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398 nutosomalHdominantHcerebellarHataxiaHPépncQHassociatedHwithHsmallHpolyglutamineHexpansionsHinH
theHalphaHYnUvoltageUdependentHcalciumHchannelVHNatureeGeneticsTH1997THYbTHcZUf 36.3 1440

397 vsolationHofHaHzillerUqiekerHlissencephalyHgeneHcontainingHtHproteinHbetaUsubunitUlikeHrepeatsVH
NatureTH1993TH_caTHdYdUZY 50.4 906

396 qoublecortinTHaHbrainUspecificHgeneHmutatedHinHhumanHXUlinkedHlissencephalyHandHdoubleHcortexH
syndromeTHencodesHaHputativeHsignalingHproteinVHCellTH1998THfZTHc_UdZ 56.2 904

395 zutationsHinHfilaminHYHpreventHmigrationHofHcerebralHcorticalHneuronsHinHhumanHperiventricularH
heterotopiaVHNeuronTH1998THZYTHY_YbUZb 13.9 729

394 nHdevelopmentalHandHgeneticHclassificationHforHmalformationsHofHcorticalHdevelopmentgHupdateH
ZXYZVHBrainTH2012THY_bTHY_aeUcf 11.2 676

393 zutationsHinHtheH UmannosyltransferaseHgeneHP zóYHgiveHriseHtoHtheHsevereHneuronalHmigrationH
disorderHβalkerUβarburgHsyndromeVHAmericaneJournaleofeHumaneGeneticsTH2002THdYTHYX__Ua_ 11 573

392 zutationHofHnáXHcausesHabnormalHdevelopmentHofHforebrainHandHtestesHinHmiceHandHXUlinkedH
lissencephalyHwithHabnormalHgenitaliaHinHhumansVHNatureeGeneticsTH2002TH_ZTH_bfUcf 36.3 567

391 zutationHofHtheHPnXZHgeneHinHaHfamilyHwithHopticHnerveHcolobomasTHrenalHanomaliesHandH
vesicoureteralHrefluxVHNatureeGeneticsTH1995THfTH_beUca 36.3 551

390 nHdevelopmentalHandHgeneticHclassificationHforHmalformationsHofHcorticalHdevelopmentVHNeurologyTH
2005THcbTHYed_Ued 6.5 549

389 pharacterizingHtheHPatternHofHnnomaliesHinHpongenitalHZikaHéyndromeHforHPediatricHpliniciansVHJAMAe
PediatricsTH2017THYdYTHZeeUZfb 8.3 545

388 qeHnovoHgermlineHandHpostzygoticHmutationsHinHnxó_THPvx_áZHandHPvx_pnHcauseHaHspectrumHofH
relatedHmegalencephalyHsyndromesVHNatureeGeneticsTH2012THaaTHf_aUaX 36.3 521

387 áecurrentHYcpYYVZHmicrodeletionsHinHautismVHHumaneMoleculareGeneticsTH2008THYdTHcZeU_e 5.6 515

386 tHproteinUcoupledHreceptorUdependentHdevelopmentHofHhumanHfrontalHcortexVHScienceTH2004TH_X_THZX__Uc33.3 404

385 qiagnosticHcriteriaHforHβalkerUβarburgHsyndromeVHAmericaneJournaleofeMedicaleGeneticseParteATH1989
TH_ZTHYfbUZYX 397

384 zutationsHinHtheH–aSWxSHUnóPaseHalpha_HgeneHnóPYn_HareHassociatedHwithHrapidUonsetHdystoniaH
parkinsonismVHNeuronTH2004THa_THYcfUdb 13.9 394

383 YaU_U_epsilonHisHimportantHforHneuronalHmigrationHbyHbindingHtoH–öqrygHaHmolecularHexplanationHforH
zillerUqiekerHsyndromeVHNatureeGeneticsTH2003TH_aTHZdaUeb 36.3 333

382 yymphaticHandHotherHvascularHmalformativeWovergrowthHdisordersHareHcausedHbyHsomaticHmutationsH
inHPvx_pnVHJournaleofePediatricsTH2015THYccTHYXaeUbaVeYUb 3.6 315
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381 zalformationsHofHcorticalHdevelopmentgHclinicalHfeaturesHandHgeneticHcausesVHLanceteNeurologyseTheTH
2014THY_THdYXUZc 24.1 293

380 qescriptionHofHY_HvnfantsHoornHquringH ctoberHZXYbUwanuaryHZXYcHβithHpongenitalHZikaHαirusH
vnfectionHβithoutHzicrocephalyHatHoirthHUHorazilVHMorbidityeandeMortalityeWeeklyeReportTH2016THcbTHY_a_UY_ae31.7 293

379 zutationsHinHtheHciliaHgeneHnáyY_oHleadHtoHtheHclassicalHformHofHwoubertHsyndromeVHAmericane
JournaleofeHumaneGeneticsTH2008THe_THYdXUf 11 284

378 Pvx_pnUrelatedHovergrowthHspectrumHPPá éQgHdiagnosticHandHtestingHeligibilityHcriteriaTHdifferentialH
diagnosisTHandHevaluationVHAmericaneJournaleofeMedicaleGeneticsseParteATH2015THYcdnTHZedUfb 2.5 275

377 PointHmutationsHandHanHintragenicHdeletionHinHyvéYTHtheHlissencephalyHcausativeHgeneHinHisolatedH
lissencephalyHsequenceHandHzillerUqiekerHsyndromeVHHumaneMoleculareGeneticsTH1997THcTHYbdUca 5.6 268

376 PeriventricularHheterotopiagHphenotypicHheterogeneityHandHcorrelationHwithHsilaminHnHmutationsVH
BrainTH2006THYZfTHYefZUfXc 11.2 261

375 zutationsHofHnáXHareHassociatedHwithHstrikingHpleiotropyHandHconsistentHgenotypeUphenotypeH
correlationVHHumaneMutationTH2004THZ_THYadUbf 4.7 259

374 yissencephalyVHJAMAeteJournaleofetheeAmericaneMedicaleAssociationTH1993THZdXTHZe_e 27.4 257

373 nHdrosophilaHgeneticHresourceHofHmutantsHtoHstudyHmechanismsHunderlyingHhumanHgeneticHdiseasesVH
CellTH2014THYbfTHZXXUZYa 56.2 239

372 –ovelHsubmicroscopicHchromosomalHabnormalitiesHdetectedHinHautismHspectrumHdisorderVHBiologicale
PsychiatryTH2008THc_THYYYYUd 7.9 238

371 zutationsHinHβqácZTHencodingHaHcentrosomeUassociatedHproteinTHcauseHmicrocephalyHwithH
simplifiedHgyriHandHabnormalHcorticalHarchitectureVHNatureeGeneticsTH2010THaZTHYXYbUZX 36.3 236

370 yissencephalyHandHtheHmolecularHbasisHofHneuronalHmigrationVHHumaneMoleculareGeneticsTH2003THYZH
épecH–oHYTHáefUfc 5.6 234

369 épinocerebellarHataxiaHtypeHcgHgazeUevokedHandHverticalHnystagmusTHPurkinjeHcellHdegenerationTHandH
variableHageHofHonsetVHAnnalseofeNeurologyTH1997THaZTHf__UbX 9.4 233

368 βqácZHisHassociatedHwithHtheHspindleHpoleHandHisHmutatedHinHhumanHmicrocephalyVHNatureeGeneticsTH
2010THaZTHYXYXUa 36.3 229

367 nHdevelopmentalHandHgeneticHclassificationHforHmidbrainUhindbrainHmalformationsVHBrainTH2009THY_ZTH_YffUZ_X11.2 227

366 ponsensusHPapergHperebellarHqevelopmentVHCerebellumTH2016THYbTHdefUeZe 4.3 216

365 Pv_xWnxóHpathwayHmutationsHcauseHaHspectrumHofHbrainHmalformationsHfromHmegalencephalyHtoH
focalHcorticalHdysplasiaVHBrainTH2015THY_eTHYcY_UZe 11.2 211

364 éáqbn_HisHrequiredHforHconvertingHpolyprenolHtoHdolicholHandHisHmutatedHinHaHcongenitalH
glycosylationHdisorderVHCellTH2010THYaZTHZX_UYd 56.2 207
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363 zutationsHofHpnéxHcauseHanHXUlinkedHbrainHmalformationHphenotypeHwithHmicrocephalyHandH
hypoplasiaHofHtheHbrainstemHandHcerebellumVHNatureeGeneticsTH2008THaXTHYXcbUd 36.3 207

362 óheHphenotypicHspectrumHofHrapidUonsetHdystoniaUparkinsonismHPáqPQHandHmutationsHinHtheHnóPYn_H
geneVHBrainTH2007THY_XTHeZeU_b 11.2 204

361 óheH–PuPYHgeneHdeletionHassociatedHwithHjuvenileHnephronophthisisHisHpresentHinHaHsubsetHofH
individualsHwithHwoubertHsyndromeVHAmericaneJournaleofeHumaneGeneticsTH2004THdbTHeZUfY 11 200

360 éyndromesHwithHlissencephalyVHvgHzillerUqiekerHandH–ormanUáobertsHsyndromesHandHisolatedH
lissencephalyVHAmericaneJournaleofeMedicaleGeneticseParteATH1984THYeTHbXfUZc 197

359 setalHbrainHlesionsHafterHsubcutaneousHinoculationHofHZikaHvirusHinHaHpregnantHnonhumanHprimateVH
NatureeMedicineTH2016THZZTHYZbcUYZbf 50.5 196

358 nbnormalHdevelopmentHofHtheHhumanHcerebralHcortexgHgeneticsTHfunctionalHconsequencesHandH
treatmentHoptionsVHTrendseineNeurosciencesTH2008TH_YTHYbaUcZ 13.3 196

357
–eonatalHadrenoleukodystrophygHnewHcasesTHbiochemicalHstudiesTHandHdifferentiationHfromH
ZellwegerHandHrelatedHperoxisomalHpolydystrophyHsyndromesVHAmericaneJournaleofeMedicaleGeneticse
ParteATH1986THZ_THecfUfXY

194

356 s XpYHisHrequiredHforHnormalHcerebellarHdevelopmentHandHisHaHmajorHcontributorHtoHchromosomeH
cpZbV_HqandyUβalkerHmalformationVHNatureeGeneticsTH2009THaYTHYX_dUaZ 36.3 191

355 véPqHlossUofUfunctionHmutationsHdisruptHdystroglycanH UmannosylationHandHcauseHβalkerUβarburgH
syndromeVHNatureeGeneticsTH2012THaaTHbdbUeX 36.3 183

354
PracticeHparametergHrvaluationHofHtheHchildHwithHmicrocephalyHPanHevidenceUbasedHreviewQgHreportHofH
theHQualityHétandardsHéubcommitteeHofHtheHnmericanHncademyHofH–eurologyHandHtheHPracticeH
pommitteeHofHtheHphildH–eurologyHéocietyVHNeurologyTH2009THd_THeedUfd

6.5 182

353 zolarHtoothHsignHofHtheHmidbrainUhindbrainHjunctiongHoccurrenceHinHmultipleHdistinctHsyndromesVH
AmericaneJournaleofeMedicaleGeneticseParteATH2004THYZbnTHYZbU_ahHdiscussionHYYd 182

352
áefinementHofHaHaXXUkbHcriticalHregionHallowsHgenotypicHdifferentiationHbetweenHisolatedH
lissencephalyTHzillerUqiekerHsyndromeTHandHotherHphenotypesHsecondaryHtoHdeletionsHofHYdpY_V_VH
AmericaneJournaleofeHumaneGeneticsTH2003THdZTHfYeU_X

11 182

351 qeHnovoHmutationsHinHtheHactinHgenesHnpóoHandHnpótYHcauseHoaraitserUβinterHsyndromeVHNaturee
GeneticsTH2012THaaTHaaXUaTHéYUZ 36.3 181

350
óheHcoreHs XtYHsyndromeHphenotypeHconsistsHofHpostnatalHmicrocephalyTHsevereHmentalH
retardationTHabsentHlanguageTHdyskinesiaTHandHcorpusHcallosumHhypogenesisVHJournaleofeMedicale
GeneticsTH2011THaeTH_fcUaXc

5.8 179

349 uumanHmalformationsHofHtheHmidbrainHandHhindbraingHreviewHandHproposedHclassificationHschemeVH
MoleculareGeneticseandeMetabolismTH2003THeXTH_cUb_ 3.7 179

348 vnfantileHhydrocephalusgHaHreviewHofHepidemiologyTHclassificationHandHcausesVHEuropeaneJournaleofe
MedicaleGeneticsTH2014THbdTH_bfUce 2.6 178

347 plinicalHandHimagingHheterogeneityHofHpolymicrogyriagHaHstudyHofH_ZeHpatientsVHBrainTH2010THY__THYaYbUZd 11.2 177

346 ueterozygousHdeletionHofHtheHlinkedHgenesHZvpYHandHZvpaHisHinvolvedHinHqandyUβalkerH
malformationVHNatureeGeneticsTH2004TH_cTHYXb_Ub 36.3 174
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345 zutationsHofHtheHcatalyticHsubunitHofHáno_tnPHcauseHβarburgHzicroHsyndromeVHNatureeGeneticsTH
2005TH_dTHZZYU_ 36.3 173

344 nssociationHofHzó áHzutationsHβithHqevelopmentalHorainHqisordersTHvncludingHzegalencephalyTH
socalHporticalHqysplasiaTHandHPigmentaryHzosaicismVHJAMAeNeurologyTH2016THd_THe_cUeab 17.2 166

343 plinicalTHneuroradiologicalHandHgeneticHfindingsHinHpontocerebellarHhypoplasiaVHBrainTH2011THY_aTHYa_Ubc 11.2 161

342 pharacterizationHofHmutationsHinHtheHgeneHdoublecortinHinHpatientsHwithHdoubleHcortexHsyndromeVH
AnnalseofeNeurologyTH1999THabTHYacUb_ 9.4 157

341
zegalencephalyUcapillaryHmalformationHPzpnPQHandH
megalencephalyUpolydactylyUpolymicrogyriaUhydrocephalusHPzPPuQHsyndromesgHtwoHcloselyHrelatedH
disordersHofHbrainHovergrowthHandHabnormalHbrainHandHbodyHmorphogenesisVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2012THYbenTHZcfUfY

2.5 154

340 óargetedHlossHofHnrxHresultsHinHaHdevelopmentalHepilepsyHmouseHmodelHandHrecapitulatesHtheHhumanH
phenotypeHinHheterozygousHfemalesVHBrainTH2009THY_ZTHYbc_Udc 11.2 151

339 nHrevisionHofHtheHlissencephalyHandHzillerUqiekerHsyndromeHcriticalHregionsHinHchromosomeHYdpY_V_VH
HumaneMoleculareGeneticsTH1997THcTHYadUbb 5.6 151

338 zalformationsHofHcorticalHdevelopmentHandHepilepsyVHDialogueseineClinicaleNeuroscienceTH2008THYXTHadUcZ 5.7 144

337 óöonYnHmutationsHcauseHwideHspectrumHlissencephalyHPsmoothHbrainQHandHsuggestHthatHmultipleH
neuronalHmigrationHpathwaysHconvergeHonHalphaHtubulinsVHHumaneMoleculareGeneticsTH2010THYfTHZeYdUZd 5.6 142

336 zillerUqiekerHsyndromegHlissencephalyHandHmonosomyHYdpVHJournaleofePediatricsTH1983THYXZTHbbZUe 3.6 141

335 zutationsHinHo_tny–óZHcauseHcongenitalHmuscularHdystrophyHandHhypoglycosylationHofH
˛–UdystroglycanVHAmericaneJournaleofeHumaneGeneticsTH2013THfZTH_baUcb 11 139

334 éyndromesHwithHlissencephalyVHvvgHβalkerUβarburgHandHcerebroUoculoUmuscularHsyndromesHandHaH
newHsyndromeHwithHtypeHvvHlissencephalyVHAmericaneJournaleofeMedicaleGeneticseParteATH1985THZZTHYbdUfb 134

333 zutationHanalysisHofHtheHqpXHgeneHandHgenotypeWphenotypeHcorrelationHinHsubcorticalHbandH
heterotopiaVHEuropeaneJournaleofeHumaneGeneticsTH2001THfTHbUYZ 5.3 129

332 éubcorticalHbandHheterotopiaHinHrareHaffectedHmalesHcanHbeHcausedHbyHmissenseHmutationsHinHqpXH
PXyvéQHorHyvéYVHHumaneMoleculareGeneticsTH1999THeTHYdbdUcX 5.6 127

331 rxpansionHofHtheHfirstHPolynHtractHofHnáXHcausesHinfantileHspasmsHandHstatusHdystonicusVHNeurologyTH
2007THcfTHaZdU__ 6.5 125

330
zappingHofHdeletionHandHtranslocationHbreakpointsHinHYqaaHimplicatesHtheHserineWthreonineHkinaseH
nxó_HinHpostnatalHmicrocephalyHandHagenesisHofHtheHcorpusHcallosumVHAmericaneJournaleofeHumane
GeneticsTH2007THeYTHZfZU_X_

11 125

329 yossUofUfunctionHmutationsHinHánoYeHcauseHβarburgHmicroHsyndromeVHAmericaneJournaleofeHumane
GeneticsTH2011THeeTHaffUbXd 11 123

328 perebelloâ��oculoâ��renalHsyndromesHincludingHnrimaTHéeniorUyˆ¶kenHandHp npuHsyndromesgHzoreHthanH
justHvariantsHofHwoubertHsyndromeVHAmericaneJournaleofeMedicaleGeneticseParteATH1999THecTHabfUacf 123
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327 éomaticHandHgermlineHmosaicHmutationsHinHtheHdoublecortinHgeneHareHassociatedHwithHvariableH
phenotypesVHAmericaneJournaleofeHumaneGeneticsTH2000THcdTHbdaUeY 11 122

326 teneticHlinksHbetweenHbrainHdevelopmentHandHbrainHevolutionVHNatureeReviewseGeneticsTH2005THcTHbeYUfX 30.1 121

325
XUlinkedHlissencephalyHwithHabnormalHgenitaliaHasHaHtangentialHmigrationHdisorderHcausingH
intractableHepilepsygHproposalHforHaHnewHtermTHJinterneuronopathyJVHJournaleofeChildeNeurologyTH
2005THZXTH_fZUd

2.5 119

324 zacrocephalyUputisHmarmorataHtelangiectaticaHcongenitagHnHdistinctHdisorderHwithHdevelopmentalH
delayHandHconnectiveHtissueHabnormalitiesVHAmericaneJournaleofeMedicaleGeneticseParteATH1997THdXTHcdUd_ 116

323 yissencephalyHwithHcerebellarHhypoplasiaHPypuQgHaHheterogeneousHgroupHofHcorticalHmalformationsVH
NeuropediatricsTH2001TH_ZTHZbcUc_ 1.6 116

322  verlappingHcorticalHmalformationsHandHmutationsHinHóöooZoHandHóöonYnVHBrainTH2013THY_cTHb_cUae 11.2 115

321 teneticHandHbiologicHclassificationHofHinfantileHspasmsVHPediatriceNeurologyTH2011THabTH_bbUcd 2.9 115

320 vnterstitialHdeletionHofHPYdQPpYYVZpYYVZQgHreportHofHsixHadditionalHpatientsHwithHaHnewHchromosomeH
deletionHsyndromeVHAmericaneJournaleofeMedicaleGeneticseParteATH1986THZaTHaZYU_Z 114

319 zegalencephalyHsyndromesHandHactivatingHmutationsHinHtheHPv_xUnxóHpathwaygHzPPuHandHzpnPVH
AmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsTH2013THYc_pTHYZZU_X 3.1 113

318 áhombencephalosynapsisgHaHhindbrainHmalformationHassociatedHwithHincompleteHseparationHofH
midbrainHandHforebrainTHhydrocephalusHandHaHbroadHspectrumHofHseverityVHBrainTH2012THY_bTHY_dXUec 11.2 113

317 PolymicrogyriaHandHdeletionHZZqYYVZHsyndromegHwindowHtoHtheHetiologyHofHaHcommonHcorticalH
malformationVHAmericaneJournaleofeMedicaleGeneticsseParteATH2006THYaXTHZaYcUZb 2.5 113

316 nuvYHgeneHmutationsHcauseHspecificHformsHofHwoubertHsyndromeUrelatedHdisordersVHAnnalseofe
NeurologyTH2006THbfTHbZdU_a 9.4 111

315 XUlinkedHlissencephalyHwithHabsentHcorpusHcallosumHandHambiguousHgenitaliaVHAmericaneJournaleofe
MedicaleGeneticseParteATH1999THecTH__YU__d 111

314 oilateralHfrontoparietalHpolymicrogyriagHclinicalHandHradiologicalHfeaturesHinHYXHfamiliesHwithHlinkageH
toHchromosomeHYcVHAnnalseofeNeurologyTH2003THb_THbfcUcXc 9.4 110

313 encephalopathygHnovelHfindingsHonHphenotypeTHvariantHclusteringTHfunctionalHconsequencesHandH
treatmentHaspectsVHJournaleofeMedicaleGeneticsTH2017THbaTHacXUadX 5.8 109

312 vnheritanceHofHmostHXUlinkedHtraitsHisHnotHdominantHorHrecessiveTHjustHXUlinkedVHAmericaneJournaleofe
MedicaleGeneticseParteATH2004THYZfnTHY_cUa_ 108

311
yinkageHofHaHhumanHbrainHmalformationTHfamilialHholoprosencephalyTHtoHchromosomeHdHandH
evidenceHforHgeneticHheterogeneityVHProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitede
StateseofeAmericaTH1994THfYTHeYXZUc

11.5 108

310 p yanYHmutationsHcauseHocularHdysgenesisTHneuronalHlocalizationHdefectsTHandHmyopathyHinHmiceH
andHβalkerUβarburgHsyndromeHinHhumansVHPLoSeGeneticsTH2011THdTHeYXXZXcZ 6 104
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309 tenotypeUphenotypeHanalysisHofHhumanHfrontoparietalHpolymicrogyriaHsyndromesVHAnnalseofe
NeurologyTH2005THbeTHceXUd 9.4 103

308 –ewHchromosomalHsyndromegHzillerUqiekerHsyndromeHandHmonosomyHYdpY_VHHumaneGeneticsTH1984
THcdTHYf_UZXX 6.3 103

307 zutationsHinH_HgenesHPzxé_THppZqZnHandHáPtávPYyQHcauseHp npuHsyndromeHPwoubertHsyndromeH
withHcongenitalHhepaticHfibrosisQVHJournaleofeMedicaleGeneticsTH2010THadTHeUZY 5.8 101

306 nuvYHmutationsHcauseHbothHretinalHdystrophyHandHrenalHcysticHdiseaseHinHwoubertHsyndromeVHJournale
ofeMedicaleGeneticsTH2006THa_TH__aUf 5.8 101

305 qeHnovoHpp–qZHmutationsHleadingHtoHstabilizationHofHcyclinHqZHcauseH
megalencephalyUpolymicrogyriaUpolydactylyUhydrocephalusHsyndromeVHNatureeGeneticsTH2014THacTHbYXUbYb36.3 100

304 plinicalHandHmolecularHbasisHofHclassicalHlissencephalygHzutationsHinHtheHyvéYHgeneHPPnsnuYoYQVH
HumaneMutationTH2002THYfTHaUYb 4.7 100

303 samilialHcavernousHmalformationsHofHtheHcentralHnervousHsystemHandHretinaVHAnnalseofeNeurologyTH
1987THZYTHbdeUe_ 9.4 100

302
áecessiveHmutationsHinHtheHgeneHencodingHtheHtightHjunctionHproteinHoccludinHcauseHbandUlikeH
calcificationHwithHsimplifiedHgyrationHandHpolymicrogyriaVHAmericaneJournaleofeHumaneGeneticsTH2010TH
edTH_baUca

11 98

301 PáxqpHmutationsHinHaHépvqHpatientHwithHprofoundHneurologicalHabnormalitiesVHJournaleofeClinicale
InvestigationTH2013THYZ_THZfcfUeX 15.9 98

300 nHlocusHforHbilateralHperisylvianHpolymicrogyriaHmapsHtoHXqZeVHAmericaneJournaleofeHumaneGeneticsTH
2002THdXTHYXX_Ue 11 97

299 teneticHoasisHofHorainHzalformationsVHMoleculareSyndromologyTH2016THdTHZZXUZ__ 1.5 95

298 tenotypicallyHdefinedHlissencephaliesHshowHdistinctHpathologiesVHJournaleofeNeuropathologyeande
ExperimentaleNeurologyTH2005THcaTHeadUbd 3.1 94

297 nlbrightHhereditaryHosteodystrophyHandHdelPZQHPq_dV_QHinHfourHunrelatedHindividualsVHAmericane
JournaleofeMedicaleGeneticseParteATH1995THbeTHYUd 91

296 rarlyUyifeHrpilepsiesHandHtheHrmergingHáoleHofHteneticHóestingVHJAMAePediatricsTH2017THYdYTHec_UedY 8.3 90

295 zechanismsHofHinterhemisphericHtransferHandHpatternsHofHcognitiveHfunctionHinHacallosalHpatientsHofH
normalHintelligenceVHArchiveseofeNeurologyTH1992THafTHZdYUd 90

294 UassociatedHdevelopmentalHdisordersHexhibitHdistinctHclassesHofHmutationsHwithHvariableHexpressionH
andHtissueHdistributionVHJCIeInsightTH2016THYTH 9.9 90

293 teneticHandHneuroradiologicalHheterogeneityHofHdoubleHcortexHsyndromeVHAnnalseofeNeurologyTH2000
THadTHZcbUZcf 9.4 89

292 PhenotypicHspectrumHassociatedHwithHpnéxHlossUofUfunctionHmutationsVHJournaleofeMedicaleGeneticsTH
2011THaeTHdaYUbY 5.8 88
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291
PreviouslyHapparentlyHundescribedHsyndromegHshallowHorbitsTHptosisTHcolobomaTHtrigonocephalyTH
gyralHmalformationsTHandHmentalHandHgrowthHretardationVHAmericaneJournaleofeMedicaleGeneticseParte
ATH1995THbdTHaX_Uf

88

290 pongenitalHZikaHvirusHinfectionHasHaHsilentHpathologyHwithHlossHofHneurogenicHoutputHinHtheHfetalH
brainVHNatureeMedicineTH2018THZaTH_ceU_da 50.5 85

289 –euroimagingHfindingsHinHmacrocephalyUcapillaryHmalformationgHaHlongitudinalHstudyHofHYdHpatientsVH
AmericaneJournaleofeMedicaleGeneticsseParteATH2007THYa_nTHZfeYU_XXe 2.5 85

288 éubcorticalHbandHheterotopiaHPéouQHinHmalesgHclinicalTHimagingHandHgeneticHfindingsHinHcomparisonH
withHfemalesVHBrainTH2002THYZbTHZbXdUZZ 11.2 85

287 zicrolissencephalygHaHheterogeneousHmalformationHofHcorticalHdevelopmentVHNeuropediatricsTH1998TH
ZfTHYY_Uf 1.6 84

286 oaraitserUβinterHcerebrofrontofacialHsyndromegHdelineationHofHtheHspectrumHinHaZHcasesVHEuropeane
JournaleofeHumaneGeneticsTH2015THZ_THZfZU_XY 5.3 83

285 öltraUhighUfieldHzáHimagingHinHpolymicrogyriaHandHepilepsyVHAmericaneJournaleofeNeuroradiologyTH
2015TH_cTH_XfUYc 4.4 82

284 áapidUonsetHdystoniaUparkinsonismgHlinkageHtoHchromosomeHYfqY_VHAnnalseofeNeurologyTH1999THacTHYdcUeZ9.4 82

283
uighHincidenceHofHprogressiveHpostnatalHcerebellarHenlargementHinHpostelloHsyndromegHbrainH
overgrowthHassociatedHwithHuánéHmutationsHasHtheHlikelyHcauseHofHstructuralHbrainHandHspinalHcordH
abnormalitiesVHAmericaneJournaleofeMedicaleGeneticsseParteATH2010THYbZnTHYYcYUe

2.5 81

282 plinicalHnosologicHandHgeneticHaspectsHofHwoubertHandHrelatedHsyndromesVHJournaleofeChildeNeurology
TH1999THYaTHccXUchHdiscussionHccfUdZ 2.5 81

281 plinicalHspectrumHofHévX_UassociatedHmutationsHinHholoprosencephalygHcorrelationHbetweenH
genotypeTHphenotypeHandHfunctionVHJournaleofeMedicaleGeneticsTH2009THacTH_efUfe 5.8 80

280 qeH–ovoHzutationsHinHévxYHpauseHaHépectrumHofHqevelopmentalHrpilepsiesVHAmericaneJournaleofe
HumaneGeneticsTH2015THfcTHYXXf 11 78

279 qeHnovoHmutationsHinHtheHbetaUtubulinHgeneHóöooZnHcauseHsimplifiedHgyralHpatterningHandH
infantileUonsetHepilepsyVHAmericaneJournaleofeHumaneGeneticsTH2014THfaTHc_aUaY 11 77

278 óheHmolecularHlandscapeHofHnéPzHmutationsHinHprimaryHmicrocephalyVHJournaleofeMedicaleGeneticsTH
2009THacTHZafUb_ 5.8 76

277 ponsistentHchromosomeHabnormalitiesHidentifyHnovelHpolymicrogyriaHlociHinHYp_cV_THZpYcVYUpZ_VYTH
aqZYVZYUqZZVYTHcqZcUqZdTHandHZYqZVHAmericaneJournaleofeMedicaleGeneticsseParteATH2008THYacnTHYc_dUba 2.5 76

276 zutationsHinHynzoYHcauseHcobblestoneHbrainHmalformationHwithoutHmuscularHorHocularH
abnormalitiesVHAmericaneJournaleofeHumaneGeneticsTH2013THfZTHaceUda 11 75

275 sloresHhominidgHnewHspeciesHorHmicrocephalicHdwarflVHTheeAnatomicaleRecordeParteA:eDiscoverieseine
MolecularseCellularseandeEvolutionaryeBiologyTH2006THZeeTHYYZ_Uab 75

274 nHnovelHrasopathyHcausedHbyHrecurrentHdeHnovoHmissenseHmutationsHinHPPPYpoHcloselyHresemblesH
–oonanHsyndromeHwithHlooseHanagenHhairVHAmericaneJournaleofeMedicaleGeneticsseParteATH2016THYdXTHZZ_dUad2.5 75
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273 –ovelHmutationsHinHnóPYn_HassociatedHwithHcatastrophicHearlyHlifeHepilepsyTHepisodicHprolongedH
apneaTHandHpostnatalHmicrocephalyVHEpilepsiaTH2015THbcTHaZZU_X 6.4 74

272 zutationsHinHpr–PrHdefineHaHnovelHkinetochoreUcentromericHmechanismHforHmicrocephalicH
primordialHdwarfismVHHumaneGeneticsTH2014THY__THYXZ_U_f 6.3 71

271 zrsZpHuaploinsufficiencyHfeaturesHconsistentHhyperkinesisTHvariableHepilepsyTHandHhasHaHroleHinH
dorsalHandHventralHneuronalHdevelopmentalHpathwaysVHNeurogeneticsTH2013THYaTHffUYYY 3 69

270 zutationsHinHéónzoPTHencodingHaHdeubiquitinatingHenzymeTHcauseHmicrocephalyUcapillaryH
malformationHsyndromeVHNatureeGeneticsTH2013THabTHbbcUcZ 36.3 69

269 vdentificationHofHaHduplicationHofHXqZeHassociatedHwithHbilateralHperiventricularHnodularHheterotopiaVH
AmericaneJournaleofeHumaneGeneticsTH1997THcYTH_dfUed 11 69

268 puzPYnHencodesHanHessentialHregulatorHofHozvYUv–xanHinHcerebellarHdevelopmentVHNatureeGeneticsTH
2012THaaTHYZcXUa 36.3 68

267 nssociationHandHmutationHanalysesHofHYcpYYVZHautismHcandidateHgenesVHPLoSeONETH2009THaTHeabeZ 3.7 68

266 yinkageHandHphysicalHmappingHofHXUlinkedHlissencephalyWéouHPXyvéQgHaHgeneHcausingHneuronalH
migrationHdefectsHinHhumanHbrainVHHumaneMoleculareGeneticsTH1997THcTHbbbUcZ 5.6 68

265 zutationsHinHxnó–oYHcauseHcomplexHcerebralHmalformationsHbyHdisruptingHasymmetricallyHdividingH
neuralHprogenitorsVHNeuronTH2014THeaTHYZZcU_f 13.9 67

264 phiariHvHmalformationTHdelayedHgrossHmotorHskillsTHsevereHspeechHdelayTHandHepileptiformHdischargesH
inHaHchildHwithHs XPYHhaploinsufficiencyVHEuropeaneJournaleofeHumaneGeneticsTH2010THYeTHYZYcUZX 5.3 66

263 nHdevelopmentalHclassificationHofHmalformationsHofHtheHbrainstemVHAnnalseofeNeurologyTH2007THcZTHcZbU_f9.4 66

262 yissencephalygHrxpandedHimagingHandHclinicalHclassificationVHAmericaneJournaleofeMedicaleGeneticsse
ParteATH2017THYd_THYad_UYaee 2.5 65

261 PeriventricularHheterotopiaHinHcqHterminalHdeletionHsyndromegHroleHofHtheHpcorfdXHgeneVHBrainTH2013
THY_cTH__deUfa 11.2 65

260 oilateralHperiventricularHnodularHheterotopiaHwithHmentalHretardationHandHfrontonasalH
malformationVHNeurologyTH1998THbYTHaffUbX_ 6.5 65

259 zalformationsHofHcorticalHdevelopmentHandHepilepsyVHColdeSpringeHarborePerspectiveseineMedicineTH
2015THbTHaXZZ_fZ 5.4 64

258 éemiquantitativeHanalysisHofHhypothalamicHdamageHonHzávHpredictsHriskHforHhypothalamicHobesityVH
ObesityTH2015THZ_THYZZcU__ 8 64

257 PeriventricularHnodularHheterotopiaHwithHoverlyingHpolymicrogyriaVHBrainTH2005THYZeTHZeYYUZY 11.2 64

256 zutationHofHs XpYHandHPvóXZHinducesHcerebralHsmallUvesselHdiseaseVHJournaleofeClinicaleInvestigation
TH2014THYZaTHaeddUeY 15.9 64

(2014-2015)
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255 zutationsHofHnxó_HareHassociatedHwithHaHwideHspectrumHofHdevelopmentalHdisordersHincludingH
extremeHmegalencephalyVHBrainTH2017THYaXTHZcYXUZcZZ 11.2 63

254 popyHnumberHvariantsHandHinfantileHspasmsgHevidenceHforHabnormalitiesHinHventralHforebrainH
developmentHandHpathwaysHofHsynapticHfunctionVHEuropeaneJournaleofeHumaneGeneticsTH2011THYfTHYZ_eUab5.3 62

253 óheH–eurogeneticsHofHyissencephalyVHNeurologiceClinicsTH1989THdTHefUYXb 4.5 62

252 nnalysisHofHYdHgenesHdetectsHmutationsHinHeYMHofHeYYHpatientsHwithHlissencephalyVHGeneticseine
MedicineTH2018THZXTHY_baUY_ca 8.1 61

251 nutosomalHdominantHopticHnerveHcolobomasTHvesicoureteralHrefluxTHandHrenalHanomaliesVHAmericane
JournaleofeMedicaleGeneticseParteATH1995THbfTHZXaUe 61

250 zosaicHnctivatingHzutationsHinHstsáYHpauseHrncephalocraniocutaneousHyipomatosisVHAmericane
JournaleofeHumaneGeneticsTH2016THfeTHbdfUbed 11 60

249 áecognizableHcerebellarHdysplasiaHassociatedHwithHmutationsHinHmultipleHtubulinHgenesVHHumane
MoleculareGeneticsTH2015THZaTHb_Y_UZb 5.6 59

248 pharacterisationHofHmutationsHofHtheHphosphoinositideU_UkinaseHregulatoryHsubunitTHPvx_áZTHinH
perisylvianHpolymicrogyriagHaHnextUgenerationHsequencingHstudyVHLanceteNeurologyseTheTH2015THYaTHYYeZUfb24.1 58

247 oothHrareHandHdeHnovoHcopyHnumberHvariantsHareHprevalentHinHagenesisHofHtheHcorpusHcallosumHbutH
notHinHcerebellarHhypoplasiaHorHpolymicrogyriaVHPLoSeGeneticsTH2013THfTHeYXX_eZ_ 6 58

246 PontocerebellarHhypoplasiaHtypeHcgHnHoritishHcaseHwithHPru UlikeHfeaturesVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2010THYbZnTHZXdfUea 2.5 58

245 pellularHandHclinicalHimpactHofHhaploinsufficiencyHforHgenesHinvolvedHinHnóáHsignalingVHAmericane
JournaleofeHumaneGeneticsTH2007THeYTHddUec 11 57

244
zegalencephalyHandHperisylvianHpolymicrogyriaHwithHpostaxialHpolydactylyHandHhydrocephalusgHaH
rareHbrainHmalformationHsyndromeHassociatedHwithHmentalHretardationHandHseizuresVHNeuropediatrics
TH2004TH_bTH_b_Uf

1.6 57

243 vdentificationHofHaHnovelHrecessiveHáry–HmutationHusingHaHhomozygousHbalancedHreciprocalH
translocationVHAmericaneJournaleofeMedicaleGeneticsseParteATH2007THYa_nTHf_fUaa 2.5 56

242 αariableHphenotypeHofHrapidUonsetHdystoniaUparkinsonismVHMovementeDisordersTH1996THYYTHYbYUc 7 56

241 surtherHcommentsHonHtheHlissencephalyHsyndromesVHAmericaneJournaleofeMedicaleGeneticseParteATH
1985THZZTHYfdUZYY 56

240 zouseHmodelsHofHhumanHPvx_pnUrelatedHbrainHovergrowthHhaveHacutelyHtreatableHepilepsyVHELifeTH
2015THaTH 8.9 55

239 rthnicallyHdiverseHcausesHofHβalkerUβarburgHsyndromeHPββéQgHspzqHmutationsHareHaHmoreH
commonHcauseHofHββéHoutsideHofHtheHziddleHrastVHHumaneMutationTH2008THZfTHrZ_YUaY 4.7 54

238 –onsyndromicHmentalHretardationHandHcryptogenicHepilepsyHinHwomenHwithHdoublecortinHgeneH
mutationsVHAnnalseofeNeurologyTH2003THbaTH_XUd 9.4 54
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237 nHáecurrentHzosaicHzutationHinHéz THrncodingHtheHuedgehogHéignalHóransducerHémoothenedTHvsH
theHzajorHpauseHofHpurryUwonesHéyndromeVHAmericaneJournaleofeHumaneGeneticsTH2016THfeTHYZbcUYZcb 11 53

236
qeletionHYcpY_VYYHuncoversH–qrYHmutationsHonHtheHnonUdeletedHhomologHandHextendsHtheH
spectrumHofHsevereHmicrocephalyHtoHincludeHfetalHbrainHdisruptionVHAmericaneJournaleofeMedicale
GeneticsseParteATH2013THYcYnTHYbZ_U_X

2.5 53

235 zutationsHinHnázpfTHwhichHrncodesHaHoasalHoodyHProteinTHpauseHwoubertHéyndromeHinHuumansHandH
piliopathyHPhenotypesHinHZebrafishVHAmericaneJournaleofeHumaneGeneticsTH2017THYXYTHZ_U_c 11 52

234 óheHclinicalHpatternsHandHmolecularHgeneticsHofHlissencephalyHandHsubcorticalHbandHheterotopiaVH
EpilepsiaTH2010THbYHéupplHYTHbUf 6.4 52

233 vdentificationHofHgenomicHlociHcontributingHtoHagenesisHofHtheHcorpusHcallosumVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2010THYbZnTHZYabUbf 2.5 51

232 áadiologicHclassificationHofHmalformationsHofHcorticalHdevelopmentVHCurrenteOpinioneineNeurologyTH
2001THYaTHYabUf 7.1 51

231 perebellarHandHposteriorHfossaHmalformationsHinHpatientsHwithHautismUassociatedHchromosomeH
ZZqY_HterminalHdeletionVHAmericaneJournaleofeMedicaleGeneticsseParteATH2013THYcYnTHY_YUc 2.5 50

230 vnfantileHcerebralHandHcerebellarHatrophyHisHassociatedHwithHaHmutationHinHtheHzrqYdHsubunitHofHtheH
transcriptionHpreinitiationHmediatorHcomplexVHAmericaneJournaleofeHumaneGeneticsTH2010THedTHccdUdX 11 50

229 zutationsHinHP zóYHareHfoundHinHaHminorityHofHpatientsHwithHβalkerUβarburgHsyndromeVHAmericane
JournaleofeMedicaleGeneticsseParteATH2005THY__nTHb_Ud 2.5 50

228 PathogenicHqqX_XHzutationsHvmpairHá–nHzetabolismHandH–eurogenesisHduringHsetalHporticalH
qevelopmentVHNeuronTH2020THYXcTHaXaUaZXVee 13.9 49

227 sunctionalHgenomeUwideHsiá–nHscreenHidentifiesHxvnnXbecHasHmutatedHinHwoubertHsyndromeVHELifeTH
2015THaTHeXccXZ 8.9 49

226
vntragenicHdeletionsHandHduplicationsHofHtheHyvéYHandHqpXHgenesgHaHmajorHdiseaseUcausingH
mechanismHinHlissencephalyHandHsubcorticalHbandHheterotopiaVHEuropeaneJournaleofeHumaneGeneticsTH
2009THYdTHfYYUe

5.3 49

225 PrimaryHmicrocephalygHnewHapproachesHforHanHoldHdisorderVHAmericaneJournaleofeMedicaleGeneticse
ParteATH2002THYYZTH_YbUd 49

224 oiallelicHlossHofHhumanHpó––nZTHencodingH˛––UcateninTHleadsHtoHnáPZW_HcomplexHoveractivityHandH
disorderedHcorticalHneuronalHmigrationVHNatureeGeneticsTH2018THbXTHYXf_UYYXY 36.3 48

223 áóó–HmutationsHlinkHprimaryHciliaHfunctionHtoHorganizationHofHtheHhumanHcerebralHcortexVHAmericane
JournaleofeHumaneGeneticsTH2012THfYTHb__UaX 11 48

222 rnzymaticHdiagnosticHtestHforHzuscleUryeUorainHtypeHcongenitalHmuscularHdystrophyHusingH
commerciallyHavailableHreagentsVHClinicaleBiochemistryTH2003TH_cTH__fUaa 3.5 48

221
PolymicrogyriaHincludesHfusionHofHtheHmolecularHlayerHandHdecreasedHneuronalHpopulationsHbutH
normalHcorticalHlaminarHorganizationVHJournaleofeNeuropathologyeandeExperimentaleNeurologyTH2011TH
dXTHa_eUa_

3.1 47

220 qeHnovoHmutationsHinHtáv–YHcauseHextensiveHbilateralHpolymicrogyriaVHBrainTH2018THYaYTHcfeUdYZ 11.2 46
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219 PhenotypicHanalysisHofHindividualsHwithHpostelloHsyndromeHdueHtoHuánéHpVtY_pVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2011THYbbnTHdXcUYc 2.5 45

218 perebrospinalHfluidHhomovanillicHacidHlevelsHinHrapidUonsetHdystoniaUparkinsonismVHAnnalseofe
NeurologyTH1998THa_THbZYUc 9.4 45

217 orainHanomaliesHinHencephalocraniocutaneousHlipomatosisVHAmericaneJournaleofeMedicaleGeneticsse
ParteATH2007THYa_nTHZfc_UdZ 2.5 45

216 –oHmajorHroleHforHtheHrzXZHgeneHinHschizencephalyVHAmericaneJournaleofeMedicaleGeneticsseParteATH
2008THYacnTHYYaZUbX 2.5 45

215 áapidHdiagnosisHofHzillerUqiekerHsyndromeHandHisolatedHlissencephalyHsequenceHbyHtheHpolymeraseH
chainHreactionVHHumaneGeneticsTH1990THebTHbbbUf 6.3 45

214 nstroglialUzediatedHáemodelingHofHtheHvnterhemisphericHzidlineHvsHáequiredHforHtheHsormationHofH
theHporpusHpallosumVHCelleReportsTH2016THYdTHd_bUdad 10.6 45

213 qelineatingHéPón–YHassociatedHphenotypesgHfromHisolatedHepilepsyHtoHencephalopathyHwithH
progressiveHbrainHatrophyVHBrainTH2017THYaXTHZ_ZZUZ__c 11.2 44

212 nHdeHnovoHYp_aVZHmicrodeletionHidentifiesHtheHsynapticHvesicleHgeneHávzé_HasHaHnovelHcandidateHforH
autismVHJournaleofeMedicaleGeneticsTH2010THadTHeYUfX 5.8 44

211 zvpá HsyndromegHanHentityHdistinctHfromHp séHsyndromeVHAmericaneJournaleofeMedicaleGeneticseParte
ATH2004THYZenTHZ_bUab 44

210 yvéYHmissenseHmutationsHcauseHmilderHlissencephalyHphenotypesHincludingHaHchildHwithHnormalHvQVH
NeurologyTH2001THbdTHaYcUZZ 6.5 44

209 oiallelicHmutationsHinHtheH_OHexonucleaseHó rYHcauseHpontocerebellarHhypoplasiaHandHuncoverHaHroleH
inHsná–nHprocessingVHNatureeGeneticsTH2017THafTHabdUaca 36.3 43

208 uomonucleotideHexpansionHandHcontractionHmutationsHofHPnXZHandHinclusionHofHphiariHYH
malformationHasHpartHofHrenalUcolobomaHsyndromeVHHumaneMutationTH1999THYaTH_cfUdc 4.7 43

207
zutationsHinHrX épZHareHassociatedHwithHaHnovelHsyndromeHcharacterisedHbyHretinitisHpigmentosaTH
progressiveHhearingHlossTHprematureHageingTHshortHstatureTHmildHintellectualHdisabilityHandHdistinctiveH
gestaltVHJournaleofeMedicaleGeneticsTH2016THb_THaYfUZb

5.8 42

206
óheHduplicationHYdpY_V_HphenotypegHanalysisHofHZYHfamiliesHdelineatesHdevelopmentalTHbehavioralH
andHbrainHabnormalitiesTHandHrareHvariantHphenotypesVHAmericaneJournaleofeMedicaleGeneticsseParteATH
2013THYcYnTHYe__UbZ

2.5 42

205 oandUlikeHintracranialHcalcificationHwithHsimplifiedHgyrationHandHpolymicrogyriagHaHdistinctH
JpseudoUó ápuJHphenotypeVHAmericaneJournaleofeMedicaleGeneticsseParteATH2008THYacnTH_Yd_UeX 2.5 42

204 sluorescenceHinHsituHhybridizationHanalysisHwithHyvéYHspecificHprobesHrevealsHaHhighHdeletionH
mutationHrateHinHisolatedHlissencephalyHsequenceVHGeneticseineMedicineTH1998THYTHZfU__ 8.1 42

203 uumanHmutationsHinHintegratorHcomplexHsubunitsHlinkHtranscriptomeHintegrityHtoHbrainH
developmentVHPLoSeGeneticsTH2017THY_THeYXXceXf 6 41

202 vnterneuronHdeficitsHinHpatientsHwithHtheHzillerUqiekerHsyndromeVHActaeNeuropathologicaTH2005THYXfTHaXXUa14.3 41
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201
zegalencephalyHsyndromesHassociatedHwithHmutationsHofHcoreHcomponentsHofHtheHPv_xUnxóUzó áH
pathwaygHPvx_pnTHPvx_áZTHnxó_THandHzó áVHAmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarse
ineMedicaleGeneticsTH2019THYeYTHbeZUbfX

3.1 40

200 áedefiningHtheHrtiologicHyandscapeHofHperebellarHzalformationsVHAmericaneJournaleofeHumane
GeneticsTH2019THYXbTHcXcUcYb 11 40

199 pqxybHandHnáXHmutationsHinHmalesHwithHearlyUonsetHepilepsyVHPediatriceNeurologyTH2013THaeTH_cdUdd 2.9 40

198 yongUtermHsurvivalHinHónáPHsyndromeHandHconfirmationHofHáozYXHasHtheHdiseaseUcausingHgeneVH
AmericaneJournaleofeMedicaleGeneticsseParteATH2011THYbbnTHZbYcUZX 2.5 40

197 éeptoUopticHdysplasiaHandHamnioticHbandsgHfurtherHevidenceHforHaHvascularHpathogenesisVHAmericane
JournaleofeMedicaleGeneticseParteATH2004THYZbnTHYZUc 40

196 yissencephalyHassociatedHmutationsHsuggestHaHrequirementHforHtheHPnsnuYoHheterotrimericH
complexHinHbrainHdevelopmentVHMechanismseofeDevelopmentTH2000THfZTHZc_UdY 1.7 40

195
ngenesisHofHtheHcorpusHcallosumHandHqandyUβalkerHmalformationHassociatedHwithH
hemimegalencephalyHinHtheHsebaceousHnevusHsyndromeVHAmericaneJournaleofeMedicaleGeneticseParte
ATH1995THbcTHYadUbX

40

194 rpilepsyHandHoutcomeHinHs XtYUrelatedHdisordersVHEpilepsiaTH2014THbbTHYZfZU_XX 6.4 39

193 βeaverHéyndromeUnssociatedHrZuZHProteinHαariantsHéhowHvmpairedHuistoneHzethyltransferaseH
sunctionHvnHαitroVHHumaneMutationTH2016TH_dTH_XYUd 4.7 39

192 αalproateUinducedHliverHfailureHinHoneHofHtwoHsiblingsHwithHnlpersHdiseaseVHPediatriceNeurologyTH1997TH
YcTH__dUa_ 2.9 38

191 PrimaryHbrainHcalcificationgHanHinternationalHstudyHreportingHnovelHvariantsHandHassociatedH
phenotypesVHEuropeaneJournaleofeHumaneGeneticsTH2018THZcTHYacZUYadd 5.3 37

190 qistinctiveHPhenotypicHnbnormalitiesHnssociatedHwithHéubmicroscopicHZYqZZHqeletionHvncludingH
qYáxYnVHMoleculareSyndromologyTH2010THYTHYY_UYZX 1.5 37

189  culocerebrocutaneousHsyndromegHtheHbrainHmalformationHdefinesHaHcoreHphenotypeVHJournaleofe
MedicaleGeneticsTH2005THaZTHfY_UZY 5.8 37

188 áecurrentHdeHnovoHovpqZHmutationHassociatedHwithHarthrogryposisHmultiplexHcongenitaHandH
bilateralHperisylvianHpolymicrogyriaVHNeuromusculareDisordersTH2016THZcTHdaaUdae 2.9 36

187 nPYéZHisHmutatedHinHXUlinkedHqandyUβalkerHmalformationHwithHintellectualHdisabilityTHbasalHgangliaH
diseaseHandHseizuresHPPettigrewHsyndromeQVHEuropeaneJournaleofeHumaneGeneticsTH2014THZZTH_c_Ue 5.3 36

186 yvéYgHfromHcorticalHmalformationHtoHessentialHproteinHofHcellularHdynamicsVHTrendseineNeurosciencesTH
2001THZaTHaefUfZ 13.3 36

185 αascularHabnormalitiesHinHepidermalHnevusHsyndromeVHNeurologyTH1991THaYTHZdcUe 6.5 36

184 zutationsHinHpánqqHáesultHinHáeducedHpaspaseUZUzediatedH–euronalHnpoptosisHandHpauseH
zegalencephalyHwithHaHáareHyissencephalyHαariantVHAmericaneJournaleofeHumaneGeneticsTH2016THffTHYYYdUYYZf11 35

(2016-2019)
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183 –ovelHmutationsHincludingHdeletionsHofHtheHentireH sqYHgeneHinH_XHfamiliesHwithHtypeHYH
orofaciodigitalHsyndromegHaHstudyHofHtheHextensiveHclinicalHvariabilityVHHumaneMutationTH2013TH_aTHZ_dUad 4.7 35

182 óheHpatternHofHinheritanceHofHXUlinkedHtraitsHisHnotHdominantHorHrecessiveTHjustHXUlinkedVHActae
PaediatricaseInternationaleJournaleofePaediatricsTH2006THfbTHYYUb 3.1 35

181 samilialHzillerUqiekerHsyndromeHassociatedHwithHpericentricHinversionHofHchromosomeHYdVHAmericane
JournaleofeMedicaleGeneticseParteATH1986THZ_THeb_Uf 35

180 qeficiencyHofHchromosomeHepZYVYUUUUeptergHcaseHreportHandHreviewHofHtheHliteratureVHAmericane
JournaleofeMedicaleGeneticseParteATH1985THZZTHYZbU_a 35

179 postelloHsyndromegHplinicalHphenotypeTHgenotypeTHandHmanagementHguidelinesVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2019THYdfTHYdZbUYdaa 2.5 34

178 épatiotemporalHexpansionHofHprimaryHprogenitorHzonesHinHtheHdevelopingHhumanHcerebellumVH
ScienceTH2019TH_ccTHabaUacX 33.3 34

177 oeyondHtˆ‡mezUyˆ‡pezUuernˆ¡ndezHsyndromegHrecurringHphenotypicHthemesHinH
rhombencephalosynapsisVHAmericaneJournaleofeMedicaleGeneticsseParteATH2012THYbenTHZ_f_UaXc 2.5 34

176 teneticHandHfunctionalHanalysesHidentifyHqvépYHasHaHnovelHcallosalHagenesisHcandidateHgeneVH
AmericaneJournaleofeMedicaleGeneticsseParteATH2011THYbbnTHYecbUdc 2.5 34

175 qistinguishingH_HclassesHofHcorpusHcallosalHabnormalitiesHinHconsanguineousHfamiliesVHNeurologyTH
2011THdcTH_d_UeZ 6.5 34

174 zutationsHandHpolymorphismsHinHtheHtuberousHsclerosisHcomplexHgeneHonHchromosomeHYcVHHumane
MutationTH1997THfTHZ_Uf 4.7 34

173 pobblestoneUlikeHbrainHdysgenesisHandHalteredHglycosylationHinHcongenitalHcutisHlaxaTHqebreHtypeVH
NeurologyTH2008THdYTHYcXZUe 6.5 34

172 óheHmolarHtoothHsigngHaHnewHwoubertHsyndromeHandHrelatedHcerebellarHdisordersHclassificationH
systemHtestedHinHrgyptianHfamiliesVHNeurologyTH2008THdXTHbbcUcb 6.5 34

171 nHnovelHmechanisticHspectrumHunderliesHglaucomaUassociatedHchromosomeHcpZbHcopyHnumberH
variationVHHumaneMoleculareGeneticsTH2008THYdTH_aacUbe 5.6 33

170 óruncationHofH–urwYHinHaHpatientHwithHpolymicrogyriaVHHumaneMutationTH2007THZeTH_bcUca 4.7 32

169 pharacterizationHofHbrainHmalformationsHinHtheHoaraitserUβinterHsyndromeHandHreviewHofHtheH
literatureVHNeuropediatricsTH2003TH_aTHZedUfZ 1.6 32

168 qeHnovoHmutationsHinHévxYHcauseHaHspectrumHofHdevelopmentalHepilepsiesVHAmericaneJournaleofe
HumaneGeneticsTH2015THfcTHceZUfX 11 31

167 Pnáq_HdysfunctionHinHconjunctionHwithHdynamicHuvPP HsignalingHdrivesHcorticalHenlargementHwithH
massiveHheterotopiaVHGeneseandeDevelopmentTH2018TH_ZTHdc_UdeX 12.6 31

166
éignificantHoverlapHandHpossibleHidentityHofHmacrocephalyHcapillaryHmalformationHandH
megalencephalyHpolymicrogyriaUpolydactylyHhydrocephalusHsyndromesVHAmericaneJournaleofeMedicale
GeneticsseParteATH2009THYafnTHeceUdc

2.5 31
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165 yinkageHtoHchromosomeHZq_cVYHinHautosomalHdominantHqandyUβalkerHmalformationHwithHoccipitalH
cephaloceleHandHevidenceHforHgeneticHheterogeneityVHHumaneGeneticsTH2008THYZ_THZ_dUab 6.3 31

164 zandibulofacialHqysostosisHwithHzicrocephalygHzutationHandHqatabaseHöpdateVHHumaneMutationTH
2016TH_dTHYaeUba 4.7 31

163 nHnovelHévX_HmutationHsegregatesHwithHholoprosencephalyHinHaHlargeHfamilyVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2009THYafnTHfYfUZb 2.5 30

162 óorielloUpareyHsyndromegHdelineationHandHreviewVHAmericaneJournaleofeMedicaleGeneticseParteATH2003TH
YZ_nTHeaUfX 30

161
αariableHbrainHphenotypeHprimarilyHaffectsHtheHbrainstemHandHcerebellumHinHpatientsHwithH
osteogenesisHimperfectaHcausedHbyHrecessiveHβ–óYHmutationsVHJournaleofeMedicaleGeneticsTH2016TH
b_THaZdU_X

5.8 30

160 znpsYHzutationsHrncodingHuighlyHponservedHZincUoindingHáesiduesHofHtheHtnáHqomainHpauseH
qefectsHinH–euronalHzigrationHandHnxonHtuidanceVHAmericaneJournaleofeHumaneGeneticsTH2018THYX_THYXXfUYXZY11 30

159
áeciprocalHfusionHtranscriptsHofHtwoHnovelHZnUfingerHgenesHinHaHfemaleHwithHabsenceHofHtheHcorpusH
callosumTHocularHcolobomasHandHaHbalancedHtranslocationHbetweenHchromosomesHZpZaHandHfq_ZVH
EuropeaneJournaleofeHumaneGeneticsTH2003THYYTHbZdU_a

5.3 29

158 –euroimagingHfindingsHinHzowatUβilsonHsyndromegHaHstudyHofHbaHpatientsVHGeneticseineMedicineTH
2017THYfTHcfYUdXX 8.1 28

157 zutationsHinHextracellularHmatrixHgenesH–vqYHandHynzpYHcauseHautosomalHdominantHqandyUβalkerH
malformationHandHoccipitalHcephalocelesVHHumaneMutationTH2013TH_aTHYXdbUf 4.7 28

156 ówoHuundredHóhirtyUéixHphildrenHβithHqevelopmentalHuydrocephalusgHpausesHandHplinicalH
ponsequencesVHJournaleofeChildeNeurologyTH2016TH_YTH_XfUZX 2.5 27

155 qeHnovoHandHinheritedHprivateHvariantsHinHznPYoHinHperiventricularHnodularHheterotopiaVHPLoSe
GeneticsTH2018THYaTHeYXXdZeY 6 27

154 PlasmapheresisHwithHacuteHinflammatoryHpolyneuropathyVHPediatriceNeurologyTH1990THcTHYdUf 2.9 27

153 éóvyHmutationHcausesHautosomalHrecessiveHmicrocephalicHlobarHholoprosencephalyVHHumaneGeneticsTH
2015THY_aTHabUbY 6.3 26

152 vnvestigationHofHóoáYHuemizygositygHsourHvndividualsHwithHZqZaHzicrodeletionsVHMoleculare
SyndromologyTH2012TH_THYXZUYYZ 1.5 26

151 qiencephalicUmesencephalicHjunctionHdysplasiagHaHnovelHrecessiveHbrainHmalformationVHBrainTH2012TH
Y_bTHZaYcUZd 11.2 26

150 uypomorphicHáecessiveHαariantsHinHéösöHvmpairHtheHéonicHuedgehogHPathwayHandHpauseHwoubertH
éyndromeHwithHpranioUfacialHandHékeletalHqefectsVHAmericaneJournaleofeHumaneGeneticsTH2017THYXYTHbbZUbc_11 25

149
pongenitalHmicrocephalyHandHchorioretinopathyHdueHtoHdeHnovoHheterozygousHxvsYYHmutationsgHfiveH
novelHmutationsHandHreviewHofHtheHliteratureVHAmericaneJournaleofeMedicaleGeneticsseParteATH2014TH
YcanTHZedfUec

2.5 25

148 PeritrigonalHandHtemporoUoccipitalHheterotopiaHwithHcorpusHcallosumHandHcerebellarHdysgenesisVH
NeurologyTH2012THdfTHYZaaUbY 6.5 25

(2012-2008)
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147 phildhoodHstrokeHandHlupusHanticoagulantVHPediatriceNeurologyTH1994THYXTHbaUd 2.9 24

146 vsolatedHlissencephalygHreportHofHfourHpatientsHfromHtwoHunrelatedHfamiliesVHJournaleofeChilde
NeurologyTH1990THbTHbZUf 2.5 24

145 plinicalHandHbrainHimagingHheterogeneityHofHsevereHmicrocephalyVHPediatriceNeurologyTH2010THa_THdUYc 2.9 23

144 popyHnumberHandHsequenceHvariantsHimplicateHnPonZHasHanHautismHcandidateHgeneVHAutismeResearch
TH2009THZTH_bfUca 5.1 23

143 zicrocephalyHwithHsimplifiedHgyralHpatternHinHsixHrelatedHchildrenVHAmericaneJournaleofeMedicale
GeneticseParteATH1999THeaTHY_dUaa 23

142 PhenotypicHoutcomesHinHzouseHandHuumanHdependentHqandyUβalkerHcerebellarHmalformationH
suggestHsharedHmechanismsVHELifeTH2017THcTH 8.9 23

141 éyp_bnZUpqtgHsunctionalHcharacterizationTHexpandedHmolecularTHclinicalTHandHbiochemicalH
phenotypesHofH_XHunreportedHvndividualsVHHumaneMutationTH2019THaXTHfXeUfZb 4.7 23

140 yossHofHézPqaHpausesHaHqevelopmentalHqisorderHpharacterizedHbyHzicrocephalyHandHpongenitalH
nrthrogryposisVHAmericaneJournaleofeHumaneGeneticsTH2019THYXbTHcefUdXb 11 22

139 sourHnewHpatientsHwithHtomezUyopezUuernandezHsyndromeHandHproposedHdiagnosticHcriteriaVH
AmericaneJournaleofeMedicaleGeneticsseParteATH2013THYcYnTH_ZXUc 2.5 22

138 rxpansionHofHtheHónáPHsyndromeHphenotypeHassociatedHwithHdeHnovoHmutationsHandHmosaicismVH
AmericaneJournaleofeMedicaleGeneticsseParteATH2014THYcanTHYZXUe 2.5 22

137 samilialHlissencephalyHwithHcleftHpalateHandHsevereHcerebellarHhypoplasiaH1999THedTHaaXUaab 22

136 plassificationHofHtheHcerebroUoculoUmuscularHsyndromePsQVHpommentaryHtoHximuraOsHpaperHPppVH
YeZUfYQVHBraineandeDevelopmentTH1993THYbTHZaZUa 2.2 22

135 parriersHandHpatientsHwithHmuscleUeyeUbrainHdiseaseHcanHbeHrapidlyHdiagnosedHbyHenzymaticHanalysisH
ofHfibroblastsHandHlymphoblastsVHNeuromusculareDisordersTH2006THYcTHY_ZUc 2.9 21

134 pongenitalHpontocerebellarHatrophyHinHthreeHpatientsgHclinicalTHradiologicHandHetiologicH
considerationsVHNeuroradiologyTH1996TH_eTHceaUd 3.2 21

133  livopontocerebellarHatrophyHleadingHtoHrecognitionHofHcarbohydrateUdeficientHglycoproteinH
syndromeHtypeHvVHJournaleofeNeurologyTH1996THZa_THdXXUb 5.5 21

132 öpdateHonHtheHnpótYUassociatedHoaraitserUβinterHcerebrofrontofacialHsyndromeVHAmericaneJournale
ofeMedicaleGeneticsseParteATH2016THYdXTHZcaaUbY 2.5 21

131 éubcorticalHheterotopicHgrayHmatterHbrainHmalformationsgHplassificationHstudyHofHYXdHindividualsVH
NeurologyTH2019THf_THeY_cXUeY_d_ 6.5 21

130 popyHnumberHvariationHanalysisHinHfeHindividualsHwithHPunprHsyndromeVHJournaleofeInvestigativee
DermatologyTH2013THY__THcddUcea 4.3 20
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129
rxpandingHtheHéu pZHmutationHassociatedHphenotypeHofH–oonanHsyndromeHwithHlooseHanagenHhairgH
structuralHbrainHanomaliesHandHmyelofibrosisVHAmericaneJournaleofeMedicaleGeneticsseParteATH2013TH
YcYnTHZaZXU_X

2.5 20

128 óheHmicrocephalyUcapillaryHmalformationHsyndromeVHAmericaneJournaleofeMedicaleGeneticsseParteATH
2011THYbbnTHZXeXUd 2.5 20

127 zolecularHandHneuroimagingHfindingsHinHpontocerebellarHhypoplasiaHtypeHZHPPpuZQgHisHprenatalH
diagnosisHpossiblelVHAmericaneJournaleofeMedicaleGeneticsseParteATH2010THYbZnTHZZceUdc 2.5 20

126 zegalencephalyHandHperisylvianHpolymicrogyriaHwithHpostaxialHpolydactylyHandHhydrocephalusH
PzPPuQgHreportHofHaHnewHcaseVHNeuropediatricsTH2007TH_eTHZXXU_ 1.6 20

125 áhombencephalosynapsisgHsusedHcerebellumTHconfusedHgeneticistsVHAmericaneJournaleofeMedicale
GeneticsseParteC:eSeminarseineMedicaleGeneticsTH2018THYdeTHa_ZUa_f 3.1 20

124 zutationsHinHznéóYHpauseHzegaUporpusUpallosumHéyndromeHwithHperebellarHuypoplasiaHandH
porticalHzalformationsVHNeuronTH2018THYXXTHY_baUY_ceVeb 13.9 20

123
qeH–ovoHαariantsHinHβqá_dHnreHnssociatedHwithHrpilepsyTHpolobomasTHqysmorphismTH
qevelopmentalHqelayTHvntellectualHqisabilityTHandHperebellarHuypoplasiaVHAmericaneJournaleofeHumane
GeneticsTH2019THYXbTHaY_UaZa

11 19

122 nutosomalHrecessiveHmutationsHinHnuclearHtransportHfactorHxP–ndHareHassociatedHwithHinfantileH
spasmsHandHcerebellarHmalformationVHEuropeaneJournaleofeHumaneGeneticsTH2014THZZTHbedUf_ 5.3 19

121 –europathologyHofHbrainHandHspinalHmalformationsHinHaHcaseHofHmonosomyHYp_cVHActae
NeuropathologicaeCommunicationsTH2013THYTHab 7.3 19

120 zicrocephalyTHsensorineuralHdeafnessHandHpurrarinoHtriadHwithHduplicationUdeletionHofHdistalHdqVH
EuropeaneJournaleofePediatricsTH2010THYcfTHadbUeY 4.1 19

119 plinicalHmanifestationsHandHevaluationHofHisolatedHlissencephalyVHChildmseNervouseSystemTH1993THfTH_edUfX 1.7 19

118
ncuteHinflammatoryHdemyelinatingHpolyradiculoneuropathyHPtuillainUoarrˆ'HsyndromeQHafterH
immunizationHwithHuaemophilusHinfluenzaeHtypeHbHconjugateHvaccineVHJournaleofePediatricsTH1989TH
YYbTHda_Uc

3.6 19

117 nHdyadicHapproachHtoHtheHdelineationHofHdiagnosticHentitiesHinHclinicalHgenomicsVHAmericaneJournaleofe
HumaneGeneticsTH2021THYXeTHeUYb 11 19

116 –svoHuaploinsufficiencyHvsHnssociatedHwithHvntellectualHqisabilityHandHzacrocephalyVHAmericane
JournaleofeHumaneGeneticsTH2018THYX_THdbZUdce 11 19

115 PostzygoticHinactivatingHmutationsHofHáu nHcauseHaHmosaicHneuroectodermalHsyndromeVHNaturee
GeneticsTH2019THbYTHYa_eUYaaY 36.3 18

114 PersistentHfigureUeightHandHsideUtoUsideHheadHshakingHisHaHmarkerHforHrhombencephalosynapsisVH
MovementeDisordersTH2013THZeTHZXYfUZ_ 7 18

113 yissencephalyHandHsubcorticalHbandHheterotopiagHmolecularHbasisHandHdiagnosisVHTrendseineMoleculare
MedicineTH2000THcTHZddUea 18

112 oenignHhereditaryHchoreaVHPediatriceNeurologyTH1993THfTH__dUaX 2.9 18

(1993-2013)
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111 βhyHβestlHpomparisonsHofHclinicalTHgeneticHandHmolecularHfeaturesHofHinfantsHwithHandHwithoutH
spasmsVHPLoSeONETH2018THY_THeXYf_bff 3.7 18

110 z–YHpUterminalHtruncationHsyndromeHisHaHnovelHneurodevelopmentalHandHcraniofacialHdisorderHwithH
partialHrhombencephalosynapsisVHBrainTH2020THYa_THbbUce 11.2 18

109 óheHqevelopmentalHorainHqisordersHqatabaseHPqoqoQgHaHcuratedHneurogeneticsHknowledgeHbaseH
withHclinicalHandHresearchHapplicationsVHAmericaneJournaleofeMedicaleGeneticsseParteATH2014THYcanTHYbX_UYY2.5 17

108 vnternationalHconsensusHrecommendationsHonHtheHdiagnosticHworkUupHforHmalformationsHofHcorticalH
developmentVHNatureeReviewseNeurologyTH2020THYcTHcYeUc_b 15 17

107 PhenotypeHqifferentiationHofHs XtYHandHzrpPZHqisordersgHnH–ewHzethodHforHpharacterizationHofH
qevelopmentalHrncephalopathiesVHJournaleofePediatricsTH2016THYdeTHZ__UZaXVeYX 3.6 16

106 qeH–ovoHzissenseHαariantsHinHsoXβYYHpauseHqiverseHqevelopmentalHPhenotypesHvncludingHorainTH
ryeTHandHqigitHnnomaliesVHAmericaneJournaleofeHumaneGeneticsTH2019THYXbTHcaXUcbd 11 16

105 áecessiveHdevelopmentalHdelayTHsmallHstatureTHmicrocephalyHandHbrainHcalcificationsHwithHlocusHonH
chromosomeHZVHAmericaneJournaleofeMedicaleGeneticsseParteATH2009THYafnTHYZfU_d 2.5 16

104 XUlinkedHmalformationsHofHcorticalHdevelopmentVHAmericaneJournaleofeMedicaleGeneticseParteATH2000TH
fdTHZY_UZX 16

103 tenotypeHcorrelatesHwithHclinicalHseverityHinHPvx_pnUassociatedHlymphaticHmalformationsVHJCIeInsight
TH2019THaTH 9.9 16

102
oiUallelicHyossHofHuumanHnPpZTHrncodingHndenomatousHPolyposisHpoliHProteinHZTHyeadsHtoH
yissencephalyTHéubcorticalHueterotopiaTHandHtlobalHqevelopmentalHqelayVHAmericaneJournaleofe
HumaneGeneticsTH2019THYXbTHeaaUeb_

11 15

101 éomaticHPqtsáoHnctivatingHαariantsHinHsusiformHperebralHnneurysmsVHAmericaneJournaleofeHumane
GeneticsTH2019THYXaTHfceUfdc 11 15

100 óubulinopathiesHcontinuedgHrefiningHtheHphenotypicHspectrumHassociatedHwithHvariantsHinHóöotYVH
EuropeaneJournaleofeHumaneGeneticsTH2018THZcTHYY_ZUYYaZ 5.3 15

99 XHphromosomeUvnactivationHPatternsHinH_YHvndividualsHwithHPunprHéyndromeVHMoleculare
SyndromologyTH2013THaTHYYaUe 1.5 15

98 oioinformaticsHandHdataUintensiveHscientificHdiscoveryHinHtheHbeginningHofHtheHZYstHcenturyVHOMICSeAe
JournaleofeIntegrativeeBiologyTH2011THYbTHYffUZXY 3.8 15

97 pongenitalHmuscularHdystrophiesgHclinicalHreviewHandHproposedHclassificationVHPediatriceNeurologyTH
1995THY_THfdUYX_ 2.9 15

96 ueterogeneousHclinicalHphenotypesHandHcerebralHmalformationsHreflectedHbyHrotatinHcellularH
dynamicsVHBrainTH2019THYaZTHecdUeea 11.2 14

95
nHnovelHmissenseHmutationHinHyvéYHinHaHchildHwithHsubcorticalHbandHheterotopiaHandHpachygyriaH
inheritedHfromHhisHmildlyHaffectedHmotherHwithHsomaticHmosaicismVHJournaleofeChildeNeurologyTH2010TH
ZbTHd_eUaY

2.5 14

94 PolymicrogyriaHandHmotorHneuropathyHinHzicroHsyndromeVHNeuropediatricsTH2000TH_YTHZYeUZY 1.6 14
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93 épatialHandHcellHtypeHtranscriptionalHlandscapeHofHhumanHcerebellarHdevelopmentVHNaturee
NeuroscienceTH2021THZaTHYYc_UYYdb 25.5 14

92 qeHnovoHóoáYHvariantsHcauseHaHneurocognitiveHphenotypeHwithHvqHandHautisticHtraitsgHreportHofHZbH
newHindividualsHandHreviewHofHtheHliteratureVHEuropeaneJournaleofeHumaneGeneticsTH2020THZeTHddXUdeZ 5.3 13

91 uomozygousHónseHmutationHinHaHpatientHwithHintellectualHdisabilityHresultsHinHundetectableHónseH
proteinTHbutHpreservedHá–nHpolymeraseHvvHtranscriptionVHHumaneMoleculareGeneticsTH2018THZdTHZYdYUZYec 5.6 13

90 éróqZHrelatedHovergrowthHsyndromegHPresentationHofHfourHnewHpatientsHandHreviewHofHtheH
literatureVHAmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsTH2019THYeYTHbXfUbYe 3.1 13

89 samilialHrecurrencesHofHs XtYUrelatedHdisordergHrvidenceHforHmosaicismVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2015THYcdnTH_XfcUYXZ 2.5 13

88 uereditaryHhyperekplexiaHcausedHbyHnovelHmutationsHofHtyánYHinHóurkishHfamiliesVHMoleculare
DiagnosiseandeTherapyTH2004THeTHYbYUb 13

87 áesponseHtoHéantavuoriHetHalVHregardingHβalkerUβarburgHsyndromeHandHmuscleUeyeUbrainHdiseaseVH
AmericaneJournaleofeMedicaleGeneticseParteATH1990TH_cTH_d_U_da 12

86 nctivatingHvariantsHinHPqtsáoHresultHinHaHspectrumHofHdisordersHresponsiveHtoHimatinibH
monotherapyVHAmericaneJournaleofeMedicaleGeneticsseParteATH2020THYeZTHYbdcUYbfY 2.5 11

85 pomparisonHofHbrainHzávHfindingsHwithHlanguageHandHmotorHfunctionHinHtheHdystroglycanopathiesVH
NeurologyTH2017THeeTHcZ_UcZf 6.5 10

84 PathogenicHαariantsHinHprPebyHpauseHéporadicHandHsamilialHPosteriorHPredominantHyissencephalyVH
NeuronTH2020THYXcTHZ_dUZabVee 13.9 10

83 nnatomicalHconfigurationsHassociatedHwithHposthemorrhagicHhydrocephalusHamongHprematureH
infantsHwithHintraventricularHhemorrhageVHNeurosurgicaleFocusTH2016THaYTHrb 4.2 10

82
óheHJmegalencephalyUcapillaryHmalformationJHPzpnPQHsyndromegHtheHnomenclatureHofHaHhighlyH
recognizableHmultipleHcongenitalHanomalyHsyndromeVHAmericaneJournaleofeMedicaleGeneticsseParteATH
2013THYcYnTHZYYbUc

2.5 10

81 zutationHandHevolutionaryHanalysesHidentifyH–áZrYUcandidateUregulatoryHmutationsHinHhumansHwithH
severeHcorticalHmalformationsVHGenesseBraineandeBehaviorTH2007THcTHbX_UYc 3.6 10

80 –ewHsyndromegHfocalHdermalHhypoplasiaTHmorningHgloryHanomalyTHandHpolymicrogyriaVHAmericane
JournaleofeMedicaleGeneticseParteATH2004THYZanTHZXZUe 10

79 áiskHofHabnormalHpregnancyHoutcomeHinHcarriersHofHbalancedHreciprocalHtranslocationsHinvolvingHtheH
zillerUqiekerHsyndromeHPzqéQHcriticalHregionHinHchromosomeHYdpY_V_H1999THebTH_cfU_db 10

78 nnHupdateHonHoculocerebrocutaneousHPqellemanU orthuysQHsyndromeVHAmericaneJournaleofeMedicale
GeneticsseParteC:eSeminarseineMedicaleGeneticsTH2018THYdeTHaYaUaZZ 3.1 10

77 βalkerUβarburgHsyndromeHandHtectocerebellarHdysraphiagHnHnovelHassociationHcausedHbyHaH
homozygousHqntYHmutationVHEuropeaneJournaleofePaediatriceNeurologyTH2018THZZTHbZbUb_Y 3.8 9

76
porpusHcallosumHagenesisTHsevereHmentalHretardationTHepilepsyTHandHdyskineticHquadriparesisHdueHtoH
aHnovelHmutationHinHtheHhomeodomainHofHnáXVHAmericaneJournaleofeMedicaleGeneticsseParteATH2011TH
YbbnTHefZUd

2.5 9

(2011-2021)
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75 zicrocephalyTHjejunalHatresiaTHaberrantHrightHbronchusTHocularHanomaliesTHandHXYHsexHreversalVH
AmericaneJournaleofeMedicaleGeneticseParteATH2004THYZbnTHZf_Ue 9

74 áefinedHlinkageHtoHtheHáqPWqYóYZHlocusHonHYfqY_VZHandHevaluationHofHtávxbHasHaHcandidateHgeneVH
MovementeDisordersTH2004THYfTHeabUead 7 9

73 óheHspectrumHofHbrainHmalformationsHandHdisruptionsHinHtwinsVHAmericaneJournaleofeMedicale
GeneticsseParteATH2021THYebTHZcfXUZdYe 2.5 9

72 áecurrentHconstellationsHofHembryonicHmalformationsHreUconceptualizedHasHanHoverlappingHgroupHofH
disordersHwithHsharedHpathogenesisVHAmericaneJournaleofeMedicaleGeneticsseParteATH2020THYeZTHZcacUZccY 2.5 9

71 ProgressHinHautismHandHrelatedHdisordersHofHbrainHdevelopmentVHLanceteNeurologyseTheTH2015THYaTHYXcfUdX24.1 8

70 étructuralHmalformationsHofHtheHbrainTHeyeTHandHpituitaryHglandHinHPunprHsyndromeVHAmericane
JournaleofeMedicaleGeneticsseParteATH2018THYdcTHaeUbb 2.5 8

69 rxpandingHtheHdifferentialHdiagnosisHofHfetalHhydropsgHanHunusualHprenatalHpresentationHofH
megalencephalyUcapillaryHmalformationHsyndromeVHPrenataleDiagnosisTH2013TH__THYXYXUZ 3.2 8

68 samilialHpericentricHandHparacentricHinversionsHofHchromosomeHYVHHumaneGeneticsTH1988THdfTH_YbUZX 6.3 8

67 oiallelicHlossHofHfunctionHvariantsHinHnóPYnZHcauseHhydropsHfetalisTHmicrocephalyTHarthrogryposisHandH
extensiveHcorticalHmalformationsVHEuropeaneJournaleofeMedicaleGeneticsTH2020THc_THYX_cZa 2.6 8

66 pellUfreeHq–nHasHaHdiagnosticHanalyteHforHmolecularHdiagnosisHofHvascularHmalformationsVHGeneticseine
MedicineTH2021THZ_THYZ_UY_X 8.1 8

65 pateninHdeltaUYHPpó––qYQHphosphorylationHcontrolsHtheHmesenchymalHtoHepithelialHtransitionHinH
astrocyticHtumorsVHHumaneMoleculareGeneticsTH2016THZbTHaZXYUaZYX 5.6 7

64 qisruptionHofHásXHfamilyHtranscriptionHfactorsHcausesHautismTHattentionUdeficitWhyperactivityH
disorderTHintellectualHdisabilityTHandHdysregulatedHbehaviorVHGeneticseineMedicineTH2021THZ_THYXZeUYXaX 8.1 7

63
vdentificationHandHpharacterizationHofHaH–ovelHponstitutionalHPvx_pnHzutationHinHaHphildHyackingH
theHóypicalHéegmentalH vergrowthHofHJPvx_pnUáelatedH vergrowthHépectrumJVHHumaneMutationTH
2016TH_dTHZaZUb

4.7 7

62 npproachHtoHovergrowthHsyndromesHinHtheHgenomeHeraVHAmericaneJournaleofeMedicaleGeneticsseParte
C:eSeminarseineMedicaleGeneticsTH2019THYeYTHae_UafX 3.1 7

61 qisordersHofHorainHéizeH2012THYd_UZXY 6

60 zalformationsHofHporticalHqevelopmentH2012THZXZUZ_Y 6

59 vmmuneHrvasionHétrategiesHösedHbyHZikaHαirusHtoHvnfectHtheHsetalHryeHandHorainVHViraleImmunologyTH
2020TH__THZZU_d 1.7 6

58 nutosomalHdominantHóöoo_UrelatedHsyndromegHsetalTHradiologicTHclinicalHandHmorphologicalH
featuresVHEuropeaneJournaleofePaediatriceNeurologyTH2020THZcTHacUcX 3.8 5
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57 samilialHhydrocephalusHwithHnormalHcognitionHandHdistinctiveHradiologicalHfeaturesVHAmericane
JournaleofeMedicaleGeneticsseParteATH2010THYbZnTHZda_Ue 2.5 5

56 perebellarHataxiaHwithHprogressiveHimprovementVHArchiveseofeNeurologyTH2006THc_THbfaUd 5

55
qiffuseHpolymicrogyriaHassociatedHwithHanHunusualHpatternHofHmultipleHcongenitalHanomaliesH
includingHturribrachycephalyHandHhypogenitalismVHAmericaneJournaleofeMedicaleGeneticseParteATH1996TH
c_TH_YaUd

5

54 samilialHremittingHchoreaTHnystagmusTHandHcataractsVHAmericaneJournaleofeMedicaleGeneticseParteATH
1993THadTHYZYbUd 5

53 uereditaryHhyperekplexiaHcausedHbyHnovelHmutationsHofHtyánYHinHóurkishHfamiliesH2004THeTHYbY 5

52 yissencephalygHöpdateHonHdiagnosticsHandHclinicalHmanagementVHEuropeaneJournaleofePaediatrice
NeurologyTH2021TH_bTHYadUYbZ 3.8 5

51 qescriptionHofHaHnewHoncogenicHmechanismHforHatypicalHteratoidHrhabdoidHtumorsHinHpatientsHwithH
ringHchromosomeHZZVHAmericaneJournaleofeMedicaleGeneticsseParteATH2017THYd_THZabUZaf 2.5 4

50 –ewHrecessiveHsyndromeHofHmicrocephalyTHcerebellarHhypoplasiaTHandHcongenitalHheartHconductionH
defectVHAmericaneJournaleofeMedicaleGeneticsseParteATH2011THYbbnTH_X_bUaY 2.5 4

49 –ásYHassociationHwithHnöóéZUPolycombHmediatesHspecificHgeneHactivationHinHtheHbrainVHMoleculare
CellTH2021THeYTHacc_UacdcVee 17.6 4

48 tenotypeUphenotypeHcorrelationHatHcodonHYdaXHofHéróqZVHAmericaneJournaleofeMedicaleGeneticsse
ParteATH2020THYeZTHZX_dUZXae 2.5 4

47 nóPYnZUHandHnóPYn_UassociatedHearlyHprofoundHepilepticHencephalopathyHandHpolymicrogyriaVH
BrainTH2021THYaaTHYa_bUYabX 11.2 4

46 zissenseHvariantsHinHqPYéybHcauseHaHneurodevelopmentalHdisorderHwithHcorpusHcallosumHagenesisH
andHcerebellarHabnormalitiesVHAmericaneJournaleofeHumaneGeneticsTH2021THYXeTHfbYUfcY 11 4

45 oiallelicHαariantsHnreHnssociatedHβithHzildHyissencephalyHandHperebellarHuypoplasiaVHNeurology:e
GeneticsTH2021THdTHebbe 3.8 4

44 nutosomalUdominantHearlyUonsetHspasticHparaparesisHwithHbrainHcalcificationHdueHtoHvsvuYH
gainUofUfunctionVHHumaneMutationTH2018TH_fTHYXdcUYXeX 4.7 4

43 teneticHandHneuroradiologicalHheterogeneityHofHdoubleHcortexHsyndromeH2000THadTHZcb 4

42 uemimegalencephalyHandHqysplasticHzegalencephalyH2018THbbUcY 3

41 óheHteneticHyandscapeHofHperebralHétenoU cclusiveHnrteriopathyHandHétrokeHinHéickleHpellHnnemiaVH
JournaleofeStrokeeandeCerebrovasculareDiseasesTH2018THZdTHZefdUZfXa 2.8 3

40  verviewHofHqisordersHofHorainHqevelopmentH2012THYZXUYZa 3

(2012-2010)
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39 qefiningHtheHphenotypicalHspectrumHassociatedHwithHvariantsHinVHJournaleofeMedicaleGeneticsTH2021TH
beTH__UaX 5.8 3

38 XUlinkedHlissencephalyHwithHabsentHcorpusHcallosumHandHambiguousHgenitaliaH1999THecTH__Y 3

37 zalformationsHofHporticalHqevelopmentH2017THZYeUZZb 2

36 ngenesisHofHtheHcorpusHcallosumHandHcongenitalHlymphedemagHnHnovelHrecognizableHsyndromelVH
AmericaneJournaleofeMedicaleGeneticsseParteATH2010THYbZnTHYcZYUc 2.5 2

35 phromosomeHXHandHYdUlinkedHlissencephalyHPsmoothHbrainQHsyndromesVHMentaleRetardationeande
DevelopmentaleDisabilitieseResearcheReviewsTH1996THZTHYYeUYZY 2

34 épatialHandHsingleUcellHtranscriptionalHlandscapeHofHhumanHcerebellarHdevelopment 2

33 véq–ZXYa_XYbdgHzodelingHhumanHPvx_pnUrelatedHcongenitalHbrainHovergrowthHandHepilepsyHinH
miceVHInternationaleJournaleofeDevelopmentaleNeuroscienceTH2015THadTHacUac 2.7 1

32 önbalancedHderPbQtPbhZXQHtranslocationHassociatedHwithHmegalencephalyTHperisylvianHpolymicrogyriaTH
polydactylyHandHhydrocephalusVHAmericaneJournaleofeMedicaleGeneticsseParteATH2010THYbZnTHYaeeUfd 2.5 1

31 óheHpatternHofHinheritanceHofHXUlinkedHtraitsHisHnotHdominantHorHrecessiveTHjustHXUlinkedVHActae
PaediatricaseInternationaleJournaleofePaediatricsTH2007THfbTHYYUYb 3.1 1

30 nutosomalHdominantHtorsionHdystoniaHwithHonsetHinHinfancyVHPediatriceNeurologyTH1996THYbTHZabUe 2.9 1

29 önsuccessfulHphysostigmineHtherapyHinHáeyeHsyndromeVHAnnalseofeNeurologyTH1979THcTHYaY 9.4 1

28 vsolationHofHaHzillerâ��qickerHlissencephalyHgeneHcontainingHtHproteinH˛†UsubunitUlikeHrepeats 1

27 pobblestoneHzalformationHinHynznZHpongenitalHzuscularHqystrophyHPzqpYnQVHJournaleofe
NeuropathologyeandeExperimentaleNeurologyTH2020THdfTHffeUYXYX 3.1 1

26
ProximalHvariantsHinHpp–qZHassociatedHwithHmicrocephalyTHshortHstatureTHandHdevelopmentalHdelaygH
nHcaseHseriesHandHreviewHofHinverseHbrainHgrowthHphenotypesVHAmericaneJournaleofeMedicaleGeneticsse
ParteATH2021THYebTHZdYfUZd_e

2.5 1

25 αariantsHinHt–nvYHcauseHaHsyndromeHassociatedHwithHvariableHfeaturesHincludingHdevelopmentalH
delayTHseizuresTHandHhypotoniaVHGeneticseineMedicineTH2021THZ_THeeYUeed 8.1 1

24 nHαariantHnssociatedHβithHzyoclonusHandHqevelopmentalHqelaygHsromHzolecularHzechanismHtoH
áescueHPharmacologyVHFrontierseineGeneticsTH2021THYZTHcfa_YZ 4.5 1

23 ncetylsalicylicHacidHsuppressionHofHtheHPv_xHpathwayHasHaHnovelHmedicalHtherapyHforHheadHandHneckH
lymphaticHmalformationsVHInternationaleJournaleofePediatriceOtorhinolaryngologyTH2021THYbYTHYYXecf 1.7 1

22 teneticsHofHuydrocephalusgHpausalHandHpontributoryHsactorsH2019THYYbUYZf 0
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21 rxpandingHtheHxvsanUassociatedHphenotypeVHAmericaneJournaleofeMedicaleGeneticsseParteATH2021TH
YebTH_dZeU_d_f 2.5 0

20 zultidisciplinaryHinteractionHandHzpqHgeneHdiscoveryVHóheHperspectiveHofHtheHclinicalHgeneticistVH
EuropeaneJournaleofePaediatriceNeurologyTH2021TH_bTHZdU_a 3.8 0

19  verviewHofHuumanHorainHzalformationsH2017THYdfUYeZ

18 áeplyHtoHusuehHYPHetHalVHEuropeaneJournaleofeHumaneGeneticsTH2020THZeTHfff 5.3

17 qisordersHofHorainHéizeH2017THZXeUZYd

16 woubertHéyndromeH2018THYbYUYbd

15 qandyâ��βalkerHzalformationTHzegaHpisternaHzagnaTHandHolakeOsHPouchHpystH2018THYaYUYbX

14 ProgressHinHautismHresearchHandHpostgenomicHstudiesHUHnuthorsOHreplyVHLanceteNeurologyseTheTH2016TH
YbTHY_cUY_d 24.1

13 quplicationHZpYcHisHassociatedHwithHperisylvianHpolymicrogyriaVHAmericaneJournaleofeMedicale
GeneticsseParteATH2019THYdfTHZ_a_UZ_bc 2.5

12 αariabilityHofHepilepsyTHautismTHbrachydactylyTHandHotherHclinicalHfeaturesHinHfamilialHandHsporadicH
Zq_dV_HdeletionVHJournaleofePediatriceNeurologyTH2015THXdTHZdfUZe_ 0.2

11 áeplygHéaggingHandHswellingHofHtheHmidbrainHsuggestHspontaneousHintracranialHhypotensionHratherH
thanHaHmalformationVHBrainTH2010THY__THeYafUeYaf 11.2

10 XUlinkedHhereditaryHhemihypotrophyHhemiparesisHhemiathetosisVHAmericaneJournaleofeMedicale
GeneticsseParteATH2010THYbZnTHZdZdU_X 2.5

9 PitfallsHofHtheHzorphologicHnpproachVHJournaleofeNeuropathologyeandeExperimentaleNeurologyTH2006TH
cbTH_XZU_X_ 3.1

8 PathologicalHsubtypesHofHpolymicrogyriaHandHbrainHdevelopmentVHFASEBeJournalTH2007THZYTHndb 0.9

7 zolecularHteneticsHandHαascularHnnomaliesH2018THZYUZa

6 rxperimentalHzodelsHofHporticalHzalformationsH1999THYbUYe

5 rpidermalH–evusHéyndromeH1999THddUeX

4 oilateralHpolymicrogyriaHassociatedHwithHdystoniagHnHnewHneurogeneticHsyndromelVHAmericane
JournaleofeMedicaleGeneticsseParteATH2020THYeZTHZZXdUZZY_ 2.5

(2020-2021)
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3 zaryHrllaHzasciaHPierpontgHteneticistTHscientistTHmentorTHfriendHPYfabUZXZXQVHAmericaneJournaleofe
MedicaleGeneticsseParteATH2021THYebTH_YfU_Z_ 2.5

2 óheH–amesHofHóhingsgHóheHZXYeHoernardHéachsHyectureVHPediatriceNeurologyTH2021THYZZTHaYUaf 2.9

1 áesponseHtoHuamoshHet´ alVHAmericaneJournaleofeHumaneGeneticsTH2021THYXeTHYeXfUYeYX 11

William B Dobyns

24


