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k Paper IF Citations

327 zligonucleotideFcorrectionFofFanFintronicFαtxxonWFvariantFinFcellsFofFpatientsFwithFsevereF
neurodegenerativeFdisorderTTFNpjcGenomiccMedicineRF2022RFbRFd 6.2 2

326 pvidenceFforFaFoualS athwayRFXSsitFreneticFxodelFforFqocalFnorticalFoysplasiaFandFppilepsyTTF
Neurology:cGeneticsRF2022RFcRFea_X 3.8 1

325 yovelFdiagnosticFoylFmethylationFepisignaturesFexpandFandFrefineFtheFepigeneticFlandscapesFofF
xendelianFdisordersTTFHumancGeneticscandcGenomicscAdvancesRF2022RFYRFWVVVb_ 0.8 1

324 miSallelicFvariantsFinFS lαl_wWFleadFtoFintellectualFdisabilityRFspasticSdystonicFcerebralFpalsyRF
epilepsyRFandFhearingFlossTFAmericancJournalcofcHumancGeneticsRF2021RFWVcRFXVVaSXVWa 11 3

323 WholeFgenomeFsequencingFinFtranspositionFofFtheFgreatFarteriesFandFassociationsFwithFclinicallyF
relevantFheartRFbrainFandFlateralityFgenesTFAmericancHeartcJournalRF2021RFXZZRFWSWY 4.9 1

322 αransgenicFmiceFwithFanFöYZXXFmutationFinF hfaFdisplayFclinicalFfeaturesFofF
mˆ¶rjesonSqorssmanSwehmannFSyndromeTFHumancMolecularcGeneticsRF2021RFYVRF_b_S_dZ 5.6 0

321 öareFdeleteriousFmutationsFofFsyöy FgenesFresultFinFsharedFneurodevelopmentalFdisordersTF
GenomecMedicineRF2021RFWYRFaY 14.4 9

320 lFWXbFkbFtruncatingFdeletionFofF röxnWFisFaFnovelFcauseFofFXSlinkedFisolatedFpaediatricFcataractTF
EuropeancJournalcofcHumancGeneticsRF2021RFXdRFWXVaSWXW_ 5.3 1

319 oifferentFtypesFofFdiseaseScausingFnoncodingFvariantsFrevealedFbyFgenomicFandFgeneFexpressionF
analysesFinFfamiliesFwithFXSlinkedFintellectualFdisabilityTFHumancMutationRF2021RFZXRFcY_ScZb 4.7

318 tntegratedFinFsilicoFandFexperimentalFassessmentFofFdiseaseFrelevanceFofF nosWd´ missenseF
variantsTFHumancMutationRF2021RFZXRFWVYVSWVZW 4.7

317 tnSdepthFanalysisFrevealsFcomplexFmolecularFaetiologyFinFaFcohortFofFidiopathicFcerebralFpalsyTFBrainRF
2021RF 11.2 3

316 nerebralFpalsyFwithFautismFandFlosoeFtimeFtoFpayFattentionTFDevelopmentalcMedicinecandcChildc
NeurologyRF2021RFaYRFXZbSXZc 3.3 2

315
oisruptedFpxcitatoryFSynapticFnontactsFandFllteredFyeuronalFyetworkFlctivityFβnderpinsFtheF
yeurologicalF henotypeFinF nosWdSnlusteringFppilepsyFN nosWdSnpOTFMolecularcNeurobiologyRF2021
RF_cRFXVV_SXVWc

6.2 6

314 sumanFdiseaseFgenesFwebsiteFserieseFlnFinternationalRFopenFandFdynamicFlibraryFforFupStoSdateF
clinicalFinformationTFAmericancJournalcofcMedicalcGeneticsocPartcARF2021RFWc_RFWVYdSWVZa 2.5 4

313 qurtherFdelineationFofFmnl YWSlinkedFintellectualFdisabilityeFdescriptionFofFWbFnewFfamiliesFwithFwoqF
andFmissenseFvariantsTFEuropeancJournalcofcHumancGeneticsRF2021RFXdRFWZV_SWZWb 5.3 0

312 lssociationFofFxissenseFκariantsFWithFreneticFppilepsyFWithFqebrileFSeizuresF lusTFNeurologyRF2021RF
daRFeXX_WSeXXaV 6.5 3

311 SimultaneousFScreeningFofFtheFqölXlFandFqölXpFwociFforFöapidFoetectionFofFqxöWFnrrFandUorF
lqqXFnnrFöepeatFpxpansionsFbyFαripletS rimedF nöTFJournalcofcMolecularcDiagnosticsRF2021RFXYRFdZWSd_W5.1 0

Jozef Gecz

2



310  eopleFwithFnerebralF alsyFandFαheirFqamilyMsF referencesFaboutFrenomicsFöesearchTFPubliccHealthc
GenomicsRF2021RFWSWV 1.9

309 YieldFofFclinicallyFreportableFgeneticFvariantsFinFunselectedFcerebralFpalsyFbyFwholeFgenomeF
sequencingTFNpjcGenomiccMedicineRF2021RFaRFbZ 6.2 0

308  rotocadherinFWdFnlusteringFppilepsyFandFyeurosteroidseFzpportunitiesFforFtnterventionTF
InternationalcJournalcofcMolecularcSciencesRF2021RFXXRF 6.3 2

307 xissenseFvariantFcontributionFtoFβS dXSfemaleFsyndromeTFNpjcGenomiccMedicineRF2020RF_RF_Y 6.2 3

306 öwtxFtsFaFnandidateFoosageSSensitiveFreneFforFtndividualsFwithFκaryingFouplicationsFofFXqWYRF
tntellectualFoisabilityRFandFoistinctFqacialFqeaturesTFAmericancJournalcofcHumancGeneticsRF2020RFWVbRFWW_bSWWad11 1

305 nonstraintFandFconservationFofFpairedStypeFhomeodomainsFpredictsFtheFclinicalFoutcomeFofF
missenseFvariantsFofFuncertainFsignificanceTFHumancMutationRF2020RFZWRFWZVbSWZXZ 4.7 1

304 lFstandardizedFpatientScenteredFcharacterizationFofFtheFphenotypicFspectrumFofF nosWdFgirlsF
clusteringFepilepsyTFTranslationalcPsychiatryRF2020RFWVRFWXb 8.6 12

303 oefinitionFandFdiagnosisFofFcerebralFpalsyFinFgeneticFstudieseFaFsystematicFreviewTFDevelopmentalc
MedicinecandcChildcNeurologyRF2020RFaXRFWVXZSWVYV 3.3 9

302 qamilialFadultFmyoclonicFepilepsyFtypeFWFSlxoWXFαααnlFrepeatFexpansionFaroseFWbRVVVFyearsFagoF
andFisFpresentFinFSriFwankanFandFtndianFfamiliesTFEuropeancJournalcofcHumancGeneticsRF2020RFXcRFdbYSdbc 5.3 9

301 nhromatinSmindingF roteinF sqaFöegulatesFlctivitySoependentFαranscriptionalFyetworksFtoF
 romoteFsungerFöesponseTFCellcReportsRF2020RFYVRFYbWbSYbXcTea 10.6 5

300 pxpandingFnlinicalF resentationsFoueFtoFκariationsFinFαsznXFmöylFyuclearFpxportFqactorTF
FrontierscincMolecularcNeuroscienceRF2020RFWYRFWX 6.1 4

299 pvaluationFofFoylFxethylationFppisignaturesFforFoiagnosisFandF henotypeFnorrelationsFinFZXF
xendelianFyeurodevelopmentalFoisordersTFAmericancJournalcofcHumancGeneticsRF2020RFWVaRFY_aSYbV 11 51

298 lnFintellectualFdisabilityFsyndromeFwithFsingleSnucleotideFvariantsFinFzSrlcylcFtransferaseTF
EuropeancJournalcofcHumancGeneticsRF2020RFXcRFbVaSbWZ 5.3 17

297 SevereFchildhoodFspeechFdisordereFreneFdiscoveryFhighlightsFtranscriptionalFdysregulationTF
NeurologyRF2020RFdZRFeXWZcSeXWab 6.5 28

296 oownregulationFofFtheFrsösUrsUtrqWFaxisFinFaFmouseFmodelFofFmˆ¶rjesonSqorssmanSwehmanF
syndromeTFDevelopmentckCambridgelRF2020RFWZbRF 6.6 1

295 wargeSscaleFtargetedFsequencingFidentifiesFriskFgenesFforFneurodevelopmentalFdisordersTFNaturec
CommunicationsRF2020RFWWRFZdYX 17.4 25

294 XSlinkedFintellectualFdisabilityeF henotypicFexpressionFinFcarrierFfemalesTFClinicalcGeneticsRF2020RFdbRFZWcSZX_4 6

293 wevetiracetamFefficacyFinF nosWdFrirlsFnlusteringFppilepsyTFEuropeancJournalcofcPaediatricc
NeurologyRF2020RFXZRFWZXSWZb 3.8 9

(2020-2021)
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292 lFSurveyFofFöareFppigeneticFκariationFinFXYRWWaFsumanFrenomesFtdentifiesFoiseaseSöelevantF
ppivariationsFandFnrrFpxpansionsTFAmericancJournalcofcHumancGeneticsRF2020RFWVbRFa_ZSaad 11 12

291 xutationsFdisruptingFneuritogenesisFgenesFconferFriskFforFcerebralFpalsyTFNaturecGeneticsRF2020RF_XRFWVZaSWV_a36.3 38

290 lFsynonymousFβ qYmFvariantFcausingFaFspeechFdisorderFimplicatesFyxoFasFaFregulatorFofF
neurodevelopmentalFdisorderFgeneFnetworksTFHumancMolecularcGeneticsRF2020RFXdRFX_acSX_bc 5.6 4

289 αwoFnovelFintragenicFvariantsFinFtheFqxöWFgeneFinFpatientsFwithFsuspectFclinicalFdiagnosisFofFqragileF
XFsyndromeFandFnoFnrrFrepeatFexpansionTFEuropeancJournalcofcMedicalcGeneticsRF2020RFaYRFWVZVWV 2.6 2

288 oisentanglingFtheFparadoxFofFtheF nosWdFclusteringFepilepsyRFaFdisorderFofFcellularFmosaicsTF
CurrentcOpinioncincGeneticscandcDevelopmentRF2020RFa_RFWadSWb_ 4.9 12

287  nosWdF athogenicFκariantsFinFxaleseFpxpandingFtheF henotypicFSpectrumTFAdvancescinc
ExperimentalcMedicinecandcBiologyRF2020RFWXdcRFWbbSWcb 3.6 3

286
pXzxpFöp zöαeFyovelFmutationFinFlα aκWmXFsegregatingFwithFautosomalFdominantFepilepsyRF
intellectualFdisabilityFandFmildFgingivalFandFnailFabnormalitiesTFEuropeancJournalcofcMedicalcGeneticsRF
2020RFaYRFWVYbdd

2.6 8

285  artialFwossFofFβS dXFqunctionFweadsFtoFaFxaleFyeurodevelopmentalFandFmehavioralFoisorderF
nonvergingFonFαransformingFrrowthFqactorF˛†FSignalingTFBiologicalcPsychiatryRF2020RFcbRFWVVSWWX 7.9 19

284 oisruptiveFvariantsFofFassociateFwithFautismFandFinterfereFwithFneuronalFdevelopmentFandFsynapticF
transmissionTFSciencecAdvancesRF2019RF_RFeaaxXWaa 14.3 16

283 tnhibitionFofFβpfXSoependentFyonsenseSxediatedFoecayFweadsFtoFmehavioralFandF
yeurophysiologicalFlbnormalitiesFbyFlctivatingFtheFtmmuneFöesponseTFNeuronRF2019RFWVZRFaa_SabdTec 13.9 16

282 yovelFmutationsFinFywryYFcausingFautismFspectrumFdisorderFandFcognitiveFimpairmentTFHumanc
MutationRF2019RFZVRFXVXWSXVYX 4.7 23

281 reneticForFztherFnausationFShouldFyotFnhangeFtheFnlinicalFoiagnosisFofFnerebralF alsyTFJournalcofc
ChildcNeurologyRF2019RFYZRFZbXSZba 2.5 42

280 oysregulationsFofFsonicFhedgehogFsignalingFinFxpoWXSrelatedFXSlinkedFintellectualFdisabilityF
disordersTFMolecularcGeneticsciamp;cGenomiccMedicineRF2019RFbRFeVV_ad 2.3 9

279 lFsystematicFreviewFandFmetaSanalysisFofFXbWF nosWdSvariantFindividualsFidentifiesFpsychiatricF
comorbiditiesRFandFassociationFofFseizureFonsetFandFdiseaseFseverityTFMolecularcPsychiatryRF2019RFXZRFXZWSX_W15.1 47

278 oisruptiveFmutationsFinFαlynXFdefineFaFneurodevelopmentalFsyndromeFassociatedFwithFpsychiatricF
disordersTFNaturecCommunicationsRF2019RFWVRFZabd 17.4 21

277 tntronicFlαααnFrepeatFexpansionsFinFSαlöobFinFfamilialFadultFmyoclonicFepilepsyFlinkedFtoF
chromosomeFXTFNaturecCommunicationsRF2019RFWVRFZdXV 17.4 48

276 sistoneFdemethylaseFvox_nFisFaFSlslSsensitiveFcentralFhubFatFtheFcrossroadsFofFtranscriptionalF
axesFinvolvedFinFmultipleFneurodevelopmentalFdisordersTFHumancMolecularcGeneticsRF2019RFXcRFZVcdSZWVX5.6 8

275 seterozygousFlossFofFfunctionFofFUFleadsFtoFincreasedFactivatedFlrfaFandFsevereFneurocognitiveF
seizureFphenotypeFinFfemalesTFLifecSciencecAllianceRF2019RFXRF 5.8 13
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274  sqaFregulatesFhematopoieticFstemFandFprogenitorFcellsFandFitsFlossFsynergizesFwithFexpressionFofF
αwXYFtoFcauseFleukemiaTFBloodRF2019RFWYYRFWbXdSWbZW 2.2 18

273 MmigFissuesMFinFneurodevelopmentFforFchildrenFandFadultsFwithFcongenitalFheartFdiseaseTFOpencHeartRF
2019RFaRFeVVVddc 3 21

272 αargetedFresequencingFidentifiesFgenesFwithFrecurrentFvariationFinFcerebralFpalsyTFNpjcGenomicc
MedicineRF2019RFZRFXb 6.2 15

271 βnstableFααααlUαααnlFexpansionsFinFxlönsaFareFassociatedFwithFqamilialFldultFxyoclonicF
ppilepsyFtypeFYTFNaturecCommunicationsRF2019RFWVRFZdWd 17.4 58

270
lFmouseFmodelFforFintellectualFdisabilityFcausedFbyFmutationsFinFtheFXSlinkedF
XMSzSmethyltransferaseFqtsjWFgeneTFBiochimicacEtcBiophysicacActacpcMolecularcBasiscofcDiseaseRF2019RF
Wca_RFXVcYSXVdY

6.9 12

269 nlinicalFandFfunctionalFcharacterizationFofFrecurrentFmissenseFvariantsFimplicatedFinFαsznaSrelatedF
intellectualFdisabilityTFHumancMolecularcGeneticsRF2019RFXcRFd_XSdaV 5.6 9

268 lFrecurrentFmissenseFvariantFinFSwndlbFcausesFnonsyndromicFXSlinkedFintellectualFdisabilityFwithF
alterationFofFrolgiFacidificationFandFaberrantFglycosylationTFHumancMolecularcGeneticsRF2019RFXcRF_dcSaWZ5.6 16

267 lFnewFmicrodeletionFsyndromeFinvolvingFαmnWoXZRFlα aκVnRFandF o vWFcausesFepilepsyRF
microcephalyRFandFdevelopmentalFdelayTFGeneticscincMedicineRF2019RFXWRFWV_cSWVaZ 8.1 12

266  athogenicFvariantsFinFpYFubiquitinFligaseFöwtxUöyqWXFleadFtoFaFsyndromicFXSlinkedFintellectualF
disabilityFandFbehaviorFdisorderTFMolecularcPsychiatryRF2019RFXZRFWbZcSWbac 15.1 10

265 lnalysisFofFWcXFcerebralFpalsyFtranscriptomesFpointsFtoFdysregulationFofFtrophicFsignallingF
pathwaysFandFoverlapFwithFautismTFTranslationalcPsychiatryRF2018RFcRFcc 8.6 16

264 αargetedFknockoutFofFaFchemokineSlikeFgeneFincreasesFanxietyFandFfearFresponsesTFProceedingscofc
thecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaRF2018RFWW_RFpWVZWSpWV_V 11.5 24

263 nerebralFpalsyFandFgenomicseFanFinternationalFconsortiumTFDevelopmentalcMedicinecandcChildc
NeurologyRF2018RFaVRFXVdSXWV 3.3 11

262 lbnormalFnellFSortingFβnderliesFtheFβniqueFXSwinkedFtnheritanceFofF nosWdFppilepsyTFNeuronRF2018
RFdbRF_dSaaTe_ 13.9 58

261 αruncatingFκariantsFinFyllW_FlreFlssociatedFwithFκariableFwevelsFofFtntellectualFoisabilityRFlutismF
SpectrumFoisorderRFandFnongenitalFlnomaliesTFAmericancJournalcofcHumancGeneticsRF2018RFWVXRFdc_SddZ 11 26

260
oeFnovoFandFinheritedFmutationsFinFtheFXSlinkedFgeneFnwnyZFareFassociatedFwithFsyndromicF
intellectualFdisabilityFandFbehaviorFandFseizureFdisordersFinFmalesFandFfemalesTFMolecularcPsychiatryRF
2018RFXYRFXXXSXYV

15.1 20

259 lFβpfYbSmutantFmouseFmodelFwithFbehavioralFandFneurogenesisFdefectsTFMolecularcPsychiatryRF
2018RFXYRFWbbYSWbca 15.1 32

258 SevereFneurocognitiveFandFgrowthFdisordersFdueFtoFvariationFinFαsznXRFanFessentialFcomponentFofF
nuclearFmöylFexportFmachineryTFHumancMutationRF2018RFYdRFWWXaSWWYc 4.7 8

257 lFgenotypeSfirstFapproachFidentifiesFanFintellectualFdisabilitySoverweightFsyndromeFcausedFbyF st F
haploinsufficiencyTFEuropeancJournalcofcHumancGeneticsRF2018RFXaRF_ZSaY 5.3 23
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256 yonSSyndromicFZaRXYFoisordersFofFSexFoevelopmentTFActacMedicacMartinianaRF2018RFWcRFY_SZW 0.2

255 öegulatingFtranscriptionalFactivityFbyFphosphorylationeFlFnewFmechanismFforFtheFlöXF
homeodomainFtranscriptionFfactorTFPLoScONERF2018RFWYRFeVXVadWZ 3.7 9

254  athogenicFcopyFnumberFvariantsFthatFaffectFgeneFexpressionFcontributeFtoFgenomicFburdenFinF
cerebralFpalsyTFNpjcGenomiccMedicineRF2018RFYRFYY 6.2 16

253 nommonFgeneticFvariantsFcontributeFtoFriskFofFrareFsevereFneurodevelopmentalFdisordersTFNatureRF
2018RF_aXRFXacSXbW 50.4 149

252 oeFyovoF athogenicFκariantsFinFnlnylWpFnauseFoevelopmentalFandFppilepticFpncephalopathyFwithF
nontracturesRFxacrocephalyRFandFoyskinesiasTFAmericancJournalcofcHumancGeneticsRF2018RFWVYRFaaaSabc 11 44

251 SrlcylcFtransferaseFmissenseFmutationsFlinkedFtoFXSlinkedFintellectualFdisabilityFderegulateFgenesF
involvedFinFcellFfateFdeterminationFandFsignalingTFJournalcofcBiologicalcChemistryRF2018RFXdYRFWVcWVSWVcXZ5.4 32

250
 nosWdFregulationFofFneuralFprogenitorFcellFdifferentiationFsuggestsFasynchronyFofFneurogenesisF
asFaFmechanismFcontributingFtoF nosWdFrirlsFnlusteringFppilepsyTFNeurobiologycofcDiseaseRF2018RF
WWaRFWVaSWWd

7.5 25

249 lFgenomicFcauseFofFcerebralFpalsyFshouldFnotFchangeFtheFclinicalFclassificationTFAnnalscofcClinicalcandc
TranslationalcNeurologyRF2018RF_RFWVWW 5.3 6

248 öobustFimagingFandFgeneFdeliveryFtoFstudyFhumanFlymphoblastoidFcellFlinesTFJournalcofcHumanc
GeneticsRF2018RFaYRFdZ_Sd__ 4.3 2

247 αargetedFsequencingFidentifiesFdWFneurodevelopmentalSdisorderFriskFgenesFwithFautismFandF
developmentalSdisabilityFbiasesTFNaturecGeneticsRF2017RFZdRF_W_S_Xa 36.3 283

246  rotocadherinFWdFN nosWdOFinteractsFwithFparaspeckleFproteinFyzyzFtoFcoSregulateFgeneF
expressionFwithFestrogenFreceptorFalphaFNpö˛–OTFHumancMolecularcGeneticsRF2017RFXaRFXVZXSXV_X 5.6 19

245 öeducedFsteroidogenesisFinFpatientsFwithF nosWdSfemaleFlimitedFepilepsyTFEpilepsiaRF2017RF_cRFedWSed_ 6.4 27

244 qamilialFepilepsyFwithFanteriorFpolymicrogyriaFasFaFpresentationFofFnzwWclWFmutationsTFEuropeanc
JournalcofcMedicalcGeneticsRF2017RFaVRFZYbSZZY 2.6 9

243 κariantFinFtheFXSchromosomeFspliceosomalFgeneFr vzWFcausesFmaleSlethalFmicrocephalyFwithF
intrauterineFgrowthFrestrictionTFEuropeancJournalcofcHumancGeneticsRF2017RFX_RFWVbcSWVcX 5.3 6

242 sotspotsFofFmissenseFmutationFidentifyFneurodevelopmentalFdisorderFgenesFandFfunctionalF
domainsTFNaturecNeuroscienceRF2017RFXVRFWVZYSWV_W 25.5 94

241 YYWFsaploinsufficiencyFnausesFanFtntellectualFoisabilityFSyndromeFqeaturingFαranscriptionalFandF
nhromatinFoysfunctionTFAmericancJournalcofcHumancGeneticsRF2017RFWVVRFdVbSdX_ 11 77

240 xpoWXSrelatedFXwtoFdisordersFareFdoseSdependentFofFimmediateFearlyFgenesFNtprsOFexpressionTF
HumancMolecularcGeneticsRF2017RFXaRFXVaXSXVb_ 5.6 17

239 βS dXFdeubiquitylatingFenzymeFmaintainsFöl αzöFproteinFlevelsRFmαzönWFsignallingFandF
proliferationFinFneuralFprogenitorsTFScientificcReportsRF2017RFbRFYdW 4.9 17
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238
tdentificationFandFcharacterizationFofFaFmissenseFmutationFinFtheFSlinkedF˛†SSacetylglucosamineF
NSrlcylcOFtransferaseFgeneFthatFsegregatesFwithFXSlinkedFintellectualFdisabilityTFJournalcofcBiologicalc
ChemistryRF2017RFXdXRFcdZcScdaY

5.4 58

237 αheFgeneticFbasisFofFcerebralFpalsyTFDevelopmentalcMedicinecandcChildcNeurologyRF2017RF_dRFZaXSZad 3.3 91

236 lFöecurrentFoeFyovoFyonsenseFκariantFinFZSWtxaFöesultsFinFSevereFtntellectualFoisabilityFwithoutF
qrontonasalForFwimbFxalformationsTFAmericancJournalcofcHumancGeneticsRF2017RFWVWRFdd_SWVV_ 11 18

235 lFubiquitinSdependentFsignallingFaxisFspecificFforFlwvmsSmediatedFoylFdealkylationFrepairTFNatureRF
2017RF__WRFYcdSYdY 50.4 52

234
XSwinkedFwissencephalyFWithFlbsentFnorpusFnallosumFandFlbnormalFrenitaliaeFlnFpvolvingF
xultisystemFSyndromeFWithFSevereFnongenitalFtntestinalFoiarrheaFoiseaseTFChildcNeurologycOpenRF
2017RFZRFXYXdVZcXWbbYcaX_

1.3 4

233 αheFvoolenSdeFκriesFsyndromeeFaFphenotypicFcomparisonFofFpatientsFwithFaFWbqXWTYWFmicrodeletionF
versusFaFvlySwWFsequenceFvariantTFEuropeancJournalcofcHumancGeneticsRF2016RFXZRFa_XSd 5.3 57

232 XpWWTXFmicroduplicationsFincludingFtQSpnXRFαS YwXFandFvox_nFgenesFinFpatientsFwithF
neurodevelopmentalFdisordersTFEuropeancJournalcofcHumancGeneticsRF2016RFXZRFYbYScV 5.3 32

231  rotocadherinFxutationsFin´ yeurodevelopmentalFoisordersF2016RFXXWSXYW 1

230 miallelicFSβy_FxutationsFnauseFlutosomalSöecessiveFlcephalicFSpermatozoaFSyndromeTFAmericanc
JournalcofcHumancGeneticsRF2016RFddRFdZXSdZd 11 70

229 pmbryonicFforebrainFtranscriptomeFofFmiceFwithFpolyalanineFexpansionFmutationsFinFtheFlöXF
homeoboxFgeneTFHumancMolecularcGeneticsRF2016RFX_RF_ZYYS_ZZY 5.6 7

228 αmnWoXZFgenotypeSphenotypeFcorrelationeFppilepsiesFandFotherFneurologicFfeaturesTFNeurologyRF
2016RFcbRFbbSc_ 6.5 75

227 öeplyTFAmericancJournalcofcObstetricscandcGynecologyRF2016RFXWZRFabW 6.4

226 lFmutationFinFnzwZlXFcausesFautosomalFdominantFporencephalyFwithFcataractsTFAmericancJournalc
ofcMedicalcGeneticsocPartcARF2016RFWbVlRFWV_dSaY 2.5 13

225 tdentificationFofFanFtrSqWSspecificFdeletionFinFaFfiveSgenerationFpedigreeFwithFXSlinkedFnentralF
sypothyroidismFwithoutFmacroorchidismTFClinicalcEndocrinologyRF2016RFc_RFaVdSW_ 3.4 25

224 XSexomeFsequencingFofFZV_FunresolvedFfamiliesFidentifiesFsevenFnovelFintellectualFdisabilityFgenesTF
MolecularcPsychiatryRF2016RFXWRFWYYSZc 15.1 167

223 oisruptiveFdeFnovoFmutationsFofFoYövWlFleadFtoFaFsyndromicFformFofFautismFandFtoTFMolecularc
PsychiatryRF2016RFXWRFWXaSYX 15.1 90

222 xultiplexFfamiliesFwithFepilepsyeFSuccessFofFclinicalFandFmolecularFgeneticFcharacterizationTF
NeurologyRF2016RFcaRFbWYSXX 6.5 22

221 yewFinsightsFintoFmrunnerFsyndromeFandFpotentialFforFtargetedFtherapyTFClinicalcGeneticsRF2016RFcdRFWXVSb4 34

(2016-2017)
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220
oeFyovoFwossSofSqunctionFxutationsFinFβS dXFnauseFaFqemaleSSpecificFöecognizableFSyndromeF
withFoevelopmentalFoelayFandFnongenitalFxalformationsTFAmericancJournalcofcHumancGeneticsRF
2016RFdcRFYbYScW

11 55

219 oisruptionFofF zrZFtsFlssociatedFwithFtntellectualFoisabilityFandFlutismFSpectrumFoisordersTF
AmericancJournalcofcHumancGeneticsRF2016RFdcRF_ZWS__X 11 89

218 tdentityFbyFdescentFfineFmappingFofFfamilialFadultFmyoclonusFepilepsyFNqlxpOFtoFXpWWTXSXqWWTXTF
HumancGeneticsRF2016RFWY_RFWWWbSX_ 6.3 16

217 sβWpWFmutationsFinFuubergSxarsidiFandFmrooksFsyndromeseFtheFresultsFofFanFXSchromosomeF
exomeFsequencingFstudyTFBMJcOpenRF2016RFaRFeVVd_Yb 3 29

216 tsFqrqWYFaFmajorFcontributorFtoFgeneticFepilepsyFwithFfebrileFseizuresFplusjTFEpilepsycResearchRF2016RF
WXcRFZcS_W 3 6

215 oisordersFofFsexFdevelopmenteFinsightsFfromFtargetedFgeneFsequencingFofFaFlargeFinternationalF
patientFcohortTFGenomecBiologyRF2016RFWbRFXZY 18.3 166

214
pightFfurtherFindividualsFwithFintellectualFdisabilityFandFepilepsyFcarryingFbiSallelicFnyαyl XF
aberrationsFallowFdelineationFofFtheFmutationalFandFphenotypicFspectrumTFJournalcofcMedicalc
GeneticsRF2016RF_YRFcXVScXb

5.8 28

213  cdhWdFwossSofSqunctionFtncreasesFyeuronalFxigrationFtnFκitroFbutFisFoispensableFforFmrainF
oevelopmentFinFxiceTFScientificcReportsRF2016RFaRFXaba_ 4.9 36

212 lFnonScodingFvariantFinFtheF_MFβαöFofFowrYFattenuatesFproteinFtranslationFtoFcauseFnonSsyndromicF
intellectualFdisabilityTFEuropeancJournalcofcHumancGeneticsRF2016RFXZRFWaWXSWaWa 5.3 9

211 oominantFvnylXFmutationFcausesFepisodicFataxiaFandFpharmacoresponsiveFepilepsyTFNeurologyRF
2016RFcbRFWdb_SWdcZ 6.5 50

210 oeFyovoFxutationsFinFSwnWlXFandFnlnylWlFlreFtmportantFnausesFofFppilepticFpncephalopathiesTF
AmericancJournalcofcHumancGeneticsRF2016RFddRFXcbSdc 11 180

209 xutationsFinFtheFintellectualFdisabilityFgeneFvox_nFreduceFproteinFstabilityFandFdemethylaseF
activityTFHumancMolecularcGeneticsRF2015RFXZRFXcaWSbX 5.6 33

208 waFqlxFfataleeFβS dXFinFdevelopmentFandFdiseaseTFCellularcandcMolecularcLifecSciencesRF2015RFbXRFXVb_Scd10.3 107

207 somozygousFmutationFofFSαXm _wFexplainsFanFautosomalFrecessiveFinfantileSonsetF
neurodegenerativeFdisorderTFHumancMolecularcGeneticsRF2015RFXZRFXVVVSWV 5.6 14

206 xutationsFinFooXYXFlreFaFnommonFnauseFofFβnexplainedFtntellectualFoisabilityFwithF
renderSSpecificFpffectsFonFWntFSignalingTFAmericancJournalcofcHumancGeneticsRF2015RFdbRFYZYS_X 11 136

205 αsznXFxutationsFtmplicateFmöylSpxportF athwayFinFXSwinkedFtntellectualFoisabilityTFAmericanc
JournalcofcHumancGeneticsRF2015RFdbRFYVXSWV 11 34

204 oevelopmentalFdisorderseFdecipheringFexomesFonFaFgrandFscaleTFLancetocTheRF2015RFYc_RFWXaaSb 40 2

203 tdenticalFbyFdescentFwWnlxFmutationFinFtwoFapparentlyFunrelatedFfamiliesFwithFintellectualF
disabilityFwithoutFwWFsyndromeTFEuropeancJournalcofcMedicalcGeneticsRF2015RF_cRFYaZSc 2.6 11

Jozef Gecz
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202 xutationsFofFprotocadherinFWdFinFfemaleFepilepsyFN nosWdSqpOFleadFtoFallopregnanoloneF
deficiencyTFHumancMolecularcGeneticsRF2015RFXZRF_X_VSd 5.6 78

201 SeizuresFareFregulatedFbyFubiquitinSspecificFpeptidaseFdFXSlinkedFNβS dXORFaFdeSubiquitinaseTFPLoSc
GeneticsRF2015RFWWRFeWVV_VXX 6 49

200 snqnWFlossSofSfunctionFmutationsFdisruptFneuronalFandFneuralFprogenitorFcellsFofFtheFdevelopingF
brainTFHumancMolecularcGeneticsRF2015RFXZRFYYY_SZb 5.6 30

199 nopyFnumberFvariantsFinFpatientsFwithFintellectualFdisabilityFaffectFtheFregulationFofFlöXF
transcriptionFfactorFgeneTFHumancGeneticsRF2015RFWYZRFWWaYScX 6.3 9

198 tnterchromosomalFinsertionalFtranslocationFatFXqXaTYFaltersFSzXYFexpressionFinFanFindividualFwithF
XXFmaleFsexFreversalTFJournalcofcClinicalcEndocrinologycandcMetabolismRF2015RFWVVRFpcW_SXV 5.6 37

197 yovelFtwWöl wWFmutationsFassociatedFwithFintellectualFdisabilityFimpairFsynaptogenesisTFHumanc
MolecularcGeneticsRF2015RFXZRFWWVaSWc 5.6 23

196 oefectsFinFtöylFlnticodonFwoopFXMSzSxethylationFlreFtmplicatedFinFyonsyndromicFXSwinkedF
tntellectualFoisabilityFdueFtoFxutationsFinFqαSuWTFHumancMutationRF2015RFYaRFWWbaScb 4.7 90

195 lvascularFnecrosisFofFboneFinFchildhoodFcancerFpatientseFaFpossibleFroleFofFgeneticFsusceptibilityTF
BratislavacMedicalcJournalRF2015RFWWaRFXcdSd_ 1.7 2

194 nerebralFpalsyeFcausesRFpathwaysRFandFtheFroleFofFgeneticFvariantsTFAmericancJournalcofcObstetricsc
andcGynecologyRF2015RFXWYRFbbdScc 6.4 206

193 αargetedFyextSrenerationFSequencingFlnalysisFofFWRVVVFtndividualsFwithFtntellectualFoisabilityTF
HumancMutationRF2015RFYaRFWWdbSXVZ 4.7 122

192 tncreasedFSαlrXFdosageFdefinesFaFnovelFcohesinopathyFwithFintellectualFdisabilityFandFbehavioralF
problemsTFHumancMolecularcGeneticsRF2015RFXZRFbWbWScW 5.6 24

191 WholeSexomeFsequencingFpointsFtoFconsiderableFgeneticFheterogeneityFofFcerebralFpalsyTFMolecularc
PsychiatryRF2015RFXVRFWbaScX 15.1 115

190 nzxxoWFisFlinkedFtoFtheFWlSsFcomplexFandFregulatesFendosomalFtraffickingFofFtheFcopperF
transporterFlα blTFMolecularcBiologycofcthecCellRF2015RFXaRFdWSWVY 3.5 130

189 lFnovelFXSlinkedFtrichothiodystrophyFassociatedFwithFaFnonsenseFmutationFinFöyqWWYlTFJournalcofc
MedicalcGeneticsRF2015RF_XRFXadSbZ 5.8 237

188 yonsenseSmediatedFmöylFdecayeFinterSindividualFvariabilityFandFhumanFdiseaseTFNeurosciencecandc
BiobehavioralcReviewsRF2014RFZaF tFXRFWb_Sca 9 83

187 öefiningFanalysesFofFcopyFnumberFvariationFidentifiesFspecificFgenesFassociatedFwithFdevelopmentalF
delayTFNaturecGeneticsRF2014RFZaRFWVaYSbW 36.3 429

186  henotypeSgenotypeFcomplexitieseFopeningFozzöSTFLancetcNeurologyocTheRF2014RFWYRFXZS_ 24.1

185 qölXlFisFaFnrrFrepeatFexpansionFassociatedFwithFsilencingFofFlqqYTFPLoScGeneticsRF2014RFWVRFeWVVZXZX 6 26

(2014-2015)
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184 xutationsFinFmammalianFtargetFofFrapamycinFregulatorFop on_FcauseFfocalFepilepsyFwithFbrainF
malformationsTFAnnalscofcNeurologyRF2014RFb_RFbcXSb 9.4 153

183 öeducedFpolyalanineSexpandedFlrxFmutantFproteinFinFdevelopingFmouseFsubpalliumFaltersFwmoWF
transcriptionalFregulationTFHumancMolecularcGeneticsRF2014RFXYRFWVcZSdZ 5.6 17

182 xutationsFinFβS dXFareFassociatedFwithFXSlinkedFintellectualFdisabilityFandFdisruptFneuronalFcellF
migrationFandFgrowthTFAmericancJournalcofcHumancGeneticsRF2014RFdZRFZbVSc 11 79

181 öareFcopyFnumberFvariationFinFcerebralFpalsyTFEuropeancJournalcofcHumancGeneticsRF2014RFXXRFZVS_ 5.3 51

180 β qYmFreneFandFyonsenseSxediatedFmöylFoecayFinFlutismFSpectrumFoisordersF2014RFWaaYSWabc 3

179 yvXXSWFmutationFinFaFfamilyFdiagnosedFwithFataxicFdyskineticFcerebralFpalsyTFEuropeancJournalcofc
MedicalcGeneticsRF2013RF_aRF_VaSd 2.6 13

178 wossFofFqxöXFfurtherFemphasizesFtheFlinkFbetweenFderegulationFofFimmediateFearlyFresponseF
genesFqzSFandFuβyFandFintellectualFdisabilityTFHumancMolecularcGeneticsRF2013RFXXRFXdcZSdW 5.6 8

177 lFregulatoryFpathFassociatedFwithFXSlinkedFintellectualFdisabilityFandFepilepsyFlinksFvox_nFtoFtheF
polyalanineFexpansionsFinFlöXTFAmericancJournalcofcHumancGeneticsRF2013RFdXRFWWZSX_ 11 29

176
ZnZsXFmutationsFareFassociatedFwithFarthrogryposisFmultiplexFcongenitaFandFintellectualFdisabilityF
throughFimpairmentFofFcentralFandFperipheralFsynapticFplasticityTFAmericancJournalcofcHumanc
GeneticsRF2013RFdXRFacWSd_

11 54

175 αmnWoXZFmutationFassociatedFwithFfocalFepilepsyRFcognitiveFimpairmentFandFaFdistinctiveF
cerebroScerebellarFmalformationTFEpilepsycResearchRF2013RFWV_RFXZVSZ 3 26

174 nontributionFofFcopyFnumberFvariantsFinvolvingFnonsenseSmediatedFmöylFdecayFpathwayFgenesFtoF
neuroSdevelopmentalFdisordersTFHumancMolecularcGeneticsRF2013RFXXRFWcWaSX_ 5.6 82

173 xutationsFinFop on_FcauseFfamilialFfocalFepilepsyFwithFvariableFfociTFNaturecGeneticsRF2013RFZ_RF_ZaS_W 36.3 238

172  nöFamplificationFandFsequenceFanalysisFofFrnSrichFsequenceseFlristalessSrelatedFhomeoboxF
exampleTFMethodscincMolecularcBiologyRF2013RFWVWbRFWV_SXV 1.4 5

171 nhallengesFofFHstickyHFcoSimmunoprecipitationeFpolyalanineFtractFproteinSproteinFinteractionsTF
MethodscincMolecularcBiologyRF2013RFWVWbRFWXWSYY 1.4 1

170 MyorthFSeaMFprogressiveFmyoclonusFepilepsyeFphenotypeFofFsubjectsFwithFrzSöXFmutationTFBrainRF
2013RFWYaRFWWZaS_Z 11.2 49

169
αheFβ qYmFgeneRFimplicatedFinFintellectualFdisabilityRFautismRFlosoFandFchildhoodFonsetF
schizophreniaFregulatesFneuralFprogenitorFcellFbehaviourFandFneuronalFoutgrowthTFHumanc
MolecularcGeneticsRF2013RFXXRFZabYScb

5.6 74

168 qzX WFmutationsFcauseFintellectualFdisabilityFandFaFrecognizableFphenotypeTFAmericancJournalcofc
MedicalcGeneticsocPartcARF2013RFWaWlRFYWaaSb_ 2.5 63

167 nnonXXFdeficiencyFinFhumansFbluntsFactivationFofFproinflammatoryFyqS˛”mFsignalingTFJournalcofc
ClinicalcInvestigationRF2013RFWXYRFXXZZS_a 15.9 64
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166 wossFofFβspdxFdisruptsFcorticalFarchitectureRFhippocampalFdevelopmentFandFαrq˛†SmediatedF
axonogenesisTFPLoScONERF2013RFcRFeacXcb 3.7 53

165 yewFmutationsFandFsporadicFintellectualFdisabilityTFLancetocTheRF2012RFYcVRFWaYVSW 40 1

164 nhoreoathetosisRFcongenitalFhypothyroidismFandFneonatalFrespiratoryFdistressFsyndromeFwithF
intactFyvXXSWTFAmericancJournalcofcMedicalcGeneticsocPartcARF2012RFW_clRFYWacSbY 2.5 19

163 mroadeningFtheFphenotypeFassociatedFwithFmutationsFinFβ qYmeFtwoFfurtherFcasesFwithFrenalF
dysplasiaFandFvariableFdevelopmentalFdelayTFEuropeancJournalcofcMedicalcGeneticsRF2012RF__RFZbaSd 2.6 26

162
lFnovelFcontiguousFgeneFdeletionFofFlκ öXFandFlösrl ZFgenesFinFmaleFdizygoticFtwinsFwithF
nephrogenicFdiabetesFinsipidusFandFintellectualFdisabilityTFAmericancJournalcofcMedicalcGeneticsocPartc
ARF2012RFW_clRFX_WWSc

2.5 15

161 tsFthereFaFxendelianFtransmissionFratioFdistortionFofFtheFcTZXd_Z_XdupNXZbpOFpolyalanineFtractFlöXF
mutationjTFEuropeancJournalcofcHumancGeneticsRF2012RFXVRFWYWWSZ 5.3 6

160 lFnoncodingRFregulatoryFmutationFimplicatesFsnqnWFinFnonsyndromicFintellectualFdisabilityTF
AmericancJournalcofcHumancGeneticsRF2012RFdWRFadZSbVX 11 69

159 moyqFandFoYövWlFareFvariableFandFinverselyFcorrelatedFinFlymphoblastoidFcellFlinesFfromFoownF
syndromeFpatientsTFMolecularcNeurobiologyRF2012RFZaRFXdbSYVY 6.2 13

158 löXFhomeodomainFmutationsFabolishFoylFbindingFandFleadFtoFaFlossFofFtranscriptionalFrepressionTF
HumancMolecularcGeneticsRF2012RFXWRFWaYdSZb 5.6 14

157 αranscriptomeFprofilingFofFβ qYmUyxoSdeficientFlymphoblastoidFcellsFfromFpatientsFwithFvariousF
formsFofFintellectualFdisabilityTFMolecularcPsychiatryRF2012RFWbRFWWVYSW_ 15.1 71

156  ööαXFmutationsFcauseFbenignFfamilialFinfantileFepilepsyFandFinfantileFconvulsionsFwithF
choreoathetosisFsyndromeTFAmericancJournalcofcHumancGeneticsRF2012RFdVRFW_XSaV 11 199

155 pxpandingFtheFmolecularFbasisFandFphenotypicFspectrumFofFXSlinkedFuoubertFsyndromeFassociatedF
withFzqoWFmutationsTFEuropeancJournalcofcHumancGeneticsRF2012RFXVRFcVaSd 5.3 43

154 nnonXXeFaFnovelFcandidateFgeneFforFsyndromicFXSlinkedFintellectualFdisabilityTFMolecularcPsychiatryRF
2012RFWbRFZSb 15.1 31

153 yxoSdeficientFβpfYbSnullFmiceFdisplayFbehavioralFandFneuropathologicalFdefectsTFFASEBcJournalRF
2012RFXaRFbZbT_ 0.9 1

152  olyalanineFtractFdisordersFandFneurocognitiveFphenotypesTFAdvancescincExperimentalcMedicinecandc
BiologyRF2012RFbadRFWc_SXVY 3.6 16

151 tdentificationFofFaFmicroöylFthatFactivatesFgeneFexpressionFbyFrepressingFnonsenseSmediatedFöylF
decayTFMolecularcCellRF2011RFZXRF_VVSWV 17.6 211

150 ScreeningFandFcellSbasedFassessmentFofFmutationsFinFtheFlristalessSrelatedFhomeoboxFNlöXOFgeneTF
ClinicalcGeneticsRF2011RFcVRF_WVSXX 4 21

149 HmlindersRFphenotypeRFandFfashionableFgeneticFanalysisHeFsettingFtheFrecordFstraightFforFepilepsyGTF
EpilepsiaRF2011RF_XRFWb_bSc 6.4 1

(2011-2013)

11



148 sybridisationSbasedFresequencingFofFWbFXSlinkedFintellectualFdisabilityFgenesFinFWY_FpatientsFrevealsF
novelFmutationsFinFlαöXRFSwnalcFandF Qm WTFEuropeancJournalcofcHumancGeneticsRF2011RFWdRFbWbSXV 5.3 15

147 lFmutationFinFtheFrolgiFQbSSylöpFgeneFrzSöXFcausesFprogressiveFmyoclonusFepilepsyFwithFearlyF
ataxiaTFAmericancJournalcofcHumancGeneticsRF2011RFccRFa_bSaY 11 85

146
tnheritedFbalancedFtranslocationFtNdfWbONqYYTXfqX_TYOFconcomitantFwithFaFWapWYTWFduplicationFinFaF
patientFwithFschizophreniaTFAmericancJournalcofcMedicalcGeneticscPartcB:cNeuropsychiatriccGeneticsRF
2011RFW_aRFXVZSWZ

3.5 13

145 qunctionalFcharacterizationFofFtheFlqqFNlqZUqxöXOFfamilyFofFöylSbindingFproteinseFinsightsFintoFtheF
molecularFpathologyFofFqölXpFintellectualFdisabilityTFHumancMolecularcGeneticsRF2011RFXVRFWcbYSc_ 5.6 46

144 zhtaharaFsyndromeFinFaFfamilyFwithFanFlöXFproteinFtruncationFmutationFNcTcWnirUpTYXbXOTF
EuropeancJournalcofcHumancGeneticsRF2010RFWcRFW_bSaX 5.3 23

143 tdentificationFandFcharacterizationFofFtwoFnovelFulötoWnFmutationseFsuggestionFofFanFemergingF
genotypeSphenotypeFcorrelationTFEuropeancJournalcofcHumancGeneticsRF2010RFWcRFYYVS_ 5.3 48

142 nlSvFmutationsFareFfrequentFinFmalesFandFcauseFXSlinkedFnystagmusFandFvariableFXwxöF
phenotypesTFEuropeancJournalcofcHumancGeneticsRF2010RFWcRF_ZZS_X 5.3 85

141 xutationsFofFtheFβ qYmFgeneRFwhichFencodesFaFproteinFwidelyFexpressedFinFneuronsRFareFassociatedF
withFnonspecificFmentalFretardationFwithForFwithoutFautismTFMolecularcPsychiatryRF2010RFW_RFbabSba 15.1 85

140 lFrecurrentFWapWXTWFmicrodeletionFsupportsFaFtwoShitFmodelFforFsevereFdevelopmentalFdelayTF
NaturecGeneticsRF2010RFZXRFXVYSd 36.3 461

139  sqaFmutationsFinFαScellFacuteFlymphoblasticFleukemiaTFNaturecGeneticsRF2010RFZXRFYYcSZX 36.3 231

138 xutationsFinFtheFguanineFnucleotideFexchangeFfactorFgeneFtQSpnXFcauseFnonsyndromicFintellectualF
disabilityTFNaturecGeneticsRF2010RFZXRFZcaSc 36.3 118

137 nyclinSdependentFkinaseSlikeF_FNnovw_OFmutationFscreeningFinFöettFsyndromeFandFrelatedFdisordersTF
TwincResearchcandcHumancGeneticsRF2010RFWYRFWacSbc 2.2 29

136 ppilepsyFandFmentalFretardationFlimitedFtoFfemalesFwithF nosWdFmutationsFcanFpresentFdeFnovoForF
inFsingleFgenerationFfamiliesTFJournalcofcMedicalcGeneticsRF2010RFZbRFXWWSa 5.8 64

135 oisruptionFatFtheF αnsoWFwocusFonFXpXXTWWFinFlutismFspectrumFdisorderFandFintellectualFdisabilityTF
SciencecTranslationalcMedicineRF2010RFXRFZdraac 17.5 140

134 SubtleFfunctionalFdefectsFinFtheFlrfSspecificFguanineFnucleotideFexchangeFfactorFtQSpnXFcauseF
nonSsyndromicFXSlinkedFintellectualFdisabilityTFSmallcGTPasesRF2010RFWRFdcSWVY 2.7 28

133
xutationsFinFtheFnuclearFlocalizationFsequenceFofFtheFlristalessFrelatedFhomeoboxfFsequestrationF
ofFmutantFlöXFwithFt zWYFdisruptsFnormalFsubcellularFdistributionFofFtheFtranscriptionFfactorFandF
retardsFcellFdivisionTFPathoGeneticsRF2010RFYRFW

26

132 lFdistinctiveFgeneFexpressionFfingerprintFinFmentallyFretardedFmaleFpatientsFreflectsF
diseaseScausingFdefectsFinFtheFhistoneFdemethylaseFvox_nTFPathoGeneticsRF2010RFYRFX 26

131 lFnovelFsyndromeFofFpaediatricFcataractRFdysmorphismRFectodermalFfeaturesRFandFdevelopmentalF
delayFinFlustralianFlboriginalFfamilyFmapsFtoFWpY_TYSpYaTYXTFBMCcMedicalcGeneticsRF2010RFWWRFWa_ 2.1 3
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130 xutationsFinFtheFsmallFrα aseFgeneFölmYdmFareFresponsibleFforFXSlinkedFmentalFretardationF
associatedFwithFautismRFepilepsyRFandFmacrocephalyTFAmericancJournalcofcHumancGeneticsRF2010RFcaRFWc_Sd_11 176

129 qineSscaleFsurveyFofFXFchromosomeFcopyFnumberFvariantsFandFindelsFunderlyingFintellectualF
disabilityTFAmericancJournalcofcHumancGeneticsRF2010RFcbRFWbYScc 11 93

128 lFfocalFepilepsyFandFintellectualFdisabilityFsyndromeFisFdueFtoFaFmutationFinFαmnWoXZTFAmericanc
JournalcofcHumancGeneticsRF2010RFcbRFYbWS_ 11 100

127 sypomorphicFtemperatureSsensitiveFallelesFofFySoswFcauseFnvFsyndromeTFAmericancJournalcofc
HumancGeneticsRF2010RFcbRFdV_SWZ 11 46

126 löXFspectrumFdisorderseFmakingFinroadsFintoFtheFmolecularFpathologyTFHumancMutationRF2010RFYWRFccdSdVV4.7 131

125 öecurrentFdeletionFofFZyqaYVFatFXpWWTXYFisFnotFassociatedFwithFmentalFretardationTFAmericanc
JournalcofcMedicalcGeneticsocPartcARF2010RFW_XlRFaYcSZ_ 2.5 5

124 reneticsFofFtheFepilepsieseFgeneticFtwistsFinFtheFchannelsFandFotherFtalesTFEpilepsiaRF2010RF_WFSupplF
WRFYYSa 6.4 5

123 qölXpSassociatedFmentalFretardationFproteinFNqxöXOFisFanFöylSbindingFproteinFwithFhighFaffinityF
forFrSquartetFöylFformingFstructureTFNucleiccAcidscResearchRF2009RFYbRFWXadSbd 20.1 53

122 wessonsFlearntFfromFlargeSscaleFexonFreSsequencingFofFtheFXFchromosomeTFHumancMolecularc
GeneticsRF2009RFWcRFöaVSZ 5.6 20

121 αheFgeneticFlandscapeFofFintellectualFdisabilityFarisingFfromFchromosomeFXTFTrendscincGeneticsRF2009
RFX_RFYVcSWa 8.5 162

120 ysSSlFisoformFofFtheFysSFgeneFisFaFnovelFinteractorFofFZzSWTFExperimentalcCellcResearchRF2009RFYW_RFXY_cSbX4.2 17

119
lFnovelFgeneticFsyndromeFcharacterizedFbyFpediatricFcataractRFdysmorphismRFectodermalFfeaturesRF
andFdevelopmentalFdelayFinFanFindigenousFlustralianFfamilyTFAmericancJournalcofcMedicalcGeneticsoc
PartcARF2009RFWZdlRFaYYSd

2.5 2

118
lFnovelFdeFnovoFXbFbpFduplicationFofFtheFlöXFgeneRFresultingFfromFpostzygoticFmosaicismFandF
leadingFtoFthreeFseverelyFaffectedFmalesFinFtwoFgenerationsTFAmericancJournalcofcMedicalcGeneticsoc
PartcARF2009RFWZdlRFWa__SaV

2.5 12

117 nlinicalFstudyFofFtwoFbrothersFwithFaFnovelFYYFbpFduplicationFinFtheFlöXFgeneTFAmericancJournalcofc
MedicalcGeneticsocPartcARF2009RFWZdlRFWZcXSa 2.5 12

116 StructuralFvariationFinFXqXceFxpn XFduplicationsFinFWKFofFpatientsFwithFunexplainedFXwxöFandFinF
XKFofFmaleFpatientsFwithFsevereFencephalopathyTFEuropeancJournalcofcHumancGeneticsRF2009RFWbRFZZZS_Y 5.3 111

115 lFsystematicRFlargeSscaleFresequencingFscreenFofFXSchromosomeFcodingFexonsFinFmentalF
retardationTFNaturecGeneticsRF2009RFZWRF_Y_SZY 36.3 454

114 lFβ qYSmediatedFregulatoryFswitchFthatFmaintainsFöylFsurveillanceTFNaturecStructuralcandc
MolecularcBiologyRF2009RFWaRFbZbS_Y 17.6 88

113 xnαcFmutationFanalysisFandFidentificationFofFtheFfirstFfemaleFwithFlllanSserndonSoudleyFsyndromeF
dueFtoFlossFofFxnαcFexpressionTFEuropeancJournalcofcHumancGeneticsRF2008RFWaRFWVXdSYb 5.3 49

(2008-2010)
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112 XSlinkedFprotocadherinFWdFmutationsFcauseFfemaleSlimitedFepilepsyFandFcognitiveFimpairmentTF
NaturecGeneticsRF2008RFZVRFbbaScW 36.3 328

111 XwxöFgeneseFupdateFXVVbTFEuropeancJournalcofcHumancGeneticsRF2008RFWaRFZXXSYZ 5.3 135

110 αwoFnovelFulvXFexonFWXFmutationsFinFulvXκaWbqSnegativeFpolycythaemiaFveraFpatientsTFLeukemiaRF
2008RFXXRFcbVSY 10.7 63

109 SwndlaFmutationsFcauseFXSlinkedFmentalFretardationRFmicrocephalyRFepilepsyRFandFataxiaRFaF
phenotypeFmimickingFlngelmanFsyndromeTFAmericancJournalcofcHumancGeneticsRF2008RFcXRFWVVYSWV 11 175

108 zligosaccharyltransferaseSsubunitFmutationsFinFnonsyndromicFmentalFretardationTFAmericanc
JournalcofcHumancGeneticsRF2008RFcXRFWW_VSb 11 116

107 pxclusionFofFbiglycanFmutationsFinFaFcohortFofFpatientsFwithFneuromuscularFdisordersTF
NeuromuscularcDisordersRF2008RFWcRFaVaSd 2.9 4

106 ppilepsyFandFmentalFretardationFlimitedFtoFfemaleseFanFunderSrecognizedFdisorderTFBrainRF2008RFWYWRFdWcSXb11.2 152

105 öestoringFreproductiveFconfidenceFinFfamiliesFwithFXSlinkedFmentalFretardationFbyFfindingFtheF
causalFmutationTFClinicalcGeneticsRF2008RFbYRFWccSdV 4 12

104 öefinedFmappingFofFXSlinkedFreticulateFpigmentaryFdisorderFandFsequencingFofFcandidateFgenesTF
HumancGeneticsRF2008RFWXYRFZadSba 6.3 17

103
SubmicroscopicFduplicationsFofFtheFhydroxysteroidFdehydrogenaseFsSoWbmWVFandFtheFpYFubiquitinF
ligaseFsβWpWFareFassociatedFwithFmentalFretardationTFAmericancJournalcofcHumancGeneticsRF2008RF
cXRFZYXSZY

11 164

102 lFnovelFlocusFforFXSlinkedFcongenitalFcataractFonFXqXZTFMolecularcVisionRF2008RFWZRFbXWSa 2.3 9

101 yovelFcausativeFmutationsFinFpatientsFwithFyanceSsoranFsyndromeFandFalteredFlocalizationFofFtheF
mutantFysSSlFproteinFisoformTFMolecularcVisionRF2008RFWZRFWc_aSaZ 2.3 24

100 αheForiginalFwujanFsyndromeFfamilyFhasFaFnovelFmissenseFmutationFNpTyWVVbSOFinFtheFxpoWXFgeneTF
JournalcofcMedicalcGeneticsRF2007RFZZRFZbXSb 5.8 126

99 xutationFfrequenciesFofFXSlinkedFmentalFretardationFgenesFinFfamiliesFfromFtheFpuroxöXF
consortiumTFHumancMutationRF2007RFXcRFXVbSc 4.7 89

98 xutationsFinFβ qYmRFaFmemberFofFtheFnonsenseSmediatedFmöylFdecayFcomplexRFcauseFsyndromicF
andFnonsyndromicFmentalFretardationTFNaturecGeneticsRF2007RFYdRFWWXbSYY 36.3 189

97 xutationFscreeningFofFbrainSexpressedFXSchromosomalFmiöylFgenesFinFZaZFpatientsFwithF
nonsyndromicFXSlinkedFmentalFretardationTFEuropeancJournalcofcHumancGeneticsRF2007RFW_RFYb_Sc 5.3 21

96
 roteinFandFgeneFexpressionFanalysisFofF hfaRFtheFgeneFmutatedFinFtheF
mˆ¶rjesonSqorssmanSwehmannFSyndromeFofFintellectualFdisabilityFandFobesityTFGenecExpressionc
PatternsRF2007RFbRFc_cSbW

1.5 37

95 wossFofFSwnYcl_FandFqαSuWFatFXpWWTXYFinFthreeFbrothersFwithFnonSsyndromicFmentalFretardationF
dueFtoFaFmicrodeletionFinFanFunstableFgenomicFregionTFHumancGeneticsRF2007RFWXWRF_YdSZb 6.3 40
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94
qunctionalFcharacterizationFofFrlαlYFmutationsFcausingFtheFhypoparathyroidismSdeafnessSrenalF
NsoöOFdysplasiaFsyndromeeFinsightFintoFmechanismsFofFoylFbindingFbyFtheFrlαlYFtranscriptionF
factorTFHumancMolecularcGeneticsRF2007RFWaRFXa_Sb_

5.6 111

93
xutationsFinFionotropicFlx lFreceptorFYFalterFchannelFpropertiesFandFareFassociatedFwithF
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