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ENTYINO NMAPATMOMIMHZ INA AAAHAOYXHZH ENOMENHZ FENIAZ (NGS)
AIEYPYMENOZ EAEIMXOZ NONIAIQN ME KAINIKH ZHMAZIA (CES)
‘H OAQN TQN EZONIKQN MNEPIOXQN TOY N'ONIAIQMATOZ* (WES)

ENQNYMO: ONOMA: NATPQNYMO: KQA. AEIFMATOZ:
HM. MAPAAABHZ:
AMKA: HM. FENNHZHZ: THA. ENIKOIN.: HM. ATTOXTOAHZ:
(ZuutmAnpwvovrar aé 10 EpyaaTpIo)
AIEYOYNZH: KATAIQIrH: KATAIQIrH: 2YITENEIA: AEIFMA:
(MATEPAYL) (MHTEPA) (TONEQN)
MNAPAI. IATPOZ: THA. ENIKOIN. IATPOY: NOZOKOMEIO/KENTPO:

1a TNV TTOMTTI) TTEPIOTATIKOU ATTAITEITAI CUVEVVO KATomIvV T WVIKIS EMIKOIVWVIAS KAl EVUTTO 5 uyKard A
*Ta aparo, EPICTATIKOU ATTAITEITAI CUVEVVONOT) KATO AE ETTIKO ag kai € oypa Opla OCUYKATABEo!

EIAOZ EZETAZHZ:

[[] AAMnAoUxnon Endpevng Mevidg OAWV twv £E0VIKWV TTEPLOXWV TOU YOVISLWHIATOG KOl EPUNVELN AMOTEAEGATWY —
Whole Exome Sequencing (WES) and interpretation

[] AA\nAoUxnon Enduevng Mevidg opadag yovidiwv (~4.500) pe KAwikn Znpaocia Ko eppnveio anoteAeocpdtwy —
Clinical Exome Sequencing (CES) panel and interpretation

[] BiomAnpodopikr aviAuon/sravaviluon Ssdopévwv AAAnAovxnong Endpevng Mevidg and npookoptoBév apxeio (.vcf)

KAINIKEZ MAHPO®OPIEZ:
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EPrAXTHPIO IATPIKHZ TrENETIKHZ
XQPEMEIO EPEYNHTIKO EPFAXTHPIO INITITOYTO MEAETHZ KAI
NOXZOKOMEIO MAIAQN "ATllA ZOO®IA" v ANTIMETQMIZHZ FENETIKQN KAI
Egeidikeupévo AlayvwoTiké EpyacTtipio EAAHNIKH AHMOKPATIA KAKOHOQN NOZHMATQN THZ NAIAIKHZ

EPEYNHTIKO NMANENIZTHMIAKO

Zmaviwy Fevetikwv Noonpdrtwy Edvikév kar Kamodigtprokdy HAIKIAZ
AieuBuvrpia: I.P. Suvodivou-Traeger, Havemotipiov Adnvev Aieubuvrnig: I. Xpouoog, Ou. Kabnynrric
KaBnynrpia leverikng IAPY®EN TO 1837 TMaidiarpikng

ENTYNO ZYTKATAOEZHZ N'A AAAHAOYXHZH ENMOMENHZ N'ENIAZ
OAQN TQN EZONIKQN MNMEPIOXQN TOY TONIAIQMATOZXZ
(Whole Exome Sequencing - WES)

O/H KATWO!  UTTOYEYPOUPEVOG/ M. v et it eeee ettt guykaTtaTiBepal oTn dIEVEPYEIQ TNG
VEVETIKNG €£€Ta0NG aAANAOUXNONG ETTOPEVNG YEVIAG OE OAEG TIG £§OVIKEG TTEPIOXEG TOU Yovidiwpartog (WES)
R 8 < F0 e T 1Y T 1 o T
OE EPEVA I TO TEKVO HOU-. ... ettente et et ettt e e e et et e et et e e et e e e e e e e aeneneens Kal  dnAwvw evuttoypagpa OTI:

1. Exw evnuepwBEei ETTOPKWG yia TNV €€ETAoN, TIG dUVATOTNTEG, TOV XPOVO DIEKTTEPQIWONG Kal TO KOOTOG TNG.
2. Exw gvnuepwBei kal kaTavonoel Ot N €kBeon amoTeAecpdTwy TTou Ba pou 00Bei ypaTTwg TTEPIOPICETal OTN
MEAETN opddag yovIdiwv TTou €XOuV OoXEon UE TNV AITiA TTAPATTOPTIAG. ZNUEIWVETAI OTI OTTO TOV OUYKEKPIYEVO
éNeyxo -Trou TrepIAaUBAvel Tnv Tautdxpovn avaAuan kal AAAwv yovidiwv- gival moeavd va TTPokUyouv Tuxaia
eupnuara (incidental findings) 1ou oxeTtiCovral pe TTABOAOYIKEG KATAOTACEIG OAAG Oev agopouv Tnv aiTia
TTapammouTAG. Ta eupruata autd pPTropei va a@opouv TrapaAAayég o€ yovidia TTou eival utrelBuva yia Tnv
EM@AVION VOOOU E UTTOAEITTOUEVO XAPAKTHPa KAnpovounaong (gopeia), TrTapaAlayég ae yovidia TTou oXeTiCovTal hE
voonuara oyipng eppaviong, TTapaAAdyeg o€ yovidia TTou TTpoadidouv augnuévo Kivouvo avamTuéng Kakoroeiag
KATT. To Epyaotipio larpikig leverikig (EIF) dev avaAaufdvel Tnv umroxpéwon emefepyaoiag Kai
avVa@OPAg TWV EUPNUATWY AUTWYV EKTOG £Gv UTTAPXE! IS10iTEPN oUYKaTABEoN aTTd TOV £§ETAOMEVO R} TOUG
yoveig/kn3epoveg Tou (BAETTE e, 3).
3. 'Exw katavorjoel 0TI 0 éAeyxog Ba TrpaypatotroinBei o yeveTikd UAIKO (DNA) tou Ba atropovwBei atmod
KatdAANAo BioAoyikd UAIKG , TO OTToio Ba guvodeUeTal ATTO CUPTTANPWHEVO EVTUTTO TOU TTAPATTEUTIOVTA 10TPO. To
EVTUTTO Ba TTapEXEI TTANPOPOPIES YIa TO OIKOYEVEIOKO KAl 1ATPIKO 10TOPIKO POU WATE va KATeuBuvel TNV agloAdynaon
Twv atroteAeapdTwy Tou NGS o€ GUYKeEKPIPEVA YyoVidIa.
4. Exw evnuepwOei kal katavow OTI:
a. O OUYKEKPIPNEVOG €AEYXOG QQOPA OUYKEKPIMEVO TUTTO Moplakwy BAaBwv oto DNA, 6TTwg onueiakég
TTAOPOAAOYEG EVOG VOUKAEOTIOIOU 1) MEPIKWY VOUKAEOTISIWY Kal €AAEIPEIG O KWOIKOTIOIOUCEG TTEPIOXEG OF
QUAOCUVOETA YOVidIa apPEVWV KAl WG €K TOUTOU OEV UTTOPOUV va aTTOKAEIOBOUV AAAOI TUTTOI TTapaAAQywV, OTTWG
eMeigeig oto yovidiwpa, TTapariayég TToAAaTTAwY avTiypdewv (Copy Number Variants-CNVs) ] emekTdoelg
emavaAapBavopevwy aAAnAouxiwy, yia TIG OTTOIEG ATTAITEITAI DIAPOPETIKOU TUTTOU €PYACTNPICKA TTPOCEYYION,
KaBWGg €TTIONG KAl Ol TTEPITITWOEIG HWOOIKIOPOU Kal TTapaAAaywy o€ GAAa yovidia TTou Og cuptTepIAauBavovTal
OTn OUYKEKPIPEVN oudda yovidiwy.
B. O ouykekpiyévog EAeyxog Oev a@opd TTaPaAAAYEG TTOU BPICKOVTal EKTOG KWOIKWVY TTEPIOXWV TWV YOVIQiwV
OTTWG IVTPOVIa 1 AAAEG puBUIOTIKEG TTEPIOXEG Kal oUTE Twv 100% Twv €€oviwy Twv yovidiwv TTou e¢eTalovTal (TO
TTO000TO PEAETNG DIaPEPE aTTd Yyovidio o€ yovidio).
Y- ZUuowva ye Tn diebvr) BiBAIoypagia utrdpxel N mOavoeTNTA PN avixveuong aimiomraboyévwy TTapalAaywyv o€
TTO00C0TO TTOU SIOQOPOTIOIEITAI KATA TTEPITITWAON. ME TIG UTTAPXOUOEG TEXVOAOYIEG KAl TNV TTAPOUCA YVWaon yia TO
avBpwIvo yovidiwpa 1o TTocoaTd ammodoong Oev Eemepvda T0 30%-40%. ZTnV TTEPITITWON OTTOUCIAG EUPNUATWY
OIaYVWOTIKNG a&iag OTOV OUYKEKPIUEVO EAEYXO, OEV TTPOBIKACETAI OTI O EETACOUEVOG OV £XEI I} DEV KIVOUVEUEI va
avaTTUEEl KATTOIO YEVETIKO vOOoNUA.
8. 210 TTACicIo TTPOCOBAKNG VEWV TTANPOQOPIWY OTIG BACEIG OEDOPEVWV YEVETIKNG TTAPEXETAl N dUVATOTNTA
emavaAnwng NG PBIOTTANPOQYOPIKNG ETTECEPYOTIOG TWV EUPNUATWY TNG TTapoUcag avaAuong, KATOTTIV vEQG
KAIVIKAG €€£TAONG, EVNPEPWONG KaI £YYPaPNG CUYKATABEDNG.
€. 2ZTNV a1r@vtnon 1Tou Ba AdBw utrdpxel moOavéTnTa va avagépovtal TTapariayég oto DNA 1Tou o poAog Toug
TTAPAMEVEl PEXPIG OTIYUNAG adIeUkpivioTog. Mapéxetal n  duvatotnta  PeAAOVTIKNG emmavagioAdynong Twv
OTTOTEAEOUATWY £TT VEWV BACEWV ETMTPETIOVIAG TNV ETTAVEKTIUNON €VOG €UPNUATOG TTOU €ixe BewpnOei un
maboAoyiké 1 aBéBaing kAvikng onuaciag (Variant of Uncertain Significance) 1 avtiBeta yia mlavwg
TTaBoAoyIKA euprpaTa, o OeUTEPO XPOVO UETA aTT® OXETIKN ouvevvonon e 10 EpyaoTipio latpikAC MEVETIKAG.
oT. Eivar mBavé va ¢ntnBei kKAivikf eTravagioAdynon Tou ££eTalOeEVOU KaBWG UTTOPET OTTO TO YEVETIKO EAEYXO VO
TIPOKUWOUV €UPAKOTA CUMPBATA HE TTAPATTANCIA KAIVIKA €IKOVA TTOU OUWG OEV aVOQEPETAl OTO OUVODEUTIKO
£VTUTTO TOU TTOPATTEUTTOVTA 1ATPOU.
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¢. Ymdpyel n mBavotnTa yia TNV oAOKAfpwaon Tng €££Taong Kal TNV agloAdynon-epunveia Twv gupnuaTwy va
¢nTnBoUv dciypaTta PEAWV TNG OIKOyeveiag Tou efeTalOUEVOU QTOPOU yia TTEpAITEPW OlEPEUVNON HE GAAEG
peBodoAoyieg pE ETITTAEOV KOOTOG KAl GXETIKI TUYKATABEDN.
n. Ta amoteAéopaTa TNG YEVETIKAG avaAuong dev eival BERaio 6T Ba odnyrioouv oTnv ammokaAuyn BepaTtreiag n
TPOYVWoNG TNG TTABNong kal TTavra agioAoyolvtal o€ guvapTNon KE TNV KAIVIKA €IKOVA Kal GAAG epyacTnpiakd
€UpAUATa TOU £€eTACOMEVOU.
0. O yeveTikég €CeTATEIG €ival apKETA TTOAUTTAOKEG Kal guaioBNnTeg Kal £xouv TMOAvVOTNTA OQAAUOTOG 1 Wn
OIaYVWOTIKAG aTmavTnang Aoyw SIAQopwv ATV (TTOIGTNTA Kal TaUTOTNTA OEYUATOG, TEXVIKG {NTAUATA), OTTWG
ONUEILVETAI KOl OTNV £€KBEDN aTTOTEAEOUATWY TNG £EETAONG.

5. Exw katavonoel Kal atrodéxoual OTi:
o. TAnpogopieg TTEPi TWV €UPNUATWV/ATTOTEAECUATWY (TTABOAOYIKWYV A @UGCIOAOYIKWY) Oev  TTapéxovral
TNAEQWVIKWG Kal UTTOXPEoUpal va TTapaAdpBw Tnv €KBeon aTTOTEAECUATWY APECT (KAl TO CUVTOUOTEPO dUVATO)
META atTd evnUéPWON yIa TNV OAOKARpwaON TNG €€£TAONG.
B. Ta amoteAéopara diaTiBevTal JOVO yPOATITWG KAl I TNV aTTOQUYH TTAPEPUNVEIWV N TENIKA €KBEON YEVETIKOU
eAéyxou Ba diveral:

|:| Ze gpéva B1a wong (Kal JETA a1Td CUVEVVONON Yia pavTeou)

o Me TaxupeTa®opd (Courier) PE OIKA HOU XPEWIOT] . ouvurunr ettt et teneeaeneteteaeateenenenetaaeeaenenenenennns
o Mg nA. Taxudpopeio (KPUTTTOYPA@NMEVA) (EMAI) ...oeveie e eeeaas
|:| ZTOV TTOPATTEMTTOVTA 1I0TPO (OVOUOTETTUIVUMO). ...t enentieeet et et ettt e e e e et et et e e e e e e et e e e an e eenenenans
o Me nA. Taxudpopeio (KPUTTTOYPAPNHEVA) (EMAII) ...ueninii e
|:| Ze £§0UOI0B0TNHEVO TTIPOOWITTO

®  OVOPOTETTUIVUMO . .t eeeeeeeeetet et e e et e et e e e e e e e e et et e e e enenans AAT. ..o

6. & KGBe TTEPITTTWON WETA TNV OAOKANPWOT) TOU EPYOCTNPIAKOU EAEYXOU, TTAPEXETAI N OUVATOTNTA YEVETIKAG
oupBouAeuTIKnG 0To EpyacThpio laTtpikng MeveTIKAG.

7. Alatnpw 10 dIKaiwWa TNG «ARBNG» TOU IATPIKOU POU GAKEAOU TO OTTOI0 OQEIAW VA YVWOTOTTOINOW £YYPAPWS
oT1o Epyaoctripio latpikAg MEVETIKAG.

8. H mmapouca pebBodoloyia atmroTeAei QapuoTpéEVo dlEPEUVNTIKO TTPWTOKOAAO OTa TTAQICIa TTPOYPAUHATOG/EPYOoU
Tou Epyaotnpiou latpikig levetikAg Tng latpikig XxoAMAg Tou EKIIA, oe¢ ouvepyaoia pe 10 EpeuvnTikd
MavemoTnuiakd IvoTitoito MeAETng kai AvmipetwTriong levetikwyv kar KakonBwv Noonudtwv tng Maidikng
HAIKiag, pe oTOXO TOV €viOomONG aiTioTraBoydvwy TTapaAAaywv Oe yovidla TTou HPE Ta onuepiva dedopéva
oxeTiCovtal | MBavwWwg OXeTiICovTal PE TNV TTaPOUCa KAIVIKH €IKOVA TOU ££eTAlOUEVOU ATOUOU.

9. ‘Exw evnuepwOei yia TN onuacia Tng €€€taong kai Tnv mOavoTNTa va TTEPIEXEI TNUAVTIKEG TTANPOPOPIES YIa ThV
uyeia T OIKA Jou A TOU TEKVOU HOU Kal yvwpeilw o1 £€Xw SIKaiwpa va airndw Tnv TapaAafn Twv NAEKTPOVIKWY
apxeiwv PlommAnpo@opikAG avaAuong (apxeio vcf) TNG ouykekpiyévng eE€taong (ME OXETIKO E£yypago OTn
ypappateia Tou gpyacTnpiou) yia emeepyaaia attd AAAO @opéa TnNG €mMAOYAG Hou R/kal Yetd ammd ouaTacn yia
mOavr) JEAAOVTIKA agloTToinon EUPNUATWY TTOU € OXETICOVTaI ATTAPAITNTA KE TNV TTApoUoa AITiG TTOPOTTOUTIAG.
10. Ta TpoowTTik& dedopéva, Ta aTToTEAETUATA/OEDOUEVA TNG YEVETIKAG avAAUCNG Kal TO YEVETIKO deiypa Tou/ng
eCeTalopevou/ng dlatnpouvTal o€ aoPaAEG apxeio oto EpyaaTrpio latpiknig MeveTikng Kai gival TTpooBdciya pévov
atrd eEEIOIKEUPEVO TTPOCWTTIKO TOU EPYACTNEIOU KATOTTIV £yypagng ouykatdbeong.

11. To Epyaomipio latpikig MeveTikAG e@apudlel OAa Ta amapaiTnTa OPYaVWTIKA Kol TEXVIKA PETPA yia TNV
A0@AAEIO TWV TTPOCWTTIKWY OEBOPEVWV KAl TNV GOKNON TwV OIKAIWHPATWY Twv £EeTafOUEVWY, CUPQWVA LE TO VEO
EupwTraiké Kavoviouo MpooTaciag MNpoowTikwv Aedopévwy (GDPR).

12. To EpyaoTtipio latpikrg MeveTiKAG Oev QEPEl Kapia euBUvVN yia oTToIodNTIOTE AGYO, QITia 1] KOl GAAO Un 1aTPIKO
NTNUA TTPOKUWYEI KATOTTIV YVWOTOTIOINONG TWV ATTOTEAEOUATWY OTNV OIKOYEVEIQ.

Hugpounvio. ... D 11017 Te (0] o 1R
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FAATINIKIH ATMOKPATIA

Emiotnuoviki aflotroinon dedouévwy:

EmBupw / Agv emBupw va Trapayxwpnow oto EpyaoTtripio laTtpiknig MeveTIKAG To SIKaiwNa TTEPAITEPW ETTECEPYATIAG TOU
TTApOVTOG BIoAOYIKOU UAIKOU Kal Twv €UpnUATWY YIa €TTIOTNMOVIKA aglotroinon amd 1o EIl ota mAdioia €Bvikwv ri/kai
OIEBVWIV  EPEUVNTIKWV OUVEPYAOIWY, UTTO TNV TIPoUTréeon Ot TTAnpouvTal ol €KAOTOTE VOMOBETIKEG dlaTdelg TrePI
AVWVUUIag Kal TTPOoTadiag Twv TTPOCWTTIKWY 8eG0PEVWY. AlaTnpw OJwG, To dikaiwpa &yypaeng Gpong Tng TTapoucag

ouykatdBeong avd TTaoda OTIyUN.

Huepopunvia........coooooiiiiiiiiiant. D 1101770 To 10/ o F

Tuyaia gupAuaTa:

EmOupw / Agv €mBUPW va evnuepwBw yia TOavd yeveTIKA eUpAUOTA, Ta oTroia dUvaTal va pn oxeTiovTal Je TIG KAIVIKEG
eKONAWOEIG TNG aITiag TTAPATTOUTIAG, OAANG gival KAIVIKG OnUAvTIKA yia ThV Uyeia Tou €€eTafopevou aTOPOoU R/Kal TwV €§
aiNaTog CUYYEVWVY TOu f/Kal gival XpACIUA yia TOV OIKOYEVEIOKO TTPOYPAUUATIONS. H mBavr) ava@opd TETOIWV EUPNUATWY
BaoileTal: a) oTnv TUXAia €Upeony Toug katd Tn dladikacia Sligpelvnong TNG QITiag TTAPATIOUTING, B) OTn CcaQn
KOTNyopIloTroinor Toug wg Trafoyovwy 1 moavwg TTaboyovwy olpewva pe Ta onuepivd BiAioypagikd dedopéva kal Tig
KaTaxwpioelg og ykpiTeG Bhoeig dedopévwy (1.X. ClinVar), y) otn duvatdtnta mepaitépw PEAETNG Kal KAIVIKAG a&loTToinong
TOUG OTTO £EEIBIKEUPEVOUG POpPEiG. H un avagpopd TETolwv eupnudTwy dev atrokAeiel TN UTTapEr Toug Kail dev e€aa@alilel Tov

evOeAexn, TTAAPN Kal ouoTNUATIKO EAEYXO VIa AuTd.

Huepopunvia........cooooeiiiiiiant. D 1101770 To 10/ o F

AgutepevovTta supnUaTa (AQopd aTTOKAEITTIKA EVAAIKEG):

EmBupw / Agv emBUPW va evnuepwbW yia TOAVA YEVETIKG EUPKATA, Ta OTToia dUvATAl Va PN OXETICovTal PE TIG KAIVIKES
ekdNAWOEIG TNG aITiag TTAPATTOUTIAG, AAAG gival KAIVIKG onuavTIKd Kal agloTroInciua yia Tnv uyeia Tou egetalouevou atouou
N/kal Twv €€ aiuaTog CUYYEVWV TOU f/Kal €ival XProIKa yIa TOV OIKOYEVEIOKO TTpoypauuationd. Ta yovidia autd TrpoTeivovTal
amé 10 Apepikdviko KoAAéyio latpikng evetikg (American College of Medical Genetics — ACMG), agopouv Tn AicTa
deutepeudvTwy gupnuatwy ACMG-SF-v3.2" kai oxeTiovral KUpiwg HE KaApKivo, KOPDIOYYEIQKA VOORMATA, WETAROAIKA
voonuaTta K.a.. H avagopd TéToiwy eupnudtwy Bacifetal oTn OaQr] KATNYOPIOTToiNoA Toug wg Traboydéva n moavwg
TTaBoyova oUp@wva PE Ta onuepiva BIBAIoypa@ika Oedopéva Kal TIG KAaTaxwpioelg o€ £yKpiTeg BAcelg Oedopévwy (TT.X.
ClinVar).

Huepounvia........cooovviiiiiiiiiant. D 1101770 To 10/ o F

To Tap6év CUUTTANPWVETAI ATTO TOV TTAPATTEUTTOVTA 1ATPO:
Exw Owoel kai gEnynoel oTov  evOIQQEPOPEVO TTANPOQOPIEG yia TN @UON TOU OUYKEKPIPMEVOU YEVETIKOU €AEyXOU
(oupTrepIAauBavopévwy TWV EPYACTNPIOKWY SUVATOTATWY, TWV TTEPIOPICHWY TNG HEBBDOU Kol GAAWY EVOANGKTIKWV ETTIAOYWV)

KAl £XW OTTAVTACEl OTA EPWTAPOTA TOU.

OVOPATETTWVUHO [OTPOU. ...t D 110)/o 1o ] o TP
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