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CES

Tou lNavreAn KwvotavrouAdkn

TIPWTO KAl TTPOG TO TTAPOV TO HOVADIKS

KEVTPO oTnv EAAGOQ TTOU £Qapuolel TNV €EE-
Taon Clinical Exom e Solution (CES), e€oAokArpou
OTIG UTTEPOUYXPOVEG EYKATAOTACEIG TNG, XPNOIWO-
TroiwvTag state of the art e€ommAioud kai éxovrag
oTnV oudda TNG EUTTEIPOUG KAl ECEIBIKEUPEVOUG
VEVETIOTEG.

H péBodog avdAuong Clinical Exome Solution
(CES) avarmtuyBnke atrd Tnv kopugaia Kai Tpw-
TOTTOPO OTO XWPO TNG, ETAIPEID BIOTTANPOPOPIKNG
availuong SOPHIA GENETICS®.

MpokerTal yia pia oAokAnpwpévn AUon e oxe-
dlaopd 1600 TOU £pYACTNPIOKOU OKEAOUG TNG
e€€Taang, 600 Kai TNG BIOTTANPOYOPIKAG avaluong
TWV OeSOUEVWV JE TNV AVATITUEN TNG TTAATPOPPOG
Sophia DDM® SaaS Analytics.

Me tn povadiknh TexvoAoyia capture target
enrichment ka1 Tn xprion Tou NGS sequencer Tng
lllumina (NextSeq-500), n CES avaAuel 11 ekatop-
MUpPIa VOUKAEOTIOIO O€ TTEPIOXEG TTOU eK@pAdovTal
KOl OXETICOVTAI JE YEVETIKEG VOOOUG, KAAUTITOVTOG

I I etaipeia MevéTutrog Science Labs gival 10
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>4 .500 yovidia, cupgwva pe T dIEBVWIG avayvw-
piouévn Baon dedouévwy Human Gene Mutation
Database (HGMD), xpnoipotroiwvrag 116.355
JoplakoUg avixveuTég. H e€étaaon yivetan pe €101-
Kl avdAuon oAOKANPWYV TwV KWAIKWV TTEPIOKWV
TWV YoVIBiwv, TwV TTEPIOXWV YUpw atrd Ta onueia
wpipavong Tou mRNA (exon/intron boundaries),
KaBWg Kal GAAWY YyVWOTWY pUBUICTIKWY TTEPIOXWV
EKTOG TWV YOVIBiWwV TTOU €ival ywwaoTd 0TI CUVEIOQE-
pouv o€ TTaBoAOYIKO PaIvOTUTTO.

H péBodog TTou eQapudleTal aviXVeUEl VOUKAED-
TIBIKEG AVTIKATAOTACEIG, MIKPEG EAAEIYEIG/BITTAACI-
aopoUG Kal KATTOIEG I00PPOTTNUEVES AVABIATASEIG.

‘ETO1, 4E TNV TTPAYUATOTTOINON YIAG JOVO £EETAONG,

uTTdpxel TTpOoRacon o€ YEVETIKA TTANpogopia, TNV
otroia Ba ATav TTOAU SUCKOAO va pTACOUNE KAVO-
VTOG YUEPOVWHEVEG ECETATEIG OE EvVa HOVO KEVTPO.

H péBodog avdAuong Clinical Exome Solution
(CES) emiTpéTTel €CaIPETIKY) avaAUTIKA duvaTtédTnTa
(evaiaoBnaoia > 99%, akpiBeial > 99%, emavaAn-
YiyotTnTa >99%) e péoo 6po kaAuywng >50x oT1o
>96% TWV OTOXWV Kal aEETTEPATTN OUOIOPOPYIa
oTNV KAAUWN Twv TTEpIoXWY (>98%).

>uvdudlovTtag OAa TNG T XAPAKTNPIOTIKA, ival n
HEBOSOG e Ta AySTEPA WEUBWGS APVNTIKA OTTOTEAE-
ouarta.

>& oUYKPION PE EUPUTEPEG TTPOCEYYIOEIG OTTWG
10 WES (Whole Exome Sequencing) kai To WGS
(Whole Genome Sequencing), n yé8odog avaiu-
ong Clinical Exome Solution (CES) ¢ivail trepio-
OOTEPO OTOXEUNEVN OE TTEPIOXES YVWOTAG KAIVIKAG
onpaciag. Adyw autou, éxel yeyaAutepo Ba0og
KGAuywng (deeper coverage), WOTE va gival €u-
KOAOTEPN, TTIO ATTOTEAEGUATIKN KAl TTIO aKPIBAG N
avixveuon aimlomraBoyovwy peTaAAGEewv. EEGANOU,
MEXPI OAUEPA BEV UTTAPYXOUV OUCTNHOTIKEG JEAETEG
TTOU vVa uttooTnpifouv TNV avédAuon oAGkAnpou Tou
YoVIOIWUATOG O€ UyIr) ATOUa, EVW avTiBeTa utrdp-
XOUV TTPOC@ATESG dNUOCIEUCEIS TTOU CUCTIVOUV Vd
unv TpayuaroTrolgital yia TToAoUg Adyoug. dedo-
uéva Kal eUKoAa TTpoafaciuo. ‘ETol, evw utropei
va yivel ye geyaAlTepn TaxutnTa N avaluon Piog
ouadag yovidiwv TTou apyiké evdlagépouyv, divetal
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n duvaTdTnTa avadpopikAg avaluong GAAwvV eTTI-
A0V YoVIOIWV O€ PETaYEVEDTEPO XPOvo. Me autd
TOV TPOTTO, KAVOVTAG Pia Hévo @opd Tnv eEETAON
UTTOPED Va yivel apXIKd, yia TTapddelypa, EAeyX0G
TNG YEVETIKAG aITIoAdynong veupoAoyikoU Voo -
MOTOG KAl 0T CUVEXEID, XWPIG va eTTavaAngBei n
e¢étaon, va eheyxBei n TpodidBeon yia kKAnpovo-
MOUMEVO KapKivo.

Fari n pé0odog avaluong Clinical
Exome Solution (CES) untepéxel o€ 00-
YKPION HE GAAEG TIPOOCEYYIOTEIG;

H péBodog avdAuong Clinical Exome Solution
(CES), TTou e@apudlel pévo n Science Labs,
aglotrolei véeg Texvoloyieg o€ OAeG TIG AOEIS TNG,
EMTPETTOVTOG THV TAUTOXPOVN avaAuon O€ TTEPIO-
ootepa ato 4,500 yovidia. ‘ETol, mITUYXAVETAI
agI6TmoTn YeVeTIKA dlEpelivnon o€ TTOAU XaunAdTeEpO
KOOTOG avd yovidlo, o€ TTOAU GUVTOPOTEPO Xpovo. H
puéBodog avaiuong Clinical Exome Solution (CES),
TToU £Qapu6lel povo n Science Labs, utrepéxel
OUYKPIVOPEVN UE AAAEG TTapOpoIEG ueBOdOUG yiaTi,
TéPA ato TNV UPNASTATN aVAAUTIKA ThG duvaToTh-
Td, EJPAVICEI OPOIOYEVETTEPN KAAUWN TWV TTEPIO-
XWV TToU £€eTélovTal, AKOUA Kal OTIG TTIO ATTAITh-
TIKEG TTEPIOYEG, OTTWG QUTEG TWV UTTOKIVATWV KAl
TWV TTPWTWYV EEWVIWV TWV yovIdiwv, Ol OTTOIEG gival
TAoUolIEg 0 aAAnAouyieg GC.

H epappuoyn Tng BIOTTANPOYOPIKNAG avadAuong
TWV 0eOUEVWV, PE TNV AVATITUEN TNG TTAATPOPHOG
Sophia DDM® Saa$S Analytics, divel Tn duvatétnTa
QUAOENG TWV YEVETIKWV BedOPEVWV TNG avaAuong
yia 10 xpoévia, e TpOTTO aoPaAf o€ 0TI apopd Ta
TTPOCWTTIKA

2¢& TTOIEG TTEPITITWOEIG ATTEUBUVETAI N HEBOBOG
avdaAuong Clinical Exome Solution (CES);

MNa ektevn) €AeyXo Qopéwyv, OTa TTAAICIO TOU OIKO-
YEVEIOKOU TTpOYpapuaTIopoy, n uéBodog avaluong
Clinical Exome Solution (CES), TTou e@apudleTal
otn levéTuttog Science Labs, gival pia péBodog
€TTIAOYNG, KABWG Pe pia povo egétaon ytropei va
avaAuBouv péxpl kai 4,500 yovidia, Ta oTroia givail
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YVWOTO OTI CUVEICPEPOUV OTO QYAIVOTUTTO CORapWYV
1 AiyoTEPO OOPBAPWV YEVETIKWV aoBeveIWV. MMOANG
YEVETIKA Voorjuata Kai 181aitepa autd Tou KAnpo-
VOUOUVTAI JE MEVTEAIKO UTTOAEITTOUEVO TPOTTO, OEV
EUQAVICOUV TTPOPAVH CUNTITWHUATA GTOUG (POPEIG.
‘ET01, uyIgic @opeic utropei va pépouv oTov KOOUO
TTaoxovTa Traidid.

MNa extevn) éAeyxo Qopéwyv, aTa TTAAiCIO TOU OIKO-
yevelokoU TTpoypappaTiopoy, n uébodog avaluong
Clinical Exome Solution (CES), TTou epapudleTal
oTtn Nevotutrog Science Labs, gival pia pé6odog
ETTINOYNG, 1IB1AITEPA YIa T {EUYAPIA TTOU TTPOKEITAI
va gvtaxBouv og Tpdypappa utrofonBoluevng
avatrapaywyns. MNvwpilovtag Téco dUCKOAN eival,
0€ TTOAEG TTEPITITWOEIG N aTTOKTNON TTaIdIoU, gival
IB1QITEPA TNPAVTIKO VA YVWPPICEl KAVEIG TRV TTIBAVO-
TNTA KANPovéunong UTToA&ITTépevwy véowv. ‘ETol
MTTOPE VA TTPOYPANMATIOE! EYKAIPWGS TTPOEUPUTEUTI-
KR 1] TTPOYEVVNTIKY YEVETIKY S1Ayvwaon A Kal va TTpo-
eTolyaoTEl yia 1o péANov. EmirAéov, n CES ptropei
va £QappooBei o UTTOWNQPIOUG BOTEG YOUETWV
(wapiwv, otreppaTolwapiwy), WOTE VA aTTOKTNOET
KAIVIKNAG onuaaciag TTAnpo@opia yia Tn YEVETIKA €TTI-
Bdpuvaon Twv YAPETWY TTPIV XpnoIdoTroinBouv o€
TTpoypduuarta utrofonBouuevng avaTTapaywyng.

Ma n diepedivnon TwWV YEVETIKWV AITIWV TNG
aveAynTng utroyovipgotnTag n Pébodog avaluong
Clinical Exome Solution (CES), TTou epapudleTal
oTtn Nevotutrog Science Labs, ptropei va €1TekTeiveEl
TOUG OUVNBEIG EAEYXOUG, LWOTE VO OWOEI TTOAUTIMEG
TTANPOQOPIES yia TNV Eviagn {euyapiwv oTO KATAA-
AnAo TTpoypaupa uttofonBoupevng avaTrapayw-
yne.

& TTaIBIATPIKG TTEPIOTATIKA A TTEPIOTATIKA £VNAI-
Kwv, 61ToU N KAIVIKR didyvwon mng véoou A diata-
paxns Xprdel EpyacTnpPIaKnG TEKUNPiwong, WoTE

va oXeOIOOTEN ATTOTEAEOUATIKOTEPN QAVTIMETWTTION, N
péBodog avaluong Clinical Exome Solution (CES),
TToU £QapudleTal otn MevoTutrog Science Labs,
pTTOPEl Va aTToTEAETEI TTOAUTIMO OTTAO OTN QOPETPA
ToU TTaIBIATPOU, avaTrTuEIoAdyou, KapdioAdyou,
VEUPOAOYOU, 0@BaAuIATPOU, EVOOKPIVOAOYOU KAl
GAAWV 10TPIKWV EIBIKOTATWV.

To (AoHA TWV VOOWYV TTOU KAAUTITEI TO
Clinical Exome Solution Clinical Exome
Solution (CES)

» AlaTapax€g 0TO ACHA TOU AUTIGHOU

* KapdiopuotrdBeieg

* N6ooI Twv KpoooWTWYV KUTTApWYV (ciliopathies)

* Juyyeveic diatapax£g TG YAUkoQuAiwong

* JUyyeveic puaoBéveleg

* EmANTITIKG oUvOpoua

» AlaTapax€g Twv 0@BaAPwWV

» AlaTapax€g atmoBbrikeuong Tou YAukoyévou

* ATTwAgIa akorg

* KAnpovououpevog Kapkivog

* ZUvOpOUA KANPOVOUOUUEVWY TTEPIOBIKWY TTUPE-
TIKWV ETTEICOdIWV

* OAeyPOVWOEIG VOOOI TOU EVTEPOU

* Aucoowiké ouvdpoua

* Neavikog diapntng (MODY)

* [MoAAaTTAEG BuOTTAOCIEG TNG ETTIQUONG TWV
00TWV

* NeupopUuikéG dlaTapaxEg

» Z0vdpopo Noonan Kal OXETIKESG BIOTAPAXES

» Alatapax€ég Ployéveong UTTEPOEEIDIOCWHATWY

* AVeENynTn UTTOYOVIUOTNTA

» ®dopa ouvdpouou Zellweger

* Kovt6 avédoTtnua

» ZKEAETIKEG BUOTTAOTIEG

» GuAoaUvOETN vONTIKA UCTEPNON

9 genotypos

SCIENCELABS

Epmioteuteite Tov NYETN OTN YEVWUIKA avaAuon!

48 KPH

o ' :‘_‘ - o
MIXEIPEIN | OkriBpiog - Aexéuppiog 26‘50)@9 )
T N e,
T A A

Quoikd xalAuviikad

Me Birodoyikd ovotanka

www.dimitra-balsam.com
info@dimitra-balsam.com

DIMITRA

H duvaun tng uong o< uia orayova!
The power of nature in one drop

Natural Cosm iCS
with orgardgi €aieh <4
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