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Mopiakos yevetkos éleyxos puioolvdetns
vonukns uotépnons - éAgyxos 14 yoviSiwv

Extés and 1o auvépopo tou eUBpauactou X, nou eival
10 Mo yvwato, éxouv hon avayvwpiobei nepiocdtepa
ané 14 yovibia oto xpwpdowpa X, nou epnnékovial
oe @uflooUvoetn vonukh uotépnon (npoofdnfovtal
ta ayopia).

E@appoddletal n texvikh MLPA, nou enitpénel va
avixveutouv eAneiyels h dindaciacpoi ota §évia twv
yovidiwv: MECP2, ARX, ARHGEF6, TM4SF2, RPS6KA3,
IL1RAPL1, OPHN1, GDI1, PQBP1, DCX, PAK3, AGTR2,
ARHGEF6, SLC6A8, nou Bpiokovtal oe S1aQopes
Béoeis 010 xpwpdowpa X Kal avixvedovial o€ ~5%
TV aoBeviv Pe pUAOCUVHETN vONTIKA UoTépnan.

levwpikn avdduon otn diavonukn
kaBuotépnon - whole exome sequencing

H avdnuon tns anAnfouxias tou DNA 6Awv twv
yovidiwv (whole exome sequencing - WES) pe

us peBddous avanuons DNA véas yeveds (next
generation sequencing - NGS) anotedei 1o véo
YEVEUKO unep-6nfo, agou eival Bewpnukd os Béon
va anokafuyel pe peydio Nnocootd enituxias, tn
popiakn Bdon yia onolodnnote yeveukd voonpa o
éva ndoxov dtopo, oto onoio dev éxel Siayvwaobei
n artia pe us dnles 61a0éaipes eniNoyés yeveukou
enéyxou. H ouykekpipévn e€€taon eivai evieAws
Siapopetikh ané ta anda €idn twv péxpl onpepa
YVWOTWV YEVEUKWV £§etdoswy, 6Gov apopd tov
ap1Bué twv yovidiwv nou eAéyxovial TauTtOXpovd.

Ihpepa nAéov, n texvonoyia tou NGS pas enitpénel
n padikh avdduon twv naboAdoyikwy petadfdagewv
6nwv twv ~22.000 yovidiwv tou avBpwnou (whole
exome sequencing), h aképa tn tautdéxpovn
avdfuon ekatoviadwv yovibiwv (gene panels) nou
éxouv oxéon e 61APOopPES KATNyopies vVoonudtwy Pe
YEVEUKNA aruofoyia, 6nws vonukh uotépnaon, VEUPO-
avanweélakés diatapaxés, adieukpiviota olvbpopa,
adldyvwota veupoyeveukd voohpata, autopds, K.d.,
nou pnopei va ogeifetal kai o avwpanies noAAwOv
yovibiwv.

H e€étaon ekteneital pe tn péBodo next generation
sequencing (NGS) o €161ké avafuth Genome Ana-
lyzer kai pe tn BonBeia olvBetwv Kal eEeIBIKEUPEVWV
epyaneiwv nAnpoopikns. H e§étaon yevika
ofokAnpwvetal o€ 4-5 phves.

H e€étaon eivar 161aitepa euaiobntn kal oUvOen,
enopévws €ival anapaitnto ta anoteAéopata va
ekupnBouv anod e€eibikeupévn opdada KAIVIKWOV
KOl HOPIAKM®V YEVEUOTWY, MOU €YyUdtal Tn PEYIoTN
buvath aopdansid oas.

Nati eival xphoipos o yeveukos éAeyxos otn
vonuKh uotépnon

H anokdduyn tns yeveukns BAdPns nou eival
ouvdedepévn Pe 10 GUYKEKPIPEVO TUMO VONTIKNS
uotépnons eival noAvupo (éws anapaitnto) epyansio
yla tnv napanépa Slaxeipion tou nepiotatkou and
TOV NApanéunovia yiatpo. Xwpis auth t yvaon
eival 6uokofn n yeveukn ocupPounn yia tnv e€€NiIEn
TOU NAOCXOVTOS, YIa TS avanapaywylkés enifoyés tou
CeuyapioU annd kal yia us YeEVIKOTEPES ENIMTWOEIS
otV OIKOYEVEId.

Eival Baoiko, Aoindv, o yeveukods éneyxos va
ouviotdtal Kai va npoogépetal os Babos kal
61€€061kd, kanuntovtas 600 ival epIKtd ONES

us duvatés NePINTWOEls, NAvia Opws Petd and
katdAAnAn agloAdynon twv kAIvikwv Sedopévwv
ano €161k6 yiatpd kar KAIVIKS yeveuotn.

Feveukh oupounsuukn

H owoth kAIVIKN YEVEUKA EKTiUNON TOU NAOXOVTOS
ano vontukh uotépnon Kal n yeveukhn cupBounn,
1600 npIv 600 Kal Petd tnv e€étaon, gival anapaitnn
npolnoBeon, wote va kabopiobei n cwoth
oTpatnyIKn TOU gpyactnplakoU eA€yxou Kal va
pnopéoouv va anodoBolv owaotd ol évvoies Tou
NAoxovios Kal Tou GuaclofoyIkou.
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...KI OMWG gival aAnbeia...

¥v' 011 1/50 atoua uriogpEpouv aro KAroiou
Babuou vonTiknc uoTEPnong

v’ 0TI n aitia ouxva eivat dyvwotn kati
méava kAnpovouikn

Y 0TI Twpa EXOUUE TA UEoa va
BonBrioouue otn didyvworn...



H vonukh uotépnaon otov avBpwno diakpivetal oe
nnia, pétpia kai Bapid K1 anavidtal ge cuxvotnta
nepinou 2% otov yeviké nAnBuopd, pe adidyvwotn
ouvhBws aruonoyia.

MoAnés pop@és sival kAnpovopikés péoa atnv
OIKOYEVEId, eV undpxel kai n 161onabns, onopadikn
voNnTuKN UotéPNOon Xwpis MPONYOUPEVO OIKOYEVEIAKO
10T0PIKO, MOV €ival KI N MO CUXVA.

levikd, n anokdAuyn s aitias tns vonukns
uotépnons oto €ninedo tns yeveukns BAAPnNs ivai
6uokonn, pia kal noAAd diapopetikd ocuvbpopa
kal kAnpovouikd voohpata nepifapfavouv ota
OUUNTOPATA TOUS Kal VONTKA uotépnon.

H oUyxpovn yeveukn Siayvwoukn, nepinappavel
oglpd anoé e€etdoels, nou dSuvatdv v'anokaAUyouv tn
YEVEUKA aiua tns vonukhs uotépnons o'éva ndoxov
atopo. O1 e€etdosls autés ival:

Kapuotunos AEppokuttdpwyv NeEPIPEPIKOU
aipatos

IApepa, n e€étaon auth epappdletal Kupia, av oxi
anokAgloukd, yia tn didyvwon XpwHOCWHATKMY
ouvopOUWV PE avayvwpiolpo KAIVIKG gaivotuno,
nou nepifappavel vonukh uotépnon. Eival duvatdv
otov kapudtuno tou egetaldpevou va Bpioketal pia
avwpania tou apiBpol v XPWHOCWHATWY, M.X.
plowpia 21-c0vépopo Down, avwpanies UAETIK®Y
Xpwpoowpdwy X h 'Y og 6Aa ta KUttapa h o€ KAMNolo
Nnooootd tous (UWodikiopos).

Enions sival duvatév otov kapudtuno va Ppioketal
pia extetapévn aviodluyn dopikn avwpadia, EANEIPn
N au§non yeveukoU uAIKOU NPoEPXOPEVN M.X. and
HETaTéNIoN h avVaCoTPOPA TWV XPWHOCWHATWY,
niBavév yoveikns npoéneuans.

lvetal avanuon twv XpWHOOWHATWY LE TEXVIKES
uynins dlakprukédintas (n.x. RTBG, 550-850 taivies)
oe toufdaxiatov 20 petaaaels. Le NEPINTWOEIS
unoyias pwoaikiopou, avafvovtal touddxictov 100
HETAPAOEIS.

Mopiakos éfeyxos pikpoeAAeIMUKwY/
HikpodinAaciacukwv cuvopOpwV

H pop@onoyikh avaduon twv XpwWHOCWHATWY

bev pnopei va anokanUYel UNOUIKPOOKOMIKES
avigoluyies, kupiws enfeiyels h dindaciaopous, nou
eivar 161aitepa ouxvés ous neploxés Kovid ota akpa
WV Xpwpoowudtwv (teAopepidia) ki éxel Bpebei ou
euBuvovtal yia 8-10% twv NePINTWoEwY pPétpias/
Bapids vonukns uotépnans.

KAvikd cupntwpata nou ouvhBws ouvodslouv s
NePINTWOEIS autés, nepifapBdvouv anwneia akons,
yuxokivnukd npofAnpata, kaBuotépnon avantuéns,
duopopia, ouyyeveis avwpanies SidnAaons,
Siatpoikés duokodies K.a.

Av éva tétolo ouvdpopo gival mibavé, tote
epappodletal n texvikh MLPA, yia tnv avdduon pias
OUYKEKPIPEVNS pIKpoéAREIYns/pikpodinAaciacpou,
nou oxetifetal pe tnv ekdbnAwon tou cuvdpdpou.

Mopiakos kapuétunos ugnfns
Siakprukétntas (microarrayCGH)

Av ané ta kAivikd 6edopéva anaiteital padikos Kai
avaduukdtepos €Neyxos Twv avigo{uylmy, Nou
niBavév va gival n artia tns vonukns uotépnons oto
e&etalbpevo atopo, o1 papudletal n véa autn
e€étaon, nou niéov ouviotatail S1EBvws ws n e€€taon
np®INS ypapuns otov £Agyxo tns vONTKAS Uotépnons
Kal twv avantulakwy diatapaxwy.

Epapudletal Kupiws o€ dtopa pe nabonoyikod
@aivotuno, nou nepinapfdavel vonukn uotépnan,

pe h xwpis SlanAaoctikés avwpanies, avantu§lakn
kabuotépnon, autopd, pabnaoiakd npofAnpata, K.a.

Eivar éva e€aipeukd duvatd epyansio yia tn didyvwon
s aitias noAn®v nabofoyik®v Gaivotunwy, Nou
6ev anokanuntovtal otn popponoyikn avauon

WV XpwHoowudtwyv (KAaoaikds Kapudtunos).

Eival enions noAUupn yia tov kAvikd yeveuotn,
npokelpévou va 600ei eunepiotatwpévn YEVEUKN
ouppoudn exupmvas, 1doo tn faputnta tns BAAGRNs,
600 Kal tnv MBavotnta s ENAVeEPPAvIons Tou
npoPAnpatos otnv oikoyévela. Mpiv kal Petd v
e€étaon, ouviotatal n katdAAnAn yeveukn ocupBounn.

Epappoloupe aflofoynpévo yia kAvikn Slayvwaotkn
xphon eninedo avanuans Agilent 105K microarray
CGH, nou kaduntel 6Ao to avBpwnivo yovidiwpa og
avanuuko eninedo ~100 Kb. H e€étaon yivetal kupiws
ané DNA Agpgokuttdpwyv nePIPePIKOU aipatos.

To ouvdpopo tou euBpauotou X (Fragile X)

Eival n nio ouxvh yevetukd-kAnpovopoupevn
Hop@h vonuknis uatépnaons, pe ekbhdwaon Baacikd
ota ayépia. Onws unaiviooetal kai 1o évoud tou,
oxetiCetal peoa pe tnv au§npévn eubpauotdtnta
otnv NepIoxn Xq27.3 1ou XpwWHOomHATOS X.

Ensibh n uneuBbuvn neploxn yia to cuvdpopo
Bpioketal oto Xxpwpoéowpa X, n vooos sival
@uiooUvoetn (ekdnAvetal Bacikd atous dppeves
nou €xouv éva Povo xpwpoowpa X), EVM Ol YUVAIKES,
nou gépouv 6Uo xpwpoowpata X, gival Popeis

kar ouvnBws 6ev vooouv. Ayétepo anéd 1/3 wwv
YUVaIK®V-Qopéwv ekdnAmvouv nnia éws pétpia
VONTIKN UCTEPNON, NMOU TS NEPICOOTEPES POPES
pnopei va nepdosl anapathpnin.

H ouxvotnta tou cuvdpopou sival nepinou 1/5.000
YEVVAGEIS ayopIWV, EVA N UXVOTNTA TWV YUVAIKDV
popswv gival nepinou 1/250 - 1/500 yuvaikes.

H yeveukn artia tns vooou o@einetal otnv avopann
gNIPNKUVON tou apiBpol twv enavainyewy tns
tpinAétas wv Bdoswv CGG tou yovidiou FMR-1, nou
Bpioketal otn nepioxih FRAXA oto xpwpdowpa X
(Xg27.3).

Yndpxel dpws Kal évas PIKPOs aplOpos atdpwy

ME pétpla vonuKkh uotépnon, nou napouaidfouv
empnkuvon s tpinfétas CGG oto yovidio FMR-2 atn
Béon FRAXE tou xpwpoowpatos X, nou Ppioketal oe
napannnoia yeveukh Béon pe to yovibio FMR-1.
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levikd, ap1Buos enavafhyewv s TPINAETAS WV
Baoewv CGG peyanutepos ano 200 Bewpeital
naBonoyikos. H pebodonoyia nou epappdloupe,
avIxXveuel Tov akpIBn apiBué twv enavannyewyv s
tpinAétas CGG ota yovidia FMR1 kai FMR2 (FRAXA
kal FRAXE) kaBws kai avdAuon pebuniwaons tou
yovibiou FMR-1, péow pias €161kd oxedlaopévns
avtibpaons PCR, evd n texvikn Southern blotting
e@apudletal 6note autd KpiBei anapaitnto.

To epyactnplo pas cUpPETEXel Pe andAutn enituxia
otov e§wtePIKO Nogotikd éneyxo tou European
Molecular Genetics Quality Network (EMQN),

nou neplodikd epappodletal yia tov €Agyxo Tou
ouvbpdpou euBpauctou X-FRAXA.



