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To Npwto pn enePPATIKO NPOYEVVNTIKO TECT
10 Onoio avixveuUel
povoyoviSiakés KANPOVoHIKES aoBéveles




4 ™
To ,(5 GeneSafe anoteAsi tnv eE€AIEN
tou un engpBatikou npoyevvntikou teot (NIPT)

lMAakouvrtas

=~/ Mntpiké DNA ~/Z EuBpuiké DNA

To NIPT uéxpi onpepa ntav yvwoto ot unopouaoe va avixveUuoe! apiBuntikes
avwpanies twv xpwpoowpdtwy, e€etdovias to eNsUBepo euBpuiké DNA
Mou KUKNO@OpEi 0To aiua tns untépas.

Znpepa €etdfovias to eNsuBepo uBpuiké DNA unopoUpe akopa ané nonlu
vwpis, anod v 10 eBdoudbda tns kUnons, va avixveuooue oto éuBpuo
ooBapés kAnpovouIKES acOEVeEies.

5/ . }
To GeneSafe npoo@épetai
yia tnv avixveuon povoyovidiakwv acOsveiwv tou euBpuou.

Mpoogépel 3 enineba eNéyxou:

To teot auto enéyxel névie OUXVES aoBEVeies, o1 0Mnoies kNnpovopouvtal L€ Tov UNOAEINOUEVO
} GeneSafe Xapaktipa: tnv KUotKn ivwon, tv B-6adacoaipia, th Spenavokutiapikn avaiyia, tnv autoowuatkn
( JINHERITED | unoAemnéuevn kwewon tunou 1A kai tnv kwgwon tunou 1B. Ta yovibia ta onoia e€etdovtai ival ta
CFTR, CX26 (GJB2), CX30 (GJB6) katHBB. O1 avwtépw KANPOVOLIOULEVES AOOEVEIES €ivar 01 MO OUXVES
otn Xwpa uas.

y) . To teot auto e€etder 44 ooBapés yevetikés aobéveies o1 onoies opeiflovtal o€ autduates (de novo)

} GeneSagCe uetadnd&eis 25 yovibiwv. Ta yovibia nou e€etdler ivai ta ASXL1, BRAF, CBL, CHD7, COL1A1, COL1A2,

t( COL2A1, FGFR2, FGFR3, HDACS, JAG1, KRAS, MAP2K1, MAP2K2, MECP2, NIPBL, NRAS, NSD1,
PTPN11, RAF1, RIT1, SETBP1, SHOC2, SiX3, SOS1.

I ™
(} Genesafe To teot autd anotedei ouvbuaoud tou GeneSafe™ Inherited kai tou GeneSafe™ De novo.
’ Mpooéper ninpéatepo éAgyxo tou euBpuUou o onoios apopd KANPOVOLIKES Kal autopates petadndéers.




(YG eneSafem

To 7 avayvwpilel acOEveiss o1 onoiss 6ev avixveuovrai
ue ta KAaoikd nNpoyevvnuKd ot

Mivakas acBeveiwv ol onoies avixvevovtai Ue to GeneSafe™ DE NOVO

loviéio Ovopuaaia ouvépdpou lTovibio  Ovopaoia ouvépopou

JAG1 Alagille syndrome COL2A1  Axovébpoyéveon tunou Il h Ynoxovbpoyéveon

CHD7 CHARGE syndrome AxovéponAdaoia

HDAC8 Cornelia de Lange syndrome 5 CATSHL syndrome

NIPBL Cornelia de Lange syndrome 1 Crouzon syndrome with acanthosis nigricans

MECP2 Rett syndrome FGFR3 YnoxovéponAaoia

NSD1 Sotos syndrome 1 Muenke syndrome

ASXL1 Bohring-Optiz syndrome Thanatophoric dysplasia, type |

SETBP1 Schinzel-Giedion syndrome Thanatophoric dysplasia, type Il

SIX3 Holoprosencephaly Ehlers-Danlos syndrome, classic
Iuvépopo Noonan COL1A1  Ehlers-Danios syndrome, type VIIA

BRAF Cardiofaciocutaneous syndrome 1 Atedns ooteoyéveon, type I Il il IV

CBL Noonan syndrome-like disorder with or without Ehlers-Danlos syndrome, cardiac valvular form
juvenile myelomonocytic leukemia (NSLL) COL1A2  Ehlers-Danlos syndrome, type VIIB

KRAS Noonan syndrome / cancers Atedlfis ooteoyéveon, type I, I, IV

MAP2K1 Cardiofaciocutaneous syndrome 3 Zuvbpopo Kpavioouvéotwons

MAP2K2 Cardiofaciocutaneous syndrome 4 Antley-Bixler syndrome without genital

NRAS Noonan syndrome 6 / cancers anomalies or disordered steroidogenesis

PTPN11 Noonan syndrome 1/ LEOPARD syndrome / canvers Apert syndrome

PTPN11 Juvenile myelomonocytic leukemia (JMML) Crouzon syndrome

RAF1 Noonan syndrome 5 / LEOPARD syndrome 2 FGFRZ  Jackson-Weiss syndrome

RIT1 Noonan syndrome 8 Pfeiffer syndrome type 1

SHOC2 Noonan syndrome-like disorder with loose anagen hair Pfeiffer syndrome type 2

SOS1 Noonan syndrome 4 Pfeiffer syndrome type 3

To teot autd avixveUel autopates (un kinpovopoueves) pstadidéeis 25 yovibiwv, oi onoies npokanouv 44 biapopeti-

kés aoBéveies. O1 aoBéveies autés eugavifovial oto €uBpuo Xwpis va undpxel I0TOPIKG TNV OIKOYEVEIa Kai avixveuovial

Uetd tn yévvnon tou. Aev undpxel dAAos 1ponos éykaipns avixveuons, bedopévou oti kai o1 U0 yoveis givai uyieis. Ta
yovibia nou avixveuovtai npokanouv LUOOKENEUKES aoBéveies, ouyyeveis kapbiondbBeies, autioud, emAnyia,

nveupatkn kabuotépnon.



, ™
5 GeneSafe p . , ,
To , eNéyxel aaeeyeles ol on,on:s bev oxeti{ovrai
Ue tnv nAikia tns untépas
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Onles oi untépes ave€aptintws nAikias éxouv us ibles mOavotntes va pépouv atov KOopo naidid pe pia ek Twv avwiépw naboAoyikwv
Kataotdoswv. Av Kai n ouxvotnta eupavions tns Kdbe pias ek twv avwtépw nabonoyikwv kataotdoswy givai pikpn, ouvonikd 1/600
YEVVNQEIS, TO N0000TO auto €ivai napopoio e th ouxvotnta eu@dvions tou ouvdpduou Down o€ untépes pikpns nAikias.

yGeneSafem

Tors unopei va avayvwpilel kataotdoeis ol onoies 6&v pnopouv va avixveutouv
e diifo tpoéno napd Povo Hetd tn yévvnon Kai tnv eu@dvion tns acBéveias.

H unepnxoypaikn e€€taon tou euBpuou, 1biws tou Npwtou tpiunvou, SV avixveUe Kapia €K TwV avwtépw avaPePoLEVwY aobeveIV
n B€tel tnv unoyia kdnolwv €€ autwVv LETd To TéNos ToU HEUTEPOU/TpiTOU TpiNnvou, ondte n auvionapakévinon Bewpeital anapaitnin.

2US NEPIOOOTEPES TWV MEPINTWOEWV n SIdyvwon yivetal UETd TNV yévvnon Kai thv EUQAEvIon twv CUUNTWUATwWY.



yGeneS;yCéM

To ¢ avIXVEUEI YEVETIKES BldBes
yia tis onoies euBuvetai
n auénuévn niikia tou natépa

Ev ta kaoikd NIPT teot avixveuouv acBéveies ol
orioies oxeti(ovtarl pe tnv nAikia tns Untépas, énws to
ouvbpopo Down, to Genesafe DE NOVO enéyxei
aobéveies o1 onoies oxetifoviai pe tnv auénpévn
nAikia tou natépa.

Matépes nAikias peyadutepns twv 40 etwv, Adyw
petadddéewv nou oupBaivouv katd tnv

OMEPUAToyEVEDN, EXouV Ueyanutepo Kivouvo va
@épouv otov kéopo naibid pe axovbéponAaaoia,
ouvbpoyo Apert, auvbpopo Crouzen, ouvépoLo
Pfeiffer, atedn ooteoyéveon K. a.

Oi petanid&eis autés ouoowpevovai kai 6ev
urnopouyv va 610pBwBouv 600 audvetar n nAikia tou
natépa. Etol 10 10T aUTO NPOoPEPE! aNUAvtkKn
BonbBeia os (euydpia peyadutepns nAikias.

To ,(5 GeneSafe Siver akpiBi anoteAéopara

MaBoAoyikn/niBavn naboAoyikn avixveuon pstdAla§ns/ewv

To anotéAeopa autd onuaiver avixveuon pias n nepioootépwyv petanndéewv oe éva n
nepioodtepa yovibia. Mntépa e Ostiké eUpnua Oa npénel va npoxwpnaoei o€
enepBauko teot pe Biowia tpopoBidotns n auvionapakévinon npiv AdBer onoiabnnote
andé@aon oxetkd e tnv tUxn tns KUNons tns. Xto anotéAsoua avapépoviai Iovo
naBonoyikés/niBavov naboAoyikés petanidéers.

Mn na@oAoyikn/mBavov naboAoyikn avixveuon petdidaéns/ewv

To anotéAsopa auté onpaiver 6t Sev avixveUtnke kapia petdinaén ota und e€étaon
yovibia. Apvntiké anotéfsoua onuaiver 6t undpxel noAu pikpn mbavoétnta to éuBpuo
va Qépel pyetdinaén ota und e€€étaon yovibdia, xwpis BéBara va BswpnOei ws debopévo
ou 1o éuBpuo eivar anéAuta vyiés.



4 ™
,{5 GeneSafe
H enavaotatikn uéobos popiakns avdaduons
UE tn XpNON Kaivotouou texvonroyias

KaBopiouds tou
kAdouatos tou euBpuikou DNA

NGS

E— >

Té Aoyia endéuevns yevids
Anoudvwon euBpuikou DNA exvonoy H Y

anao to aiua tns untépas 1

ANAAYZH TON METAANAZEQN XTO EMBPYIKO KAAXMA TOY DNA
Avayvawpion twv DE NOVO petadid€ewv pe tv xpnon nponyuévns BionAnpogopikns avdiluons

To ,{yGeneS:;gfew npooépei:

YynAn avdduon > 550X H D

tn untépa petd tn 10n eB6oudba tns kunons

AnAo otn 6iabikaoia: Anwn 8-10ml aipatos ané H

, . Ao@anés: Mn enepBatiké teot, ev npokansi
0, r
EuaioBnoia kai 1bikétnta > 99% xivéuvo yia tn jintépa Kai to £iBpuc

Aéioniotia ps 6pio kAdoparos DNA to 2% ATl 8 G i 5 l‘

n e16ikétnta tou eival >99%

Abuvapia ékboons anoteAéouatos < 1% Xpovos EKGOO{“ anoteflop had
7 10 nuépes petd tnv aigofnyia




Ev6ei€eis tou ,(yGeneSeyféM

Xuotnvetal o€ yoveis ol onoiol €EXouv Toufdxiotov €va €K twv Napakdtw Kpitnpiwv:

* [latépas nAikias peyanutepns twv 40 etV

e [laBorloyikd eupnpata otous UNEPAXous

 [oveis oi onoiol 6ev eniBupoUv va npoxwpnoouv oe eneuBatikés pe@oédous npoyevvntikoU eNEyxou
* [oveis g 10TOpIKO KANPOVOLIKWY aoBeVEIDY

To teot evéeikvurtal yia:

e Movnpeis kai 6ibupes KUNOEIS

e Kunoeis npospxoueves anod eEwowuatkn yoviyonoinon
e Kunoeis and napévOestes untépes n 60tpies wapiwv

3 Bnuata nou npénel va akoAouBNoete:

Anyn 8-10ml aipatos and tn pntépa petd tn 10n eBéoudbda.

H aipoAnyia yivetal ota epyaotipia tns Biohellenika n unopei to

kit va anootanei otn 6ieUOUVON oas yia va KAVete £0gis tnv aipoinyia
Kai otn OUVEXEIa va eNIoTpagei otnv etaipeia.

ZupnAnpwon tns aitnons pe Us anapaitntes nAnpopopies

AAYn twv anoteneoudtwy evids 10 nuepwv

H etaipeia b1abéter 1atpikn oudba n onoia Ba oas bwaoe! yevetikn kaBobdnynon,
€@’ OO0V XpEIAOTEI

To teot napéxetar Swpedv otis nepintwoeis abuvayias ékboons
anoteNéouaros
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©socalovikn Osocalia: TNA 6973 984 260

lpagela - Epyaotripta Hmepoc / Képkupa / Matpa: T\ 6978 483 170

Newe. TewpykAc ZxoArc 65, 57001 HpaxAeto / PéBupvo / Nacibt / AwSekavnaa: Thh 6970 803 497

Tnh: +30 2310 474 282/474 284 Xavid: Tlavakdkn 40-42 ypageio A6, tn\: 28210 58758, 6976 977 384,
Email: info@biohellenika.gr 6945 750 933

(0030) 6944 677 746

AOnva / MeAonévvnoog Emotnpovikn SievBuvon:

lpageia K. Koulry MD, PhD Kabnyrtpta lotohoyiag -

Yuntrtou 63 & Goppiwvog, 16121 EuBpuoloyiag latpikig XxoAng ANO

TnA: 430210 77 08 882 TnA: 430 6944 677 746

Email: athens@biohellenika.gr I. Kohdko¢ MD, PhD, KaBnyntrc Bloxnueiag latpiknic ZxoAig AMO

NA: (0030) 6974 729 820
www.biohellenika.gr

To teot mpaypatonoieital ota epyaotripia tns GENOMA otnv ltalia,
ta onoia fpiokovtal otn Paun kar oto MiAdvo

H GENOMA Aeitoupyei 20 xpdvia kai EXEl npayuatonoinoel navw
and 20.000 teot.

AiaBgter e&e10ikeupévous aupBoulous yia yevetikn kaBobnynon
ka1 eniluan ouvBetwv npofAnudrwv.




