NATKYNPIOZ ZYNAEZMOZ ZMANIQN FENETIKQN NAOHZEQN

S LG < «MONAAIKA XAMOFEAA»

ZIXOAIKH KAMTIIANIA 2024
YAKO yLa eKTTALSEVTIKOUG KOLL YOVELG

Mo va YWwplooUHE Ta LoVASIKA Hag XOOYEAQ KOL YL VA KATAVOICOU LE TLG YEVETIKEG TTABNOELS, €lval
ONUOVTLKO VO £XOUUE TIG BACLKEG YVWOELG OXETIKA LLE TN YEVETIKA.

» Ac EeKLviOOUE LE TO TL €lvol yovidLo Kal Tt HeT@AAaén;

‘Eva yoviSio sival tunpa tou DNA mou mepléxel odnyieg yla TNV KATAOKEUN €VOG N TIEPLOCOTEPWY HOopLlwv TIoU
BonBouv To cwpa va Aettoupyel. Mmopeite va okedteite Eva yovidlo oav pia mpotacn mou Sivel odnyieg, kot tnv
HLETAAAOEN oav Eva opBoypadiko AdbBog. To epwtnua eival av autd To opboypadiko Adbog aAAGleL To vOnUa TNG
npotacng kat odnyei oe AdBog mAnpodoplec.

» TLelval KAnpOVORLKOTNTAL;

H kAnpovoutkdtnta eivat n Stadikacia pe TNV omoio oL YeveTikeg MAnpodopieg petaBipalovral amod Tov yovEa 0To
nadi. Ta yovidla oxnuatifouv Ta XpwUoowHaTa Tou 0 KaBévag €xel 23 Zevyn. KAnpovopuoUpe To 50% Tou natépa
MG KaL To 50% TNG LNTEPOC LaG.

» TLelval To EMKPATEG YOVISLO KOt TL UTTOAELITOMEVO YOVidLo;

Ta yovidia ta omoia eivat urteuBuva yLa To 1810 XapaKTNPLOTKO (T.X. XpwHo LoAAlwy) ovopdlovtat aAnAduopda.
‘Eva o6luyo AToUO lval TO GATOWO TIoU €xel iSla aAnAdpopda yovidia kat éva eTepoluyo GTopo XL SLadOPETIKA
aAAnAopopda yovidia. To kdBe dtopo AopPavel SUo ekboxég kdBe yovidiou, éva amd kdbe yovéa. Edv ta
aAAnAopopda eival Stadopetikd, Ba ekdpooTel £va yovidlo To omolo ovopaleTol EMLKPOTES yovidlo Kot To yovidlo
Tou omoiou n 6pdon 6ev ekbnAwvetal ovopaletal UTOAEUTOUEVO Yovidlo. Ta UTIOAEMOUEVA yovidla UmopouV va
ekSnAwBoLV povo otav ta uo aAAnAopopda sival ta ibita, SnAadn os opdluyn Kataotaon.

»  TLeival Ta GUAETIKA XPWHOCWHOTOL;

OL avBpwrol £XoUV KAVOoVLKA 46 YpwHoowHaTa o€ KABe KUTTapo. AUO amo ta 46 XpWHOCWUATA, YVWOTA WG X Kal
Y, ovopalovral GUAETIKA XpwHoowpaTa neldn kabopilouv to pUAo. Ta BnAukd €xouv dUo Xpwpoowpata X (46,
XX) KOl To APOEVIKA €XOUV EVaL XPWHOOWHA X Kal Eva xpwpoowua Y (46, XY).
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» Toleg elvat ol Katnyopleg mou pmopel va kAnpovounBei pla acBévela;
O tpoOmo¢ Ttov Umopel va kAnpovopunBel pia acBévela pmopei va avikel os 3 Katnyopleg:

e  AUTOOCWLKI) UTIOAELTIOMEVN
e  AUTOOWHIKN ETKPATAG
e (Qulooclvdetn

TLelval N AUTOOWHLKA EMUKPATEG KANPOVOULKOTNTA;

AUTO TTIOU €VVOE(TAL JLE TOV OPO AUTOCWLLKN ETILKPATOUCO. KANPOVOLLKOTNTA ELVAL OTL VA YEVETIKO XOPAKTNPLOTIKO
1 Kataotacon pnopei va petafiBaoctel and tov yovéa oto matdi. Eva avtiypado evog petalhaypévou yovidiov and
£vav YovEa Umopel Kol elval apKeTo va TPOKAAECEL TN YEVETIKA TTABnon.

»  TLElvVOL N LUTOCWHLKI) UTTOAELIOUEVN KANPOVOULKOTNTA;

AUTO TIOU €VVOE(TAL E TOV OPO OUTOCWHLKI) UTIOAELTIOMEVN KANPOVOULKOTNTA, €lval OTL yla va ekONAwBel pia
aoBévela TOTE MPEMEL va £XouV KAnpovounBet SUo petarlaypuéva avtiypada yovidiwy, éva amo kabe yovéa. Itnv
nepintwon mou kKAnpovounBel povo éva tétolo yovidlo, To atopo Bewpeital popéag, ald Sev eivat aobevnc.

» Tueival n duloolvEeTn KAnPOVOULKOTNTA,;

H ¢uloolvdetn kAnpovoukotnta (f alwwg X-ouvdedepévn kAnpovoplkotnta) ovadEpetal os yovidio mou
KAnpovopouvtal PECW TOU X XPWHOOWHOTOC TwV ONAUKWY E(TE TWV APOEVIKWV OTOUWV. Eva UTIOAEUTOEVO
duloolvbeto yovidlo ekdpaletal otov GaLvoTUTIO 0 OAd TA APOEVIKA ATopa TTou pEpouv To yovidlo (adol ta
OPOEVIKA €xouv éva X Kal éva Y xpwpoowpa) kat gudaviletal poévo ota Onlukd mou esival opoluyo oto
UTIOAEMOEVO yoviblo. Juvenwg, oL acBévele¢ mMou kAnpovopoUvtal e ¢GUAOCUVEETN KANPOVOULKOTNTA
eudavilovral cuxvoTePA OTA APOEVIKA ATOMA KaL TTAPA TTOAU omavia ota OnAukd dtopa.
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Tovépopa:

1.Zuvépopo Noonan

2. 48, XXYY

3. Asperger’s syndrome

4. Duchenne muscular dystrophy

5. Pandas syndrome

6. Schwannomatosis — NEW STUDIES CHECK IF IT MAKES SENSE
7. Prader-Willi syndrome

8. Sjogren-Larsson syndrome

9. Tay-sachs disease

10. ZUvépopo Jacobsen

11. Rett syndrome — read again

12. Turner’s syndrome —read again, treatments
13.Williams syndrome

14. Angelman syndrome

15.Pompe syndrome

16. Down syndrome

17. Z0vépopo Klippel-Trenaunay

18. ZUvdpopo Kabuki

19. ZUvépopo Chanarin-Dorfman

20. Olwdn¢ okAnpuvon
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