EMI'IIZTEYTIKO >eMda 1 amo 5

'Cerebrum DX i

Genekor latpikn Avwvupn Etawpeia | Aswd. Znatwy 52, 15344, MN'Epakag, Attikn ,ap. .E.MH.: 0007856001000
email: info@genekor.com, www.genekor.com | TnA. (+30) 210 6032138 Fax. (+30) 210 6032148
Emtiotnpovikég Aleubuvng: Newpylog NactovAag, PhD

2TOIXEIA EZETAZOMENOY

E€eTal{OpMEVOG : - Huep. Napalapie : -
AMKA : - Huep. AnoteAéoparog : -
Huep. Mévvnong : - Napanéunwv latpadg : -
Tomnog AtpoviG: - Barcode : -

AIMA/:TOMATIKO

EMIXPIZMA/OYPA Attia opAOUTAG: MttoxovdpLako voonua

Tunog Asiyparog :

CerebrumDX mito analysis by Next Generation Sequencing

AmnoteAécpata TOU OXETL{OVTOL KE TNV OLTLOL TLOLP OLTTOTT G

APNHTIKO
AEN ANIXNEYOHKE MAGOTONO/MIGANQZ MAOGOIONO EYPHMA :TO MITOXONAPIAKO DNA

Me0Boéoloyia

‘

‘Eywve amopodvwon yevwpikol DNA amo to s€etalopevo dsiypa(otopatikd emiypiopa). To DNA avaAlBnke pe pébodo
EUMAOUTIONOU HECW AVIXVEUTWY UBPLOLOUOU TWV TIEPLOXWV OTOXWV Tou pitoxovdplakol DNA , xpnotponotlwvtag to Twist Human
Core Exome EF Multiplex Complete kit (Twist Bioscience). H aAAnAoUxnon Twv UMAOUTICUEVWY CTOXWV TIPAYLOTOTOWONKE UE
v matdoppa MGl DNBSEQ-T7. H BlomAnpodopikn avaluon kol gppnveia Twv Sedopévwy mpaypatomnol)nke péow tng
mAatdoppuag Breakthrough Genomics VG PLUS ver3.0.8. H eninmtwon Twv oNUELAKWY TTAPAVONUATIKWY (missense) aAlaywv otnv

Sopr kat Aettoupyla TNG MPWTEIVNG EAEYXETAL LLE TNV XPION TOU GUVALVETIKOU aAyopiBuou mpdyvwong APOGEE (PMID: 28640805).

H Kotnyoplomoinon Twy JToXovepLakwy eupnudtwy £yve pe Baon ta kprtplo ACMG/AMP yia tnv gppnveia mapaAlaywyv Tou

uttoxovéplakol DNA (mtDNA) (PMID: 32906214) kal yLa TNV EpUNVeLla Toug xpnotpomoLBnkayv e€eLSIKEUEVEG BAOEL SESOUEVWY

onwc n Mitomap kat HmtVar. To péco BaBog kaAung Atav >1000X pe 100% twv otoxwv va £xel aAnAouxnBel oe Babog
pLeyaAutepo 1 loo and 1000X.

*Inueiwon:

e H ouykekpluévn péBodog emttpénel Tnv aviyveuon maparlaywv tou pitoxovéplakol DNA (mtDNA) pe mocooto
eteponAacpiag >10%. NapaAhayég mou Bplokovral o€ XapunAoTepa enineda etepomAacpiog evEEXETAL VAL LNV
avixveuBouv.
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e Tomnooootd eteponAacpiag Unopel va Stodépel onuavTikd petall SltadopeTikwy LoTtwv. Q¢ ek ToUToU, pia taboyovog
naparlayn unopei va Bpioketal oe XaunAo i un aviyveloLuo eninedo eteponAacpiag oto und €€taon Selypa, evw va
anavtd oe uPNASTEPO T000OTO 0 AAAOUG LOTOUG. ZUVETIWG, VAL OPVNTLKO AMOTEAEOHA SeV amoKAeleL TNV mapoucia
HLTOXOVEPLOKA G VOOOU Kal, ETL LOXUPNG KAWVIKAG uTtoiag, pmopel va anattnBel e§€taon evaAllakTikoU LoToU.

e HuébBobog bev £xel emikupwOel yla tnv aflomiotn aviyveuvon peydAwv avadlatdéewv tou mtDNA (large-scale
deletions/duplications). Eddoov untdpyel kKAwvikr umtoia cuvEpopoU ToU OXeTIeTaL e HEYAAEG avaSLATAEELG TOU
mtDNA, ouviotatal Slepelvnon Ke KATAANAN cupmAnpwpatikiy péBodo.
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MAnpodopieg yia pn maboydva suprpota

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

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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