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MovoyoviéLaka voonpota

* Noonuato 01ou n attiat Touc eival petdAloén o€ Eva 1 o€ LULKPO apLlOuo yovidiwv
* H petalloén €xel WC AMOTEAECA TNV TPOTIOTOLNCN TOU YOVISLAKOU MPOoLlOVTOC

* H tpomnomnoinon odnyei, ouviBwc, o anwAeLla TNG AsLtoupyiog Tou

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




MovoyoviéLaka voonpota

* Tpomot petafifaonc:
*  AUTOCWWLKOC ETILKPATNG
*  AUTOOWMLKOG UTIOAELTTOUEVOG
*  DOuAooUVOETOC EMKPATAC

QulooUlvdeTtog UTTOAELTOEVOG

AxiIAAéag I'. MnTpdkag, MSc, PhD -
MeTad18akTOpIkOG EpeuvnTig laTpikAg ?
ZXOAr"g, Ane AHMOKPF"‘E;‘O‘IZI‘DEMBGIHUS

MANENIITHMIO | UNIVERSITY
www.double2helix.com GPAHE 1 OF THRACE




2uvdpopo Marfan-

‘Eva mapAadeilypa aUToOOCWHLKOU ETKPOTOUC XapaKTnpa

e Juyvotnta 1/3.000- 1/5.000 yevvnoELC
e JuoTtnukn dtatapaxr tou cuvdetikol Lotou

e KAWLKN €TEPOYEVELA
*  Ynepelaotikotnta, Stadaveg Sepua
e ApaxvodaktuAia
* Mn ducoloyika atpodopa ayyeia
e JKOAlwon
* Extomia ¢pakov

*  Xalapotnta apBpwoswv

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com

N ITRAL VALVE PROLAPSE

A’)R TIC DISSECTION

R ETINAL DETACHMENT
F IBRILLIN=1 MUTATION
A RACHNODACTYLY
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s COLIOSIS




2uvdpopo Marfan-
‘Eva mapAadeilypa aUToOOCWHLKOU ETKPOTOUC XapaKTnpa

e Juyvotnta 1/3.000- 1/5.000 yevvnoeLg
* JuoTnuikn dlatapaxn Tou cuVOETIKOU LoToU

e KAWLIKNA eTEPOYEVELL
*  Ynepelaotikotnta, Stadaveg Sepua
* ApaxvodaktuAia
* Mn ducoloyika atpodopa ayyeia

e JKOAlwon

* Extomia ¢pakov

*  Xalapotnta apBpwoswv

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




2uvdpopo Marfan-
‘Eva mapAadeilypa cUTOOCWHLKOU EMTLKPOTOUC XapaKInpa

e Juyvotnta 1/3.000- 1/5.000 yevvnoeLg
* JuoTnuikn dlatapaxn Tou cuVOETIKOU LoToU

e KAWLIKNA eTEPOYEVELL
 Kuplotepn attia n petaAloén (25-35%) oto yovibo FBN1  (extracellular matrix
glycoprotein)
Mn ¢ucloloyikn mpwteivn

MikpOTtepn MpwTEivn

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




2uvdpopo Marfan-
‘Eva mapAadeilypa aUToOOCWHLKOU ETKPOTOUC XapaKTnpa

e Juyvotnta 1/3.000- 1/5.000 yevvnoeLg
* JuoTnuikn dlatapaxn Tou cuVOETIKOU LoToU

* Yrepnyxoypadlkn eupnuoTa:
*  Emunkupévn aopth

*  ALOOTAAMEVOG APTNPLAKOC TIOPOC

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




AxovépomnAacia- Eva mopadeiypa autoowHLKOU ETILKPATOUC &
Bvnolyovou xapaktinpa
e Juyvotnta 1/10.000- 1/50.000 yevvAOELC

e Alatopoxn TNC AVAamnTtuéng
* 0bényel o€ vaviopo

e Kuplotepn autia n petaddaén (97%) oto yovidlo FGFR3 (chr 4) (p.Gly380Arg)

* Yrepnyxoypadlkn dtayvwon:

250225239 03/25/02 14:51:55
ULTRASOUNDEINAGING CONSULTANT GA(LMP)=20N2D P80  d4MHz C358 ULTRASOUNDE IMAGING CONSULTANT GA(EDD)=3380D P88  SMHz C358
88 1. ORE - Bi1

18. 8GE GE
. FACE_ . = Frontal bossing

° MEV(’IAO KEd)dAL Depressed nasal bridge

/

e Kovtd dvw Kat KAtw akpa

Forehead

* [lpoefoxn TOU HETWTIOU

* [lleopévn piIKA KoAotnTa

Achondroplasia Macrocephaly - HC > 99th centile .

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




AxovépomnAacia- Eva mopadeypa autoowHLKOU ETILKPATOUC &
Bvnolyovou xapaktinpa

e KAWLKQ XOpOLKTNPLOTLIKA:

e Kovtd dvw Kot KATtw akpa

*  Bpdyxuvon twv HOKPWY 0CTWV

*  Aopdwon....k.q.

e JUOXETLON ME TNV NAKiOL TOU TATEPQL

e e opoluyn kataotaon ival Bavatndopa

V V ~jf|lr

MHIH: Horton et al. (2007), The lancet

AxiIAAéag I'. MnTpdkag, MSc, PhD

MeTad18akTOpIkOG EpeuvnTig laTpikAg
ZxoAng, AlNO Ao g o
www.double2helix.com e




MoAuKUGTLKN) VOGOC TWV VEPPWV-
‘Eva (teAgutaio) mapadelypa auTtooWHLKOU Yo paKTPO

e Juyvotnta 1/400-1.000

* MoAvouotnulkn mabnon Twv vebpwv

 MetaAlaelc ota PKD1 kat PKD2 (77% & 15%, avtiotouya)

* 210 8% TWwV NMEPLTTWOEWV Oev £Xel Ppebel petalaén oe avtad tTa yovidla

e KAk ewkova
* Kolotelg og vedpoug, Nmap, MAYKPEQS
*  OAeyuovn ota oupodopa cwAnvapla
* Awatoupia

* Awoppayia otn vedpkn KUOTN K.QL.

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




MoAuKUGTLKN) VOGOC TWV VEPPWV-
‘Eva (teAgutaio) mapadelypa auTtooWHLKOU Yo paKTPO

Tumocg KAnpovouwkotnta ‘Evapén oUUMTWUATWY Noapatipnon
ADPKD (AutoOWLKN . , , , O 1o cUXVOG TUTIOG

’ A E 2 _4
S —— IO £VaV YOVEQ VAALKeG (20-40 eTwv) (~90%)

, Mo ooPapr — ouxva

ARPKD (AutoowLKA .y , , , , , ,

, A N M
UToAettdLEVN) 1o U0 Popelg goyva / MNadikn nAwia Tcpwulm VEPPLKN

OVETIAPKELL

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




MoAuKUGTIKN VOGOC TWV VEPPWV-
‘Eva (teAgutaio) mapadelypa autoowHLKOU Yo paKTRpO

* OLvedpol eival TTOAU peyaAoL Kol YEUATOL ULKPEG KUOTEG.
* [oAAEC dopEC emnpealeTal KoL TO AMApP, LE avantuén ivwonc.

 Mrmopel va uTApXEL avamveUoTIK duoxEpeLla, emeldn ol dloykwuévol vedppol me(ouv To

Stadpaypua Katl Sgv punmopel va avamtuxBel cwotd o veupovag TpLy Tn yevvnon (ouvdpopo
Potter).



MoAuKUGTLKN) VOGOC TWV VEPPWV-
‘Eva (teAgutaio) mapadelypa auTtooWHLKOU Yo paKTPO

*  Ymepnyoypadikn dStayvwon:
*  Méyebog Nedppwv
*  Aleupupévol
*  Hyoyéveia Nedpikov Mapeyxvpatog
*  Ouvedpot edwval umtepnyoyeveic (Aeukol) & opoLloyeveig
* Amnoucia 1] LELWHUEVO QUVLOLKO UYPO
*  Epdaviletal ohtyobSpoapvio
*  Oupodoxog KuoTn
*  Miuwkpn n SuokoAa opatn
*  AAAeg mOpATNPNOELG
*  MBavn Sloykwon oto Amap
e Ektlpunon ywa SuomAaoileg Akpwv/MTPoowwItou

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg \
2xoAng, AlNO MHIH: Cnri Science Library i b
www.double2helix.com




Epwtnon....

AvadEpete aoBeveleg TTou cuoxeTilovTal e TNV NALKLa TOU TTOTEPQ;

AxiIAAéag I'. MnTpdkag, MSc, PhD

MeTad18akTOpIkOG EpeuvnTig laTpikAg ‘
ZxoAng, AlNO et occms
www.double2helix.com —

OF THRACE




[
Epwtnon....
AvadEpete aoBeveleg Tou cuoxeTifovTal LLE TNV NALKLO TOU TTOTEPQ;

1. Autism Spectrum Disorders (ASD) ?

2. Schizophrenia ?

3. Bipolar Disorder ?

4. Achondroplasia

5. Congenital Heart Defects
6. Cancers (e.g., Leukemia)
7. Reduced Fertility ?

8. Intellectual Disabilities and Cognitive Impairments

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




APEMOVOKUTTOPLKN avVolLpio-
Mapadelypo tUTOCWHLKOU UTTOAELITOUEVOU XOLPOKTHPO

e Efalpetika upnAn cuyvotnta otnv wonuepwvn {wvn tnc Adpiknc, Meooyeiou kat lvoia
* AM\ayn tou B Glu = Val (A=>T)
* Awpoodatpivn HbS

e KAwwkn ewova (ooBeveic)
 Ta epuBpokutTapa anoktolv oxAua Spemnavou
 KaBuotépnon otnv avarmtuén (ta 2 mpwta xpovia)
e JImAnvopeyaAia
*  EmavalapBoavopeveg AolpweeLg
* AyyelokEg anodpatelc kat emwduva epdpaypata

* HAMoilpwén eival n kupla attia Bavatou

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




APEMOVOKUTTOPLKN avVolLpio-
Mapadelypo tUTOCWHLKOU UTTOAELITOUEVOU XOLPOKTHPO
o KAwkn ewova (etepolUywTEC)
e KAwwka ¢puctloloyikol
* Apendvwon in vitro kot in vivo o€ UPOUETPO N 0€ AEPOTIAAVO TIOU EAATTWVETAL I TtiEoN
e Juyxvotnta otoug Adppoapeplkavouc 8%

e Juxvotnta £wc 25% otnv kevtpodutikn Adpikn

* Ynepoyxopadikn dtayvwon (LeTA TN YEvvnon):
*  AvnXOYEVNC MEPLOXN OTOUC VEPPOUC

e XmAnvopeyaAia

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com

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



Epwtnon....

Mlatli N OpemaAvoOKUTTAPLKA ovalpio epdavileTol O0Tn CUYKEKPLUEVN
Yewypadikn tepoxn; Nwpilete aAAn aoBevela pe Tnv WOLa Katavoun;

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




Kuotwkn ivwon-
‘Eva AAAO MapASELYHOL QUTOCWLKOU UTTOAELITOMEVOU XaPAKTAPA

e Juyvotnta 1/3.200 otn Aeukny $duAn (1/313 Hutterites in Alberta, 1/90.000 in Asian
population of Hawaii)

 MeyaAn etepoyevela efattiac moAAwv aAAnAopopdwv (CFTR)- Zuyvotepn peTAAAAEN N
AF508
e KAk ewova:
* [pooBaliovtal oL tveUOVEG & N EEWKPLVAC LOLPO TOU TTAYKPEATOC
* JUOOWPEUON MOXUPEVOTWV ATEKKPLOEWV (amouaoia Autdong, Opudivng, xupoBpuivng)
*  OAvaTtoc o MVEUMOVLKH OVETIAPKELO KoL AOLUWEELC
* 15% twv MaoXoviwv xapaktneilovtal TACYXOVTEC LE TIAYKPEATIKA EMAPKELN

* Aldyvwon HETA armo EUPNHOTA OTOUC TIVEUOVEG Kot UPNAR ouykévipwon Cl otov bpwta

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




Kuotwkn ivwon-
‘Eva AAAO MapASELYHOL QUTOCWLKOU UTTOAELITOMEVOU XaPAKTAPA

* Yrepnyoypadlkd evpAuoTa:

DwTELVN ATELKOVLON TOU EVTEPOU, OUOLO LE TO 00TO (2° TPiunvo)

* Hxoyeveg pn SleupupEVO EVIEPO

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

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




Epwtnon....
Mati mapatnpeite tétola dladopd otn cuxvotnta o€ SLaPOPETLKOUC .

nAnBuopouc (1/313 Hutterites in  Alberta, 1/90.000 in Asian
population of Hawaii);

AxiIAAéag I'. MnTpdkag, MSc, PhD

MeTad18akTOpIkOG EpeuvnTig laTpikAg
ZxoAng, ANO e e
www.double2helix.com e




Epwtnon....
Mati mapatnpeite tétola dladopd otn cuxvotnta o€ SLaPOPETLKOUC .

nAnBuopouc (1/313 Hutterites in  Alberta, 1/90.000 in Asian
population of Hawaii);

AxiIAAéag I'. MnTpdkag, MSc, PhD

MeTad18akTOpIkOG EpeuvnTig laTpikAg
ZxoAng, ANO e e
www.double2helix.com e




Awpoppodtiia A & B-
Napadeiypoto GuAoCUVOETOU UNMTOAELITOMEVOU XapaKTpa

Awpoppodthia A
e Juyvotnta 1/5.000-10.000 (og ayopla mou yevviouvtal)

e Anouoia tou napayovta ntnéng VI

 MetaAaén oto 22° e€wvio Tou yovidiov (ocuvnBwc avaotpodn 45%)

Wound Coagulation Clotted wound
Thrombocytes \'0 factors

Normal
"\ coagulation

‘ w "\ Hemophillia

Without coagulation factors Wound doesn't clot

AxiIAAéag I'. MnTpdkag, MSc, PhD

MeTad18akTOpIkOG EpeuvnTig laTpikAg P
IxoAAg, AMO o 1 ctocms
www.double2helix.com S




Awpoppodtiia A & B-
Napadeiypota puAooUVOETOU UTTOAELIMOMEVOU XapaKTINpa

AwpoppodiAia B
e Juyvotnta Awpoppodihia B 1/30.000 (o€ ayopla Tou yevvioUuvTol)

* JuVNOWC ONUELAKEC LETAAANAEELG

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




Awpoppodtiia A & B-
Napadeiypota puAooUVOETOU UTTOAELIMOMEVOU XapaKTINpa

Awpoppodpthia A & B

e KAwiKkn ewova:
* Awuoppayia Twv LAAAKWY LOTWV
* Awoppayia otov opdaiio Awpo

e EkteTapEVN aLpoppayia LETA Ao XELPOUPYLKN eMEpPBaon 1 Tpalpa

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




2Uvépopo Rett
Napadeiypata puAocUVOETOU EMIKPATOUC XOLPOKTAPOL

e Juyvotnta 1/10.000-23.000 (os kopitola)
e AnwAela Asttoupyiag tou yovidiou MECP2

e KAwikn ewova:
*  Muwkpotepo eykedaho pe duactoloyikn doun
* Aev unapyel anwlela veupwvwy (6e Bewpeital veupoekduALOTIKA VOOOC)
*  OLVEUPWVEC €ival UKPOTEPN KOL TILO OTEVA KTTOKETAPLOUEVOLY
EmBpdaduvon tng avamtuéng
* AMWAELA KLVNTIKOTNTOC ) AELTOUPYLIKOTNTOG OTA XEPLO, ZEXWPLOTEC KIVNOELS TWV XEPLWV
*  EMANTTIKES KPLOELC

MabOnolaka npofAnuata

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




2Uvépopo Rett
Napadeiypata puAocUVOETOU EMIKPATOUC XOLPOKTAPOL

e Juyvotnta 1/10.000-23.000 (os kopitola) (e€opeTikd omavia og ayopla)

e AnwAesla Aettoupyiag tou yovidiov MECP2

e KAwikn ewova:

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg

2xoARg, AlNO

www.double2helix.com

Rerr SyNoroOME

L RARE NEUROLOG ICAL DISORDER- YOUNG GIRLS

REPETITIVE HAND MOVEMENTS
b §lopping & clasping hands

Y & & Z% @
IMPRIRMENTS in ABILITY 4o @

L talk,walk,eat & breathe

MikpoTtepO eykEPaAo e puoloAoyikn doun

Aev umtdpxel anwAela veupwvwy (6 Bewpeital veupoekPUALOTLKN VO

OL VEUPWVEC €ival ULKPOTEPN KOLL TILO OTEVA KTTOKETAPLOUEVOLY
ErBpaduvon tng avamntuéng

ATIWAELO KLVNTLKOTNTAC 1] AELTOUPYLKOTNTOC OTA XEPLA, ZEXWPLOTEC KLVAOELS TWV XEPLWV
ETUANTITLKEC KPLOELG

MaBnolaka tpofAnuata




2Uvépopo Rett
Napadeiypata puAocUVOETOU EMIKPATOUC XOLPOKTAPOL

e Juyvotnta 1/10.000-23.000 (os kopitola) (e€opeTikd omavia og ayopla)
e AnwAesla Aettoupyiag tou yovidiov MECP2

e Aldyvwon:
* Yrnepxoypadkd—=> povo evdeitelg
* [EeVETIKOC EAEYXOC

e JuvnObwg n Slayvwon yivetal 6-8 PAVEC LETA TN YEVvNON

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com




Epwtnon....

Tt elval auto mou mpoodlopilel pia acBevela: n poplakn Baon N n
KALVIKA ELKOVQ;

AxiIAAéag I'. MnTpdkag, MSc, PhD
MeTad18akTOpIkOG EpeuvnTig laTpikAg
2xoARg, AlNO

www.double2helix.com

z
’

AHMOKPITEI 3
AKHE I OF THRACE



Euyaplotw oAU ywa tnv npoooxn cac!!!

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