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H Science Labs cival 1o
NPWTO KAl MPOS To NapodV 1o
hHovadikd KEVIpo otnv EANGSa
nou epapuolel tnv e€€taon
Clinical Exome Solution
(CES), e€oNokANpoU
OTIS UNEPTUYXPOVES
EYKATAOTAOCEIS TNS,
xpnoigonolwvias state of the
art eEonAioud Kkal €xovtas
oTtnV ouAada tns EUNEIPOUS Kal
€EEIBIKEUPEVOUS YEVETIOTES.
H pébodos avaruons
Clinical Exome Solution
(CES) avantuxénke and tnv
KOPUPAIa Kal MPwTonopo
OTO XWPO TNS, ETAIPEIa
BIONANPOPOPIKNS AVAAUCNS
Sophia Genetics. Mpokeital
yIQ JIa OANOKANPWHEVN AUoN
pe oxedlaopd 1600 Tou
€QPYAOTNPIAKOU OKEAOUS
s e€€taons, 600 Kal NS
BIONANPOPOPIKNS AVAAUCNS
TV §€60UEVWY PE TNV
avantuén tns NAATPOPuas
Sophia DDM® SaaS

Analytics.

Me tn povadikh TexvoAoyia
capture target enrichment
Kal Tn xpnon tou NGS
sequencer tns lllumina
(NextSeqg-500), n CES
avaivel 11 ekatoppuupia
VOUKAE€OTI®Ia o€ MEPIOXES MOU
ekppadovtal kal oxetidovial Ye
YEVETKES VOOOUS, KOAUMTOVTAS
>4.500 yovidia, cuupwva
UE TN S1EBVWS avayvwpIiopEvn
Baon codpévwyv HGMD
(Human Gene Mutation
Database), xpnoiyonolwvias
116.355 popiakous
avixveutés. H eE€taon
yivetar ye €181kn avaiuon
OAOKANPWV TWV KWSEIKWV
MEPIOXWV TWV YOVISiwV,

TWV NEPIOXWV YUPpw and ta
onueia wpipavons tou mMRNA
(exon/intron boundaries),
KABwWs Kal GAAWV YVWOTWV
PUOUIOTIKWV MEPIOXWV EKTOS
TwV YoviSiwv nou gival
YVWOTO OTI CUVEICPEPOUV

o€ NaboAoyIkd Gpaivotuno.

H pEbodos nou epapudletal
QVIXVEUEI VOUKAEOTISIKES
aviikataotdaoels, HIKPES
eAAeiYels/SinAaciacpoUs
Kal KAnoles 1I00PPONNHEVES
avadiatageis.’Etol, pe tnv
npaygaronoinon gias HOvo
e€€taons, undpxel npoocfaon
O€ YEVETIKN NAnpo@opia,
otnv onoia 6a ntav NoAu
6UoKoAO va ptacoupe
KAvVovTas HEHOVWHEVES
efetdoeis o€ €va povo
KEVTPO.

H puébodos avaiuons
Clinical Exome Solution
(CES) enitpénel
e€AIPETIKN QVAAUTIKN
Suvatotnta (eualaoOnoia
> 99%, (akpiBela > 99%,
enavainyipgotnta >99%,)
HE HECO PO KAAUYNS >50x
070 >96% TwV 0TOXWV Kal
a&enépaotn oPolopopPia
oTNV KAAUYN TWV MNEPIOXWV
(>98%:).

H Science Labs,
O€ ouvepPyaoia

UE TNV €TAIPEIa
BIONANPOPOPIKNS
avaAuons Sophia
Genetics, ival

n yévn nou yia
nPwWIN Ppopa otnv
EANGSQ, e@apudlel
TN YEVETIKN €EETAON
Clinical Exome
Solution (CES). H
VEQ KAIVOTOUOS
e€ETaon eNITPENEl
TN AENTOUEPN
avaauon > 4.500
YovISiwV Tou
avoepwnivou
yoviSiwuatos, 1a
ornoia €ival yvwoto
Ot oxetidovial Pe
YEVETIKES VOOOUS,
oUhpwVa PE TNV
HGMD (Human
gene Mutation
Database).
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H pébodos availuons

Clinical Exome
Solution (CES), nou
€QapUoOlel pOvo N Science
Labs, aflonoiei vées
TEXVOAOYIES O€ ONES TIS
PAoels TNS, EMITPENOVIAS
v Tautdxpovn avaiuon
o€ neploodtepa anod
4,500 yovidia. Etol,
enituyxdvetal a§ioniotn
YEVETIKN S1epelvnon o€
NOAU XapnAOTENPO KOOTOS
ava yovidio, o€ noAU
OUVTOHMOTEPO XPOVO. H
HuEB0S0s avaiuons Clinical
Exome Solution (CES), nou
€QApUOlel uévo n Science

OS

o

Labs, ungpExel ouykpivopevn
HE AMES NApOPoIES HEBOSOUS
yiati, népa and tnv uPgnAdtatn
aQvaAutIkh Tns duvatdtnta,
eupavidel oPoIoyEVEDTEPN
KAAUYN TWV NEPIOXWV MOU
e€etddovtal, akOUa Kal otTis
Mo ANaITNTIKES NEPIOXES,
OMWS AUTES TWV UMOKIVNTWV
KAl TWV NPWIWV €EWViwv
TwV YovISiwy, o1 ornoies €ivail
nAoUaoles o€ aAnAouxies GC.

Tuvdudlovtas 60Aa tns

1A XAPAKTNPIOTIKA,
gival n péGodos pe ta
Alyotepa Yeudws apvntikd
anoteAéopara.

> oUyKpIOoN JE

EUPUTEPES MPOOEYYIOEIS
onws to WES (Whole Exome
Sequencing) kai to WGS
(Whole Genome Sequencing),
n yEBodos avaruons Clinical
Exome Solution (CES) cival
NEPIOOOTEPO OTOXEUUEVN OE
MEPIOXES YVWOTNS KAIVIKNS
onuacias. Adyw autou, €xel
HeyaaUTepo BABOS KAAUYNS
(deeper coverage), wote
va €ival eUKoAOTEPN, MIO
ANOTEAECUATIKN KAl M0 akPIRNS
N avixveuon aitionadoyovwy
HETAANAEEwWV. EEGNOU,
HEXPI onpepa gv undpxouv
OUOTNHATIKES PHEAETES MOU VA

_ i

unootnpidouv TNV avaiuon
OAOKANPOU TOU YOVISIWUATOS
o€ uyIN dtoua, evw avtieta
unApxouv NPOCPATES
SNpoCIEUOEIS MOU CUCTAVOUV
va Pnv npaypatonoleital yia
MOAAOUS AOYOUS.

oA

H epappoyn tns

BIONANPOPOPIKNS
avaauons Twv 6eSOPEVWY, E
v avantuén s NAATPOPUas
Sophia DDM® SaaS
Analytics, Sivel tn Suvatdtnta
PUAAENS TWV YEVETIKWV
6eSopévwv tns avaiuons yia
10 xpadvia, pe 1PONO aoPain
o€ Ot apopd ta NPoownIKa

SedopEva kal EUKOAa
npooBAaciyo. Etol, evw ynopei
va yivel pe peyaldtepn taxutnta
n avAAuon pias opadas yovidiwv
nou apxika evdiapEpouy, divetal
n Suvatotnta avadpopIkNS
avaiuons AA\wV EMNINAEOV
yoviSiwV O€ UETAYEVEDTEPO
xpovo. Mg auto tov Ipono,
KAvVOVIAs pia Hovo popda

TNV €€€Taon pnopei va yivel
apXIKA, yia Napdasdelyua, EAEYX0S
NS YEVETKNS QItioAOynons
VEUPOAOYIKOU VOONUATOS

KAl OTN OUVEXEIQ, XWPis va
enavaAn@Oei n e§€raon, va
eNeyxOei n Npodidbeon yia
KANPOVOUIOUUEVO KAPKIVO.

Ti aANQCE]
LE TIS VEES
TEXVOAOYIES;

@ MEXpI oNUEPQ, YIa
TOV EAEYXO TWV
uneubuvwy yovidiwv yia hia
YEVETIKN VOO0, avaAuovtav
€va Npos €va ta aviiotoixa
yoviéia n, otnv KaAUtepn
NEPINTWON, JIKPES OPABES
autwv. Qs ek toutoy, Ol
EANEYXOI NTAV XpovoROPOl,
EMNINOVOI KAl JE UPYNAO
OUVOAIKO KOOTOS YIa TOUS
e€etalouevous. MAEov, ol
NAQTPOPUES Nou aglonoiouv
VEES TEXVOAOYIES, ONMwWS

N aAANAouUxion tou DNA
endpevns yevids (NGS, Next
Generation Sequencing).
EMITPENMOUV TN padikn
NAPAAANAN aAANAoUXION
NOAwV YoviSiwv otnv idia
e€€taon EenNepvwvtas Tous
napandvw NePIoPIoUOUS.

‘Etol, 1o k6oTOS ava yovidio

MEIWVETAlI ONHAVTIKA,

Kal naipvovtas taxutepa
afioniota anoteAéouarta,
01 B€pANOVIES 1ATPOI Kal

ol e€etalduevol anoktouv
NOAUTIUN NANPOPOPIa yIa
TNV ANOTEAECUATIKOTEPN
81ax€ipIon NS UyEias Twv
Aueoa evOIAPEPOPEVWYV Kal
TWV OUYYEVWV TOUS.



MNa ektevn €Aeyxo
@ PpopEwv, ota nAaicia
TOU OIKOYEVEIAaKOU
nPOypapHatiogouy, n
péBodos avaiuaons Clinical
Exome Solution (CES), nou
epappodletal otn Science
Labs, ival yia uE6odos
EMAOYNS, KABWS PE pia uovo
e€€taon pnopei va avarubouv
ueExpl kar 4,500 yovibia,
Ta onoia €ival yvwotod ot
OUVEIOPEPOUV OTO PAIVOTUMO
ooBapwv N AlyOTEPO 0oRAPWV
YEVETIKWY aoOeveIwV. [ToANG
YEVETIKA VOoNata Kal 181aitepa
Qutd Nou KAnpovopouvtal Je
HEVTENIKO UMOAEINOUEVO TPOMO,
Sev eugavidouv npopavn
OUMNTWUATA OTOUS POPEIS.
‘Etol, uyieis gpopeis ynopei va
(PEPOUV OTOV KOOUO
ndoxovta naidid.

MNa ektevn €Agyxo

PopEwv, ota nAaiola
TOU OIKOYEVEIAKOU
nPoypaupaticuou, n
péBodos avdAuons Clinical
Exome Solution (CES), nou
epapudletal otn Science
Labs, cival pia yé6odos
eMAOYNS, 181aitepa yia ta
{euyapia nou npokeitai va

evtaxbouv o€ NpoOypappa
unofonBoupevns
avanapaywyns. MNvwpidovias
néoo SUCKOAN €ival, o€
MNOA\ES MEPIMTWOEIS N
anoktnon naidiou, givail
1I81aiTEpa oNPAVTIKO

va yvwpidel Kaveis tnv
neavotnta KANPovOUNoNs
UNOAEINOuEVWY vOowv. ETol
JNoPE( va Npoypapuatios!
EYKQAIPWS NPOEPUPUIEUTIKN

N MPOYEVVNTIKN YEVETIKN
81dyvwon N kai va
MNPOETOIUACTEI Y1A TO HEANOV.
EninA€ov, n CES pnopei va
EQPApUOCOEi o€ uNnoYnPious
dotes yapetwyv (wapiwv,
onepuatoldwapiwv), wote va
anoKINOEi KAIVIKNS onuaocias
MANPOPOPIA yIa TN YEVETIKN
EMBApUVON TWV YAUETWVY
npIv xpnaigonoimndouv

o€ Npoypauuata
unopBonBoupevns
avanapaywyns.

MNa tn digpeuvnon twv

YEVETIKWV AITiWV TNS
ave€nyntns unoyovigotntas
n yéBodos avdAuons Clinical
Exome Solution (CES), nou
epappdletal otn Science
Labs, Uunopei va enekteivel

TOUS OUVNBEIS EAEYXOUS,
WOTE Va 8WOEI MOAUTIUES
MANPOPOPIES yIa TNV Eviagn
{eUyapIwWV OTO KATAMNNAO
npoypaupa unoBonboupevns
avanapaywyns.

Ze naidiatpikd

NEPIOTATIKA N
NEPIOTATIKA EVNAIKWY,
Onou n KAIVIKN Si1dyvwaon
s vOoou h 81atapaxns
XPNZEI EPYAOTNPIAKNS
TEKUNPIWONS, WOTE va
oxebIA0TEl ANOTEAEOUATIKOTEPN
avTPEeTwmon, n HE6odos
avdAuons Clinical Exome
Solution (CES), nou
epappdletal otn Science
Labs, unopei va anotereoel
MNOAUTIUO OGNAO OTN PAPETPA TOU
naiS1atpou, avantu&liondyou,
KAPSIOAOYOU, VEUPOAOYOU,
OPOAAUIATPOU, EVEOKPIVOAOYOU
KAl ANV 1ATPIKWV
E1I6IKOTNTWV.

Alatapaxés oto paoua
TOU QuTIGHoU
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NOOOI TWV KPOGOWTWV
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H peBodos
avaiuons
Clinical Exome
Solution

(CES), nou
epapudletal otn
Science Labs,
AMOTEAEI HIa
OAOKANPWHEVN
NPOOoEYYIoN Kal
1A anoteAeoata
Lnopouv va
oUuBAMoOUV
WS KABOPIOTIKN
OUVIOTWOd

otn BEATIOTN
NPAKTIKN TOU
[evetikoU

2 UUBoUAOU,
KAIVIKOU
[evetiotn

KAl MANBouUS
IATPIKWV
€16IKOTNTWV.




