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Whole Exome analysis (WES) by Next Generation Sequencing

AmnoteAéopata TOU OXETL{OVTOL E TNV OLTLOL TIOLP OLTTO TN G
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NM_001032221.6:c.1652G>A,
TXBP1 n E
sHEEEE OO SRS wporuyerla
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MAnpodopieg yia ta guprpata

STXBP1, E§€wvio 18, NM_001032221.6:¢c.1652G>A, p.(Arg551His) ClinGen HPO ClinVar

MpoKeLTaL yla pia onpelakn aloyn n omnoia avtikadOlotd tnv apywivn pe otidivn oto Kwdikovio 551 tng mpwteivng
STXBP1 p.(Arg551His). H ouykekplpévn apywivn Bploketal o meploxn TG MPWIEIVNG XWPLG YVWoTr AELTOUPYLKH onUacia evw
UTLAPXEL KPR Puaikoxnukn Stadopd petafl apyvivng kat Lotdivng (Grantham Score: 29). To cuykekpLpévo epnua avadEpeTal

otlg Baoelg mAnBuoplakwy Sedouévwy xwplg ouxvotnta (rs796053374) evw meplypddetal otn PAcn TEPLYEYPOUUEVWY

napaAlaywv tng ClinVar (Variation ID: 566474). H cuyKekpLUEVN YEVETIKN TtapaAAayn €xel avadepBel wg de novo oe MOAAAG
Un  Ouyyevikd  dtopa  peE  STXBPl-oxetlopevn  avamtuflakn Kol emAnmTkh  eykedohomdbela PMID:

35655584,35007884,26865513,23409955). AAyOpLlOUOL EKTIUNONG TNG EMIMTWONG CNUELAKWY HETOANaywV oTnv Asttoupyia Kat

Sopn TNC MPWTEIVNG EKTIHOUV OTL N OCUYKEKPLUEVN allayr evEEXETaL va €xel emimTwon otnv ¢uololoyikr Asttoupyio tng
npwteivng. To ouykekpluévo elpnua dlatapdostl to Katdhowto apywvivng p.(Arg551). ANa suprpata mou Slatapdooouy Tto

OUYKEKPUEVO Katdlowmo meplypadovial w¢ maboyova (PMID: 23409955, 26865513, 27069701). Bdaocsl twv kpltnplwv

KaTnyopLlomoinong twv eupnuatwv ACMG kot AMP (PMID: 25741868) TO GUYKEKPLUEVO EUPNUA EKTILATOL WG TTaBoyovo.

To yovidio STXBP1 Bpioketal otn XpwHoowLkn Teploxr 9934.11 kat kwdikomolel pia mpwteivn mou SecpeveTal otn
ouvtaéivn (syntaxin-binding protein). H mpwteivn autr mailel onuavtikd poAo otnv aneAeuBépwaon Twv veupodlaBLBactwy, LEow
™ puBULONG TG ouvtagivng, plag mpwrteivng unodoxéa mpocdeong otn pepPpdvn (transmembrane attachment protein
receptor). MaBoyoveg/mBavwg maboyoveg mapaloyéc oto STXBP1 €XOouv GOUCXETIOTEL HE TNV TALSLKA  ETUANTITIKN
eykedpadondBela tumou 4 (infantile epileptic encephalopathy-4, EIEE4), yvwot) kat w¢ ocUvdpopo Ohtahara. O tpodmog
KAnpovounong sival AUTOOWHLKOG ETILKPATAG Kal TPOKELTaL yla de novo mopolayéG. H ektiuwpevn eninmtwon tng STXBP1-
eruAnmTikng eykedpalomnaBelag (STXBP1-RD) sival mepimou 1:30.000. Mpoodateg peAéteg aveédelfav to STXBP1 we éva amd ta
TEVTE OUXVOTEPA yovidla ToUu €UTAEKOVTAL OTI ETUANTITIKEG eykedpalomabelec. H STXBP1 eykepalomdabela pe emAnyia
XOpOKTNPIETAL amd TPWLUN €vapén avamtuélakng KaBuotépnong, VONTIKA UCTEPNON | YVWOTIKA SUoAslToupyla, KabBwe Kat
emAnyia. H péon nAkia évapéng twv kpioswv eival €€L eBEopadeg (€Vpog: 1 Nuépa €wg 13 £tn). OL TUTOL ETUANTITIKWY KPLOEWV
Tou Tapatnpouvtal meplappavouv: Bpedikol¢ omacpols, [eVIKEUMEVEG TOVIKOKAOVIKEG, KAOVIKEC N TOVIKEG KPLOELG,
MUOKAOVLKEC, OTOVLKEC, adALPECELG KOL EOTLAKEG KPLOEL. AAAQL vEUPOAOYLKA guprpaTa TepAaUBAvVOUV: ALOTAPAXEC TOU HUTKOU
TOVOU, KLVNTIKEG Slatapaxég (blaitepa atatia kot duotovia), cupumepldoplkeg SlatapayxeC Kol XapaKTNPLOTKA dlatapayng
auTloTikoU ¢aopatog. EmutAéov, elvol ouxvéG ol SUCKOALEG OTn OLTLON, YEYOVOC TIOU UIOPEL va amoltrosl e€elSIKEVUEVN
Statpodikn urtootrpLén. H Beparmeia twv aoBevwv epAapBAveL T xopriynon aviltemAnmtikwy ¢apudakwyv (ASMs) yla tov éAeyxo
TWV Kploewv. Qotoo0, To 25% Twv acBevwy gV avTamokpiveTal EMapkwe otn GappakeuTikn aywyr (PMID: 18469812, 38898886,
39456768, 32643187).
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https://search.clinicalgenome.org/kb/genes?page=1&size=25&search=STXBP1%20%20%20%20
https://hpo.jax.org/app/browse/search?q=STXBP1&navFilter=all%20%20%20%20
https://www.ncbi.nlm.nih.gov/clinvar?term=(NM_001032221.6%5bVariant%20name%5d)%20AND%20c.1652G%3eA%5bVariant%20name%5d%20%20%20%20
https://www.ncbi.nlm.nih.gov/clinvar/variation/566474
https://www.ncbi.nlm.nih.gov/pubmed/?term=35655584,35007884,26865513,23409955
https://www.ncbi.nlm.nih.gov/pubmed/?term=35655584,35007884,26865513,23409955
https://www.ncbi.nlm.nih.gov/pubmed/?term=23409955,%2026865513,%2027069701
https://www.ncbi.nlm.nih.gov/pubmed/?term=25741868
https://www.ncbi.nlm.nih.gov/pubmed/?term=18469812,%2038898886,%2039456768,%2032643187
https://www.ncbi.nlm.nih.gov/pubmed/?term=18469812,%2038898886,%2039456768,%2032643187
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* Katomw ocuvaiveonc tou eéetalopgvou, duvatal va tpaypatomolnfei avadopd eupnuatwy ou adopolV Ta 84 KAWVIKA
onuaviika yovidla cupdwva pe tig odnyiegc ACMG.

ErunAéov euprpata (secondary findings) og KAwvikd onpavtikd yovidia (ue Baon tig 06nyie¢c ACMG_SF_V3.3)

Mapakdtw avadpépovtal eupnuata ota 84 yovidia mou opilovial wG KAWIKA ONnpavIKA amo Tig Olebvelg obnyieg

(https://www.ncbi.nlm.nih.gov/clinvar/docs/acmg/) kat ota omoia, Ta EUPUATA TPOTEIVETAL Vo avadEpovTal, avedptnta ano

™V attio mopamounic.

AEN avixveuOnkav Madoyova/Mbavwg Madoyova supnuata.

Mivakag 2: Movidia mou avaAlOnkav ywa smunAgov/dsutepoyevh eupnpata (secondary findings) o KAWVIKA onpavtika
yovidia.

ABCD1 ACVRL1 ACTA2 ACTC1 APC APOB ATP7B* BAG3 BMPRIA
BRCA1 BRCA2 BTD* CACNA1S | CALM1 CALM2 CALM3 CASQ2 COL3A1
CYP27A1* | DES DSC2 DSG2 DspP ENG FBN1 FLNC GAA*
GLA HFE** HNF1A KCNH2 KCNQ1 LDLR LVINA MAX MEN1
MLH1 MSH2 MSH6 MUTYH* MYBPC3 MYH11 MYH7 MYL2 MYL3
NF2 oTC PALB2 PCSK9 PMS2 PKP2 PLN PRKAG2 PTEN
RB1 RBM20 RET RPE65* RYR1 RYR2 SCN5A SDHAF2 SDHB
SDHC SDHD SMAD3 SMAD4 STK11 TGFBR1 TGFBR2 TMEM127 | TMEMA43
TNNC1 TNNI3 TNNT2 TP53 TPM1 TRDN TSC1 75¢C2 TTN

TTR VHL WrT1

*oe nepintwon 2 nadoyovwv/midavwe nadoyovwy rapaldaywv o opoluywtio/SumAn etepoluywtia
**L16vo otnv nepintwon ouoluywrtiag HFE p.Cys282Tyr

YToyeypappEVO NAEKTPOVIKA ATtO LR,
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MeBodoloyia

‘Eywve amopovwon yevwuitkol DNA amd 1o e€etalopevo Seiypa. To DNA avaAiBOnke pe péBodo epmAoutiopol Twv
TMEPLOXWY OTOXWV (exome capture) mou meplappavouv efwvia Kol TOPOKEIUEVES LVTPOVIKEG TIEPLOXEG TOU owvBpwrtivou
yoviSiwparog (21.285 yovidia) , xpnotpomnotwvtag to Twist Human Core Exome EF Multiplex Complete kit (Twist Bioscience). H
aAAnAoUxnon Twv EUMAOUTIOUEVWY OTOXWV TtpayUatomnol)Onke pe tnv mhatdoppa MGl DNBSEQ-T7. H BlomAnpodoptkn avaluaon
KOl epunveia twv dedopévwy paypatonotndnke péow tg mAatdoppag Breakthrough Genomics VG PLUS ver3.0.8, e cUykpLon
otnv aAAnlouxia avadopdg GRCh37/hgl9. To péoo Babog KAAUYPNE ATAV ...X HE ....% TWV oTOXWV va £xel aAnAouxnBei o Babog
peyoAUTepo 1 oo amd 20X. H mapousia LeyGAwY YEVWULKWV avadLatafewyv eAEYXONKeE UTIOAOYLOTIKA LLE TN XPHion TNG MAATdOpHaG
Breakthrough Genomics VG PLUS ver3.0.8.

Suudbwva pe ta Stobowa KAWIKG Ssdougva Kol tov avodepousvo dawvotuno tou aocBesvolg, akolouBbnbnke mpoogyylon

avdluong ka®odnyoluevn and tov patvotumo (phenotype-driven analysis).

- Eywve emhoyn twv yovidiwv mou meplypadovtal ot Baoelg Sedopévwv OMIM kat HPO wg yovidia mou oxetiovral pe to
dawvotumo tou acBevoug.

- H katnyoplomoinon Twv eupnuatwy £yve pe Baon ta kpttnpla ACMG kat AMP (PMID: 25741868).

- AkoAoUBnoe avaiuon twv mapallaywyv pe emPAABEC amoTéAeopa (LeTATOMIONG MAALolou avayvwaong, dnpoupyiag Kwdikoviou
TEPUATIOUOU, TAPAVONATIKEG, AAAQYN G LATIOMATOG KATT) KaBwG Kal Twv de novo apaAlaywv.

- Avadépovtatl ol maparlayEg mou Bewpolvtal maboyodveg, mbBavwg maboyoveg 1 adleukpiviotng KAWVIKAG onpaciag (VUS) kat
eivat cuvadeic pe tov pavotumo.

- 'O\a ta KAWVIKA onpavtikd suprpata emBefatwdnkav pe aAAnAouxnaon Sanger, 6TOU ATAV TEXVIKA EPIKTO.

2YZTAZEIZ

1) ZuvLoTATAL YEVETIKH CUUBOUAEUTIKN, TIPOKELEVOU va culnTNBOUV OL ETIUTTWOELG TNG apoloag EEETAONG KAL N Eppnveia
NG 0To TAALOLO TNG GUVOALKAG KALWVIKNG a€LloAOYNong Tou acBevolG Kol TOU OLKOYEVELAKOU LOTOPLKOU.

2) Zuviotatat emavalohoynon twv dedopévwy oe etrota Bacn f onote npokUPouv véa KAWVIKA N BLBALoypadka Sedopéva,
Sebopévou OTL n taglvounon A n epunveia pLog mapaAAayng unopet va aAAGEeL pe tnv mapodo tou xpovou.

3) Edodoov £xel tavtonownBei maboyovog 1 mbavwg maboyovog mapallayr), CUCTAVETOL OTOXEUMEVOC YEVETIKOG EAEYXOG
oTa HEAN TNG OLKOYEVELOG, EPOOOV KPLBEL amapaitnTo, yla TNV avayvwpeLon atouwv ou dlatpexouv auvénuévo kivbuvo
€UdAVLONG TNG VOCOU 1 yla AOYOUG avamopoywyLlkol POy paLaTIopoU.

4) O Bepanwv ATPOG KaAeital va afloloyrioel TV avaykn mepattépw Slepebvnong n ANPNG HETPpWV TPOANYING Kat

Stayxeiplong kwvduvou.

YToyeypappEVO NAEKTPOVIKA ATtO LR,

-NMwpyog NaclovAag, PhD Moplakdg BloAdyog, Emiotnuovikog Ateubuvtng, AMKA:26025301255
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pe ELOTENISO 15189:2012 (Ap. Miototmountikou: 822)
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*Inueiwon:

e KdaBe poplakr avaluon €XeL LA ECWTEPLKN TLOAVOTNTA TEXVIKOU OAANATOG TOU eKTLpATOL Ttepimou oto 0,5-1%, Aoyw omaviwv
LOPLAKWY YEYOVOTWY f TApayOVIWVY TTOU OXETI{OVTAL LE TNV TPOETOLUACLA KAl AVAAUGH TWV SELYUATWV.

e EKTOG av avadEépeTal SLadOopETIKA, OL TIEPLOXEG OTOXOL TTIOU EUMAOUTIIOVTAL OE QUTHV TV €€€Taon MepAapBavouv OAEG TLG KWOLKEG
TLEPLOXEG Twv yoviSiwv Kot 15 bp anod TG TP AKELUEVEC E0WVLKEC akoAouBieg eKOTEPWOEV.
Q¢ ek touTtou, N KEBoSog Sev aviyvelel mapaAayég BabLd o E0WVLA, OE PUBULOTIKEG TIEPLOXEG (EVIOXUTEG, UTIOKLVNTEG), N OE MN
Kw&LKoToLtNTIk& RNA.

e Me tn ouykekpLuévn peBodoloyia emttuyxdvetal evatodnoia kat eldlkoTnTa >99% yla TNV AVIXVEUCN ONUELAKWY VOUKAEOTLOLKWY
aAaywv (SNVs) kat pikpwv evBéoewv/amalotpwy (INDELs), kabwg kat uPpnAi svalcbnoia (>90%) ylwa tnv aviyveuon HeyGAwv
yevwuLkwv avadlataéewv (CNVs) puéow umoAoyLloTikwy aAyopiBuwy.

e Ta amoteAéopata CNV mou mpokUmtouv amod thv kdAupn tng aAlnlouxnong Ba mpémel va gppnvelovtal UE TPOCOXN Kol va
eruBepatwvovtal pe aveéaptntn pebodoloyia. EmumAéov, AOyw TEXVOAOYLIKWY TIEPLOPLOLWY, OPLOUEVES TIEPLOXEG EVEEXETAL ELTE VAL NV
kaAUmtovtal kaBolou eite va mapouotdlouv XaunAn kaAudn, omdte oL yevetikég mapaldayeg Sev pmopolv va avixveuBolv e
BeBatotnta.

e H ouykekplpuévn pebBodoloyia Sev aviyvelel SOULKEG OANQYEG OMWG METOOL0ELS, LOOTUYLOUEVEG aVASLATALELG KOl ETMEKTAOCELG
voukAeoTlSikwv enavaAnPewv (nucleotide repeat expansions) o€ yovidia mou oxetiovtal pe avtiotolya voorpata. EmutAéov, dev
Umopel va aviyveUoeL Lwoaiklopd xapunAol emutédou (kaAupn <25%).

e H aM\nlouxnon emopevng yeviag (Next Generation Sequencing) kat n BlomAnpodopLkn Log avaAucn HELWVOUV ONAVTLKA TN GUBOANR
Peuboyovibiwv i dAAwv aAnAouxlwv pe vPnAo Babuod opoloyiag. QotoOco, eVEEXETAL TTEPLOTACLAKA QUTEG va EMNPEAIOUV TNV
TEXVLKA LKOVOTNTA TNG avAAuonG va avixvel oeL taBoyoveg mapoAayEg, T0oo otnv aAAnAouxnon 600 Kal TG AVOAUCELG QVIXVEUONG

eMelpewv/Suthaclacpwv.

TAQZZAPI ZYNTOMOIPA®DION KAI OPON

e  AD = AUTOOWMLKOG ETIKPATAC TUTIOG KAnpovounong (Autosomal Dominant)

e AR = AUTOOWLKOG UTIOAELTIOEVOCG TUTTOC KAnpovounong (Autosomal Recessive)
e HEM = Huwuywtia (Hemizygous)

e  HET = Etepoluywrtia (Heterozygous)

e HOM = Opoluywtia (Homozygous)

e gnomAD = Genome Aggregation Database, fdon mAnBuoutlakwv dedopévwy (>138.000 atouwv)

YToyeypappEVO NAEKTPOVIKA ATtO LR

-NMwpyog NaclovAag, PhD Moplakdg BloAdyog, Emiotnuovikog Ateubuvtng, AMKA:26025301255
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pe ELOTENISO 15189:2012 (Ap. Miototmountikou: 822)
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MAnpodopieg yia euprpata nov avadEpovial oTo ANoTEAECHA

KaBe dtopo dpEpel aANOYEC OTO YEVWULKO UALKO TOU, OL TIEPLOGOTEPECG ATIO TLG OTIOLEG SEV AUEAVOUV TOV KIVOUVO VOGOU. OL YEVETIKEG
QUTEG mopoAAayéG Tou cUpdwva pe Tn BlomAnpodoptk avaAucn kat ta kptthpla ACMG kot AMP Bswpoulvtal pun maboydveg
(benign) kat mBava un nmaboyoveg (likely benign) dev avadépovtal kabwe gival tekpunplwpévo otL mbavwe dev mpoodidouv
auénuévo kivbuvo vooou Kal Katd cuvémela dev Sladoporoleital n Latpikn Slaxeiplon mépa amnd tnv evbebelypévn Baoel
OLKOYEVELOKOU KOl TIPOOWTILKOU LOTOPLKOU. Stnv mapoloa £kBeon avadépovtal Povo Ta EUPHUATA TTOU OXETI(oVTal PE TOV
avadepopevo pavotuno tou acbevolg kat ta omnoia €xouv tafvounbei, cuudwva pe ta kpuripta ACMG/AMP (2015) kot Tig
enukatpomnolnoelg ClinGen (2021), wg maBoyoéva (pathogenic), mBavwg naboyova (likely pathogenic). Eupnuoata adleukpiviotng
KAWKNG onuaotag (VUS) divovtal o yovidia miBavwg cuoxeT{Opeva (e To GaLvOTUTIO Ta oTtola eVOEXETAL va TTPOKAAOUV aAAayn)
0TN AELTOUPYLKOTNTA TNG TPWTEVNG (damaging) Omwg MPOKUTTEL Ao TNV MAELOVOTNTA TWV UTTOAOYLOTIKWY aAyoptBuwy (REVEL kat
MetalR) . Eupripata adleukpivioTng KALWVLKAG ONUACIAC 0E AUTOOWLKA UTIOAELTIOUEVO Voo pata §ev avadEpovtal, EKTOG Kol av
ocuvaviyvelovtat pe dMo glpnua (raboyovo, mbavwg raboyovo 1 VUS oto i8lo yovidlo). EmutAéov, Ta SgUTEPOYEVH EUpRUOTA
(secondary findings) avadépovtal pévo edv o e€etalopevog £XeL eTIAEEEL va evnEPWBEL yla auTd cUpdwva pe Tic odnyieg ACMG
SFv3.1(2022) (PMID: 35802134).

YToyeypappEVO NAEKTPOVIKA ATtO LR,
-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)



EMMIZTEYTIKO >eMida 7 amo 9

I'MyYWES

Genekor latpkr Avwvupun Etapeia | Asewd. Zratwyv 52, 15344, M'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

E&etalopevoc: Barcode : -

Frevealoyko Aévtpo EEeTalopuevou

Inueiwon: Ol mAnpodopieg mou avaypddovial oto yevealoylko §€vépo mpoépxovrat and avadopég Tou eEeTAlOMEVOU Kal OXL Ao

LaTPLKA Sedopéva

YToyeypappéVo NAEKTPOVIKA ATtO eeeeeeens
- Mwpyog NaotovAag, PhD Moplakog BloAoyog, Emiotnpovikog AteuBuvtig, AMKA:26025301255
‘-.J Genekor latpikn A.E. | Muwa etatpeia iiotomotnpévn pe EN 1ISO 9001:2015 (Ap.miotomointikoU: 041150049) kat dlamioteupévn yia aplbpo eEetdoswy
pe ELOT EN ISO 15189:2012 (Ap. Miotomotntikou: 822)



EMMIZTEYTIKO >eMida 8 amo 9

..f! MyUWES

Genekor latpkr Avwvupun Etapeia | Asewd. Zratwyv 52, 15344, M'Epakag, Attikn ,ap. .E.MH.: 0007856001000
email: info@genekor.com, www.genekor.com | TnA. (+30) 210 6032138 Fax. (+30) 210 6032148
Emiotnuovikog AteuBuvtnic: l'ewpylog NaolovAag, PhD

Eéetalopevoc: Barcode : -
BiBAloypadia
1. Richards S, Aziz N, Bale S, Bick D, Das S, Gastier-Foster J, Grody WW, Hegde M, Lyon E, Spector E, Voelkerding K, Rehm HL; ACMG

G

Laboratory Quality Assurance Committee. Standards and guidelines for the interpretation of sequence variants: a joint
consensus recommendation of the American College of Medical Genetics and Genomics and the Association for Molecular
Pathology. Genet Med. 2015 May;17(5):405-24. doi: 10.1038/gim.2015.30. Epub 2015 Mar 5. (PMID: 25741868) PMCID:
PMC4544753.

Harrison SM, Biesecker LG, Rehm HL. Overview of Specifications to the ACMG/AMP Variant Interpretation Guidelines. Curr
Protoc Hum Genet. 2019 Sep;103(1):e93. doi: 10.1002/cphg.93. (PMID: 31479589) PMCID: PMC6885382.

Kalia SS, Adelman K, Bale SJ, Chung WK, Eng C, Evans JP, Herman GE, Hufnagel SB, Klein TE, Korf BR, McKelvey KD, Ormond KE,

Richards CS, Vlangos CN, Watson M, Martin CL, Miller DT. Recommendations for reporting of secondary findings in clinical

exome and genome sequencing, 2016 update (ACMG SF v2.0): a policy statement of the American College of Medical Genetics
and Genomics. Genet Med. 2017 Feb;19(2):249-255. doi: 10.1038/gim.2016.190. Epub 2016 Nov 17. Erratum in: Genet Med. 2017
Apr;19(4):484. PMID: 27854360.

Landrum MJ, Chitipiralla S, Brown GR, Chen C, Gu B, Hart J, Hoffman D, Jang W, Kaur K, Liu C, Lyoshin V, Maddipatla Z, Maiti R,
MitchellJ, O Leary N, Riley GR, ShiW, Zhou G, Schneider V, Maglott D, Holmes JB, Kattman BL. ClinVar: improvements to accessing
data. Nucleic Acids Res. 2020 Jan 8;48(D1):D835-D844. doi: 10.1093/nar/gkz972. (PMID: 31777943) PMCID: PMC6943040.

Kohler S, Gargano M, Matentzoglu N, Carmody LC, Lewis-Smith D, Vasilevsky NA, Danis D, Balagura G, Baynam G, Brower AM,
Callahan TJ, Chute CG, Est JL, Galer PD, Ganesan S, Griese M, Haimel M, Pazmandi J, Hanauer M, Harris NL, Hartnett MJ, Hastreiter
M, Hauck F, He Y, Jeske T, Kearney H, Kindle G, Klein C, Knoflach K, Krause R, Lagorce D, McMurry JA, Miller JA, Munoz-Torres MC,
Peters RL, Rapp CK, Rath AM, Rind SA, Rosenberg AZ, Segal MM, Seidel MG, Smedley D, Talmy T, Thomas Y, Wiafe SA, Xian J, Ylksel
Z, Helbig I, Mungall CJ, Haendel MA, Robinson PN. The Human Phenotype Ontology in 2021. Nucleic Acids Res. 2021 Jan
8;49(D1):D1207-D1217. doi: 10.1093/nar/gkaa1043. (PMID: 33264411) PMCID: PMC7778952.

Rivera-Mufioz EA, Milko LV, Harrison SM, Azzariti DR, Kurtz CL, Lee K, Mester JL, Weaver MA, Currey E, Craigen W, Eng C, Funke B,
Hegde M, Hershberger RE, Mao R, Steiner RD, Vincent LM, Martin CL, Plon SE, Ramos E, Rehm HL, Watson M, Berg JS. ClinGen

Variant Curation Expert Panel experiences and standardized processes for disease and gene-level specification of the

YToyeypappEVO NAEKTPOVIKA ATtO LR,
-NMwpyog NaclovAag, PhD Moplakdg BloAdyog, Emiotnuovikog Ateubuvtng, AMKA:26025301255

pe ELOTENISO 15189:2012 (Ap. Miototmountikou: 822)

Genekor latpikn A.E. | Muwa etatpeia iiotomotnpévn pe EN 1ISO 9001:2015 (Ap.miotomointikoU: 041150049) kat dlamioteupévn yia aplbpo eEetdoswy


https://www.ncbi.nlm.nih.gov/pubmed/?term=25741868
https://www.ncbi.nlm.nih.gov/pubmed/?term=31479589
https://www.ncbi.nlm.nih.gov/pubmed/?term=31777943
https://www.ncbi.nlm.nih.gov/pubmed/?term=33264411

EMMIZTEYTIKO >eMida 9amo 9

I'MyWES

Genekor latpkr Avwvupun Etapeia | Asewd. Zratwyv 52, 15344, M'Epakag, Attikn ,ap. .E.MH.: 0007856001000
email: info@genekor.com, www.genekor.com | TnA. (+30) 210 6032138 Fax. (+30) 210 6032148
Ertlotnuovikog Ateubuvtng: N’ewpylog NactovAag, PhD

E€stalopevoc: Barcode : -

ACMG/AMP guidelines for sequence variant interpretation. Hum Mutat. 2018 Nov;39(11):1614-1622. doi: 10.1002/humu.23645.
(PMID: 30311389) PMCID: PMC6225902.

Miller DT, Lee K, Gordon AS, Amendola LM, Adelman K, Bale SJ, Chung WK, Gollob MH, Harrison SM, Herman GE, Hershberger RE,
Klein TE, McKelvey K, Richards CS, Vlangos CN, Stewart DR, Watson MS, Martin CL; ACMG Secondary Findings Working Group.
Recommendations for reporting of secondary findings in clinical exome and genome sequencing, 2021 update: a policy
statement of the American College of Medical Genetics and Genomics (ACMG). Genet Med. 2021 May 20. doi: 10.1038/s41436-
021-01171-4. Epub ahead of print. (PMID: 34012069)

Miller DT, Lee K, Chung WK, Gordon AS, Herman GE, Klein TE, Stewart DR, Amendola LM, Adelman K, Bale SJ, Gollob MH, Harrison
SM, Hershberger RE, McKelvey K, Richards CS, Vlangos CN, Watson MS, Martin CL; ACMG Secondary Findings Working Group.
ACMG SF v3.0 list for reporting of secondary findings in clinical exome and genome sequencing: a policy statement of the

American College of Medical Genetics and Genomics (ACMG). Genet Med. 2021 May 20. doi: 10.1038/s41436-021-01172-3.
Epub ahead of print. (PMID: 34012068)

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


https://www.ncbi.nlm.nih.gov/pubmed/?term=30311389
https://www.ncbi.nlm.nih.gov/pubmed/?term=34012069
https://www.ncbi.nlm.nih.gov/pubmed/?term=34012068

