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ANAAYZH KQAIKOMOIHTIKOY NONIAIQMATOZ
(Whole Exome Sequencing)

H avdAuon tou kwdikoTroinTikou yovidiwpaTtog (Whole Exome
Sequencing, WES) cival pia TTOAUTTAOKN YEVETIKA €EETAON, TTOU
OlEpEUVA TIG KWOIKOTTOINTIKEG TTEPIOXEG (EEOVIA) TwV yovidiwy,
TIPOKEINEVOU VO QVIXVEUTOUV  TTAPOAAQYEG  TTOU  TTPOKAAOUV
YEVETIKEG TTABACEIG OTOV AvOPWTTO.

O/n yuvaikoAdyog oag mBavwg ouoTtnoe Tnv e¢€taon WES, Aoyw
EUPNUATWY CTOV UTTEPNXOYPOPIKO 1 GAAO €Aeyxo Tou eufpuou
00G. 2ZKOTTOG TNG €C€taong eival va avaldntioel UTTOKEiUEvVa
YEVETIKG QiTIa, TTOU JTTOPEI va £¢nyouv Ta eupruaTa Tou euppuou.

H e¢€taon WES aviyveuel ekatovtadeg TTapaAAayEg, Twy OTTOIWY N
ongacia agloloyeital Bdacel Twv odnyiwv Tou AUEPIKAVIKOU
KoAAeyiou laTtpikAg TeveTikng kai MovidiwpaTiking (ACMG). Ta
EUPNMATA TTOU TIPOKUTITOUV amod Tnv €fétaon WES  TumkG
TagivououvTal wg:

- maboyoéva n mlavwg Tadoyova, Tou emnpedlouv TN
@ualoloyikr) Aeitoupyia Tou DNA Kal avauéveralr va TTPOKOAOUV
TAanon

- @uOIoAoYIKEG TTapaAAayEéG, TTOU OEV AVAUEVETAI VO TTPOKAAOUV
TAanon

- AyvwoTtng KAIVIKAG onpacgiag, Twv OToiwv n emidopaon &ev
MTTOPEl VO TTPORAEPBEi, BACEI TWV YVWOEWV PAG PEXPI OTIYUNAG

H 1agIivounon Twv YeVETIKWY TTapaAAaywy gival Taxutepn Kal o
akpIBAg, oOtav n e&étaon WES digvepyeital Tautdxpova OTO
¢uBpuO Kal oToug dUO Yoveig (trio WES).

O1 mAnpo@opicg yia TNV KAIVIKY €IKOva Tou euppuou gival ouyva
TTEPIOPIOPEVEG, KABWG Paocifovial O ATTEIKOVIOTIKA  UOvov
eupnparta kar O0x1 ot @uoiky €gétaon. MNa autdé 10 Adyo, n
agloAdynon TTapaAAaywy TTou OEV £XOUV POV CUOXETION UE TA
QTTEIKOVIOTIKA €UPrPATa TOU €PPBpUOU, KaBWGS Kal N agioAdynon
TTapoAaywyv  dayvwoTtng  KAIVIKAG  onuaciag, eival  1diaitepa
duoxepeic aTo guPpuikd WES.

Bdaoel d1eBvwv 0dnyiwyv, gupripata dyvwoTtng KAIVIKAG onuaciag,
KabBwg kal eupAuoTa TTou  degv  oxeTiCovral PeE TNV AiTia
TTOPATTOUTTAG, KATA Kavova dev TTepIAauBdvovTal 0To TTOPICHUA TOU
euBpuikou WES. Q¢ ek ToUuTOU, TO TTOpIopa TNnG e&éTaong WES
mepIAapdvel raBoyoveg i mBavwg Taboyoveg mapaAlayég
TTOU £XOUV EMQPAVE] CUOXETION ME TA UTTEPNXOYPAQ@IKA | AAAa
gupAUaTa TOU guBPUOU, OTTWG AUTA KaTaypd@ovTtal HEXPI
OTIYUNG.

Ymdpyxouv OUo PBaoikéG BaAvOTNTEG OO0V aPopd TO TEAIKO
atmmoTéAecpa NG e€€Taong euppuikou WES:

a) @uoioAoyiké TropIcHA, TTou onuaivel 6T, oTnv Trapouca
@daon, n avaiuon oev avédeIEe yeVeETIKA aiTia TTOU va €gnyouv Ta
QTTEIKOVIOTIKA EUPHMATA TOU EUPRPUOU. Av KOl auTO TO OTTOTEAECHA
gival evBappuvTikd, dev aTTokAgiel TNV TTOavOTNTA UTTOKEIPUEVOU
YEVETIKOU TTPORAUaTOG OTO £UPRPUO, TTOU BEV BIOYVWOTNKE YE TNV
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TTapouca egETaon (TTY ETTIVEVETIKEG TTABACEIG TTOU AVIXVEUOVTAI JE
OIAPOPETIKI YEVETIKI €EETAON | YEVETIKEG TTOBNOEIG TTOU BEV £XOUV
QKON TauTtoTtroINBei oTnV 1aTPIKH BIBAIOYpa@IQ).

B) TraBoAoyikd mépIopa, TTOU onuaivel 0TI N avaAuon avédeige
mlavwg TTaboyova f TTaBoydva €uprjuaTa TTOU QVAPEVETAI VA
OXeTiCOVTAI YE TA ATTEIKOVIOTIKG EUPHUATA TOU EURPUOU. € AUTHV
TNV TTEPITITWON, UTTOPEI va ouoTNBET TTEPAITEPW YEVETIKOG EAEYXOG
o¢ €04¢ 1 AGAa PEAN TNG OIKOYEVEIAG OOG, TTPOKEIUEVOU va
EPUNVEUBOUV TTANPECTEPD TA EUPHUATA TOU EUPRPUOU.

Ortav 10 atrotéAeopa Tou euPpuikou WES eival TTaBoAoyIko, cuxva
akohouBei TeveTikl ZupBouAeguTik ammd laTpd levemiomh i
leveTikG ZU0PPBouAo, TTpokelgévou va oulntnBei n onuacia Twv
EUPNUATWY Kal Ol TTEPAITEPW ETTIAOYEG 60OV agopd Tnv KUNon
(ouvéxion ) diakoTTh).

E@ooov ocuvexioTei n mrapoluoca kUNGN, n QUOIKN €£ETACN TOU
VEOYVOU PETA TN YEVVNON PTTOPEL va avixveUael ETTITTAEOV XPrOIUES
TAnpoopieg. MNa autdv Tov AOYO, O OPICHEVEG TTEPITITWOEIG
MTTOPEN Va dlevepynBei ek vEéou avAAuan TwV YEVETIKWY OEQOUEVWV
Tou WES 1] TTITTAE0V YEVETIKOG £AEYXOG META TN YEVVNON.

Mpokeiuévou va epunveuBolv opBda Ta eupnuaTa TNG e€ETAONG
WES, c¢ival oTrapaitnto va TIapéXETe TIAAPEIG KAl  AKPIPREIS
TTANPOYOPIES YIA TO OIKOYEVEIAKO IOTOPIKO OAG.

MNa TUuXOV atropieg 11 BIEUKPIVAOEIG, UTTOPEITE va atreubuvBeite
oToV/0TNV  YUVOIKOAOYO ©AG 1 OTO VYEVETIKO €PYOOTHPIO TTOU
dlevepyei TV e€étaon WES Tou guppuou oag.
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