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36 MutationsOaffectingOtheONcterminalOdomainsOofOSHxNKiOpointOtoOdifferentOpathomechanismsOinO
neurodevelopmentalOdisordersddOScientificmReportsbO2022bOghbOpfh 4.9 1

35 TransientOcongenitalOhyperinsulinismOandOhemolyticOdiseaseOofOaOnewbornOdespiteOrhesusO O
prophylaxisqOaOcaseOreportdOJournalmofmMedicalmCasemReportsbO2021bOglbOlni 1.2

34 TotalOnumberOofOreadsOaffectsOtheOaccuracyOofOfetalOfractionOestimatesOinONIPTdOMolecularmGeneticsm
tamp;mGenomicmMedicinebO2021bOpbOegmli 2.3 3

33  isruptionOofORFXOfamilyOtranscriptionOfactorsOcausesOautismbOattentioncdeficitehyperactivityO
disorderbOintellectualOdisabilitybOandOdysregulatedObehaviordOGeneticsminmMedicinebO2021bOhibOgfhocgfkf 8.1 7

32 RareOdeleteriousOmutationsOofOHNRNPOgenesOresultOinOsharedOneurodevelopmentalOdisordersdO
GenomemMedicinebO2021bOgibOmi 14.4 9

31 EpilepticOencephalopathyOcausedObyOxRVgOdeficiencyqORefinementOofOtheOgenotypecphenotypeO
spectrumOandOfunctionalOimpactOonOGPIcanchoredOproteinsdOClinicalmGeneticsbO2021bOgffbOmfncmgk 4 1

30 ZTTKOsyndromeqOzlinicalOandOmolecularOfindingsOof´ glOcasesOandOaOreviewOofOtheOliteraturedOAmericanm
JournalmofmMedicalmGenetics,mPartmAbO2021bOgolbOinkfcinli 2.5 3

29 TrisomyOoOmosaicismOinOtheOplacentaqOxO anishOcohortOstudyOofOinOcasesOandOaOliteratureOreviewdO
PrenatalmDiagnosisbO2021bOkgbOkfpckhg 3.2 0

28 NationalOdataOonOtheOearlyOclinicalOuseOofOnoncinvasiveOprenatalOtestingOinOpublicOandOprivateO
healthcareOinO enmarkOhfgichfgndOActamObstetriciamEtmGynecologicamScandinavicabO2021bOgffbOookcoph 3.8 5

27 IntegrativeOapproachOtoOinterpretO YRKgxOvariantsbOleadingOtoOaOfrequentOneurodevelopmentalO
disorderdOGeneticsminmMedicinebO2021bOhibOhglfchglp 8.1 4

26 PhenotypicOheterogeneityOandOmosaicismOinOXiacGibbsOsyndromeqOFiveO anishOpatientsOwithOnovelO
variantsOinOxH zgdOEuropeanmJournalmofmMedicalmGeneticsbO2021bOmkbOgfkhof 2.6 0

25 NzKxPgO isruptiveOVariantsOLeadOtoOaONeurodevelopmentalO isorderOwithOzoreOFeaturesOofOxutismdO
AmericanmJournalmofmHumanmGeneticsbO2020bOgfnbOpmicpnm 11 4

24 xOnewOgpimdgicgpimdghOmicrodeletionOsyndromeOcharacterizedObyOlearningOdisabilitybObehavioralO
abnormalitiesbOandOptosisdOClinicalmGeneticsbO2020bOpnbOphncpih 4 2

23 NovelOphenotypeOofOsyndromicOprematureOovarianOinsufficiencyOassociatedOwithOTPmiOmolecularO
defectdOClinicalmGeneticsbO2020bOpnbOnnpcnok 4 6

22 yicallelicOLosscofcFunctionOVariantsOinONUPgooOzauseOaORecognizableOSyndromeOzharacterizedObyO
NeurologicbOOcularbOandOzardiacOxbnormalitiesdOAmericanmJournalmofmHumanmGeneticsbO2020bOgfmbOmhicmig 11 5

21 zholineOtransporterclikeOgOdeficiencyOcausesOaOnewOtypeOofOchildhoodconsetOneurodegenerationdO
BrainbO2020bOgkibOpkcggg 11.2 7

20 HistoneOHidiObeyondOcancerqOGermlineOmutationsOinOcauseOaOpreviouslyOunidentifiedO
neurodegenerativeOdisorderOinOkmOpatientsdOSciencemAdvancesbO2020bOmbO 14.3 12
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19 PE IxqOprioritizationOofOexomeOdataObyOimageOanalysisdOGeneticsminmMedicinebO2019bOhgbOhofnchogk 8.1 20

18 xOnovelOP GFRyOsequenceOvariantOinOaOfamilyOwithOaOmildOformOofOprimaryOfamilialObrainOcalcificationqO
aOcaseOreportOandOaOreviewOofOtheOliteraturedOBMCmNeurologybO2019bOgpbOmf 3.1 4

17  eletionsOandOlosscofcfunctionOvariantsOinOTPmiOassociatedOwithOorofacialOcleftingdOEuropeanmJournalm
ofmHumanmGeneticsbO2019bOhnbOggfgcgggh 5.3 7

16 IsOME giLcrelatedOintellectualOdisabilityOaOrecognizableOsyndromevdOEuropeanmJournalmofmMedicalm
GeneticsbO2019bOmhbOghpcgim 2.6 11

15  eONovoOMissenseOVariantsOinOFyXWggOzauseO iverseO evelopmentalOPhenotypesOIncludingOyrainbO
EyebOandO igitOxnomaliesdOAmericanmJournalmofmHumanmGeneticsbO2019bOgflbOmkfcmln 11 16

14  eONovoOHeterozygousOPOLRhxOVariantsOzauseOaONeurodevelopmentalOSyndromeOwithOProfoundO
InfantilecOnsetOHypotoniadOAmericanmJournalmofmHumanmGeneticsbO2019bOgflbOhoicifg 11 20

13 MosaicOMEzPhOvariantsOinOmalesOwithOclassicalORettOsyndromeOfeaturesbOincludingOstereotypicalOhandO
movementsdOClinicalmGeneticsbO2019bOplbOkfickfo 4 5

12 TheOxRI gyOspectrumOinOgkiOpatientsqOfromOnonsyndromicOintellectualOdisabilityOtoOzoffincSirisO
syndromedOGeneticsminmMedicinebO2019bOhgbOghplcgifn 8.1 36

11 ProstaglandinOEOcEPOreceptorOsubtypeOgeneOdeletionOinOmotherOandOsonOimpairsOplateletO
aggregationdOBritishmJournalmofmHaematologybO2019bOgokbOolgcoli 4.5

10 HomozygosityOforOxrgggkhGlnOcausesOcongenitalOmyopathyOwithOvariableOdiseaseOexpressiondO
Neurology:mGeneticsbO2018bOkbOehmn 3.8 7

9  eONovoOPathogenicOVariantsOinOzxzNxgEOzauseO evelopmentalOandOEpilepticOEncephalopathyOwithO
zontracturesbOMacrocephalybOandO yskinesiasdOAmericanmJournalmofmHumanmGeneticsbO2018bOgfibOmmmcmno 11 44

8
RisksOandORecommendationsOinOPrenatallyO etectedO eONovoOyalancedOzhromosomalO
RearrangementsOfromOxssessmentOofOLongcTermOOutcomesdOAmericanmJournalmofmHumanmGeneticsbO
2018bOgfhbOgfpfcggfi

11 19

7 yiallelicOmutationsOinOtheOiWOexonucleaseOTOEgOcauseOpontocerebellarOhypoplasiaOandOuncoverOaOroleO
inOsnRNxOprocessingdONaturemGeneticsbO2017bOkpbOklnckmk 36.3 43

6 zhromosomalOxberrationsOinOMonozygoticOandO izygoticOTwinsOVersusOSingletonsOinO enmarkO
 uringOgpmochffpdOTwinmResearchmandmHumanmGeneticsbO2017bOhfbOhgmchhl 2.2 3

5 zlinicalOcharacteristicsOandOrealclifeOdiagnosticOapproachesOinOallO anishOchildrenOwithOhereditaryO
angioedemadOOrphanetmJournalmofmRaremDiseasesbO2017bOghbOll 4.2 19

4 gnqghOdeletionOandOduplicationOsyndromeOinO enmarkcxOclinicalOcohortOofOioOpatientsOandOreviewOofO
theOliteraturedOAmericanmJournalmofmMedicalmGenetics,mPartmAbO2016bOgnfbOhpikchpkh 2.5 28

3
xOnovelOmutationOaffectingOtheOargininecginOresidueOofOxVPRhOinOdizygousOtwinsOleadsOtoO
nephrogenicOdiabetesOinsipidusOandOattenuatedOurineOexosomeOaquaporinchdOPhysiologicalmReportsbO
2016bOkbOeghnmk

2.6 7

2 MutationsOinOPOGLUTgbOencodingOproteinOOcglucosyltransferaseOgbOcauseOautosomalcdominantO
 owlingc egosOdiseasedOAmericanmJournalmofmHumanmGeneticsbO2014bOpkbOgilcki 11 110
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1 HeartOdefectsOandOotherOfeaturesOofOtheOhhqggOdistalOdeletionOsyndromedOEuropeanmJournalmofm
MedicalmGeneticsbO2013bOlmbOpocgfn 2.6 27
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