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Whole Exome Sequencing

0 popakoc eheyxoc Whole Exome Sequencing emtpenet v aMnhobyion
¢ Kndikomolovaag meptoxie OAwv Twv yovidinv tov yovidimparog (~20.000
yovidia), n omoia mepteyel 10 ~85% twv petaMatewv mov gvbivovial yia my
EUPAVLOT VOO UATWV.

Ta op£An tov poprakov heyyov Whole Exome Sequencing sivat:
« 1 TaVTOXpOVN avahvon moAwvY yovidio

« 10 VYNA SLayVWOTIKA TO000TA

« 10 Apeoa Kat afl0mota anoteAéopara

« 1) SuvaroTTa YEVETKNG avaluong tov macyovta (Solo) fj Tov mAaKOVIA Kat
TWV yovEwv Tov (Trio)

0 popiakag eAeyxog Whole Exome Sequencing svSeikvutat yia ao@sveig pi:

« EIEPOYEVI GAVOTUMO (IT.Y. VONTIKA LOTEPNON, avamtuElakl] KaBvatepnoa,
emAnia, PETaBoMkeS SlatapayEg, aviopo)

« 00vBET0, [N 0APN PaIVOTUTIO

« (PVNTIKA AMOTEAEOPATA OF TTPAYPATOTIOBEVIEC YEVETIKOUC EAEYKOUG

I1o viumo twv amoteAeoparwv tov Whole Exome Sequencing
avagEpovrat:

o TIEPLYPAQI TOL KAIVIKOU QVOTOTIOU TOU £EETALOMEVOL

« \emtopepn meptypagn e pedodooyiag mouv xpnotponotnke

* QVAQOPA TWV AVIXVELBEVTWY YEVETIKV Tapalaywy Bacet Twv Siebvav
08nytwv 0pBi¢ mpakuknc (i.x. Apeptkaviko KoMeyto latpikic Mevetikng)

« EUMEPLOTATNEVI) LATPLKN EPUNVELA BATEL TO KMVIKOD (GAVOTOTOL Kl TV
HOPLAKWV EVPNUATOV

« TIAPATOT G€ SNUOGIENTELC TIOL LTTOOTNPI{OLY TA LATPIKA KAl ETMOTAHOVIKA
amotehéapara

« 00OTAOELC Yl EMMAEOV avaNOOEIG/EEETATELC, OXETIKWY IE GUYKEKPIUEVEC
aoBeveLeC

« Qua@opd Tov Too00To0 KAAuYNC Twv yovidlwv mov oyetidovial pE 10
QawoTLo TOL £EETAlOEVOL
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AgioAoynon twv yevetkwv mapahAaywv mov aviyvevoviat:

Bapotnta Sivetat povo otic yevetikee maparlaysg mou eviomiCoviat
0€ YoViSia mov £X0uv 0UOXETIOREL s AVOPWIVEC A0BEVELEC.

Juv €kBeon amoteAeopdtov avagEpovial Povo ot mapaAhayeg
TV OYETICOVTAL L€ TOV GAIVOTUTIO TOU EEETATOJIEVOL.

H maBoyovikotta twv mapaAay@v agloloysitat uimo To TPiopa
TWV TTAPEYOUEVWV KAVIK®OV TTANPOPOPLOV.

Nepattepw SLayvwaTiKol EAEyXoL oUVIOTWVTAL e BAon TV KAVIKA
£1KOVQ TOV 0BEVOUG KAt TO OLKOYEVELAKO LOTOPLKO TN Slatapayrc.

Adopievo 10V GuVEK EUMAOLTIONOD TWV PACEWV SESOPEVRY,
givat Suvar) n emavaglohoynon TV HOPLAKOY EVPNUATWY
avahOOEWY JIE APVNTIKO AmOTEAEOA JIETA TO TIEPAC TOVAYLOTOV
6 PnVov.
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Clinical Exome Sequencing

0 popiakag €\eyyoc Clinical Exome Sequencing emtpemel v
aMnhooyion ¢ Kmdikomotovaag meploxnc ~6.700 yovidiwv, ta
oTiola €0VV OLOYETIONEL PE YVWOTOUC KAWIKOOC QaVOTOTOUC.
MephapPavel ~3.200 omavia ysvetika voorpata, v yia 4.000
yovidta 1 avahven kahomet 10 100% ¢ KwSIKOMOL00aAC TEPLOXNC
T0UC.

Aro twv popako £Aeyyo Clinical Exome Sequencing
wehovvrat:

ot Bepamovte¢ tatpot mov avalntoov mihvon oV SlAYVKOTIKOD
mpopAfpatoc

0l a0BevelC e PN AVAYVOPIOPEVO KAVIKO (AVOTOMO Kal Ol
BepamoveC 1aTpol MOV EXOUV VO QVIUETWTIOOVV ETEPOYEVEIC
(Qaotumoug, otav i Abar tov whole exome sequencing dev eival
TpootTN

0l 00BEVEIC PE AVAYVWPLOUEVO KAVIKO GAVOTUTIO TOV avalnTouv
£V TIPOOLTO SIEUPDIEVO YEVETIKO €AEYKO Kal OXL €va TAVEN
OUYKEKPIPEVY YOVISIWY

Qawotumo Tov Eetalopevon

0 poprakag £Aeyxog Clinical Exome Sequencing svdsikvutat
y1a a00EVEIC P TIC MapaKaTw diarapayec:

« NETAPOAIKES * OYKOYEVETIKEC  » QYYELOKES

« VEUPOMOYIKEC BEPUATONOYIKEG EVBOKPLVOAOYIKEC

o AVATIAPAYWYIKEG  * KAPSIAYYEIOKEG o YAOTPEVIEPIKEC

o QVanMTUSIOKEC » CQLPATONOYIKEG  » HUOOKENETIKEC

« 0QOAAIONOYIKEG « VEQPONOYIKEC  » WTOPIVOMAPUYYIKES

Ta mAcovektpata tov poptakov Agyyov Clinical Exome Sequencing
givat:

« 15avikn peBodoc Siepeuvnong e yeveTIkiC BAonC 1000 TWV HOVOYOVISIAKWY
VOONHAT®Y, 000 KAt Mo MOAUTTAOKWY GAVOTUTIWV

« Kahumer 10 >95% 1wV oToXEVpEVOY Bacswy e Badog avahvong >20x

« Kahomtet +10bp TV VTPOVIKWVY TTEPIOX@V, AVIXVELOVTAC MOAVEC SlatapayEg
100 patioparog tov RNA

« 10 AMOTENEOPATA TNC YEVETIKNG AVAADONC TTAPEKOVIAL G GOVIOHO XPOVIKO
Suaotpa

« TIPOGQEPEL TN SUVATOTNTA POPLAKOD EAEYYOU POVO TOL TIasXovTa (Solo) i} Tov
TIAOYOVTA KAt TV YovEwv Tov (Trio)

o TIAPEKEL GAQN OCUUMEPAGPATA KAl GUOTACELC, GUPTEPINAPBAVOUEVNC TG
SLaQOPIKNG SIAYVWONG yid TA APVITIKA TTEPLOTATIKA

110 £viumo twv anoteAeopatwv tov Clinical Exome Sequencing
avagpEpovrat:

« TIEPLYPaQn 10 KAMVIKOD Gavotumov 10v eETalopevon
« \emopiepn meptypagn me peBodoloyiag mov xpnatporotfnke

« QVaQOPd TV AVIXVELBEVIWY YEVETIKWY Trapahaywv Bacet twv Siebvwv
08nytwv 0pBg mpaktikng (. Apeptkaviko KoMeyto latpikng Mevetiknc)

o EUMEPIOTATONEVI] LATPIKN EPPNVELD BAOEL TOU KAVIKOD GAIVOTOTO Kal TO)V
HOPLAK@Y EVPNUATV

« TIAPQTOHT 0€ S1UOGIEDTELG IOV LTOOTNPI{OLY TC LATPIKA KAl EMOTHOVIKA
aroteéopara

« 0LOTAOEIC Yla €MTAEOV QVONDOELC/EEETAOELC, OXETIKWV |LE OUYKEKPLUEVEC
a0BEvELEC

« QVaQpOPa 100 M000aTOD KAALYIG TWV YOVISIe IOV OXETIOVTAL JE TOV (al-
VOTLTIO TOU £EETAOpEVOL

01 aVTEPW YEVETIKEC aVaADGELG TIPAYRATOTIOIO0VTAL GE GLVEPYacia e Ty etaipia Centogene
ot Meppavia.
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