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EANGSac (ZITE) mpayuatomotibnke otnv ABrjva,
oTo EBvIKO 16pupa Epeuvwy (EIE) petaly 2 kal 4
NoeguBpiou 2018 pe titho «<AIEPEYNQNTAX TO FONIAIQ-
MATOY ANOPQIMOY, ANTIMETQMIZONTAZ TATENETIKA
NOZHMATA®.
>T1éX01 TOU ATaV N avadelén Twv mpoAnudTwy, EuKal-
plwv Kal QUUWoegwv Mou agopolv {ntApata Ploiatpl-
KAG €PELVAC, EPAPHOYWV KAl TIOPEXOUEVWVY UTTNPECIWV
amdé v amoyn ¢ Mevetikng katl MoviSIWUATIKAG TOu
AvBpwriou, n alnAemidpaon petay opddwv emotn-
pOVWY TTou adoxolouvtal e SIAPopoug EMUEPOUS TO-
MEIC Kal EQAPUOYEC, N TTApOXN EuKalpiag o€ KaTaglwué-
vou¢ EAAnve¢ kal Eupwrmaioug opAnTtég va avamtuouv
TO EPELVNTIKO TOUC €PYO EVWTIIOV EIGIKOU KOIVOU OTTOU
MTTOPEl VA oNUATOSOTNOEL YOVIUEG ANANAEMIOPACEIC KAl
ouvepyaoieg kal n dnuoctomoinon twv mpoomadeiwv
KAl TWV QmOTEAECHUATWY VEWV ETOTNUOVWY O€ €va QI-
ko TePIBANOV TTou Ba CUVEICPEPEL OTNV EMWACH MG
véag yevidg levetiotwy mou Ba mpowBnoel Tov kKAado
€V HEOW TNG YOVIOIWUATIKNAG EMOXNG, TTAPEXOVTAG TOUG
SIEMAPEC PE AVAYVWPIOUEVOUC ETIOTAUOVEC Kal POPEIC
TOU XWPOu.
>1n Bepatoloyia tou Tuvedpiou mepdappavoviav
ol €€A¢ eVOTNTEC: YEVETIKA VOOHUATA, YEVETIKN KAPKi-
VOU, OVOTIOPAYWYIKH YEVETIKN)/ YOVIOIWHATIKY, YEVE-
TIKI] VEUPOAOYIKWV Kal PUXIATPIKWVY voonudtwy, fio-
TANPOQOPIKH Kal SIKTUWON, PAPUAKOYOVISIWUATIKY,

T 030 Xuvédplo Tou Tuvdéopou latpikwy MEVETIOTWV
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MANEAAHNIO TYNEAPIO
"AIEPEYNQNTAZ TO TONIAIOMA
TOY ANGPAONOY, ANTIMETQIIZONTAZ
TA TENETIKA NOZHMATA®

yovidlaKn Kal Kuttaplkny Beparneia, SIKAVIKN YEVETIKN,
Néeg pébodol kat Texvoloyieg otnv levetikr Aldyvwon,
MakpOooTPATNYIKN €PEVVAC, KAIVOTOMIAC Kal puBuiong,
yoviSlwHaTIKR SIOKPITIKOTATA KAl TTPOoTACIA TTPOoWw-
TIKWV KAl YEVETIKWY Sedopévwy. EVvTog Tpiwv nUEPWY
S1e€nxOnoav 9 ouvedpieg pe 32 BePATIKEG AvAKOIVW-
OEIC, Mia e 6 ENEVOEPEC TTIPOPOPIKEC TTAPOUCIACELC KAl
PoBARBNKav 63 PN@IAKES AVAPTNUEVEC AVAKOIVWOELG
(e-poster).

Tnv Mapaokeur} 2 NoguBpiou 2018 éhafe xwpa povo
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n mpwtn ouvedpia ue titho ZTPATHIIKH EPEYNAZ ITET
- EOAPMOIH TOY NEOY EYPQIAIKOY KANONIZMOY
(GDPR) kat Mpoegdpeio Toug K.K. Mewpyiou kat Toélou
OTIOU TAPOUCIACTNKAV N OTPATNYIKA TNG Mevikng Mpap-
pateiag Epeuvag kat Texvoloyiag yia tnv Epguva kat
Vv Kawvotopia (amé Tov Kk Xat{nmapadeion), To pub-
MIOTIKO TTAQICI0 Yia TNV eme€epyacia YEVETIKWV Kal yo-
VISIwHATIKWV dedopévwy (amod Tov K. Zwypa@oTouAo)
Kal o dovag amd tnv NoviSIWUATIKY OTNV €€0TOUIKEL-
pévn Bepameia péow TG latpikig akpiBeiag (amod tov K.
Huntington).

O KkUplog Oyko¢ Twv ouvedplwv S1e€nxdn To Zappato
3 NoguBpiov 2018. H Sgutepn ouvedpia, pe Titho FENE-
TIKA NOZHMATA kat mpogdpeio TI¢ K.K. Traeger-Xuvodl-
voU Kal Z0ppou ATaV WIa EMOTTIKY avaoKomnon ma-
BOoYEVETIKWY OVTOTHTWV KAl TTEPINAUPBAVE TTAPOUCIACELC
yla pia avadpopn 45 €Twv oto B€pa TnG amevepyoroin-
0ONG Tou €VOG X XPWHOOWATOG, amod Tov K. Huntington,
TNV YEVETIKN SldoTaon TnG aptnpeLakig meong (kog Ev-
ayyé\ou), TNV povoyoviSIakr Hop@r Tou cakXapwdoug
S1afNtn (ka Zepteddkn) Kat TNV NI-EEVOYOVISIWUATIKA
ouvioTwod TG vooou Crohn, SnAadn tn cuoxETion TG
pe 1o MiKpofiwpa (ka fafouAn). H tpitn ouvedpia, pe
Titho TENETIKH NEYPOAOTIKQN KAI WYXIATPIKQON NO-
YHMATQN kat mpogdpeio Toug K.K. Kavafdakn kat Mau-
pou gotialdtav otV Yevetik dildotaon NG KAWVIKAC
YUXIOTPIKAG KAl TIEPINAPBAVE TTAPOUCIACELS Yid Ta VEA
BepameuTikd Sedopéva ota veupoloyikd voorjuata Su-
VAUIKNG METAANAKTIKAG atttoloyiag (ka Kapadnpua), yia
Ta vedTePA VOoohoyIKA Sedopéva TnG MEVETIKAG Twv
KANpovoulkwy atalwv (ko¢ Koltong) Kal Tn YeVETIKA
Bdaon tng Slatapayxng EANEIPMPATIKAG TTPOCOXNG (KOG
Bdooog) kat twv Yuxlatplkwv VOONUATWY YEVIKOTEPA
(kog Alkaiog).

H tétaptn ouvedpia NEEX TEXNOAOTIEX KAl XYXTH-
MATA ZTHN TENETIKH KAI MPOTFENNHTIKH AIATNQXH
ATOV E€0TIAOUEVN OTIC TEXVOAOYIKEC AUCEIC avTidpa-
otnpiwyv, opyavoloyiag kat diacuvdeong Kat Slemapwy
KaBw¢ kal o€ TPOTACELG yla €EOTAIONS AlXUAG Yla TNV
KAIVIKY} yeveTiky avdiuon. O ko¢ Katzir mapouociaoe
™ mpodtaon tng MENARINI Diagnostics yia tnv &v Tw
BdBel Ynelomoinon Kal OAOKARPWON QTTEIKOVIOTIKOU
e€omAiopov. O k Garcia mapouciace TNV OAOKANPWHEVN
BlomAnpo@opikn mMAat@oppa  GeneSystems© yla ah-
Anhouxton véag yevidg (NGS) tng Sistemas Genomicos,
evw o K MNatoaAng tnv mpotaon tng NIPD GENETICS
yla Jia eviaia mAAT@OpUa avixveuong 1000 CNUEIOKWY
METAANQYWV 000 Kal povadlaiwv HETaANaywV yoviSiw-
pato¢ (aveunAoidieg). 1o idlo medio TG aAAnAouxIoNg
VEQG YEVIAG KIvABNKe Kal n Ka Zuyolpn PE TNV poTa-

on ¢ Agilent Technologies yia cuvépyela oto mhaiclo
NG CUMTANPWMATIKOTATAG HETAED NGS Kal cuoTolxl-
wv Zuykpitikol Tovidiwpatikol YRpidiopou (aCGH).
O K ZTapoUANng mapouaciace tnv mpdtaon Tng SOPHIA
GENETICS yia Tnv KAVIKR yoviSiwuaTiky avdhuon ue
™MV MAaT@OpUa KPPAlOPEVOU YOVISIWUATOC KAIVIKAG
OUOXETIONG. TéNog, o K. MamavikoAdou Twv ANTIZEA
— ThermoFisher Scientific eotiace oe pia Aoyikry mpo-
OCOPMOYAG HEPIKWY TEXVIKWY AUCEWV KAl TTIPOTOVTWY O€
Hia TeplocdTEPO OAOKANPWHEVN KAl TIARPWG oUYXPOovN
TPooéyylon, HE Baon Tig mpotdoelg Twv Affymetrix kat
lon.

H méumtn ouvedpia pe Titho TENETIKH/TONIAI-
QMATIKH ANAMAPATQIHXZ kat mpoedpeio TIC K.K.
Kitolou-T(éAn kal Behiooapiou. X1o mAaiclo autd
TTapoucIAoTNKAV ol opiAie¢ «AvacuvOuaouog Kal yo-
VISIWHATIKN aoTdB&la oTa avamapaywylkd KUTtapa»
amo tov K. lewpyiov, «Mpogputevtikn Nevetiki Ava-
Auon» and Tnv Ka Traeger — ZuvoSivou Kal pia KPLTIKA
avdaiuon NG aCGH vPnAng euKpivelag otn TTPOYEVVN-
Tk Stdyvwon amd v ka TCétn. H éktn ouvedpia, pe
npoedpeio Toug K.K. MapouAdkou Kalt Adurpémoulo
pe B¢pa tng AIKANIKH IATPIKH KAI TENETIKH AIATNQ-
>H antotav piag mapapETPou UE EEAIPETIKN KOIVWVIKNA
BapUtnTa, TOU E€XEl YiVEL yVWOTH Kal 0TO Un €181KS Kol-
vo Héow TNAEOTTIKAC TPOROAAC. Z€ AUTO TO MAAICLO, N
Ka ZrnAtommouAou PiAnoce yia tnv €181KA epappoyn Tng
latpikA¢ MevetikA¢ otnv 1atpodikaoTiky Siepelivnon
Tou alpvidiouv kapdiakol Bavdtou, TMou mePNAUPA-
VETAL 0TNV TANBWPA TTEPIMTWOEWY 1ATPOSIKAOTIKWY
EPAPUOYWY, EVW N Ka ZKiTOA yla TNV TAUTOToinon av-
BpWTMIVWV UTTOKEIUEVWY UE PEBOSOUC HoplaKAC Blolo-
ylag Kal YeVETIKN avaiuon.

TéNog, n €BSoun Kat TeheuTaia cuvedpia TNG NUEPAC,
pe mpoedpeio Toug K.K. ABavaciddou kat Mavoukdako Kat
pe titho KYTTAPIKH/TONIAIAKH ©EPATIEIA TENETIKQN
NOXHMATQON nepiéAafe ophieg yia lfovidiakn Beparneia
TOOO O€ VEUPOAOYIKA voonpata (K. KAeora) éoo kat yla
Vv Avtigetwmon twv Alpoogalpivonabeiwy (K. Marma-
VIKOAGOU), aAAd Kal Yl TNV KATATTOAEUNON KAPKiVwV
pe Baon tpomomoinuéva avoookutTapa (ka EheuBepi-
adovu).

Tnv Kuptakn 4 NoguBpiov 2018 mpayuatonoiyénkav
ol dUo TeAeuTaieg ouvedpieg, n ouvedpia eNevBépwv
TIAPOUGIACEWVY Kal N OpNio—@oépo¢ TIMAG oTov lewp-
ylo Ztapatoylavvomoulo «Amo Tnv Fevetiky AvBpwnwv
péow Moplakr Blohoyiag, otnv amoTteAECUATIKI) AVTIHE-
Twmon ™¢ O@alacoalpiog amo tov K. Higgs, evw mapé-
Mevav TPooRACIUES O PNPIAKOUC TTOPOUC Ol NAEKTPO-
VIKEG QVOPTNUEVES EPYAOIEG.

37



EATOMIKEYMENH IATPIKH

Tevyocg 1« lavovdpiog - Ampiliog 2019

JUYKeKpIUEva, n dydon ouvedpia ritav amoAuta e€el-
Olkeupévn Kat agopouoe NEEX OEPATEIEX XTON KAP-
KINO, pe mpoebpeio Toug K.K. Anuntplddn kat Nkdyko
KAl OMIANTEC TouG K.K. Mmma&efavn, Afjua kai Nkayko.
Ot avtiotoixe¢ mapoucldoel agopoloav To PoAo
Twv HLA aoAnhopdpewv otnv avoooBeparmeia Tou
KapPKivVou TOU MPOoOoTATN Uéow Tou guPoliou AE37, TIC
avoo0B0ePATIEVTIKEG TIPOCEYYioelg o {wIKA mPOoTUTIA
KOPKIVOU KAl TNV YEVIKEUHUEVN KAl OTOXEUHEVN OYKODE-
PATTEVUTIKN TIPOOTITIKI TNG TEAOPEPIKNAC EPEUVAC KAl TWV
Texvikwv emdiopbwong Tou DNA. Téhog, n évatn Kal
Teleutaia ouvedpia pe Titho AEAOMENA TENETIKHZ
ANAAYZHXE METAAHZ KAIMAKAY / BIONAHPOO®OPIKH
Kal mpoedpeio TIG K.K. ZTe@dvou kat ODAwpevTiv mepLé-
Aafe opihieg yia Tnv €€€MEN TN Mpohnntikiigc Oapua-
KOYOVISIWHATIKAC 0TNV KAIVIKN TIpdén yia tnv e€ato-

ABSTRACT

pikeuon Tng Beparmeiag PuXIATPIKWY VOONUATWY (KOG
Matpvdg), yia TNV ouoXETIoN TNG AvANTUENG XProng
kal ouvtipnong Bdoswv dedouévwy e TNV punveia
YeVeTIKWV TTapailaywv (ko¢ MakpuBavaong) kat tnv
€€ENEN eupuwVY Kal (AUTO) TTPOCAPUOCIUWY TEXVIKWV
yla tTnVv avaiuon kai eme€epyaoia peydAou Gykou yovi-
Slwpatikwv dedopévwy (ko Pwtiddnc).

3TIC €ENeVOEPEC TTPOYOPIKEG TTAPOUCIACELS TIPOE-
Opeio amotelovoav ol K.K. T(étn kat Mdaumavoc, émou
€ylve mapouaiaon 6 Epyactwy, VW OTIWG TTPoava@Ep-
Onke urpxav Kal 63 NAEKTPOVIKA avapTNUEVEG Epya-
oiec.

YUVOAIKG, To 30 Xuvédplo Tou ZITE oTépbnke amd
amOAUTN EMITUYIA PE TN CUMUETOXH KATAEIWHUEVWY OL-
Antwv amd tnv ENGSa kat 1o e€wtepikd oTo medio TG
leveTIKAC kat ToviSIwpaTIKAC Tou avBpwrou. @

Meeting report of the 3rd Conference of the Hellenic Association
of Medical Geneticists, 2-4 November 2018, Athens, Greece
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