEZXZ AINO AYTOANOZH ENTEPOITAGEIA ME ANATHPIA TOYAAXIZTON 67%

MAXXONTEZ AlNO BAPEIAXZ MOP®HZ ZYTTENH YMNEPINZOYAINIZEMO YO ©EPATEIA ME
AIAZOIEIAH H ANAAOTA XQOMATOZTATINHZ ME NMIZETOMOIHTIKO NOHTIKHZ EIMNMAPKEIAX

108 TMAZXONTEZX AMNO ~YNAPOMA NMOAAATMNAHZ ENAOKPINIKHZ NEOTAAZIAY ME
ANATHPIA TOYAAXIZTON 67%

109 TMAZXONTEZX AMNO AYTOANOXH ©POMBOIIENIA (IAIONAGHZ ©POMBOIMENIKH
NOPYPA) ME NOX0OZTO ANATHPIAYZ TOYAAXIZTON 50%




