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Whole Genome analysis (WGS) by Next Generation Sequencing

AmnoteAéopaTa TOU OXETL{OVTOL HE TNV OLLTLOL TLOLP OLTTOTTIG

ANIXNEYOHKE MAGOIONO EYPHMA

MT-TL1 012920:m.3243A>G MaBoyovo evpnua ETEOZT;\;GHLQ
(o]
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MAnpodopieg yLa ta eupApaTe

MT-TL1, NC_012920:m.3243A>G

To ebpnua m.3243A>G oto yovidlo MT-TL1 amevepyornolel to pitoxovdplakod tRNA yia tn Aeukivn tRNALeu (UUR). H Baon
A otn ouykekplpévn Béon sival ocuvtnpnuévn Petafl Twv el6WV o€ Tooooto 97.78% (mitomaster). H petaAlayrn m.3243A>G
UTopel va emnpedosl tn douikr otabepotnta, tn pebuliwon, tv apwoakVAwon A thv avayvwplon kwdikoviou tou tRNALeu
(UUR), yeyovog mou emnpedlel mMepaltépw T oUVOEDN MPWTEIVWVY TWV CUCTATIKWY TNG aAucidag petadopag nAektpoviwv (ETC)
kot Slatapaccel tn Sladikacio ofeldwtikng pwaodopuliwong (OXPHOS). H cuykekpévn aAdayr Sev avadépetal otn Baon
mAnBuopakwyv dedopévwy gnomAD v.3.1.2 (rs199474657) evw otn Baon Helix avadpépetal oe moocootd 0,001%. H maboyovog
napaAlayn m.3243A>G elval pia anod TG mo Koweég maboyoveg mapaAlayeg tou mtDNA, Le TTOAUTIAOKN YEVETIKA Kol LEYAAN
etepoyévela oto dawvdtumo. O dawvotunog tng mapalayic m.3243A>G eivat efalpetikd@ moAUTAOKOG Kal HETOPANTOG,
KULOULVOUEVOC QO 00U UMTWHATIKEG TIEPUTTWOELS £w¢ Bavatndopeg ekdnAwoelg. H KAk mowkilopopdia emnpedletal, Hetal
GA\wv, ard To eninedo Kat TNV Katavour tg eteporhacpiog m.3243A>G og SladopeTkoU KUTTAPLKOUE TUTIOUC Kal LoTtolg. Ta
CUUTTTWHATO EMNPEAIOUV KUPLWG KUTTAPA KoL Opyavo e UPNAEC EVEPYELOKECG ATIALTHOELG, OTIWG TO VEUPLKO cLOTNUA, N KapSLd
Kol To Taykpeag. H mapalayry m.3243A>G evroniotnke yla mpwtn ¢opd to 1990 oe acbeveig Pe cUVOPOUO HULTOXOVOPLAKNG
eykedpalondbelag, yoAaktikng oféwong kat eykedoAikwyv emnelcodiwv (MELAS) kat guBlvetal yla mepimou to 80% Twv
TIEPUTTWOEWV TOU oUVEPOUOU. EKTOG amo to cuvSpopo Melas n cuykekplévn mapaAlayn euBuvetal yla to cuvépouo MERFF, tov
UNTPLKA KAnpovopoupevo SlaPntn pe kwowon (MIDD), kabwg Kol Un CUVOPOULKEG MLTOXOVOPLOKEG SLATAPOXEG, OMWE N
eviepopuonadela, n umteptpodikn puokapdlondbela, n xpovia mpoodeutikr efwtepiky odBaiponAnyia (CPEO), tn otabepotnta
Badiong kat t mapaykedaAdikr atafia. SUubwva pe PeAETN TOU mpaypatonolifnke os 238 evAALKeg pe T mapallayn
m.3243A>G, oL ETUANTITIKEG KPLOELG KOL TOL EMELOOSLA TTOU HOLAlouV e eYKeDOALKO emeloddlo ennpedlouv o ~25% kol 10 ~17%
Twv acBevwyv avtiotolya, evw Ta TILo cuvnBLoPEVA XOPAKTNPLOTIKA TEPIAQUBAVOUV SLOTAPAXEC TNG AKONG, YOOTPEVIEPLKEC

Statopaxeg, Puxlatplkr cuppetoxn kot atafio (PMID: 29560378). H coBapotnta, n €vapén kol 0 KAWIKOG GOLVOTUTIOq TWV

acBevwv kabopilovtal ev pépel amo Tnv avaloyla Twv pHetaAAayuévwy avilypadwy pitoxovéplakol DNA oe kaBe KUTTOPO Kal
LOoTO (eTepomAacpia). H etepomAacpio GUUPBAAAEL OTNV TTOPATNPOUEVN ETEPOYEVELA, AAAA Sev TV e€nyel MANpwG. AcBeveig pe
napopola emnineda erepomAacpia¢ m.3243A>G oe LoTOUG Mmopel va epdavilouv evieAw¢ SLOPOPETIKA CUUMTWHATA, EVW
opLopévoL He UPNAG entimeda etepomAaciag elval OXETIKA aoupMTWUOTIKOL Exel amodelyxBel 0TI Ta emineda Tou PeTAAAAYUEVOU
mtDNA otoug pUEG Kot 0TOo aipa Twv acBevwy pe MELAS pmopel va mowkiAouv, evw to doptio tng petaldagng m.3243A>G ota
AguKoOKUTTOPO MELWVETAL Katd Tepimov 1,4%-2,3% etnoiwg (PMID: 36276941, 2102678, 23900320, 24375076, 29560378,

22249460, 32439810, 22403016). To elpnua m.3243A>G €xelL neplypadel wg maboyovo otig Baocelg dedopévwv MitoMap kat

ClinVar (Variation ID: 9589).la Toug mapandvw AOyou¢ n CUYKEKPLUEVN Ttapallayn xapaktnpiletal wg maboyovoc.

YToyeypappEVO NAEKTPOVIKA ATtO -
-NMwpyog NaclovAag, PhD Moplakdg BloAdyog, Emiotnuovikog Ateubuvtng, AMKA:26025301255
(i Genekor latpikn A.E. | Muwa etatpeia iiotomotnpévn pe EN 1ISO 9001:2015 (Ap.miotomointikoU: 041150049) kat dlamioteupévn yia aplbpo eEetdoswy
pe ELOTENISO 15189:2012 (Ap. Miototmountikou: 822)


https://search.clinicalgenome.org/kb/genes?page=1&size=25&search=MT-TL1%20%20%20%20
https://hpo.jax.org/app/browse/search?q=MT-TL1&navFilter=all%20%20%20%20
https://www.ncbi.nlm.nih.gov/clinvar?term=%20%20%20%20
https://www.mitomap.org/mitomaster/view_details.cgi?refp=snvs&query_id=1974712&run_id=1900248&key=1739351491121&submitnew=1
https://www.ncbi.nlm.nih.gov/snp/rs199474657
https://www.ncbi.nlm.nih.gov/pubmed/?term=29560378
https://www.ncbi.nlm.nih.gov/pubmed/?term=36276941,%202102678,%2023900320,%2024375076,%2029560378,%2022249460,%2032439810,%2022403016
https://www.ncbi.nlm.nih.gov/pubmed/?term=36276941,%202102678,%2023900320,%2024375076,%2029560378,%2022249460,%2032439810,%2022403016
https://www.mitomap.org/allelesearch.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/9589
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H avdAuon mou mpayuatomnolnonke otov e€stalduevo eviomnioe thv aboyovo mapaiiayr m.3243A>G oto yovidio MT-
TL1, oe eninedo etepomhacpiog 13% oTO aipa KAl OTO OTOMATIKO emixplopa. To cuykekpluévo glpnua mbavweg e€nyel to
dawvoétumo Tou e€eTOlOEVOU. ZUCTAVETAL YEVETIKI CUMBOUAN yla TNV KOAUTEPN EMEENYNON TOU ATMOTEAEGLATOG KAl YOVISLOKOG
€\eyxog otnv adepodr Tou e€eTalOeVOU. TO CUYKEKPLUEVO EUPN LA TTOU aviXveLBnKe oto pitoxovSplakd DNA kAnpovoueital povo
and TNV UNTPLKNA TAEUPQ, EVW uTtApxel TBavotnta va eivat kat de novo. Evag avépag (mpooBePAnuévog f un) pe pia maboyovo
napaAlayn tou mtDNA mou mpokaAel pitoxovplakr madnon Sev unopel va LeTadwaoel TV mapallayn o€ Kaveva amd To matdLa
ToU.

To yovidlo MT-TL1 kwbikorolel to pitoxovdplako tRNA Asukivn 1 (UUA/G), to omoio mpooBétel to apvoll Asukivn otnv
au€avopevn molumentidiky oAucida Twv umopovadwv mou kwdilkomotouvtal and to MtDNA katd tn petddpacn. Ito
OUYKEKPLUEVO YOVISLO avixveUovtal apKetég maboyoveg mopaAlayEg mou oxetilovtal pe to clvdpouo MELAS, to cuvSpopo
MERFF, to cUvSpopo Kearns Sayre, Leigh cuv6popo, urnteptpodiki puokapdlondbeia pe avwpalieg otoug vedpolg kal GAAeg MT-
TL1 ptoxovdplakeg madnoelg (PMID: 17130166, 27014580, 26258512)
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AnoteAéopata anod tThv avadAuon yovidiwv rou n mabnon odpeiletal oe enékTaong EMAVOUAAUBAVOUEVWV

VOUKA£OTLOKWV aAAnAouxLwv

. . . . . . NoukAgotdikr | AplOpog emavarpewv naBovéyoc Tpémog
Noofjpata mou ogpeiloviat G€ EMEKTACELS VOUKAEOTSIKWY AAANAOUX LWV Fovidio . ) . apOpog .
gmavaAnyn ota 800 aAAnAdpopda eravalibewy KAnpovéunong
Amyotrophic lateral sclerosis (ALS) NIPA1 GCG 8/3 211 AD
Amyotrophic lateral sclerosis and/or familial frontotemporal dementia (ALS) C9orf72 GGGGCC 2/6 >30 AD
Cerebellar ataxia, neuropathy, and vestibular areflexia syndrome (CANVAS) RFC1 AAGGG / ACAGG 20/20 2400 AR
Congenital central hypoventilation syndrome (CCHS) PHOX2B GCN 20/20 225 AD
Dentatorubro-pallidoluysian atrophy (DRPLA) ATN1 CAG 19/20 249 AD
Epilepsy, progressive myoclonic 1A (Unverricht and Lundborg) CSTB CCCCGCCCCGCG 2/3 260 AR
Fragile X syndrome (FXS) FMR1 CGG 9/9 2201 XLD
Fragile X-associated tremor/ataxia syndrome (FXTAS) FMR1 CGG 11 55-200 XLD
Friedreich ataxia (FRDA) FXN GAA 2/2 =70 AR
Global developmental delay, progressive ataxia, and elevated glutamine (GDPAG GLS GCA 15/16 >680 AR
Huntington disease-like 2 (HDL2) JPH3 cTG 13/14 241 AD
Huntington's disease (HD) HTT CAG 18/19 D::eci,::::;e AD
Intellectual developmental disorder, FRA12A type (MRFRA12A) DIP2B CGG 7/17 2273 AD
Intellectual developmental disorder, FRAXE type (FRAXE) AFF2 CCG > 2200 XLR
Jacobsen syndrome (JBS) CBL CCG 11/12 2100 AD
Muscle-type NIID or Oculopharyngeal muscular dystrophy (OPDM) NOTCH2NL GGC 7/10 >200 AD
Myotonic dystrophy type 1 (DM1) DMPK CTG 5/21 =50 AD
Mpyotonic dystrophy type 2 (DM2) CNBP CCTG 15/15 >55 AD
Neuronal intranuclear inclusion disease (NI1D) NOTCH2NL GGC 7/10 =90 AD
Oculopharyngeal muscular dystrophy (OPMD) PABPN1 GCN 6/6 >8 AD
Oculopharyngodistal myopathy 2 (OPDM2) GIPC1 GGC 10/11 >73 AD
Spinal and bulbar muscular atrophy of Kennedy (SBMA) AR CAG 25 >38 XLR
Spinocerebellar ataxia 1 (SCA1) ATXN1 CAG 30/31 >39 AD
Spinocerebellar ataxia 10 (SCA10) ATXN10 ATTCT 12/12 >800 AD
Spinocerebellar ataxia 12 (SCA12) PPP2R2B GCT 9/10 >51 AD
Spinocerebellar ataxia 17 (SCA17) TBP CAG 35/36 >43 AD
Spinocerebellar ataxia 2 (SCA2) ATXN2 CAG 22/23 >35 AD
Spinocerebellar ataxia 3 (SCA3) ATXN3 CAG 18/25 >61 AD
Spinocerebellar ataxia 36 (SCA36) NOP56 GGCCTG 9/9 >30 AD
Spinocerebellar ataxia 6 (SCA6) CACNA1A CAG 7/13 >20 AD
Spinocerebellar ataxia 7 (SCA7) ATXN7 CAG 10/10 >36 AD
Spinocerebellar ataxia 8 (SCA8) ATXN8OS CTG 15/17 >74 AD
Tremor, hereditary essential, 6 (ETM6) /Oculopharyngodistal myopathy 3 NOTCH2NL GGC 7/10 260 AD
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*Inueiwon:
e Jemepimtwon avixveuong maboloyikng eméktaong voukAeoTidiwv cuviotatal n eniBeBalwon pe eVOANAKTIKNA
pebodoloyia.

MeBodoloyia

‘Eywve amopovwon yevwpikol DNA kat mpoetowpacio BLBAL0ONKNG and to e€etalopevo Seiypa. Mpaypotonotbnke
avaAuon oAokAnpou tou yovidiwpatog (Whole Genome Sequencing, WGS) xpnotpomnotwvtag to MGlEasy Fast PCR-Free FS kit
(MGI Tech Co.). H aA\nAoUxnon mpayuatonotidnke pe tv mAatdpoéppa MGl DNBSEQ-T7. H BlomAnpodopikr) avaluon Kot
epunveia twv dedopévwv mpaypatomnolitnke péow tng mAatdopuag Breakthrough Genomics VG PLUS ver3.0.8, pe avtiotoixion
otnv aAAnAouyia avadopdg GRCh38. To péoo Babog kaAupng ftav >30X. H mapoucia peydhwyv yevwuilkwv avadlatagewyv (CNVs)
eAéyxOnke uTtoAOYLOTIKA HEOw TNG TTAatdOpuag Breakthrough Genomics VG PLUS ver3.0.8.

Juudwva pe ta Sabéowa kKAwika Ssdougva Kal tov avodepousvo datvotuno tou ocBsvolg, akoloubnbnke mpoogyylon

avaluong kabodnyolpevn anod tov patvotumo (phenotype-driven analysis).

- Eywe emhoyn twv yovidiwv mou meplypadovral ot Baoelg dedopévwv OMIM kat HPO wg yovidia mou oyetiovral pe to
dawvotumo tou acBevoug.

- H katnyoplomoinon twv eupnudtwy £ylve pe Baon ta kpttnpa ACMG kat AMP (PMID: 25741868).

- AkoAoUBnoe avaluon twv mapalaywyv pe emBAaBEC anotédeopa (LeTtatomniong mAatoiouv avayvwaongc, dnpoupyiag Kwdikoviou
TEPUATIOUOU, TAPAVONMATIKEG, AAAQYN G LATIOMATOG KATT) KaBwG Kal Twv de novo mapaAlaywv.

- Avadépovtatl ol maparlayEg mou Bewpolvtal maboyodveg, mbBavwg maboyoveg 1 adleukpiviotng KAWVIKAG onpaciag (VUS) kat
elvat cuvadeig pe Tov pawvotumno.

-H avaAuon eméktaong VOUKAeoTOIKwY emavaAPewy yLve Ue T xprion Tou ExpansionHunter Denovo (PMID: 32345345).

- 'O\a ta KAWVIKA onuavTika eupnuata emiBeBalwbnkav pe aAAnAouyxnon Sanger, GMOU NTaAV TEXVLKA EPLKTO.

ZYZTAZEIZ
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1) ZuvioTdTal YEVETIKH CUUBOUAEUTIKNA, TIPOKELEVOU va culnTnNBoUV oL ETIMTWOELG TNG o poloag eEETAONG KAL N eppnveia
NG 0To TAALOLO TNG CUVOALKAG KAWVIKNG afloAdynong Tou acBevolg Kol TOU OLKOYEVELAKOU LOTOPLKOU.

2) Zuviotatal emava&loAoynon twv dedopévwy o€ eTrola Baon r Omote mpokUPouv véa KAWVIKA 1 BLBAloypadikd dedopéva,
Sedopévou OtL N Tagvounon f n eppnveia pag maparlayng pnopet va aAAGgeL pe tnv mdpodo tou xpovou.

3) Eddoov éxel TautomnolnBel maboyovog N mibavwg maboyovog mapaAhayr], CUCTHVETAL OTOXEUUEVOG YEVETIKOG EAEYXOG
ota PEAN TNG olkoyévelag, epooov KplBel amapaitnto, yla ThV avayvwplon aTopwyY ou SLatpéXouv auénpuévo Kivéuvo
eudAaviong tng vOoou 1 yia AOYou¢ avamopoywyLlkou TpoypapatiopuoU.

4) O Bepdanwv Latpog KaAsital va aflohoynoel tnv avaykn mepaltépw Stepelivnong N AAUNg pétpwv mpdAndng Kot

Slaxeiplong kwduvou.

*Inueiwon:

o  KdaBe poplakn avaluon €xXEL pLa EOWTEPLKA TILOAVOTNTA TEXVIKOU OPAALATOG TTOU eKTLUATAL TIEPUMOU oto 0,5-1%, Aoyw
OTIAVLWY HOPLOKWYV YEYOVOTWV I TIAPOYOVTWY TIOU OXETIOVTAL LLE TNV TPOETOLAcia KAl aAVAAUON TwV SELYLATWV.

e  EKTOG av avadEpetal SladopeTIKA, OL TTIEPLOXEG OTOXOL TTOU gUMAOUTI{OVTAL O AUTAV TNV €€€Tacn TepAapBavouv OAeg
TIC KWOIKEC TEPLOXEC Twv yoviblwv Kat 15 bp amd TG Tapakellevel €0WVIKEG oKoAoUBleC eKATEPWOEV.
Qg ek TOUTOU, N HEB0SOG bev aviyvelel mapaAAayeg BabLld oe e0wVLa, 0 PUBULOTIKEG TIEPLOXEG (EVIOXUTEC, UTTOKLVNTEG),
1 o€ un KwdikomolnTika RNA.

e Me tn ouykekpluévn peBodoloyia emiTtuyxaveTal svolobnoila Kal el8kOTNTA >99% yla TNV AVIXVEUCN ONUELAKWY
vouKAeoTSIKWY oM aywv (SNVs) kat pikpwv evBéoswv/amarotdwv (INDELs) kaBwg kat ubnAr euatsBnoia (>90%) yio thv
avixveuon peydAwv yeVwULKwy avadtatagewv (CNVs) péow umoAoyLoTKwY aAyopiBuwv.

e Ta amoteAéopata CNV mou mpokUmtouv amd tnv KGAuyn tng aAAnAolxnong Ba MpEMeL va epUnVEVOVTOL E TIPOCOXN Kal va
enBePatwvovral pe avefaptntn pebodoloyia. EmumAéov, AOyw TeEXVOAOYLKWY TIEPLOPLOWY, OPLOUEVEG TIEPLOXEG EVOEXETAL ELTE VAL NV
KaAUTTovTal kaBolou eite va mapouctalouv XaunAry KGAuyn, omote oL yeveTlkéG mapaAlayEég v pumopolv va avixveuBbouv pe
BeBardtnTa.

e Houykekplpuévn nebodoloyia gv avixvelel SOULKEG AAAYEC OTIWE LETABETELG Kol LOOTUYLOUEVES avadlatdéels. EmumAov, ev pumopel
VoL QVIXVEUOEL LWOoAIKLOMO XapnAou erumédou (kdAudn <25%).

e H avaluon meplhapPavel emiong To pitoxovoplako yovidiwpa (mtDNA), yla tnv aviyveuon onuelakwy mapailaywy.
Q0T000, To MTOC0OTO eTEpONMAACUiAG Urtopel va SladEpel oNUAVTIKA LETAED LOTWY, CUVEMWG ULa taBoyovog mapaliayr
TIOU UTTAPXEL O€ LOTOUC OTWG TO MUIKO 1 TO VEUPLKO cUOTNHA EVOEXETOL VO NV aVIXVEUBEL oTo TEPLDEPLKO ailpa Kat va
XPELOOTEL EVOAAAKTIKO UALKO.

e Je meplmtwon aviyveuong moBoAOyIKNG EMEKTAONG VOUKAEOTISIwWV ouviotdatol n emPeBaiwon Pe eVAANAKTIKN

pebodoloyia. H avadAuon oAdkAnpou yovidiwpatog (Whole Genome Sequencing) mapouotdlel evatobnoia 97,3% (95%
YToyeypappEVO NAEKTPOVIKA aTtd -
-NMwpyog NaclovAag, PhD Moplakdg BloAdyog, Emiotnuovikog Ateubuvtng, AMKA:26025301255
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Cl: 94,2-99,0) kat edikdétnTa 99,6% (95% Cl: 99,1-99,9) yla TV AVIXVEUCH EMEKTACEWV VOUKAEOTIOIKWVY emtavainPewv
(PMID: 35182509), xpnotpomnowwvtag to ExpansionHunter Denovo (PMID: 32345345).

e H aA\nAoUxnon emopevng yevidg (Next Generation Sequencing) kot n BlomAnpodopikr Lag avaAuon UELWVOUV GNUAVTLKA T cupBOAR
Peudoyovidiwv i AAMwv alnlouxiwv pe uPnAd Babud opoloyiag. QoTOCO, EVOEXETAL TTEPLOTOCLOKA QUTEG va EMNPEAlOUV TNV
TEXVLKA LKOVOTNTA TNC avaAuong va avixvel oet taboyoveg apoAayEcg, TOoo otnv aAAnAouxnon 660 Kat oTi¢ avaAUoELS avixveuong

eMelpewv/Suthaclacuwv.

FNQz:IAPI ZYNTOMOIPADIQN KAI OPQN

e AD = AUTOOWWMLKOG ETUKPATNG TUTIOG KAnpovounong (Autosomal Dominant)

e AR = AUTOOWLKOG UTIOAELTIOEVOC TUTTOC KAnpovounong (Autosomal Recessive)
e HEM = Huwuywrtia (Hemizygous)

e HET = Etepoluywrtia (Heterozygous)

e HOM = Opoluywtia (Homozygous)

e gnomAD = Genome Aggregation Database, Bdon mAnBucutokwv dsdopévwy (>138.000 atouwv)
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MAnpodopieg yia euppata nov avadEpovial oTo AnNoTtEAEcHA

Ka&Be dtopo pEpel aANayEC OTO YEVWULKO UALKO TOU, OL TIEPLOCOTEPEG ATIO TIC OToieg SV AUEAVOUV ToV Kivouvo vooou. OL YEVETIKES
QUTEG opoAAayEG Tou cUpdwva pe tn BlomAnpodoptk avaAuon kat ta kptthpla ACMG kot AMP Bswpoulvtal pun naboydveg
(benign) kat mBava un nmaboyoveg (likely benign) dev avadépovtal kabwg elval tekunplwpévo otL mbavwg dev mpoodidouv
auénuévo kivéuvo vooou Kal katd cuvémela dev Sladopomoleital n Latpikn Slaxeiplon mépa and tnv evbebelypévn Baocel
OLKOYEVELOKOU KOL TIPOCWTILKOU LOTOPLKOU. TNV mapoloa €kBeon avadépovial Povo Ta EUPHMATA TTOU OXETL(OVTAL LE TOV
avadepopevo pavotuno tou acbevolg kat ta omnoia éxouv tafvounbei, cuudwva pe ta kpurripta ACMG/AMP (2015) kot Tig
erukatporotjoelg ClinGen (2021), wg maBoyodva (pathogenic), mBavwe naboyova (likely pathogenic). Eupnuota adleukpiviotng
KAWKA¢ onpaoiag (VUS) divovtal og yovidia mibavwg cuoxetildpeva pe To ¢alvoTumo ta omoio evoéxetal va tpokaAolv aAAayn)
0TN AELTOUPYIKOTNTA TG TIPWTEIVNG (damaging) Omwe MPOKUTTEL artd TNV MAELOVOTNTO TWV UTTOAOYLOTIKWY aAyoptBuwv (REVEL kat
MetalR) . Eupripata adleukpiviotng KAWVLKAG ONUACIAC OE AUTOOWLKA UTIOAELTIOUEVO Voo pata Sev avadEpovtal, EKTOG KOl av
ouvaviyvelovtat pe dMo glpnua (raboyovo, mbavwg raboyovo 1 VUS oto i81o yovidlo). EmutAéov, Ta Sgutepoyevr eupruota
(secondary findings) avadépovtal pévo eav o e€etalopevog ExeL eTUAEEEL va evnepWBEL yla autd cUpdwva Pe TIg odnyieg ACMG
SFv3.1(2022) (PMID: 35802134).
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Frevealoywko Aévtpo EEetalopuevou

Inueiwon: Ol mAnpodopieg mov avaypadovial oto yevealoylko §€vépo mpoépxovral and avadopég Tou eEeTAlOMEVOU Kal OXL Ao

LaTPLKA Sedopéva
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