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308 zutationsIinItheIgeneIencodingItheI3PVbPIq nIexonucleaseIαRrXZIcauseInicardiVtoutiˆ¤resI
syndromeIatItheIntΔZIlocusWINaturecGeneticsUI2006UI3eUIfZdV_Y 36.3 633

307 pommonIgeneticIvariantsIinfluenceIhumanIsubcorticalIbrainIstructuresWINatureUI2015UIb_YUI__aVf 50.4 601

306 ueterozygousIgermlineImutationsIinItheIpb3IhomologIpc3IareItheIcauseIofIrrpIsyndromeWICellUI
1999UIffUIZa3Vb3 56.2 577

305 zutationsIinItheIOVmannosyltransferaseIgeneIèOzαZIgiveIriseItoItheIsevereIneuronalImigrationI
disorderIWalkerVWarburgIsyndromeWIAmericancJournalcofcHumancGeneticsUI2002UIdZUIZY33Va3 11 573

304 nIsystematicUIlargeVscaleIresequencingIscreenIofIXVchromosomeIcodingIexonsIinImentalI
retardationWINaturecGeneticsUI2009UIaZUIb3bVa3 36.3 454

303 èOzα_ImutationsIcauseIalphaVdystroglycanIhypoglycosylationIandIWalkerVWarburgIsyndromeWI
JournalcofcMedicalcGeneticsUI2005UIa_UIfYdVZ_ 5.8 317

302 zutationsIinInRutrscUIencodingIaIguanineInucleotideIexchangeIfactorIforIRhoItαèasesUIinI
patientsIwithIXVlinkedImentalIretardationWINaturecGeneticsUI2000UI_cUI_adVbY 36.3 306

301 yossVofVfunctionImutationsIinIeuchromatinIhistoneImethylItransferaseIZIQruzαZRIcauseItheIfq3aI
subtelomericIdeletionIsyndromeWIAmericancJournalcofcHumancGeneticsUI2006UIdfUI3dYVd 11 288

300
pc3IteneImutationsIinIeecIsyndromeUIlimbVmammaryIsyndromeUIandIisolatedIsplitIhandVsplitIfootI
malformationIsuggestIaIgenotypeVphenotypeIcorrelationWIAmericancJournalcofcHumancGeneticsUI
2001UIcfUIaeZVf_

11 288

299 vmpairedIglycosylationIandIcutisIlaxaIcausedIbyImutationsIinItheIvesicularIuTVnαèaseIsubunitI
nαècVYn_WINaturecGeneticsUI2008UIaYUI3_Va 36.3 279

298 uayVWellsIsyndromeIisIcausedIbyIheterozygousImissenseImutationsIinItheIΔnzIdomainIofIpc3WI
HumancMolecularcGeneticsUI2001UIZYUI__ZVf 5.6 268

297 teneticIandIepigeneticInetworksIinIintellectualIdisabilitiesWIAnnualcReviewcofcGeneticsUI2011UIabUIeZVZYa 14.5 267

296 αranscriptionIfactorIΔOX3IisIinvolvedIinIXVlinkedImentalIretardationIwithIgrowthIhormoneI
deficiencyWIAmericancJournalcofcHumancGeneticsUI2002UIdZUIZabYVb 11 238

295 qecipheringItheIglycosylomeIofIdystroglycanopathiesIusingIhaploidIscreensIforIlassaIvirusIentryWI
ScienceUI2013UI3aYUIadfVe3 33.3 229

294 pc3VassociatedIdisordersWICellcCycleUI2007UIcUI_c_Ve 4.7 214

293 nRXUIaInovelIèrdVclassVhomeoboxIgeneIhighlyIexpressedIinItheItelencephalonUIisImutatedIinI
XVlinkedImentalIretardationWIHumancMolecularcGeneticsUI2002UIZZUIfeZVfZ 5.6 209

292 zutationIofItheIgeneIencodingItheIROR_ItyrosineIkinaseIcausesIautosomalIrecessiveIRobinowI
syndromeWINaturecGeneticsUI2000UI_bUIa_3Vc 36.3 208
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291 ΔRqbn3IisIrequiredIforIconvertingIpolyprenolItoIdolicholIandIisImutatedIinIaIcongenitalI
glycosylationIdisorderWICellUI2010UIZa_UI_Y3VZd 56.2 207

290 qominantIisolatedIrenalImagnesiumIlossIisIcausedIbyImisroutingIofItheI aQTRUxQTRVnαèaseI
gammaVsubunitWINaturecGeneticsUI2000UI_cUI_cbVc 36.3 205

289 uomozygousImutationIinIΔènαnZcIisIassociatedIwithImaleIinfertilityIinIhumanIglobozoospermiaWI
AmericancJournalcofcHumancGeneticsUI2007UIeZUIeZ3V_Y 11 204

288 zutationsIinItheIsxRèIgeneIcanIcauseImuscleVeyeVbrainIdiseaseIandIWalkerVWarburgIsyndromeWI
JournalcofcMedicalcGeneticsUI2004UIaZUIecZ 5.8 197

287 nInewIgeneIinvolvedIinIXVlinkedImentalIretardationIidentifiedIbyIanalysisIofIanIXh_IbalancedI
translocationWINaturecGeneticsUI2000UI_aUIZcdVdY 36.3 197

286 pomplexItranscriptionalIeffectsIofIpc3IisoformsgIidentificationIofInovelIactivationIandIrepressionI
domainsWIMolecularcandcCellularcBiologyUI2002UI__UIecbfVce 4.8 193

285 zutationsIinItheIpreVreplicationIcomplexIcauseIzeierVtorlinIsyndromeWINaturecGeneticsUI2011UIa3UI3bcVf36.3 186

284  ovelIgeneticIlociIassociatedIwithIhippocampalIvolumeWINaturecCommunicationsUI2017UIeUIZ3c_a 17.4 173

283 zicroR nInetworksIdirectIneuronalIdevelopmentIandIplasticityWICellularcandcMolecularcLifecSciences
UI2012UIcfUIefVZY_ 10.3 173

282 W αbnImutationsIinIpatientsIwithIautosomalIdominantIRobinowIsyndromeWIDevelopmentalc
DynamicsUI2010UI_3fUI3_dV3d 2.9 171

281 ΔplittingIpc3WIAmericancJournalcofcHumancGeneticsUI2002UIdZUIZVZ3 11 169

280 zutationsIinIvΔèqIcauseIWalkerVWarburgIsyndromeIandIdefectiveIglycosylationIofI˛–VdystroglycanWI
NaturecGeneticsUI2012UIaaUIbeZVb 36.3 168

279 XVexomeIsequencingIofIaYbIunresolvedIfamiliesIidentifiesIsevenInovelIintellectualIdisabilityIgenesWI
MolecularcPsychiatryUI2016UI_ZUIZ33Vae 15.1 167

278 qisruptionIofIanIruzαZVassociatedIchromatinVmodificationImoduleIcausesIintellectualIdisabilityWI
AmericancJournalcofcHumancGeneticsUI2012UIfZUId3Ve_ 11 165

277 zutationsIinIèuseIareIassociatedIwithIXIlinkedImentalIretardationIandIcleftIlipXcleftIpalateWIJournalc
ofcMedicalcGeneticsUI2005UIa_UIdeYVc 5.8 165

276 nIpVterminalIinhibitoryIdomainIcontrolsItheIactivityIofIpc3IbyIanIintramolecularImechanismWI
MolecularcandcCellularcBiologyUI2002UI__UIecYZVZZ 4.8 165

275
ΔubmicroscopicIduplicationsIofItheIhydroxysteroidIdehydrogenaseIuΔqZdoZYIandItheIr3IubiquitinI
ligaseIuβWrZIareIassociatedIwithImentalIretardationWIAmericancJournalcofcHumancGeneticsUI2008UI
e_UIa3_Va3

11 164

274 teneticIinfluencesIonIschizophreniaIandIsubcorticalIbrainIvolumesgIlargeVscaleIproofIofIconceptWI
NaturecNeuroscienceUI2016UIZfUIa_YVa3Z 25.5 163
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273
zutationsIinItqèVmannoseIpyrophosphorylaseIoIcauseIcongenitalIandIlimbVgirdleImuscularI
dystrophiesIassociatedIwithIhypoglycosylationIofI˛–VdystroglycanWIAmericancJournalcofcHumanc
GeneticsUI2013UIf3UI_fVaZ

11 162

272
surtherIclinicalIandImolecularIdelineationIofItheIfqIsubtelomericIdeletionIsyndromeIsupportsIaI
majorIcontributionIofIruzαZIhaploinsufficiencyItoItheIcoreIphenotypeWIJournalcofcMedicalcGeneticsUI
2009UIacUIbfeVcYc

5.8 156

271 OsqZIisImutatedIinIXVlinkedIwoubertIsyndromeIandIinteractsIwithIypnbVencodedIlebercilinWI
AmericancJournalcofcHumancGeneticsUI2009UIebUIacbVeZ 11 153

270 rpigeneticIregulationIofIlearningIandImemoryIbyIqrosophilaIruzαXtfaWIPLoScBiologyUI2011UIfUIeZYYYbcf9.7 153

269 zutationsIinItheIphospholipidIremodelingIgeneIΔrRnpZIimpairImitochondrialIfunctionIandI
intracellularIcholesterolItraffickingIandIcauseIdystoniaIandIdeafnessWINaturecGeneticsUI2012UIaaUIdfdVeY_36.3 147

268  ovelIgeneticIlociIunderlyingIhumanIintracranialIvolumeIidentifiedIthroughIgenomeVwideI
associationWINaturecNeuroscienceUI2016UIZfUIZbcfVZbe_ 25.5 147

267 zutationsIinIdifferentIcomponentsIofIstsIsignalingIinIynqqIsyndromeWINaturecGeneticsUI2006UI3eUIaZaVd36.3 144

266 tenomeVwideIprofilingIofIpc3Iq nVbindingIsitesIidentifiesIanIelementIthatIregulatesIgeneI
expressionIduringIlimbIdevelopmentIinItheIdq_ZIΔuszZIlocusWIPLoScGeneticsUI2010UIcUIeZYYZYcb 6 142

265 èathogenesisIofIsplitVhandXsplitVfootImalformationWIHumancMolecularcGeneticsUI2003UIZ_IΔpecI oIZUIRbZVcY5.6 137

264 zutationsIinIqY pZuZIcauseIsevereIintellectualIdisabilityIwithIneuronalImigrationIdefectsWIJournalc
ofcMedicalcGeneticsUI2012UIafUIZdfVe3 5.8 131

263 αheIpc3IgeneIinIrrpIandIotherIsyndromesWIJournalcofcMedicalcGeneticsUI2002UI3fUI3ddVeZ 5.8 130

262 phromosomeIZp_ZW3ImicrodeletionsIcomprisingIqèYqIandIzvRZ3dIareIassociatedIwithIintellectualI
disabilityWIJournalcofcMedicalcGeneticsUI2011UIaeUIeZYVe 5.8 129

261 zutationsIinIqquq_UIencodingIanIintracellularIphospholipaseInQZRUIcauseIaIrecessiveIformIofI
complexIhereditaryIspasticIparaplegiaWIAmericancJournalcofcHumancGeneticsUI2012UIfZUIZYd3VeZ 11 128

260 qisruptionIofItheIgeneIruchromatinIuistoneIzethylIαransferaseZIQruVuzαaseZRIisIassociatedIwithI
theIfq3aIsubtelomericIdeletionIsyndromeWIJournalcofcMedicalcGeneticsUI2005UIa_UI_ffV3Yc 5.8 128

259 zYp IhaploinsufficiencyIisIassociatedIwithIreducedIbrainIsizeIandIintestinalIatresiasIinIseingoldI
syndromeWINaturecGeneticsUI2005UI3dUIacbVd 36.3 126

258 zutationsIinItheIpolyglutamineIbindingIproteinIZIgeneIcauseIXVlinkedImentalIretardationWINaturec
GeneticsUI2003UI3bUI3Z3Vb 36.3 125

257 nIhomozygousInonsenseImutationIinItheIfukutinIgeneIcausesIaIWalkerVWarburgIsyndromeI
phenotypeWIJournalcofcMedicalcGeneticsUI2003UIaYUIeabVe 5.8 121

256 zissenseImutationsIinI˛†VZU3V VacetylglucosaminyltransferaseIZIQo3t αZRIcauseIWalkerVWarburgI
syndromeWIHumancMolecularcGeneticsUI2013UI__UIZdacVba 5.6 118
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255 èatternIofIpc3ImutationsIandItheirIphenotypesVVupdateWIAmericancJournalcofcMedicalcGeneticsrcPartc
AUI2006UIZaYUIZ3fcVaYc 2.5 117

254 zutationsIinItheIhumanIαoXaIgeneIcauseIsmallIpatellaIsyndromeWIAmericancJournalcofcHumanc
GeneticsUI2004UIdaUIZ_3fVae 11 115

253 ploningIandIcharacterizationIofItheIhumanIchoroideremiaIgeneWIHumancMolecularcGeneticsUI1994UI3UIZYaZVc5.6 115

252 vntragenicIdeletionIinItheIynRtrIgeneIcausesIWalkerVWarburgIsyndromeWIHumancGeneticsUI2007UI
Z_ZUIcebVfY 6.3 113

251 zutationsIinItheIembryonalIsubunitIofItheIacetylcholineIreceptorIQpuR tRIcauseIlethalIandI
rscobarIvariantsIofImultipleIpterygiumIsyndromeWIAmericancJournalcofcHumancGeneticsUI2006UIdfUI3fYVb 11 113

250 zissenseImutationIinIènx3UIRcdpUIcausesIXVlinkedInonspecificImentalIretardationWIAmericancJournalc
ofcMedicalcGeneticscPartcAUI2000UIf3UI_faVe 112

249 pooperationIbetweenItheItranscriptionIfactorsIpc3IandIvRscIisIessentialItoIpreventIcleftIpalateIinI
miceWIJournalcofcClinicalcInvestigationUI2010UIZ_YUIZbcZVf 15.9 111

248 ΔtructuralIvariationIinIXq_egIzrpè_IduplicationsIinIZNIofIpatientsIwithIunexplainedIXyzRIandIinI
_NIofImaleIpatientsIwithIsevereIencephalopathyWIEuropeancJournalcofcHumancGeneticsUI2009UIZdUIaaaVb3 5.3 111

247 nutosomalIrecessiveIdilatedIcardiomyopathyIdueItoIqOyxImutationsIresultsIfromIabnormalI
dystroglycanIOVmannosylationWIPLoScGeneticsUI2011UIdUIeZYY_a_d 6 111

246 uomozygousIandIheterozygousIdisruptionsIofIn x3gIatItheIcrossroadsIofIneurodevelopmentalIandI
psychiatricIdisordersWIHumancMolecularcGeneticsUI2013UI__UIZfcYVdY 5.6 108

245 zutationsIinItheIpb3IhomologIpc3gIalleleVspecificIdevelopmentalIsyndromesIinIhumansWITrendscinc
MolecularcMedicineUI2002UIeUIZ33Vf 11.5 105

244 αheIOpitzIsyndromeIgeneIproductUIzvqZUIassociatesIwithImicrotubulesWIProceedingscofcthecNationalc
AcademycofcSciencescofcthecUnitedcStatescofcAmericaUI1999UIfcUI_dfaVf 11.5 105

243
ReducedIexplorationUIincreasedIanxietyUIandIalteredIsocialIbehaviorgInutisticVlikeIfeaturesIofI
euchromatinIhistoneImethyltransferaseIZIheterozygousIknockoutImiceWIBehaviouralcBraincResearchUI
2010UI_YeUIadVbb

3.4 104

242 tenotypeVphenotypeIstudiesIinInailVpatellaIsyndromeIshowIthatIyzXZoImutationIlocationIisI
involvedIinItheIriskIofIdevelopingInephropathyWIEuropeancJournalcofcHumancGeneticsUI2005UIZ3UIf3bVac 5.3 104

241 èc3IgeneImutationsIandIhumanIdevelopmentalIsyndromesWIAmericancJournalcofcMedicalcGeneticsc
PartcAUI2002UIZZ_UI_eaVfY 101

240 zutationsIinItheIsαΔwZIgeneIcodingIforIaInovelIΔVadenosylmethionineVbindingIproteinIcauseI
nonsyndromicIXVlinkedImentalIretardationWIAmericancJournalcofcHumancGeneticsUI2004UIdbUI3YbVf 11 99

239 nsymmetryIwithinIandIaroundItheIhumanIplanumItemporaleIisIsexuallyIdimorphicIandIinfluencedI
byIgenesIinvolvedIinIsteroidIhormoneIreceptorIactivityWICortexUI2015UIc_UIaZVbb 3.8 95

238 αheIexpandingIphenotypeIofIèOzαZImutationsgIfromIWalkerVWarburgIsyndromeItoIcongenitalI
muscularIdystrophyUImicrocephalyUIandImentalIretardationWIHumancMutationUI2006UI_dUIab3Vf 4.7 91
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237 nInovelIribosomalIΔcVkinaseIQRΔxahIRèΔcxncRIisIcommonlyIdeletedIinIpatientsIwithIcomplexI
XVlinkedImentalIretardationWIGenomicsUI1999UIc_UI33_Va3 4.3 91

236 qisruptionIofIèOtZIvsInssociatedIwithIvntellectualIqisabilityIandInutismIΔpectrumIqisordersWI
AmericancJournalcofcHumancGeneticsUI2016UIfeUIbaZVbb_ 11 89

235 αranscriptionIfactorIpc3IbookmarksIandIregulatesIdynamicIenhancersIduringIepidermalI
differentiationWIEMBOcReportsUI2015UIZcUIec3Vde 6.5 89

234 zutationIfrequenciesIofIXVlinkedImentalIretardationIgenesIinIfamiliesIfromItheIrurozRXI
consortiumWIHumancMutationUI2007UI_eUI_YdVe 4.7 89

233 vnhibitoryIcontrolIofItheIexcitatoryXinhibitoryIbalanceIinIpsychiatricIdisordersWIFwvvvResearchUI2018
UIdUI_3 3.6 86

232
pyèoImutationsIcauseI3VmethylglutaconicIaciduriaUIprogressiveIbrainIatrophyUIintellectualI
disabilityUIcongenitalIneutropeniaUIcataractsUImovementIdisorderWIAmericancJournalcofcHumanc
GeneticsUI2015UIfcUI_abVbd

11 84

231 tlycVOVgeneticsIofIWalkerVWarburgIsyndromeWIClinicalcGeneticsUI2005UIcdUI_eZVf 4 84

230
vdentificationIofIn xRqZZIandIZ sddeIasIcandidateIgenesIforIautismIandIvariableIcognitiveI
impairmentIinItheInovelIZcq_aW3ImicrodeletionIsyndromeWIEuropeancJournalcofcHumancGeneticsUI
2010UIZeUIa_fV3b

5.3 83

229 tainVofVfunctionImutationIinInqβyαIsyndromeIrevealsItheIpresenceIofIaIsecondItransactivationI
domainIinIpc3WIHumancMolecularcGeneticsUI2002UIZZUIdffVeYa 5.6 83

228 teneticIarchitectureIofIsubcorticalIbrainIstructuresIinI3eUebZIindividualsWINaturecGeneticsUI2019UIbZUIZc_aVZc3c36.3 81

227 Δyp_fn3IgeneIisImutatedIinIpigmentedIhypertrichosisIwithIinsulinVdependentIdiabetesImellitusI
syndromeIandIinteractsIwithItheIinsulinIsignalingIpathwayWIHumancMolecularcGeneticsUI2009UIZeUI__bdVcb5.6 80

226 zutationsInffectingItheIΔn qIqomainIofIqrnsZIpauseIvntellectualIqisabilityIwithIΔevereIΔpeechI
vmpairmentIandIoehavioralIèroblemsWIAmericancJournalcofcHumancGeneticsUI2015UIfcUIZde 11 78

225 phromosomalIcopyInumberIchangesIinIpatientsIwithInonVsyndromicIXIlinkedImentalIretardationI
detectedIbyIarrayIptuWIJournalcofcMedicalcGeneticsUI2006UIa3UI3c_VdY 5.8 78

224 nInovelIcerebelloVocularIsyndromeIwithIabnormalIglycosylationIdueItoIabnormalitiesIinIdolicholI
metabolismWIBrainUI2010UIZ33UI3_ZYV_Y 11.2 76

223 nnalysisIofItheIpc3IgeneIinIclassicalIrrpIsyndromeUIrelatedIsyndromesUIandInonVsyndromicI
orofacialIcleftsWIJournalcofcMedicalcGeneticsUI2002UI3fUIbbfVcc 5.8 76

222 èyrXv VqZUIaInovelIplexinIfamilyImemberUIisIexpressedIinIvascularIendotheliumIandItheIcentralI
nervousIsystemIduringImouseIembryogenesisWIDevelopmentalcDynamicsUI2002UI__bUI33cVa3 2.9 75

221 zutationsIinItheIZ saZIgeneIareIassociatedIwithIcognitiveIdeficitsgIidentificationIofIaInewI
candidateIforIXVlinkedImentalIretardationWIAmericancJournalcofcHumancGeneticsUI2003UId3UIZ3aZVba 11 75

220
yimbImammaryIsyndromegIaInewIgeneticIdisorderIwithImammaryIhypoplasiaUIectrodactylyUIandI
otherIuandXsootIanomaliesImapsItoIhumanIchromosomeI3q_dWIAmericancJournalcofcHumanc
GeneticsUI1999UIcaUIb3eVac

11 75
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219 teneticIandIepigeneticIdefectsIinImentalIretardationWIInternationalcJournalcofcBiochemistrycandcCellc
BiologyUI2009UIaZUIfcVZYd 5.6 74

218 èRèΔZImutationsgIfourIdistinctIsyndromesIandIpotentialItreatmentWIAmericancJournalcofcHumanc
GeneticsUI2010UIecUIbYcVZe 11 74

217 vdentificationIofIpathogenicIgeneIvariantsIinIsmallIfamiliesIwithIintellectuallyIdisabledIsiblingsIbyI
exomeIsequencingWIJournalcofcMedicalcGeneticsUI2013UIbYUIeY_VZZ 5.8 70

216 nicardiVtoutiˆ¤resIsyndromeIdisplaysIgeneticIheterogeneityIwithIoneIlocusIQntΔZRIonIchromosomeI
3p_ZWIAmericancJournalcofcHumancGeneticsUI2000UIcdUI_Z3V_Z 11 70

215 rxomeIsequencingIofIèakistaniIconsanguineousIfamiliesIidentifiesI3YInovelIcandidateIgenesIforI
recessiveIintellectualIdisabilityWIMolecularcPsychiatryUI2017UI__UIZcYaVZcZa 15.1 69

214 sunctionalIconvergenceIofIhistoneImethyltransferasesIruzαZIandIxzα_pIinvolvedIinIintellectualI
disabilityIandIautismIspectrumIdisorderWIPLoScGeneticsUI2017UIZ3UIeZYYceca 6 67

213 zutationsIinIzrqZ_IcauseIXVlinkedIOhdoIsyndromeWIAmericancJournalcofcHumancGeneticsUI2013UIf_UIaYZVc11 67

212 ueterozygousImutationsIofIsRrzZIareIassociatedIwithIanIincreasedIriskIofIisolatedImetopicI
craniosynostosisIinIhumansIandImiceWIPLoScGeneticsUI2011UIdUIeZYY__de 6 67

211 yossIofItheIozèIantagonistUIΔzOpVZUIcausesIOphthalmoVacromelicIQWaardenburgInnophthalmiaRI
syndromeIinIhumansIandImiceWIPLoScGeneticsUI2011UIdUIeZYY_ZZa 6 67

210
qisruptionIofItheIpodosomeIadaptorIproteinIαxΔaIQΔu3èXq_oRIcausesItheIskeletalIdysplasiaUIeyeUI
andIcardiacIabnormalitiesIofIsrankVαerIuaarIΔyndromeWIAmericancJournalcofcHumancGeneticsUI2010UI
ecUI_baVcZ

11 67

209 Z scdagIaInewIkruppelVassociatedIboxVcontainingIzincVfingerIgeneIinvolvedIinInonsyndromicI
XVlinkedImentalIretardationWIAmericancJournalcofcHumancGeneticsUI2006UIdeUI_cbVde 11 67

208 zutationIspectrumIinItheIpuzIgeneIofIqanishIandIΔwedishIchoroideremiaIpatientsWIHumanc
MolecularcGeneticsUI1994UI3UIZYadVbZ 5.6 66

207 nrtsIsyndromeIisIcausedIbyIlossVofVfunctionImutationsIinIèRèΔZWIAmericancJournalcofcHumanc
GeneticsUI2007UIeZUIbYdVZe 11 65

206 tenotypeVphenotypeIcorrelationsIinIzYp VrelatedIseingoldIsyndromeWIHumancMutationUI2008UI_fUIZZ_bV3_4.7 64

205 zicroR nVZ3dIpontrolsInzènVReceptorVzediatedIαransmissionIandImtluRVqependentIyαqWICellc
ReportsUI2015UIZZUIZedcVea 10.6 62

204 qeInovoImutationsIinIbetaVcateninIQpα  oZRIappearItoIbeIaIfrequentIcauseIofIintellectualI
disabilitygIexpandingItheImutationalIandIclinicalIspectrumWIHumancGeneticsUI2015UIZ3aUIfdVZYf 6.3 62

203 zutationsIinIpΔèèZIleadItoIclassicalIwoubertIsyndromeWIAmericancJournalcofcHumancGeneticsUI2014UI
faUIeYVc 11 62

202 zutantIpc3IcausesIdefectiveIexpansionIofIectodermalIprogenitorIcellsIandIimpairedIstsIsignallingI
inInrpIsyndromeWIEMBOcMolecularcMedicineUI2012UIaUIZf_V_Yb 12 62
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201 seingoldIsyndromegIclinicalIreviewIandIgeneticImappingWIAmericancJournalcofcMedicalcGeneticscPartc
AUI2003UIZ__nUI_faV3YY 62

200 αheIgeneticsIofIcognitiveIepigeneticsWINeuropharmacologyUI2014UIeYUIe3Vfa 5.5 61

199 zouseIchoroideremiaIgeneImutationIcausesIphotoreceptorIcellIdegenerationIandIisInotI
transmittedIthroughItheIfemaleIgermlineWIHumancMolecularcGeneticsUI1997UIcUIebZVe 5.6 61

198 vnvolvementIofItheIkinesinIfamilyImembersIxvsanIandIxvsbpIinIintellectualIdisabilityIandIsynapticI
functionWIJournalcofcMedicalcGeneticsUI2014UIbZUIaedVfa 5.8 60

197 RecurrentIdeInovoImutationsIinIènpΔZIcauseIdefectiveIcranialVneuralVcrestImigrationIandIdefineIaI
recognizableIintellectualVdisabilityIsyndromeWIAmericancJournalcofcHumancGeneticsUI2012UIfZUIZZ__Vd 11 60

196 uippocampalIdysfunctionIinItheIruchromatinIhistoneImethyltransferaseIZIheterozygousIknockoutI
mouseImodelIforIxleefstraIsyndromeWIHumancMolecularcGeneticsUI2013UI__UIeb_Vcc 5.6 59

195 zeierVtorlinIsyndromegIreportIofIeightIadditionalIcasesIandIreviewWIAmericancJournalcofcMedicalc
GeneticscPartcAUI2001UIZY_UIZZbV_a 58

194 pc3IcontrolIofIdesmosomeIgeneIexpressionIandIadhesionIisIcompromisedIinInrpIsyndromeWIHumanc
MolecularcGeneticsUI2013UI__UIb3ZVa3 5.6 56

193  ailVpatellaIsyndromegIidentificationIofImutationsIinItheIyzXZoIgeneIinIqutchIfamiliesWIJournalcofc
thecAmericancSocietycofcNephrology:cJASNUI2000UIZZUIZdc_VZdcc 12.7 56

192 èlexinIqZIexpressionIisIinducedIonItumorIvasculatureIandItumorIcellsgIaInovelItargetIforIdiagnosisI
andItherapylWICancercResearchUI2005UIcbUIe3ZdV_3 10.1 55

191
vmpairedIepithelialIdifferentiationIofIinducedIpluripotentIstemIcellsIfromIectodermalI
dysplasiaVrelatedIpatientsIisIrescuedIbyItheIsmallIcompoundInèRV_acXèRvznVZzrαWIProceedingscofc
thecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2013UIZZYUI_Zb_Vc

11.5 54

190 qeInovoIzrpè_IframeshiftImutationIinIaIboyIwithImoderateImentalIretardationUIobesityIandI
gynaecomastiaWIClinicalcGeneticsUI2002UIcZUI3bfVc_ 4 54

189 uumanIvΔèqIvsIaIpytidyltransferaseIRequiredIforIqystroglycanIOVzannosylationWIChemistrycandc
BiologyUI2015UI__UIZca3Vb_ 53

188 seedbackIregulatorsIofIhypoxiaVinducibleIfactorsIandItheirIroleIinIcancerIbiologyWICellcCycleUI2010UI
fUI_dafVc3 4.7 52

187 αrismusVpseudocamptodactylyIsyndromeIisIcausedIbyIrecurrentImutationIofIzYueWIAmericanc
JournalcofcMedicalcGeneticsrcPartcAUI2006UIZaYUI_3edVf3 2.5 52

186 ZincIfingerIeZIQZ seZRImutationsIassociatedIwithIXVlinkedImentalIretardationWIJournalcofcMedicalc
GeneticsUI2004UIaZUI3faVf 5.8 52

185 vnVframeIdeletionIinIzrpè_IcausesImildInonspecificImentalIretardationWIAmericancJournalcofc
MedicalcGeneticscPartcAUI2002UIZYdUIeZV3 52

184 uumanIsyndromesIwithIcongenitalIpatellarIanomaliesIandItheIunderlyingIgeneIdefectsWIClinicalc
GeneticsUI2005UIceUI3Y_VZf 4 52
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183 zutationsIinItheIrpithelialIpadherinVpZ_YVpateninIpomplexIpauseIzendelianI onVΔyndromicIpleftI
yipIwithIorIwithoutIpleftIèalateWIAmericancJournalcofcHumancGeneticsUI2018UIZY_UIZZa3VZZbd 11 52

182 zutationsIaffectingItheIΔn qIdomainIofIqrnsZIcauseIintellectualIdisabilityIwithIsevereIspeechI
impairmentIandIbehavioralIproblemsWIAmericancJournalcofcHumancGeneticsUI2014UIfaUIcafVcZ 11 51

181
tnαnq_oIlossVofVfunctionImutationsIcauseIaIrecognisableIsyndromeIwithIintellectualIdisabilityIandI
areIassociatedIwithIlearningIdeficitsIandIsynapticIundergrowthIinIqrosophilaWIJournalcofcMedicalc
GeneticsUI2013UIbYUIbYdVZa

5.8 51

180 teneticIplayersIinIesophagealIatresiaIandItracheoesophagealIfistulaWICurrentcOpinioncincGeneticsc
andcDevelopmentUI2005UIZbUI3aZVd 4.9 51

179 VariantsIinIèβΔdIpauseIvntellectualIqisabilityIwithIΔpeechIqelayUIzicrocephalyUIΔhortIΔtatureUIandI
nggressiveIoehaviorWIAmericancJournalcofcHumancGeneticsUI2018UIZY3UIZYabVZYb_ 11 51

178 qeInovoImutationsIinIèyX qZIandIRrV3yIcauseIzˆ¶biusIsyndromeWINaturecCommunicationsUI2015UIcUIdZff17.4 50

177
ReducedIruchromatinIhistoneImethyltransferaseIZIcausesIdevelopmentalIdelayUIhypotoniaUIandI
cranialIabnormalitiesIassociatedIwithIincreasedIboneIgeneIexpressionIinIxleefstraIsyndromeImiceWI
DevelopmentalcBiologyUI2014UI3ecUI3fbVaYd

3.1 49

176 zpαeImutationIanalysisIandIidentificationIofItheIfirstIfemaleIwithInllanVuerndonVqudleyIsyndromeI
dueItoIlossIofIzpαeIexpressionWIEuropeancJournalcofcHumancGeneticsUI2008UIZcUIZY_fV3d 5.3 49

175
pomparisonIofIZ_IreferenceIgenesIforInormalizationIofIgeneIexpressionIlevelsIinIrpsteinVoarrI
virusVtransformedIlymphoblastoidIcellIlinesIandIfibroblastsWIMolecularcDiagnosiscandcTherapyUI2006UI
ZYUIZfdV_Ya

4.5 48

174  onVspecificIXVlinkedIsemidominantImentalIretardationIbyImutationsIinIaIRabItqèVdissociationI
inhibitorWIHumancMolecularcGeneticsUI1998UIdUIZ3ZZVb 5.6 48

173 zutationIscreeningIinIecIknownIXVlinkedImentalIretardationIgenesIbyIdropletVbasedImultiplexIèpRI
andImassiveIparallelIsequencingWIThecHUGOcJournalUI2009UI3UIaZVf 47

172 pqxZfIisIdisruptedIinIaIfemaleIpatientIwithIbilateralIcongenitalIretinalIfoldsUImicrocephalyIandImildI
mentalIretardationWIHumancGeneticsUI2010UIZ_eUI_eZVfZ 6.3 47

171 uistoneIzethylationIbyItheIxleefstraIΔyndromeIèroteinIruzαZIzediatesIuomeostaticIΔynapticI
ΔcalingWINeuronUI2016UIfZUI3aZVbb 13.9 47

170 qifferentialIalteredIstabilityIandItranscriptionalIactivityIofI˛� pc3ImutantsIinIdistinctIectodermalI
dysplasiasWIJournalcofcCellcScienceUI2011UIZ_aUI__YYVd 5.3 46

169 zolecularIevidenceIthatInrpIsyndromeIandIRappVuodgkinIsyndromeIareIvariableIexpressionIofIaI
singleIgeneticIdisorderWIClinicalcGeneticsUI2004UIccUIdfVeY 4 46

168  ovelImutationsIinIyRècIhighlightItheIroleIofIW αIsignalingIinItoothIagenesisWIGeneticscincMedicineUI
2016UIZeUIZZbeVZZc_ 8.1 45

167 qisruptionIofItheIepigeneticIcodegIanIemergingImechanismIinImentalIretardationWINeurobiologycofc
DiseaseUI2010UI3fUI3VZ_ 7.5 45

166 ΔpectrumIofIpc3ImutationsIinIaIselectedIpatientIcohortIaffectedIwithIankyloblepharonVectodermalI
defectsVcleftIlipXpalateIsyndromeIQnrpRWIAmericancJournalcofcMedicalcGeneticsrcPartcAUI2009UIZafnUIZfaeVbZ2.5 44

(2009-2018)

9



165 qisruptionsIofItheInovelIxvnnZ_Y_IgeneIareIassociatedIwithIXVlinkedImentalIretardationWIHumanc
GeneticsUI2006UIZZeUIbdeVfY 6.3 44

164 yowIfrequencyIofIzrpè_ImutationsIinImentallyIretardedImalesWIEuropeancJournalcofcHumanc
GeneticsUI2002UIZYUIaedVfY 5.3 44

163 nInovelItranslationIreVinitiationImechanismIforItheIpc3IgeneIrevealedIbyIaminoVterminalItruncatingI
mutationsIinIRappVuodgkinXuayVWellsVlikeIsyndromesWIHumancMolecularcGeneticsUI2008UIZdUIZfceVdd 5.6 43

162  euronalInetworkIdysfunctionIinIaImodelIforIxleefstraIsyndromeImediatedIbyIenhancedI zqnRI
signalingWINaturecCommunicationsUI2019UIZYUIaf_e 17.4 42

161 uighIresolutionIprofilingIofIXIchromosomalIaberrationsIbyIarrayIcomparativeIgenomicI
hybridisationWIJournalcofcMedicalcGeneticsUI2004UIaZUIa_bV3_ 5.8 42

160 XVlinkedImentalIretardationIassociatedIwithIcleftIlipXpalateImapsItoIXpZZW3Vq_ZW3I1999UIebUI_ZcV__Y 42

159 yossIofIΔyp3enbIandIsαΔwZIatIXpZZW_3IinIthreeIbrothersIwithInonVsyndromicImentalIretardationI
dueItoIaImicrodeletionIinIanIunstableIgenomicIregionWIHumancGeneticsUI2007UIZ_ZUIb3fVad 6.3 40

158 nnIetiologicIregulatoryImutationIinIvRscIwithIlossVIandIgainVofVfunctionIeffectsWIHumancMolecularc
GeneticsUI2014UI_3UI_dZZV_Y 5.6 39

157 zrpè_IanalysisIinImentallyIretardedIpatientsgIimplicationsIforIroutineIq nIdiagnosticsWIEuropeanc
JournalcofcHumancGeneticsUI2004UIZ_UI_aVe 5.3 39

156 αnpc3IisIimportantIforIcardiacIdifferentiationIofIembryonicIstemIcellsIandIheartIdevelopmentWI
StemcCellsUI2011UI_fUIZcd_Ve3 5.8 38

155  eurologicIaspectsIofIzrpè_IgeneIduplicationIinImaleIpatientsWIPediatriccNeurologyUI2009UIaZUIZedVfZ 2.9 38

154 rxomeIsequencingIandIpRvΔèRXpasIgenomeIeditingIidentifyImutationsIofIZnxIasIaIcauseIofIlimbI
defectsIinIhumansIandImiceWIGenomecResearchUI2016UI_cUIZe3VfZ 9.7 37

153 rxpandingIphenotypeIofIX èImutationsgImildItoImoderateImentalIretardationWIAmericancJournalcofc
MedicalcGeneticscPartcAUI2002UIZZYUI_a3Vd 37

152 αheIroleIofIchromatinIrepressiveImarksIinIcognitionIandIdiseasegInIfocusIonItheIrepressiveIcomplexI
tyèXtfaWINeurobiologycofcLearningcandcMemoryUI2015UIZ_aUIeeVfc 3.1 35

151 rlevatedImicroR nVZeZcIandImicroR nV3YdIlevelsIinItheIenlargedIamygdalaIofItheIvalproicIacidIratI
modelIofIautismWINeurobiologycofcDiseaseUI2015UIeYUIa_Vb3 7.5 35

150 tenotypeVphenotypeIstudiesIinIthreeIfamiliesIwithImutationsIinItheIpolyglutamineVbindingIproteinI
ZIgeneIQèöoèZRWIClinicalcGeneticsUI2004UIccUI3ZeV_c 4 34

149 oiVallelicIVariantsIinIzrααybIpauseInutosomalVRecessiveIvntellectualIqisabilityIandIzicrocephalyWI
AmericancJournalcofcHumancGeneticsUI2019UIZYbUIecfVede 11 33

148 rxpressionIofIRabIsmallItαèasesIinIepithelialIpacoV_IcellsgIRab_ZIisIanIapicallyIlocatedItαèVbindingI
proteinIinIpolarisedIintestinalIepithelialIcellsWIEuropeancJournalcofcCellcBiologyUI2000UIdfUI3YeVZc 6.1 33
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147 uumanIintellectualIdisabilityIgenesIformIconservedIfunctionalImodulesIinIqrosophilaWIPLoSc
GeneticsUI2013UIfUIeZYY3fZZ 6 32

146 zicroR nVZeZIpromotesIsynaptogenesisIandIattenuatesIaxonalIoutgrowthIinIcorticalIneuronsWI
CellularcandcMolecularcLifecSciencesUI2016UId3UI3bbbVcd 10.3 31

145 uomozygousIαruncatingIVariantsIinIαopZq_3IpauseIèontocerebellarIuypoplasiaIandInlterIporticalI
qevelopmentWIAmericancJournalcofcHumancGeneticsUI2017UIZYZUIa_eVaaY 11 31

144
nèRV_acXèRvznVZQzrαRIrescuesIepidermalIdifferentiationIinIskinIkeratinocytesIderivedIfromIrrpI
syndromeIpatientsIwithIpc3ImutationsWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2013UIZZYUI_ZbdVc_

11.5 31

143 RoleIofIpc3IandItheI otchIpathwayIinIcochleaIdevelopmentIandIsensorineuralIdeafnessWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2013UIZZYUId3YYVb 11.5 31

142
αheIsmallIpatellaIsyndromegIdescriptionIofIfiveIcasesIfromIthreeIfamiliesIandIexaminationIofI
possibleIallelismIwithIfamilialIpatellaIaplasiaVhypoplasiaIandInailVpatellaIsyndromeWIJournalcofc
MedicalcGeneticsUI2001UI3eUI_YfVZa

5.8 31

141 αoothIagenesisIandIorofacialIcleftinggIgeneticIbrothersIinIarmslWIHumancGeneticsUI2016UIZ3bUIZ_ffVZ3_d 6.3 31

140 èrogressiveIintestinalUIneurologicalIandIpsychiatricIproblemsIinItwoIadultImalesIwithIcerebralI
creatineIdeficiencyIcausedIbyIanIΔypcneImutationWIClinicalcGeneticsUI2005UIceUI3dfVeZ 4 30

139 qelineationIofItheInqβyαIsyndromeIphenotypeIdueItoIarginineI_feImutationsIofItheIpc3IgeneWI
EuropeancJournalcofcHumancGeneticsUI2006UIZaUIfYaVZY 5.3 30

138 nbsenceIofI˛–VIandI˛†VdystroglycanIisIassociatedIwithIWalkerVWarburgIsyndromeWINeurologyUI2015UI
eaUI_ZddVe_ 6.5 29

137 porrelationIofIenzymeIactivityIandIclinicalIphenotypeIinIèOzαZVassociatedIdystroglycanopathiesWI
NeurologyUI2010UIdaUIZbdVca 6.5 29

136 samilialIsyndromicIesophagealIatresiaImapsItoI_p_3Vp_aWIAmericancJournalcofcHumancGeneticsUI2000
UIccUIa3cVaa 11 29

135 VariantsIinIpβyaoIareIassociatedIwithIcerebralImalformationsWIHumancMutationUI2015UI3cUIZYcVZd 4.7 28

134
zutationsIinIèvtβIvmpairItheIsunctionIofItheItèvIαransamidaseIpomplexUIpausingIΔevereI
vntellectualIqisabilityUIrpilepsyUIandIorainInnomaliesWIAmericancJournalcofcHumancGeneticsUI2019UI
ZYbUI3fbVaY_

11 27

133 nIhomozygousIsxRèIstartIcodonImutationIisIassociatedIwithIWalkerVWarburgIsyndromeUItheIsevereI
endIofItheIclinicalIspectrumWIClinicalcGeneticsUI2010UIdeUI_dbVeZ 4 27

132
βor_nIdeficiencyIsyndromegIzildItoIsevereIintellectualIdisabilityIaccompaniedIbyIseizuresUIabsentI
speechUIurogenitalUIandIskinIanomaliesIinImaleIpatientsWIAmericancJournalcofcMedicalcGeneticsrcPartc
AUI2010UIZb_nUI3YeaVfY

2.5 27

131 nIsecondIlocusIforInicardiVtoutieresIsyndromeIatIchromosomeIZ3qZaV_ZWIJournalcofcMedicalc
GeneticsUI2006UIa3UIaaaVbY 5.8 27

130 nIgenomeVwideIsearchIforIquantitativeItraitIlociIaffectingItheIcorticalIsurfaceIareaIandIthicknessIofI
ueschlPsIgyrusWIGenesrcBraincandcBehaviorUI2014UIZ3UIcdbVeb 3.6 26
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129 qiseaseImutationsIinIpzèVsialicIacidItransporterIΔyp3bnZIresultIinIabnormalI˛–VdystroglycanI
OVmannosylationUIindependentIfromIsialicIacidWIHumancMolecularcGeneticsUI2015UI_aUI__aZVc 5.6 26

128 nI3VbaseIpairIdeletionUIcWfdZZ_fdZ3delUIinIqzqIresultsIinIintellectualIdisabilityIwithoutImuscularI
dystrophyWIEuropeancJournalcofcHumancGeneticsUI2014UI__UIaeYVb 5.3 26

127 qominantIversusIrecessiveItraitsIconveyedIbyIallelicImutationsIVItoIwhatIextentIisI
nonsenseVmediatedIdecayIinvolvedlWIClinicalcGeneticsUI2009UIdbUI3faVaYY 4 25

126 èhenotypeIvariationsIwithinIaIchoroideremiaIfamilyIlackingItheIentireIpuzIgeneWIOphthalmicc
GeneticsUI1995UIZcUIZa3VbY 1.2 25

125 zutantIpc3InffectsIrpidermalIpellIvdentityIthroughIRewiringItheIrnhancerIyandscapeWICellcReportsUI
2018UI_bUI3afYV3bY3Wea 10.6 25

124 ruchromatinIhistoneImethyltransferaseIZIregulatesIcorticalIneuronalInetworkIdevelopmentWI
ScientificcReportsUI2016UIcUI3bdbc 4.9 24

123 tenomicIapproachesIforIstudyingIcraniofacialIdisordersWIAmericancJournalcofcMedicalcGeneticsrcPartc
C:cSeminarscincMedicalcGeneticsUI2013UIZc3pUI_ZeV3Z 3.1 24

122 uomozygosityImappingIinIoutbredIfamiliesIwithImentalIretardationWIEuropeancJournalcofcHumanc
GeneticsUI2011UIZfUIbfdVcYZ 5.3 23

121 vncreasedIu3xfImethylationIandIimpairedIexpressionIofIèrotocadherinsIareIassociatedIwithItheI
cognitiveIdysfunctionsIofItheIxleefstraIsyndromeWINucleiccAcidscResearchUI2018UIacUIafbYVafcb 20.1 22

120 èhosphoribosylpyrophosphateIsynthetaseIsuperactivityIandIrecurrentIinfectionsIisIcausedIbyIaI
pWValZa_yeuImutationIinIèRΔVvWIAmericancJournalcofcMedicalcGeneticsrcPartcAUI2012UIZbenUIabbVcY 2.5 22

119 RegulationIofIzYp IexpressionIinIhumanIneuroblastomaIcellsWIBMCcCancerUI2009UIfUI_3f 4.8 22

118
αheIschizophreniaIriskIgeneIzvRZ3dIactsIasIaIhippocampalIgeneInetworkInodeIorchestratingItheI
expressionIofIgenesIrelevantItoInervousIsystemIdevelopmentIandIfunctionWIProgresscinc
NeurosPsychopharmacologycandcBiologicalcPsychiatryUI2017UId3UIZYfVZZe

5.5 21

117 qistinctIèathogenicItenesIpausingIvntellectualIqisabilityIandInutismIrxhibitIaIpommonI euronalI
 etworkIuyperactivityIèhenotypeWICellcReportsUI2020UI3YUIZd3VZecWec 10.6 21

116
qeInovoIandIinheritedImutationsIinItheIXVlinkedIgeneIpyp aIareIassociatedIwithIsyndromicI
intellectualIdisabilityIandIbehaviorIandIseizureIdisordersIinImalesIandIfemalesWIMolecularcPsychiatryUI
2018UI_3UI___V_3Y

15.1 20

115 qrosophilaIpourtshipIponditioningInsIaIzeasureIofIyearningIandIzemoryWIJournalcofcVisualizedc
ExperimentsUI2017UI 1.6 20

114 vdentifyingIgenesIresponsibleIforIintellectualIdisabilityIinIconsanguineousIfamiliesWIHumancHeredityUI
2014UIddUIZbYVcY 1.1 20

113 zicroR nV33eInttenuatesIporticalI euronalIOutgrowthIbyIzodulatingItheIrxpressionIofInxonI
tuidanceItenesWIMolecularcNeurobiologyUI2017UIbaUI3a3fV3ab_ 6.2 19

112 ndaptiveIandImaladaptiveIfunctioningIinIxleefstraIsyndromeIcomparedItoIotherIrareIgeneticI
disordersIwithIintellectualIdisabilitiesWIAmericancJournalcofcMedicalcGeneticsrcPartcAUI2017UIZd3UIZe_ZVZe3Y2.5 19
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111 quplicatedIrnhancerIRegionIvncreasesIrxpressionIofIpαΔoIandIΔegregatesIwithIxeratolyticIWinterI
rrythemaIinIΔouthInfricanIandI orwegianIsamiliesWIAmericancJournalcofcHumancGeneticsUI2017UIZYYUId3dVdbY11 19

110
srequencyIofIgenomicIrearrangementsIinvolvingItheIΔusz3IlocusIatIchromosomeIZYq_aIinI
syndromicIandInonVsyndromicIsplitVhandXfootImalformationWIAmericancJournalcofcMedicalcGeneticsrc
PartcAUI2006UIZaYUIZ3dbVe3

2.5 19

109 rxpandingItheIclinicalIspectrumIofIzYp VrelatedIseingoldIsyndromeWIAmericancJournalcofcMedicalc
GeneticsrcPartcAUI2006UIZaYUI__baVc 2.5 19

108
vnvQXRQp_ZWZhq__WZRIinIaImanIwithImentalIretardationUIshortIstatureUIgeneralImuscleIwastingUIandI
facialIdysmorphismgIclinicalIstudyIandImutationIanalysisIofItheI XsbIgeneWIAmericancJournalcofc
MedicalcGeneticscPartcAUI2003UIZZfnUI3cdVda

19

107 zutationIanalysisIinItheIcandidateIzˆ¶biusIsyndromeIgenesIètαIandItnαn_IonIchromosomeI3IandI
rtR_IonIchromosomeIZYWIJournalcofcMedicalcGeneticsUI2002UI3fUIr3Y 5.8 19

106 nIcompoundIheterozygousImutationIinIqèntαZIresultsIinIaIcongenitalIdisorderIofIglycosylationI
withIaIrelativelyImildIphenotypeWIEuropeancJournalcofcHumancGeneticsUI2013UI_ZUIeaaVf 5.3 18

105 qeI ovoIαruncatingIzutationsIinIWnΔsZIpauseIvntellectualIqisabilityIwithIΔeizuresWIAmericanc
JournalcofcHumancGeneticsUI2018UIZY3UIZaaVZb3 11 18

104 zutationsIinItwoIlargeIpedigreesIhighlightItheIroleIofIZ sdZZIinIXVlinkedIintellectualIdisabilityWI
GeneUI2017UIcYbUIf_Vfe 3.8 17

103 teneIregulatoryImechanismsIorchestratedIbyIpc3IinIepithelialIdevelopmentIandIrelatedIdisordersWI
BiochimicacEtcBiophysicacActacscGenecRegulatorycMechanismsUI2015UIZeafUIbfYVcYY 6 17

102 èerinatalIreductionIofIfunctionalIserotoninItransportersIresultsIinIdevelopmentalIdelayWI
NeuropharmacologyUI2016UIZYfUIfcVZZZ 5.5 17

101
vnterstitialI_W_IzbIdeletionIatIfq3aIinIaIpatientIwithImentalIretardationIbutIwithoutIclassicalI
featuresIofItheIfqIsubtelomericIdeletionIsyndromeWIAmericancJournalcofcMedicalcGeneticsrcPartcAUI
2006UIZaYUIcZeV_3

2.5 17

100
RefinementIofItheIlocusIforIhereditaryIcongenitalIfacialIpalsyIonIchromosomeI3q_ZIinItwoI
unrelatedIfamiliesIandIscreeningIofIpositionalIcandidateIgenesWIEuropeancJournalcofcHumanc
GeneticsUI2006UIZaUIZ3YcVZ_

5.3 17

99 nIhighVresolutionIintervalImapIofItheIq_ZIregionIofItheIhumanIXIchromosomeWIGenomicsUI1995UI_dUIb3fVa34.3 17

98
uomozygousIΔypcnZdImutationsIcauseIautosomalVrecessiveIintellectualIdisabilityIwithIprogressiveI
tremorUIspeechIimpairmentUIandIbehavioralIproblemsWIAmericancJournalcofcHumancGeneticsUI2015UI
fcUI3ecVfc

11 16

97 oiallelicIvariantsIinIyv tOZIareIassociatedIwithIautosomalIrecessiveIintellectualIdisabilityUI
microcephalyUIspeechIandImotorIdelayWIGeneticscincMedicineUI2018UI_YUIddeVdea 8.1 16

96 rxomeIsequencingIidentifiesIthreeInovelIcandidateIgenesIimplicatedIinIintellectualIdisabilityWIPLoSc
ONEUI2014UIfUIeZZ_ced 3.7 16

95
ΔplitIhandVfootImalformationUItetralogyIofIsallotUImentalIretardationIandIaIZIzbIZfpI
deletionVevidenceIforIfurtherIheterogeneitylWIAmericancJournalcofcMedicalcGeneticsrcPartcAUI2009UI
ZafnUIfdbVeZ

2.5 16

94 uighVresolutionIgenomicImicroarraysIforIXVlinkedImentalIretardationWIGeneticscincMedicineUI2007UIfUIbcYVb8.1 16

(2007-2017)
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93 padherinVZ3IisIaIcriticalIregulatorIofItnonergicImodulationIinIhumanIstemVcellVderivedIneuronalI
networksWIMolecularcPsychiatryUI2021UI 15.1 16

92 nRutnèZ_IsunctionsIasIaIqevelopmentalIorakeIonIrxcitatoryIΔynapseIsunctionWICellcReportsUI2016UI
ZaUIZ3bbVZ3ce 10.6 15

91 yongVtermIconsequencesIofIchronicIfluoxetineIexposureIonItheIexpressionIofImyelinationVrelatedI
genesIinItheIratIhippocampusWITranslationalcPsychiatryUI2015UIbUIeca_ 8.6 15

90 vdentifyingInewIcandidateIgenesIforIhereditaryIfacialIparesisIonIchromosomeI3q_ZVq__IbyIR nIinI
situIhybridizationIinImouseWIGenomicsUI2005UIecUIbbVcd 4.3 15

89 uoloprosencephalyIandIpreaxialIpolydactylyIassociatedIwithIaIZW_aIzbIduplicationIencompassingI
soXWZZIatIbq3bWZWIJournalcofcHumancGeneticsUI2006UIbZUId_ZVd_c 4.3 15

88 ΔequenceIanalysisIofItheIèyrXv VqZIgeneIinIzˆ¶biusIsyndromeIpatientsWIPediatriccNeurologyUI2004UI
3ZUIZZaVe 2.9 15

87 zissenseIvariantsIinInvzèZIgeneIareIimplicatedIinIautosomalIrecessiveIintellectualIdisabilityI
withoutIneurodegenerationWIEuropeancJournalcofcHumancGeneticsUI2016UI_aUI3f_Vf 5.3 14

86 uaploinsufficiencyIofIruzαZIimprovesIpatternIseparationIandIincreasesIhippocampalIcellI
proliferationWIScientificcReportsUI2017UIdUIaY_ea 4.9 14

85 zutationsIinItqsZZIandItheIextracellularIantagonistUIsollistatinUIasIaIlikelyIcauseIofIzendelianI
formsIofIorofacialIcleftingIinIhumansWIHumancMutationUI2019UIaYUIZeZ3VZe_b 4.7 14

84 qeletionsIencompassingIZqaZqa_WZIandIclinicalIfeaturesIofIautosomalIdominantIRobinowI
syndromeWIClinicalcGeneticsUI2010UIddUIaYaVd 4 14

83
XqZ3W_q_ZWZIduplicationIencompassingItheInαRXIgeneIinIaImanIwithImentalIretardationUIminorI
facialIandIgenitalIanomaliesUIshortIstatureIandIbroadIthoraxWIAmericancJournalcofcMedicalcGeneticsrc
PartcAUI2009UIZafnUIdcYVc

2.5 14

82 XVlinkedInonspecificImentalIretardationIQzRXRIlinkageIstudiesIinI_bIunrelatedIfamiliesgItheI
ruropeanIXyzRIconsortiumWIAmericancJournalcofcMedicalcGeneticscPartcAUI1999UIebUI_c3Vb 14

81
qeI ovoIVariantsIinIp OαZUIaIpentralIpomponentIofItheIppRaV OαIpomplexIvnvolvedIinIteneI
rxpressionIandIR nIandIèroteinIΔtabilityUIpauseI eurodevelopmentalIqelayWIAmericancJournalcofc
HumancGeneticsUI2020UIZYdUIZcaVZd_

11 13

80 uomozygousIzissenseIVariantsIinI α t_UIrncodingIaIèresynapticI etrinVt_IndhesionIèroteinUI
yeadItoIaIqistinctI eurodevelopmentalIqisorderWIAmericancJournalcofcHumancGeneticsUI2019UIZYbUIZYaeVZYbc11 13

79
nInovelIdeletionImutationIinIproteoglycanVaIunderliesI
camptodactylyVarthropathyVcoxaVvaraVpericarditisIsyndromeIinIaIconsanguineousIpakistaniIfamilyWI
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