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Twin pair 02, TDRD6, p.E1185D
Affected twin
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Sanger sequencing shows absence of the T-to-G transversion





Twin pair 02, FAM84B, p.P298T
Affected
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[bookmark: _GoBack]Sanger sequencing shows absence of the G-to-T transversion
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Dataset PRIDS1G:AID19033:DE1 sTWNUKED100015 +

Browse Reads

Region 6:46650420-46659420 | Transcript ENSTO0000316081

Strand [ Show reads.

AGTTGGGGCTACTTAGTTACAAAGATAGAATAAGAARAAAAGARAGTGAAGTCCTCTGTTCTACAACTGARACTCTTGAAGAAAARAATGAGAATATGAAGTTGCCATGTACAGAGTATTTAAGTAAAT CAGTAGGGTACAAGTTACCTAATARAGAAATTTTGGAAGAGTCATATARACCTCAGATCAR
1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1

MQ 46653330 46659340 46659350 46653360 46659370 46659380 46659330 46653400 46659410 46659420 46659430 46653440 46659450 46659460 46659470 46653480 46659490 46659500 46659510
60 AGTTGGGECTACTTAGTTACAARGATAGAATAAGARAARAAGARAGTGAAGTCCTCTGTTCTACAACTGARACTCTTGAAGAARAARATGAGAATATGARG

60 AGTTACARAGATAGAATAAGAAAAARAGAAAGTGAAGTCCTCTGTTCTACAACTGAAACTCTTGARGARARAAATCAlJAATATCAAGTTGCCATGTACAGA

60 TAAGAAAAARAGAAAGTGAAGTCCTCTGTTCTACAACTGAAACTCTTGARGARARAAATCAAATATCAAGTTGCCATGTACAGAGTATTTAAGTARATCA.

60 taagasaasaagasagtgaagteetergtictacaactgasactcttgaagaasaaaatgagaatatgaagtgccatgtacagagtattaagtasacca

60 aasagtgeagtectotatiotacanctoasactcttgaagasaasaatgagaatatgaagtigocatgtacagagtatttasgtasatcagtagggtace

60 230T0a80TCCTOTgTIoTaCARCTgaRaCtoTtyaagaAARaATgAgRATATgAAgTIOCCATgTACAgAgTATtiaagTaRatcagtagIgTacaagt

60 20TCCToTgTToTacaActgAARCToTToaRgaARasaaRtgagaAtaTgRagtIgeCATgTaCagagTATItARgTAARtCRITAIgITACARgTEACCTE

60 CICTGTTCTACAACTGARACTCTTGAAGAARAARATGAGAATATGARGT TGCCATGTACAGAGTATTTAAGTARAT CAGTAGEGTACAAGTTACCTARTAR.

60 asctotigasgasasaastgalEacatoaagtigCCatgTacagagTATTTaAgTAasTCAgTAGUITACEAgTTACCTAATAasagEaATITLggaagagt

60 gaagaasaazatoagaatatoasgTTgCcaTiTACEgAgTATTTAagtasatoagtagggtacaagiiacetastasagaastiitggasgagtcatatas

60 gaagassaasatoagaatatoasgTTgCcaTiTACEgAgTATTTAAagtasatoagtagggtacaagiiacctastasagaastiitggasgagtcatatas

60 ABGARARAAATGAGAATATGAAGTTGCCATGTACAGAGTATTTARGTAAATCAGTAGGETACAAGT TACCTAATARAGARATTTTGGAAGAGTCATATARA.

60 geasasaatgaffeatacgangtigecatotacagagtattasgtanatcagtagggtacaagttacctaatasagasstttggasgagtoatatasace

) [JAGAATATGAAGTTGCCATGTACAGAGTATTTARGT ARATCAGTAGGG]JACAAGT TACCTAATAAAGARAT TTTGGAAGAGT CATATARACCTCAGATCAR
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Dataset PRIDS1G:AID10034:DEBATWNUKBD100016 » Region G:46050420-46650420  Transcript ENSTO0000316081  Strand 1 [ Show reads

ATAAGAAGTTGGGGCTACTTAGTTACAAAGATAGAATAAGAAARAAAGARAGTGAAGTCCTCTGTTCTACAACTGARACTCTTGAAGAAAAARATGAGARTATGAAGTTGCCATGTACAGAGTATTTAAGTARATCAGTAGGGTACAAGTTACCTAATARAGARATTTTGGAAGAGTCATATARACCTCA

1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1
0 46659330 46659340 46659350 46659360 46653370 46659380 46659390 46659400 46659410 46659420 46659430 46653440 46659450 46659460 46659470 46650480 46659490 46659500 46653510

60 atasgaagttogggctacttagttacaaagatagaataagaaaasaagaaagtgaagtoctctgtictacaactgasactottgaagaaaaaaatgagaat

60 TGUUGCTACTTAGTTacRREgATAgAATARgAARREEANAREgTARgTCOTOtOTCtaCARCtoARACtoTTgRAgARAARRTgATARTAT ARG
60 GGGGECTACTTAGT TACARAGATAGAATARGAARAARAGARAGTGAAGTCCTCTGTTCTACAACT GARACTCT TGAAGAAARAAATGAGAATATGAAGTTGC

60 TAGTTACAAAGATAGAATAAGARARARAGAAAGTGAAGTCOTCTOTTCTACAACTGARACTCTTGAAGARAARRATGAGARTATGAAGTTGCCATGTACA

60 agttacasagacagaacaaganasaaagasagtgaagtootorgTIoTacaactgaRACTOTgaaganaaRaaTIagaRtaATIaAgTTgoCATITaCagE

60 TACAAAGATAGAATAAGARAARRAGARAGTGAAGTCCTCTGTTCTACAACTGARACT CTTGARGARRAARAT GAGAATATGAAGTTGCCATGTACAGAGTA

60 GATAGAATAAGAAAAAAAGAAAGTGAAGTCCTCTGTTCTACAACTGARACTCTTGAAGARARRAATGAGAAT ATGAAGTTGCCATGTACAGAGTATITARG

60 asaaasgansagtgaagTocToTgTtoTaCaactganactoTIgaagaaasaaatIagaRTaTgaRgTIICOATITACAgAgTATTTARgTARATCAGTATY

60 AAGTGAAGTCCTCTGTTCTACAACTGAAACTCTTGAAGARAAARAT GAGAATATGAAGTTGCCATGTACAGAGTATTTAAGTARATCAGT AGGGTACAAGT

60 a0ToARGTOCTOTgTTCTacAACtgRARCToTtgRRgARRRERAgAgAATATIARgEIICCATgTACAgANTATTtARgTaRATCAgTAGETTACRRST

60 GTGAAGTCCTCTGTTCTACAACTGARACTCTTGAAGARARAAATGAGAAT ATGAAGT TGCCATGTACAGAGT ATTTAAGTARATCAGTAGGGTACAAGTTA

60 ggaagteototgttotacanctganactortyasganaaaastgagantatgaagttIcoatgtacagagtatitaagtaaatcagtagggtacaagtta

60 TCCTCTGTTCTACAACTGAAACTCITGARGAARAARATGAGAATAT GAAGTTGCCATGTACAGAGTATTTAAGTARAT CAGTAGGGTACAAGTTACCTART

60 TCTGTTCTACAACTGAAACTCTTGAAGARRAARATGAGAATATGAAGTTGCCATGTACAGAGTATTTAAGTARATCAGTAGGGTACAAGTTACCTARTARR

60 CTGTTCTACAACTGARACTCITGAAGAARRAARTGAGAATATGAAGTTGCCATGTACAGAGTATTTARGTARATCAGT AGGGTACAAGTTACCTARTARAG

60 CrtTgasgaAfasIATAGEATATIRAGTIICCATITACAGRITATIiaAgTaRACATtAGUITACARgtIACCTaATARE0ARATIEEgERATAGECE

60 geasasaatgageatatgasgtigecatotacagagtatttasgtanatcagtagggtacaagttacctaataaagassttttogasgagtoatatasace

0 ARAAATGAGAATATGAAGTTGCCATGTACAGAGTATTTAAGTARATCAGTAGGGTACAAGTTACCTAATARAGAAATTTTGGAAGAGTCATATARACCTCA
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Dataset PRIDSIG:AID]9033:DE1 4TWNUKED100015 ~

Browse Reads

Region 8:127568743-127568743  Transcript ENSTO0000304916

Strand [ Show reads.

GCAGCEGCTECTACTECARACAGTICCCCTICGCAGCTCTECACTCAGCTCECCCATCAGTGTGCCACTGCCTCTCCETCCTCCTCCTCGEAGCTGGGCECAGGEEEECECCCEEEAGECEECETAGTCCGCGCCACGTTGCTGTCGCCCTCCTCCEGCTCCECCGGEETGCAGGTGCETGGCGAGCTC
1 1 1 1 1 1 1 1 1 [ | 1 1 1 1 1 1 1 1 1

Mo 127568650 127568660 127568670 127568680 127568690 127568700 127568710 127568720 127568730 127568740 127568750 127568760 127568770 127568780 127568790 127568800 127568810 127568820 127568830
60 GCAGCGGCTGCTACTGCARACAGTTCCCCTTCGCAGCTCTGCGCTCAGCTCECCCATCAGTGTECCACTGCCTCTCCRTCCTCCTCCTCRGAGCTGEGCEE

60 TTCCCCTTCGCAGCTCTECGCTCAGCTCECCCATCAGTGTECCACTECCTCTCCaTCCTCCTCCTCOGAGCTGEICGCAGGEGGECaCCCEEEARECRECE

60 GCTCTGCECTCAGCTCaCCCATCAGTGTGCCACTGCCTCTCCaTCCTCOTCOTCaEAGCTGRECaCAGEEEGECECCCaEEACECEGCETAGTCCRCGCCA

60 SOTGegeTAgCTEgeooaTteagttIccactgeoToTeegTtootCotooTeggagetIgICaeagIgIIgegeceIggaggegIcytagtocgegceacy

60 CTCAGCTCGCCCATCAGTGTGCCACTGCCTCTCCRTCCTCOTCCTCaRAGCTGRlICGCAGGGEG6CECCCaG6AGECEGCETAGTCCGEGCCACGTIGETS

60 atcagtgtgecactgeCtetecgteoteoteeteggagetyugcycagyuggucyccegggagIcaucytagtecgegecacytietgtegecetetes

60 TCCTCCTCGGAGCTEGGCECAGEEGEGCECCCEEGAGECECaTAGTCCOCECCACETTGCTETCRCCCTCCTCCaGCTCCOCCEGGTECAGGTGCRTGRE

60 S S S

60 cteggagcrooffacasunaucecceaunagIcascqtagtecqegceacaTtactategeCEtoatecqacteogcegagtacagutecataacgaget
60 £CGUAGCTINgCgeagIIgIgeIccCaIgaIgeagegTagTt CogegCeaCEtIgCTgTegeocTeatooggetCogeoggataCagatIcatagcgagete
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Browse Reads

Dataset PRID816:AID10034:DE84TWNUKBD100016 v Region §:127568743-127568743  Transcript ENSTO0000304016  Strand -1 [ Show reads

TECARACAGTICCCCTTCECAGCTCTECGCTCARCTCECCCATCAGTETGCCACTGCCTCTCCETCCTCCTCCTCEEAGCTGEECECAGEEEEGCECCCEGEAGECEECETAGTCCGCECCACETIGCTGICECCCTCCICCGECTCCGCCEEETGCAGETGCGTGECGAGCTCCT
1 1 1 1 1 1 1 1 [ | 1 1 1 1 1 1 1 1 1

MQ 127568660 127568670 127568680 127568690 127568700 127568710 127568720 127568730 127568740 127568750 127568760 127568770 127568780 127568790 127568800 127568810 127568820 127568830
60 TGCARACAGTTCCCCTTCGCAGCTCTGCGCTCAGCTCECCCATCAGTGTGCCACTGCCTCTCCETCCTCCTCCTCGOAGCTRGCECAGEEGGECECCCEE

60 TCGCAGCTCTGCGCTCAGCTCRCCCATCAGTGTGCCACTECCTCTACETCCTCCTCCTCOGJoCTERGCECAGEEEGECECCCaEaAGECaECaAGTCCE

60 CGCTCAGCTCGCCCATCAGTETGCCACTECCTCTCCETCCTCCTCCTCOGAGCTEGCECAGEGGGECECCCaEGAGECaECOTAGTCCGCECCACETTEN

60 gotcagetcgeecatcagtgtecactgeeterocgteeteotecteggagetguegcagugugacaeeegggagecgucgtagtecgegecacatiaet

60 ccatcagtgTaccactgeoTerecgteeteeteoteggagetagucacaguguaecaecegugagacucatagtecgegecacgttoetategeceteet

60 accagegrgocactgesteroegroctocteotoggagetggegeaggagsgegcecggsaggeaficatagtecgegecacgtigotgrogectastee

60 cretcogrectecteeteggageraggegcagyggggcgecegggagyeagegragtocgegcaaciitgcrgtegeceteotocggeteogcegggtaca

60 CCCteetooteagagetIguCaeagugIggegeCeIggagIcaIctagtecgegceacgtiIctgTegecatoetCeggetoogecgItIcaggtIcat

60 GGAGCTGEGCECAGEGGGECECCCaEGAGECaECaTAGTCCGCECCACETTECTGTCRCCCTCCTCCR6CTCCRCCaEGTGCAGRTGCRTGECGAGCTCCT
60 GGAGCTGEGCCAGEGGGECECCCEE0AGECaECaTAGTCCGCECCACETTECTTCECCCTCOTCCR6CTCCECCaEGTECAGETGCRTGECGAGCTCET





image6.png




