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CerebrumDX mito analysis by Next Generation Sequencing

AmnoteAécpata TOU OXETL{OVTOL KE TNV OLTLOL TLOLP OLTTOTT G

APNHTIKO
AEN ANIXNEYOHKE MAGOTONO/MIOANQZ MAOGOIrONO EYPHMA MOY IXETIZETAI ME THN AITIA NAPANOMIMHZ

Me0Boéoloyia

‘

‘Eywve anmopovwon yevwuitkou DNA amd to e€etaldpevo Seiypa. To DNA avaluBnke pe péBodo eUmMAOUTIONOU PECW
QVIXVEUTWV UBPLSLOPOU TWV TIEpLOXWV OTOXWV Tou pitoxovéplakol DNA (Sureselt ChrMito hgl9, Agilent). AuTéC oL TteplOXEG
nepAapBavouy €WVl Kol TIOPOKEIMEVEG LVTPOVIKEC TIEPLOXEG TwV yovidiwv mou avoAlUovtat. H aMinAolxnon twv

EUMAOUTIOUEVWY OTOXWV £YLVE pe Texvoloyia MGI. H emintwon Twv onUeLakwy MopavonUatikwy (missense) aAhaywv otnv Soun

Kol Aettoupyia TNG MPWTEIVNG EAEYXETAL E TNV XPHON TOU CUVOLVETIKOU aAyopiBuou mpoyvwong APOGEE (PMID: 28640805). H

KOTNYOPLOTIONON TWV ULITOXOVEPLAKWY EUPNUATWY EYLVE pe Bdon ta kpttipta ACMG (PMID: 32906214) kal ylo Thv Eppnveia Toug
Xpnotponotndnkav eEelSLIKeUUEVEG BAOELG Sedopévwy OTwe n Mitomap kat HmtVar. To péco Babog kaAugng tav 5800x pe 100%
TWV oTOXWV va €xel aAnAouxnBel oe BaBog peyalutepo 1 too and 100X. EAeyxog peydAwv avadlatafewv dte€nxobn pe tn pébodo
MLPA (Multiplex Ligation-dependent Probe Amplification, MRC Holland), Probemix P125-C1.
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KaBe poplakn avaluon €xel eowteptkn mbavotnta AdBoug 0,5-1%. Auto odelleTal 0 OTAVIA LOPLOKA YEYOVOTA KOl
TLAPAYOVTEG TIOU EUITAEKOVTOL OTN TIOPACKEUT KAL AVAAUGH TWV SELYUATWV.

Me tnv péBobdo mou xpnoiluomolBnke emituyxavetal 99% euvaloBnoia kol e8IKOTNTA OTNV aViXVEUON ONUELOKWY
vouKAgoTISIKwV aAdaywyv, Suthactacpwy kat eMNeidewv <15bp. H cuykekplpévn pnéBodog Sev pmopel va avixveloel HeYAAEG

eMelelc kal yevwpLkeg avadlatdéelg. H uébodog Sev pmopel va aviyveloel pwodikiopd xapnAou emumédou.
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MAnpodopieg yia pn maboydva suprpota

Mn naBoydvol moAupopdlopol (eupnuata aveu KAWVIKAG onpaoiag) dev avadépovtal Kabwe eival Tekunplwpévo ot mbavwg dev

E€etalopevog: -

npoadidouv auénuévo kivbuvo vooou Kal Katd cuvénela dev Stadopormoleital n tatpikr] dtaxeiplon mépa and tnv evdedelyuévn

Bdaoel olkoyevelakoU Kot TPOCWTILKOU LOTOPLKOU.

Fovidia mov avaAtdnkav (Mivakag 1)

MT-ATP6 MT-ATP8 MT-CO1 MT-CO2 MT-CO3 MT-CYB MT-ND1 MT-ND2 MT-ND3
MT-ND4 MT-ND4L MT-ND5 MT-ND6 MT-RNR1 MT-RNR2 MT-TA MT-TC MT-TD
MT-TE MT-TF MT-TG MT-TH MT-TI MT-TK MT-TL1 MT-TL2 MT-TM
MT-TN MT-TP MT-TQ MT-TR MT-TS1 MT-TS2 MT-TT MT-TV MT-TW
MT-TY
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