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Movoyovidiaka voonuata

e Noonuata oTou n attia toug gival petdAAasn og €va o€ pikpo aptouo yovidiwv
e HpetdAa&n €xel wg ATIOTEAEC A TNV TPOTIOTIOINGN TOU YoVIdIaAKOU TIPOIOVTOG

e H1potmotmoinon odnyei, ouvnBwg, o€ amtwAela tng AslToupyiag Tou

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




Movoyovidiaka voonuata

e Tpotol petaPifaong:
* AUTOOWMIKOG ETIIKPATHAG
e AUTOOWWLKOG UTLOAELTIOMEVOG
e  DUAOOUVOETOG ETTIKPATNAG

DulooUVOETOG UTIOAEITIOUEVOG

AxiIAAéag . MnTpdkag, MSc, PhD 2
MeTad1dakTopIikdg EpeuvnTiig laTpikig :

ZxoAng, ANo s s
www.doubleZhelix.com PR o s



> uvbpopo Marfan-
‘Eva tapadelypd autoowpiKoU ETIKPATOUG XApaKTRpa

e Yuxvotnta1/3.000-1/5.000 YEVVNOEIG

* YUuoTnULKN dlatapayxr Tou CUVOETIKOU LoToU |
= \ M iraL vaLve rroLAPSE

o KAWIKA ETEPOVEVELQ | "@'L A orTic. pissecTion

* YmepelaoTikoTnta, Olapaveg dépua f ETINAL DETACHMENT

e ApayvodaktuAia

P iriun-1 mutarion

e Mn ualoloyikd atpogopa ayysia B ACHNODACTYLY

*  ZkoAinwaon EAR—SIGHTEDNESS

e EktoTIia (pakou

e Xalapotnta apBpwoswv

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadidakTopikOog EpeuvnTig laTpikng
ZxoAng, ANO nﬂ'ﬁﬂﬁlﬁéﬁs
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> uvépopo Marfan-
‘Eva tapadsiypa autoowpiKou TiKpatous xapaktnpa

e Yuxvotnta1/3.000-1/5.000 YEVVNOEIG
e Yuotnuikn dtatapayr Tou cUVOETIKOU LOTOU

e KAWIKN ETEPOYEVELQ
e Ymepelaotikotnta, dtagpaveg dépua
e ApayvodaktuAia
e Mn @ualoloyikd alpo@opa ayyeia
e YKOAlwon

e EktoTtia ¢pakou

e Xalapotnta apBpwoswv

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




> uvépopo Marfan-
‘Eva tapadsiypa autoowpiKou TiKpatous xapaktnpa

e Yuxvotnta1/3.000-1/5.000 YEVVNOEIG
e Yuotnuikn dtatapayr Tou cUVOETIKOU LOTOU

e KAWIKN ETEPOYEVELQ

o Kuplotepn attia n petariaén (25-35%) oto yovidio FBN1 (extracellular matrix glycoprotein)
*  Mn ualoloyikn TipwtEivn

*  MiKpOTEpPN TIPWTEIVN

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO
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> uvépopo Marfan-
‘Eva tapadsiypa autoowpiKou TiKpatous xapaktnpa

e Yuxvotnta1/3.000-1/5.000 YEVVNOEIG
e Yuotnuikn dtatapayr Tou cUVOETIKOU LOTOU

e YTepnyoypagikn eupnuata:
e ETunKUpEVN aoptn

*  AlAOTAAHEVOG ApTNPLAKOG TIOPOG

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO
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AxovdpoTmtAaaia-
‘Eva mapadeiypa autoowpikou eTiKpatoug & Ovnotyvovou xapaktnpa
e YuyxvotNnTta1/10.000-1/50.000 YEVVNOEIG
e Awatapayxn tng avamtuéng
e QObnyeioevaviouo
o Kuplotepn attia n petariaén (97%) oto yoviolo FGFR3 (chr 4) (p.Cly380Arg)
e YTepnyoypa@ikn dldayvwaon:
* Kovta avw kal katw akpa I, r—— TR

. FACE_ : . = Frontal bossing
Depressed nasal bridge

18. 86E

e Meydlo Ke@paAl

- Forehead

-

e [lpoefoxn Tou PETWTIOU

e [lieopévn pLvikn KOIAOTNTA = : o2 \

+8:27. 38
Achondroplasia ® @ Macrocephaly - HC > 99th centile

Hi<@ 4

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig -.
ZxoAn, ATlO S
www.double2helix.com




AxovdpoTmtAaaia-
‘Eva mapadeiypa autoowpikou eTiKpatoug & Ovnotyvovou xapaktnpa

e KAWIKA XapaKTNPLOTIKA: R =a

e Kovtd dvw Kal KAatw akpa

e Bpdyuvon twv pakpwy ooTtwyv

e Aopdwon...K.a.
* YUOYXETION KE TNV NALKIa Tou Ttatépa

e Yeopodluyn katdotaon ivat Bavatneopa

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




[MOAUKUGTIKI VOO OG TWV VEQPWV-
‘Eva (teAeutaio) TtTapadslypa autoowHIKOU ETIIKPATOUG XAPAKTHPA

e Yuyxvotnta1/400-1.000

e [loAucuoTtnuikn TTABnon Twv veppwy

e Metala&eigota PKD1 kat PKDz (77% & 15%, avtiotolxa)

* Y10 8% twV TIEPITITWOEWV OV EXeL fpebei petdAAan o autd ta yovidia

e KAWIKN €lKOVA
e Kuotelg oe veppoUg, NTIap, TtAyKpeag
o  (dAeyuovr ota oupoPopa cwAnvapla
 Awatoupia

e Awoppayia otn ve@pLKn KUOTN K.d.

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO
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MOAUKUOTIKN VOO OG TWV VEWPWV-
‘Eva (teAeutaio) TtTapadslypa autoowHIKOU ETIIKPATOUG XAPAKTHPA
e YTepnyoypa@ikn dtdayvwaon:

*  AIOYKWUEVOL VEQPOIL LE TIOAAATIAEG UIKPEG KUOTEOG

e BAaPnoto nmap

AxiAAéag I. MnTpéikag, MSc, PhD MHIH: Cnri Science Library
MeTad1dakTopIikdg EpeuvnTiig laTpikig -.
2xoARg, AlNO i~
www.double2helix.com
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Epwtnon....

Avapépete aoBéveleg Ttou ouoxetidovtal e TNV NALKIA TOU TTATEPQ;

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadidakTopikOog EpeuvnTig laTpikng
ZXOAﬁg, Ane AHMOKPITEID I![BUI.ITLIS
www.double2helix.com
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ApETIAVOKUTTAPIKA avaipia-
Mapadsiypa autoowpIKOU UTIOAEITIOMEVOU XapaKTnpa

e ESaipetika uPnAn ouxvotnta otnv tonueptvr {wvn tng Appikng, Meooyeiou kat lvdia
e AMayitouBGlu Val(A T)
e Awoopaipivn HbS

o KAwikn eikova (acBevelg)

* TaepubBpokuttapa amoktouv oxnpa dpemavou

KaBuotépnon otnv avamntuén (ta 2 mpwta xpovia)
* XTAnvopeyaAia

e Emavalapfavopeveg Aolpwéelg

e Ayyelakég amogpdSelg kal emwduva epgpaypata

e HMoipwén eival n kupta attia Bavatou

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




ApETIAVOKUTTAPIKA avaipia-
Mapadsiypa autoowpIKOU UTTOAEITIOHEVOU XAPAKTHPA
o KAwikn elkova (etepolUYwWTEG)
e KAWvVIKA uOLOAOYLIKOL
e ApETIAVON iK Vitro KAl in vivo € UPOHETPO 1} GE AEPOTIAAVO TIOU ENATTOVETAL N THiEonN
e Yuxvotnta otoug Appoapepikavous 8%

*  YuXVOTNTA £WG 25% OTNV KEVTPOOUTIKA APPLK)

e YTepoyxopa@ikn oiayvwon (LETA T yEvvnon):
o  AvnXOYyevnG TIEPLOXI] OTOUG VEPPOUG

e XYTAnvopeyaAia

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com

MHIH: Attalia Bl, (2010), Journal of Diagnostic Medical Sonography



Epwtnon....

Mlati n Opemavokuttapikn avalpgia epgavidetal oTn OUYKEKPLUEVN
vewypapikn teptoxn; Nwpilete AAn acBévela pe tnv idla katavoun;

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig -.
ZXOAﬁg, Ane AHMOKPITEID I![l)UlITUS
www.double2helix.com
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Kuotikn ivwon-
‘Eva aAAo tapdadelypa autoowHIKOU UTEOAELTIOEVOU XAPAKTHPA

e Yuyvotnta 1/3.200 otn Aeukn @uAn (1/313 Hutterites in Alberta, 1/90.000 in Asian population of
Hawaii)

e MeydAn etepoyevela eSattiag TToAAwv aAAnAopopewv (CFTR)- Xuxvotepn petaAaén n AFso8

o KAWIKN €lKOVA:
e [lpoaBdAlovtal ot TtveUpoveg & n e§wkKpLvhG Hoipa TOU TIAYKPEATOG
* YUOOWPEUOH TIaXUPEUOTWV aTekkpioewy (atouaia Atrtdaong, Opuyivng, xupoBpuivng)
*  ©Avartog aTro TIVEUUOVLKI AVETIAPKELA KAl AOLUWEELS
*  15% TwV TTAoYXOVIWV Xapaktnpiovial TTAoXOVTEG LE TIAYKPEATLKI ETTAPKELA

e Aldyvwaon HETA atd eupnUaATa 0TOUG TIVEUOVEG Kal uPnAr ouykévipwaon Cl otov 1dpwta

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




Kuotikn ivwon-
‘Eva aAAo tapdadelypa autoowHIKOU UTEOAELTIOEVOU XAPAKTHPA

e YTepnyoypagikd eupnuata:

DWTELVH ATIEIKOVIOT TOU EVIEPOU, OUOLO LLE TO 00TO (2° TPINVO)

e Hyoyeveg pun SleupuEVO EVIEPO

MHIH: Goetzinger K. (2018), Cystic Fibrosi.

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




Epwtnon....

Mati n apatnpeital t€tola dtagopd otTn oUXVOTNTA GE OlAPOPETIKOUG
TIAnBuopoug;

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadidakTopikOog EpeuvnTig laTpikng
ZXOAﬁg, Ane AHMOKPITEID I![BUIITUS
www.double2helix.com
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Aipoppo@iiia A & B-
Mapadsiypata (puAOCUVOETOU UTTOAEITIOHEVOU XAPpAKTHPA

Awpoppo@idia A
e YuxvotNnta1/5.000-10.000 (0€ ayodpla TIou yevviouvTal)
e Amouaoia tou tapayovta tgng VIII

e MetdaAAaén ato 22° e€wvio Tou yovidiou (cuvnBwe avaotpopn 45%)

Wound Coagulation Clotted wound
Thrombocytes &0‘ factors

Normal
"3\ coagulation

”‘ "\ Hemophillia

Without coagulation factors Wound doesn't clot

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadidakTopikOog EpeuvnTig laTpikng
ZxoAng, ANO

www.double2helix.com




Aipoppo@iiia A & B-
Mapadsiypata (pUAOGUVOETOU UTTOAEITIOHEVOU XApAKTHPA

Awpoppogidia B
e JYuyvotnta AtpoppogiAia B1/30.000 (o€ ayopla Ttou yevviouval)

e YuvnOwg onuelakég peTaAAASelg

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




Aipoppo@iiia A & B-
Mapadsiypata (puAOCUVOETOU UTTOAEITIOHEVOU XAPpAKTHPA
Awpoppopidia A & B
o KAWIKN €lKOVA:
e Awoppayia twv HaAakwy loTwV
e Awoppayia otov oppdailo Awpo

ExteTapévn alpoppayia HeTA amo XeLpoupyLKn eTEUBaon N Tpavpa

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




> uvépopo Rett
Mapadsiypata (puAooUVOETOU ETTIIKpATOUG XapakTnpa

e YuyxvotNnTa1/10.000-23.000 (0€ Kopitola)
e AmnwAela Asttoupyiag tou yovidiou MECP2

o KAWIKN €lKOVA:
e  MiKpOTEPO EYKEPAAOD LE PUTIOAOYLIKI OOUN
e AevuTidpyel anwAela veupwvwy (0 Bewpeital veupoek@UALOTIKI VOGOG)
e Olveupwveg elval LIKPOTEPN KAL TILO OTEVA «TIAKETAPLOUEVOL»
e EmPpdaduvon tngavamntuéng
o ATIWAELA KIVNTIKOTNTAG I AEITOUPYLKOTNTAG OTA XEPLA, ZEXWPLOTESG KIVATELG TWV XEPLWV
e EmAnmtikég kpioelg

*  Mabnolakd tpofAnpata

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




> uvépopo Rett
Mapadsiypata (puAooUVOETOU ETTIKpATOUG XapaKTnpa

e JuyxvOTNTa1/10.000-23.000 (0€ Kopitola) (ESalpeTikd oTIdvia o€ ayopla)

e AmnwAela Asttoupyiag tou yovidiou MECP2

Rerr SyNoroME

L5 RARE NEUROLOG |C AL DISORDER - YOUNG GIRLS

o KAWIKN €lKOVA:

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig

2xoARg, AlNO

REPETITIVE HAND MOVEMENTS

, , , , 1) b $lapping & closping hands
MIKpOTEPO EYKEPAAO LLE PUTLOAOYLKH SO }j‘r\ f”}
;5 BB
Aev uTtAp)EL aTtAELa VEUPWVWYV (O Bewpeital VEUPOEKPUALTTIKI VOOOG) ' A
E ! \ ,,,A DrR. AnDREAS RETT
Ol VEUPWVEG €ival LIKPOTEPN KAL TILO OTEVA «TIAKETAPIOUEVOL» . @J

L {clk,wafk’eo_’t & breathe

Emtipdduvon tng avamtuéng
ATIWAELA KIVNTIKOTNTAG A AEITOUPYLKOTNTAG OTA XEPLA, ZEXWPLOTES KIVIOELG TWV XEPLWV
ETUANTITIKEG KpioELg

Mabnotaka pofAnpata

www.double2helix.com



> uvépopo Rett
Mapadsiypata (puAooUVOETOU ETTIKpATOUG XapaKTnpa

e JuyxvOTNTa1/10.000-23.000 (0€ Kopitola) (ESalpeTikd oTIdvia o€ ayopla)
e AmwAela Asltoupyiag tou yovidiou MECP2

e Aldyvwon:
* YTepyoypa@ika—> povo evoeifelg
o [EeveTIKOG EAEYXOG

e YuvnBwg ndlayvwaon yivetal 6-8 HAVEG LETA TN YEVVNON

AxiIAAéag . MnTpdkag, MSc, PhD
MeTad1dakTopIikdg EpeuvnTiig laTpikig
2xoARg, AlNO

www.double2helix.com




Epwtnon....

Tt eivatl autod Ttou Ttpoodlopilel pia acBévela: n poptakn Baon n n KAWVIKNA
ElKOVQ;

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTadidakTopikOog EpeuvnTig laTpikng
ZXOAﬁg, Ane AHMOKPITEID I![BUI.ITLIS
www.double2helix.com
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Euyxaplotw TtoAU yia tnv tpocoyxn oag!!!

84 0o

Raising awareness and generating change for the 300
million people worldwide living with a rare disease, their
families and carers.
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