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440 ”“qbn3VpqtgI–winsIwithIanIintragenicItandemIduplicationWWIEuropeaneJournaleofeMedicaleGeneticsUI
2022UIcbUIZYaaf_ 2.6 3

439 nstrogenesisIinItheImurineIdentateIgyrusIisIaIlifeVlongIandIdynamicIprocessWWIEMBOeJournalUI2022UIeZZYaYf13 2

438 oiallelicInNx”cImutationsIcauseIlateIonsetIciliopathyIwithIchronicIkidneyIdiseaseIthroughIènPI
dysregulationWIHumaneMoleculareGeneticsUI2021UI 5.6 1

437 plinicalIandImolecularIdelineationIofIspondylocostalIdysostosisItypeI3WIClinicaleGeneticsUI2021UIffUIebZVeb_4 0

436 rvs3sVrelatedIneurodevelopmentalIdisordergIrefiningItheIphenotypicIandIexpandingItheImolecularI
spectrumWIOrphaneteJournaleofeRareeDiseasesUI2021UIZcUIZ3c 4.2 1

435 qisruptionIofI“säIfamilyItranscriptionIfactorsIcausesIautismUIattentionVdeficitXhyperactivityI
disorderUIintellectualIdisabilityUIandIdysregulatedIbehaviorWIGeneticseineMedicineUI2021UI_3UIZY_eVZYaY 8.1 7

434 “areIdeleteriousImutationsIofIuN“NPIgenesIresultIinIsharedIneurodevelopmentalIdisordersWI
GenomeeMedicineUI2021UIZ3UIc3 14.4 9

433  rineIzetaboliteIyevelsUIndverseIxidneyI„utcomesUIandIzortalityIinIpxqIPatientsgInI
zetabolomeVwideInssociationI”tudyWIAmericaneJournaleofeKidneyeDiseasesUI2021UIdeUIccfVcddWeZ 7.4 1

432 zutationsIinIandI„therIPanelItenesIinIPatientsIßithIzetastaticIoreastIpancerIVnssociationIßithI
PatientIandIqiseaseIpharacteristicsIandIrffectIonIPrognosisWIJournaleofeClinicaleOncologyUI2021UI3fUIZcZfVZc3Y2.2 11

431 nInoninvasiveIdiagnosticIapproachItoIretrospectiveIdonorIuynItypingIinIkidneyItransplantIpatientsI
usingIurineWITransplanteInternationalUI2021UI3aUIZ__cVZ_3e 3 0

430 tenomeIsequencingIinIfamiliesIwithIcongenitalIlimbImalformationsWIHumaneGeneticsUI2021UIZaYUIZ__fVZ_3f6.3 0

429 Q“vpuZIvariantsIinIVerveriVoradyIsyndromeVdelineationIofItheIgenotypicIandIphenotypicIspectrumWI
ClinicaleGeneticsUI2021UIffUIZffV_Yd 4 1

428 qeInovoIvariantsIinIzrqZ_IcauseIäVlinkedIsyndromicIneurodevelopmentalIdisordersIinIZeIfemalesWI
GeneticseineMedicineUI2021UI_3UIcabVcb_ 8.1 8

427 rarlyVonsetIparkinsonismIinIPPP_“bqVrelatedIneurodevelopmentalIdisorderWIEuropeaneJournaleofe
MedicaleGeneticsUI2021UIcaUIZYaZ_3 2.6 5

426 qytaVrelatedIsynaptopathygIaInewIrareIbrainIdisorderWIGeneticseineMedicineUI2021UI_3UIeeeVeff 8.1 0

425 nssociationIofI“areIpèP3fnZIVariantsIßithIrxfoliationI”yndromeIvnvolvingItheInnteriorIphamberI
ofItheIryeWIJAMAeteJournaleofetheeAmericaneMedicaleAssociationUI2021UI3_bUIdb3Vdca 27.4 6

424 ëzèNqZZIvariantsIareIaInovelIcauseIofIcentrotemporalIandIgeneralisedIepilepsiesIwithI
neurodevelopmentalIdisorderWIClinicaleGeneticsUI2021UIZYYUIaZ_Va_f 4 0
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423 srequentIyPnIxvVV_IVariantsIyowerIyipoproteinQaRIponcentrationsIandIProtectIngainstIporonaryI
nrteryIqiseaseWIJournaleofetheeAmericaneCollegeeofeCardiologyUI2021UIdeUIa3dVaaf 15.1 15

422 teneticInnalysisIofIzP„IVariantsIinIsourIPsoriasisI”ubtypesIinIPatientsIfromItermanyWIJournaleofe
InvestigativeeDermatologyUI2021UIZaZUI_YdfV_Ye3 4.3 2

421 oqVI”yndromegInnIrmergingI”yndromeIßithIProfoundI„besityIandINeurodevelopmentalIqelayI
“esemblingIPraderVßilliI”yndromeWIJournaleofeClinicaleEndocrinologyeandeMetabolismUI2021UIZYcUI3aZ3V3a_d5.6 3

420 –heIrecurrentImissenseImutationIpWQnrg3cd–rpRIinIèn“”ZIcausesIaIdistinctIneurodevelopmentalI
phenotypeWIJournaleofeMoleculareMedicineUI2021UIffUIZdbbVZdce 5.5 0

419 zanifestationIofIepilepsyIinIaIpatientIwithIrrqVrelatedIovergrowthIQpohenVtibsonIsyndromeRWI
AmericaneJournaleofeMedicaleGeneticsseParteAUI2021UI 2.5 0

418 nIcaseIofIsevereIautosomalIrecessiveIspinocerebellarIataxiaItypeIZeIwithIaInovelInonsenseIvariantI
inIt“vq_WIEuropeaneJournaleofeMedicaleGeneticsUI2020UIc3UIZY3ffe 2.6 3

417 ”oxZZIisIanInctivityV“egulatedIteneIwithIqentateVtyrusV”pecificIrxpressionI ponIteneralINeuralI
nctivationWICerebraleCortexUI2020UI3YUI3d3ZV3da3 5.1 1

416 “oleIofIrndogenousI“egulatorsIofIuemVInndIyymphangiogenesisIinIpornealI–ransplantationWI
JournaleofeClinicaleMedicineUI2020UIfUI 5.1 4

415 “areIyossVofVsunctionIzutationIinI”r“PvNn3IinIteneralizedIPustularIPsoriasisWIJournaleofe
InvestigativeeDermatologyUI2020UIZaYUIZabZVZabbWeZ3 4.3 22

414 –ranscriptionIfactorI–cfaIisItheIpreferredIheterodimerizationIpartnerIforI„lig_IinIoligodendrocytesI
andIrequiredIforIdifferentiationWINucleiceAcidseResearchUI2020UIaeUIae3fVaebd 20.1 11

413 surtherIdelineationIofItheIfemaleIphenotypeIwithIxqzbpIdiseaseIcausingIvariantsgIZfInewI
individualsIandIreviewIofItheIliteratureWIClinicaleGeneticsUI2020UIfeUIa3Vbb 4 7

412 teneticIinteractionIscreenIforIsevereIneurodevelopmentalIdisordersIrevealsIaIfunctionalIlinkI
betweenI be3aIandIzef_IinIqrosophilaImelanogasterWIScientificeReportsUI2020UIZYUIZ_Ya 4.9 4

411 qeInovoIandIinheritedIvariantsIinIëNs_f_IunderlieIaIneurodevelopmentalIdisorderIwithIfeaturesIofI
autismIspectrumIdisorderWIGeneticseineMedicineUI2020UI__UIb3eVbac 8.1 14

410 zolecularIdiagnosisIofIkidneyItransplantIfailureIbasedIonIurineWIAmericaneJournaleofe
TransplantationUI2020UI_YUIZaZYVZaZc 8.7 1

409
qeInovoIpy–pIvariantsIareIassociatedIwithIaIvariableIphenotypeIfromImildItoIsevereIintellectualI
disabilityUImicrocephalyUIhypoplasiaIofItheIcorpusIcallosumUIandIepilepsyWIGeneticseineMedicineUI2020UI
__UIdfdVeY_

8.1 6

408 teneticIandIphenotypicIspectrumIassociatedIwithIvsvuZIgainVofVfunctionWIHumaneMutationUI2020UI
aZUIe3dVeaf 4.7 31

407 p“v”P“XpasfImediatedIgenerationIofIhumanIn“vqZoIheterozygousIknockoutIhr”pIlinesItoImodelI
poffinV”irisIsyndromeWIStemeCelleResearchUI2020UIadUIZYZeef 1.6 3

406 –argetedIsequencingIofIsuVdeficientIuterineIleiomyomasIrevealsIbiallelicIinactivatingIsomaticI
fumaraseIvariantsIandIallowsIcharacterizationIofImissenseIvariantsWIModernePathologyUI2020UI33UI_3aZV_3b39.8 4
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405 VariantsIinI”pnsaIpauseIaINeurodevelopmentalIqisorderIandInreInssociatedIwithIvmpairedIm“NnI
ProcessingWIAmericaneJournaleofeHumaneGeneticsUI2020UIZYdUIbaaVbba 11 2

404 zyeloperoxidaseIzodulatesIvnflammationIinIteneralizedIPustularIPsoriasisIandIndditionalI“areI
PustularI”kinIqiseasesWIAmericaneJournaleofeHumaneGeneticsUI2020UIZYdUIb_dVb3e 11 16

403 oreastIz“vItextureIanalysisIforIpredictionIofIo“pnVassociatedIgeneticIriskWIBMCeMedicaleImagingUI
2020UI_YUIec 2.9 1

402 plinicalIandImolecularIdescriptionIofIZfIpatientsIwithItn–nq_oVnssociatedINeurodevelopmentalI
qisorderIQtnNqRWIEuropeaneJournaleofeMedicaleGeneticsUI2020UIc3UIZYaYYa 2.6 3

401 nInovelIspliceIvariantIexpandsItheIynzp3VassociatedIcorticalIphenotypeItoIfrontalIonlyI
polymicrogyriaIandIadultVonsetIepilepsyWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2020UIZe_UI_dcZV_dca2.5 1

400 dq3ZW_q3ZW3ZIdeletionIdownstreamIofIs„äP_IsegregatingIinIaIfamilyIwithIspeechIandIlanguageI
disorderWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2020UIZe_UI_d3dV_daZ 2.5 1

399 yossIofIPuscIleadsItoIaberrantIdevelopmentIofIhumanIneuronVlikeIcellsWIScientificeReportsUI2020UI
ZYUIZfY3Y 4.9

398 qrugsIlinkedItoIplasmaIhomoarginineIinIchronicIkidneyIdiseaseIpatientsVaIcrossVsectionalIanalysisI
ofItheItermanIphronicIxidneyIqiseaseIcohortWINephrologyeDialysiseTransplantationUI2020UI3bUIZZedVZZfb 4.3 3

397
“esultsIfromItheItermanIphronicIxidneyIqiseaseIQtpxqRIstudyIsupportIassociationIofIrelativeI
telomereIlengthIwithImortalityIinIaIlargeIcohortIofIpatientsIwithImoderateIchronicIkidneyIdiseaseWI
KidneyeInternationalUI2020UIfeUIaeeVafd

9.9 7

396 PrenatalIdiagnosisIofIuNsZoVassociatedIrenalIcystsgIvsIthereIaIneedItoIdifferentiateIintragenicI
variantsIfromIZdqZ_ImicrodeletionIsyndromelWIPrenataleDiagnosisUI2019UI3fUIZZ3cVZZad 3.2 3

395 postIeffectivenessIofIbilateralIriskVreducingImastectomyIandIsalpingoVoophorectomyWIEuropeane
JournaleofeMedicaleResearchUI2019UI_aUI3_ 4.8 3

394 –“vz_eIhaploinsufficiencyIpredisposesItoIßilmsItumorWIInternationaleJournaleofeCancerUI2019UIZabUIfaZVfbZ7.5 26

393 vnflammationVinducedIglycolyticIswitchIcontrolsIsuppressivityIofImesenchymalIstemIcellsIviaI”–n–ZI
glycosylationWILeukemiaUI2019UI33UIZde3VZdfc 10.7 25

392 qiagnosisIandImanagementIinIPittVuopkinsIsyndromegIsirstIinternationalIconsensusIstatementWI
ClinicaleGeneticsUI2019UIfbUIac_Vade 4 34

391 PrevalenceIofIs„äpZIVariantsIinIvndividualsIßithIaI”uspectedIqiagnosisIofIPrimaryIpongenitalI
tlaucomaWIJAMAeOphthalmologyUI2019UIZ3dUI3aeV3bb 3.9 16

390 vntellectualIdisabilityIandIautismIspectrumIdisordersIPonItheIflyPgIinsightsIfromWIDMMeDiseaseeModelse
andeMechanismsUI2019UIZ_UI 4.1 22

389 qissectingI–”p_VmutatedIrenalIandIhepaticIangiomyolipomasIinIanIindividualIwithI
n“vqZoVassociatedIintellectualIdisabilityWIBMCeCancerUI2019UIZfUIa3b 4.8 1

388 zutantI“nzP_IcausesIprimaryIopenVangleIglaucomaIviaItheIp“y“VcnzPIaxisWIGeneticseineMedicineUI
2019UI_ZUI_3abV_3ba 8.1 9
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387 nInovelIhumanIstemIcellImodelIforIpoffinV”irisIsyndromeVlikeIsyndromeIrevealsItheIimportanceIofI
”„äZZIdosageIforIneuronalIdifferentiationIandIsurvivalWIHumaneMoleculareGeneticsUI2019UI_eUI_befV_bff5.6 8

386 zutationsIinIPvx3p_nIcauseIsyndromicIshortIstatureUIskeletalIabnormalitiesUIandIcataractsI
associatedIwithIciliaryIdysfunctionWIPLoSeGeneticsUI2019UIZbUIeZYYeYee 6 27

385 –heIprotectiveIvariantIrsdZd3YafIatIy„äyZIlocusIimpactsIonIretinoicIacidIsignalingIpathwayIinI
pseudoexfoliationIsyndromeWIHumaneMoleculareGeneticsUI2019UI_eUI_b3ZV_bae 5.6 10

384 –psaIQr_V_RIharborsItumorIsuppressiveIfunctionsIinI”uuImedulloblastomaWIActaeNeuropathologicaUI
2019UIZ3dUIcbdVcd3 14.3 12

383 nnalysesIofIassociationIofIpsoriaticIarthritisIandIpsoriasisIvulgarisIwithIfunctionalINpsZIvariantsWI
RheumatologyUI2019UIbeUIfZbVfZd 3.9 4

382 –heImutationalIandIphenotypicIspectrumIofI– onZnVassociatedItubulinopathyWIOrphaneteJournale
ofeRareeDiseasesUI2019UIZaUI3e 4.2 23

381 rncephalopathiesIwithIxpNpZIvariantsgIgenotypeVphenotypeVfunctionalIcorrelationsWIAnnalseofe
ClinicaleandeTranslationaleNeurologyUI2019UIcUIZ_c3VZ_d_ 5.3 12

380 zitochondrialIqNnIcopyInumberIisIassociatedIwithImortalityIandIinfectionsIinIaIlargeIcohortIofI
patientsIwithIchronicIkidneyIdiseaseWIKidneyeInternationalUI2019UIfcUIaeYVaee 9.9 29

379 p–psIvariantsIinI3fIindividualsIwithIaIvariableIneurodevelopmentalIdisorderIbroadenItheI
mutationalIandIclinicalIspectrumWIGeneticseineMedicineUI2019UI_ZUI_d_3V_d33 8.1 18

378 qiagnostikIseltenerIrrkrankungenImitIâ��nextIgenerationIsequencingâ��Iâ��IangekommenIoderI
abgewehrtlWIMedizinischeeGenetikUI2019UI3ZUI33bV3a3 0.5

377 rvolutionaryIconservedInetworksIofIhumanIheightIidentifyImultipleIzendelianIcausesIofIshortI
statureWIEuropeaneJournaleofeHumaneGeneticsUI2019UI_dUIZYcZVZYdZ 5.3 7

376
rstimatingItheIeffectIsizeIofItheIZbQZZW_IoPZVoP_IdeletionIandIitsIcontributionItoI
neurodevelopmentalIsymptomsgIrecommendationsIforIpracticeWIJournaleofeMedicaleGeneticsUI2019UI
bcUIdYZVdZY

5.8 22

375 yossIofIfunctionIofI”VoPIleadsItoIautosomalIrecessiveIintellectualIdisabilityUImicrocephalyUIataxiaUI
andIhypotoniaWIGeneticseineMedicineUI2019UI_ZUIZdfYVZdfc 8.1 13

374 –yrosinaseIvsIaINovelIrndogenousI“egulatorIofIqevelopmentalIandIvnflammatoryI
yymphangiogenesisWIAmericaneJournaleofePathologyUI2019UIZefUIaaYVaae 5.8 7

373 nIbiallelicItruncatingInroPZIvariantIcausesIconnectiveItissueIdisorderIinItwoIsiblingsWIAmericane
JournaleofeMedicaleGeneticsseParteAUI2019UIZdfUIbYVbc 2.5 6

372 nutosomalIrecessiveINoonanIsyndromeIassociatedIwithIbiallelicIyë–“ZIvariantsWIGeneticseine
MedicineUI2018UI_YUIZZdbVZZeb 8.1 80

371 oiallelicIintragenicIdeletionIinIzn”PZIinIanIadultIfemaleIwithI3zpIsyndromeWIEuropeaneJournaleofe
MedicaleGeneticsUI2018UIcZUI3c3V3ce 2.6 15

370 zutationsIinItheIonsVpomplexI”ubunitIqPs_InreInssociatedIwithIpoffinV”irisI”yndromeWIAmericane
JournaleofeHumaneGeneticsUI2018UIZY_UIaceVadf 11 37

(2018-2019)

5



369
zissenseIVariantsIinI“u„o–o_IpauseIaIqevelopmentalIandIrpilepticIrncephalopathyIinIuumansUI
andInlteredIyevelsIpauseINeurologicalIqefectsIinIqrosophilaWIAmericaneJournaleofeHumaneGeneticsUI
2018UIZY_UIaaVbd

11 34

368
o“pnImutationsIandItheirIinfluenceIonIpathologicalIcompleteIresponseIandIprognosisIinIaIclinicalI
cohortIofIneoadjuvantlyItreatedIbreastIcancerIpatientsWIBreasteCancereResearcheandeTreatmentUI
2018UIZdZUIebVfa

4.4 40

367 ”ßvX”NsIproteinIexpressionIstatusIinIfumarateIhydrataseVdeficientIrenalIcellIcarcinomagI
immunohistochemicalIanalysisIofI3_ItumorsIfromI_eIpatientsWIHumanePathologyUI2018UIddUIZ3fVZac 3.7 13

366 ”ingleImoleculeIrealItimeIsequencingIinInq–xqVz pZIallowsIcompleteIassemblyIofItheIVN–“IandI
exactIpositioningIofIcausativeImutationsWIScientificeReportsUI2018UIeUIaZdY 4.9 24

365 plinicalIrelevanceIofIsystematicIphenotypingIandIexomeIsequencingIinIpatientsIwithIshortIstatureWI
GeneticseineMedicineUI2018UI_YUIc3YVc3e 8.1 68

364 qeINovoIVariantsIinItheIsVooxIProteinIsoä„ZZIinI_YIvndividualsIwithIaIVariableI
NeurodevelopmentalIqisorderWIAmericaneJournaleofeHumaneGeneticsUI2018UIZY3UI3YbV3Zc 11 21

363
oiallelicIrxpressionIofIzucinVZIinInutosomalIqominantI–ubulointerstitialIxidneyIqiseasegI
vmplicationsIforINongeneticIqiseaseI“ecognitionWIJournaleofetheeAmericaneSocietyeofeNephrology:e
JASNUI2018UI_fUI__feV_3Yf

12.7 15

362
˛–V”ynucleinIoligomersIinduceIearlyIaxonalIdysfunctionIinIhumanIiP”pVbasedImodelsIofI
synucleinopathiesWIProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaUI
2018UIZZbUIdeZ3VdeZe

11.5 111

361
nnalysisIofItheIexpressionIpatternIofItheIschizophreniaVriskIandIintellectualIdisabilityIgeneI–psaIinI
theIdevelopingIandIadultIbrainIsuggestsIaIroleIinIdevelopmentIandIplasticityIofIcorticalIandI
hippocampalIneuronsWIMoleculareAutismUI2018UIfUI_Y

6.5 27

360 vntegrativeIbioinformaticsIanalysisIcharacterizingItheIroleIofIrqp3IinIm“NnIdecayIandIitsI
associationItoIintellectualIdisabilityWIBMCeMedicaleGenomicsUI2018UIZZUIaZ 3.7 5

359 –heIpolynucleotideIkinaseI3PVphosphataseIgeneIQPNxPRIisIinvolvedIinIpharcotVzarieV–oothIdiseaseI
Qpz–_o_RIpreviouslyIrelatedItoIzrq_bWINeurogeneticsUI2018UIZfUI_ZbV__b 3 23

358 “iskUIPredictionIandIPreventionIofIuereditaryIoreastIpancerIVIyargeV”caleItenomicI”tudiesIinI–imesI
ofIoigIandI”martIqataWIGeburtshilfeeUndeFrauenheilkundeUI2018UIdeUIaeZVaf_ 2 27

357 NovelI”–“ncInullImutationsIinItheIoriginalIfamilyIdescribedIwithIzatthewVßoodIsyndromeWI
AmericaneJournaleofeMedicaleGeneticsseParteAUI2018UIZdcUIZ3aVZ3e 2.5 6

356 rvidenceIforIgeneticIoverlapIbetweenIadultIonsetI”tillPsIdiseaseIandIhereditaryIperiodicIfeverI
syndromesWIRheumatologyeInternationalUI2018UI3eUIZZZVZ_Y 3.6 8

355 tenetikIderIallgemeinenIkognitivenIsˆ⁄higkeitWIMedizinischeeGenetikUI2018UI3YUI3YcV3Zd 0.5

354 zicrophthalmiaIisInotIaImandatoryIfindingIinIäVlinkedIrecessiveIsyndromicImicrophthalmiaIcausedI
byItheIrecurrentIop„“IvariantIpWProebyeuWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2018UIZdcUI_ed_V_edc2.5 1

353 puq3IhelicaseIdomainImutationsIcauseIaIneurodevelopmentalIsyndromeIwithImacrocephalyIandI
impairedIspeechIandIlanguageWINatureeCommunicationsUI2018UIfUIacZf 17.4 39

352 äVchromosomaleIrntwicklungsstˆ¶rungenIimIweiblichenIteschlechtWIMedizinischeeGenetikUI2018UI3YUI33aV3aZ0.5
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351 NeedIforIhighVresolutionIteneticInnalysisIinIiP”pgI“esultsIandIyessonsIfromItheIsorvP”IponsortiumWI
ScientificeReportsUI2018UIeUIZd_YZ 4.9 35

350 VariantsIinIP ”dIpauseIvntellectualIqisabilityIwithI”peechIqelayUIzicrocephalyUI”hortI”tatureUIandI
nggressiveIoehaviorWIAmericaneJournaleofeHumaneGeneticsUI2018UIZY3UIZYabVZYb_ 11 51

349 ndditionIofItripleInegativityIofIbreastIcancerIasIanIindicatorIforIgermlineImutationsIinIpredisposingI
genesIincreasesIsensitivityIofIclinicalIselectionIcriteriaWIBMCeCancerUI2018UIZeUIf_c 4.8 4

348 NovelItruncatingImutationIinIpnpNnZsIinIaIyoungImaleIpatientIdiagnosedIwithIopticIatrophyWI
OphthalmiceGeneticsUI2018UI3fUIdaZVdae 1.2 4

347 qeInovoImutationsIinIz”y3IcauseIanIäVlinkedIsyndromeImarkedIbyIimpairedIhistoneIuaIlysineIZcI
acetylationWINatureeGeneticsUI2018UIbYUIZaa_VZabZ 36.3 19

346 qiagnosticIèieldIandINovelIpandidateItenesIbyIrxomeI”equencingIinIZb_IponsanguineousIsamiliesI
ßithINeurodevelopmentalIqisordersWIJAMAePsychiatryUI2017UIdaUI_f3V_ff 14.5 116

345 nIuomozygousIzutationIinItP–_InssociatedIwithINonsyndromicIvntellectualIqisabilityIinIaI
ponsanguineousIsamilyIfromIpostaI“icaWIJIMDeReportsUI2017UI3cUIbfVcc 1.9 5

344 postVeffectivenessIofIriskVreducingIsurgeriesIinIpreventingIhereditaryIbreastIandIovarianIcancerWI
BreastUI2017UI3_UIZecVZfZ 3.6 18

343 nssociationIoetweenI–elomereIyengthIandI“iskIofIpancerIandINonVNeoplasticIqiseasesgInI
zendelianI“andomizationI”tudyWIJAMAeOncologyUI2017UI3UIc3cVcbZ 13.4 236

342 s„äP_IvariantsIinIZaIindividualsIwithIdevelopmentalIspeechIandIlanguageIdisordersIbroadenItheI
mutationalIandIclinicalIspectrumWIJournaleofeMedicaleGeneticsUI2017UIbaUIcaVd_ 5.8 43

341 uypomorphicIPathogenicIVariantsIinI–nsZ3InreInssociatedIwithInutosomalV“ecessiveIvntellectualI
qisabilityIandIzicrocephalyWIAmericaneJournaleofeHumaneGeneticsUI2017UIZYYUIbbbVbcZ 11 13

340 mutationsIcauseIaInovelIcohesinopathyIcharacterisedIbyIunspecificIsyndromicIintellectualI
disabilityWIJournaleofeMedicaleGeneticsUI2017UIbaUIadfVaee 5.8 25

339 PseudoexfoliationIsyndromeVassociatedIgeneticIvariantsIaffectItranscriptionIfactorIbindingIandI
alternativeIsplicingIofIy„äyZWINatureeCommunicationsUI2017UIeUIZbacc 17.4 28

338 uaploinsufficiencyIofIN“an_IisIassociatedIwithIaIneurodevelopmentalIphenotypeIwithIprominentI
languageIimpairmentWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2017UIZd3UI__3ZV__3a 2.5 17

337 yargeIscaleImetaVanalysisIcharacterizesIgeneticIarchitectureIforIcommonIpsoriasisIassociatedI
variantsWINatureeCommunicationsUI2017UIeUIZb3e_ 17.4 136

336 teneticIassociationIstudyIofIexfoliationIsyndromeIidentifiesIaIprotectiveIrareIvariantIatIy„äyZIandI
fiveInewIsusceptibilityIlociWINatureeGeneticsUI2017UIafUIff3VZYYa 36.3 72

335 qqä3äImutationsIinItwoIgirlsIwithIaIphenotypeIoverlappingI–orielloVpareyIsyndromeWIAmericane
JournaleofeMedicaleGeneticsseParteAUI2017UIZd3UIZ3cfVZ3d3 2.5 23

334 pentralInervousIsystemIanomaliesIinItwoIfemalesIwithIoorjesonVsorssmanVyehmannIsyndromeWI
EpilepsyeandeBehaviorUI2017UIcfUIZYaVZYf 3.2 4

(2017-2018)
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333 oainbridgeV“opersIsyndromeIcausedIbyIlossVofVfunctionIvariantsIinIn”äy3gIaIrecognizableI
conditionWIEuropeaneJournaleofeHumaneGeneticsUI2017UI_bUIZe3VZfZ 5.3 28

332 zutationsIinItheIhistoneImethyltransferaseIgeneIxz–_oIcauseIcomplexIearlyVonsetIdystoniaWI
NatureeGeneticsUI2017UIafUI__3V_3d 36.3 116

331
uaploinsufficiencyIofItheIphromatinI“emodelerIoP–sIpausesI”yndromicIqevelopmentalIandI
”peechIqelayUIPostnatalIzicrocephalyUIandIqysmorphicIseaturesWIAmericaneJournaleofeHumane
GeneticsUI2017UIZYZUIbY3VbZb

11 37

330 tenomeVwideIassociationIandItargetedIanalysisIofIcopyInumberIvariantsIwithIpsoriaticIarthritisIinI
termanIpatientsWIBMCeMedicaleGeneticsUI2017UIZeUIf_ 2.1 6

329 PosttranscriptionalI“egulationIofIy„äyZIrxpressionIViaInlternativeI”plicingIandI
NonsenseVzediatedIm“NnIqecayIasIanIndaptiveI”tressI“esponseI2017UIbeUIbf3YVbfaY 14

328 teneticIscreeningIconfirmsIheterozygousImutationsIinInpnNIasIaImajorIcauseIofIidiopathicIshortI
statureWIScientificeReportsUI2017UIdUIZ___b 4.9 37

327 teneticIoreastIpancerI”usceptibilityIVariantsIandIPrognosisIinItheIProspectivelyI“andomizedI
” ppr””InI”tudyWIGeburtshilfeeUndeFrauenheilkundeUI2017UIddUIcbZVcbf 2 12

326 rxomeIPoolV”eqIinIneurodevelopmentalIdisordersWIEuropeaneJournaleofeHumaneGeneticsUI2017UI_bUIZ3caVZ3dc5.3 52

325 nzPnVreceptorIspecificIbiogenesisIcomplexesIcontrolIsynapticItransmissionIandIintellectualIabilityWI
NatureeCommunicationsUI2017UIeUIZbfZY 17.4 39

324 teneIpanelIsequencingIinIfamilialIbreastXovarianIcancerIpatientsIidentifiesImultipleInovelI
mutationsIalsoIinIgenesIothersIthanIo“pnZX_WIInternationaleJournaleofeCancerUI2017UIZaYUIfbVZY_ 7.5 71

323 rxomeVwideIassociationIstudyIrevealsInovelIpsoriasisIsusceptibilityIlocusIatI–Ns”sZbIandIrareI
protectiveIallelesIinIgenesIcontributingItoItypeIvIvsNIsignallingWIHumaneMoleculareGeneticsUI2017UI_cUIa3YZVa3Z35.6 25

322 plinicalIvalidationIofIgeneticIvariantsIassociatedIwithIchemotherapyVrelatedIlymphoblastoidIcellI
toxicityWIOncotargetUI2017UIeUIdeZ33VdeZa3 3.3 4

321 andIareIdiseaseVspecificIbiomarkersIforIpsoriaticIarthritisIsusceptibilityWIOncotargetUI2017UIeUIfbaYZVfbaZZ3.3 8

320 nIrecessiveIformIofIextremeImacrocephalyIandImildIintellectualIdisabilityIcomplementsItheI
spectrumIofIP–rNIhamartomaItumourIsyndromeWIEuropeaneJournaleofeHumaneGeneticsUI2016UI_aUIeefVfa 5.3 5

319
zutationsIinIzo„n–dUIrncodingIyysophosphatidylinositolIncyltransferaseIvUIyeadItoIvntellectualI
qisabilityInccompaniedIbyIrpilepsyIandInutisticIseaturesWIAmericaneJournaleofeHumaneGeneticsUI
2016UIffUIfZ_VfZc

11 48

318 ”Pn–nbImutationsIcauseIaIdistinctIautosomalIrecessiveIphenotypeIofIintellectualIdisabilityUI
hypotoniaIandIhearingIlossWIOrphaneteJournaleofeRareeDiseasesUI2016UIZZUIZ3Y 4.2 15

317 “eplicationIofIaIdistinctIpsoriaticIarthritisIriskIvariantIatItheIvy_3“IlocusWIAnnalseofetheeRheumatice
DiseasesUI2016UIdbUIZaZdVe 2.4 5

316 rxpandingItheIPhenotypeInssociatedIwithINnnZYV“elatedINV–erminalIncetylationIqeficiencyWI
HumaneMutationUI2016UI3dUIdbbVca 4.7 49

Andrˆ' Reis
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315 ”ystematicIPhenomicsInnalysisIqeconvolutesItenesIzutatedIinIvntellectualIqisabilityIintoI
oiologicallyIpoherentIzodulesWIAmericaneJournaleofeHumaneGeneticsUI2016UIfeUIZafVca 11 154

314
tlycaemicIcontrolIandIantidiabeticItherapyIinIpatientsIwithIdiabetesImellitusIandIchronicIkidneyI
diseaseIVIcrossVsectionalIdataIfromItheItermanIphronicIxidneyIqiseaseIQtpxqRIcohortWIBMCe
NephrologyUI2016UIZdUIbf

2.7 12

313 –heI”lavicINoNIsounderIzutationgInI“oleIforI“eproductiveIsitnesslWIPLoSeONEUI2016UIZZUIeYZcdfea 3.7 10

312
nutosomalV“ecessiveIzutationsIinItheIt“NnI”plicingIrndonucleaseI”ubunitI–”rNZbIpauseI
PontocerebellarIuypoplasiaIandIProgressiveIzicrocephalyWIAmericaneJournaleofeHumaneGeneticsUI
2016UIffUI__eV3b

11 26

311
rightIfurtherIindividualsIwithIintellectualIdisabilityIandIepilepsyIcarryingIbiVallelicIpN–NnP_I
aberrationsIallowIdelineationIofItheImutationalIandIphenotypicIspectrumWIJournaleofeMedicale
GeneticsUI2016UIb3UIe_YVe_d

5.8 28

310 teneticIandIneurodevelopmentalIspectrumIofI”èNtnPZVassociatedIintellectualIdisabilityIandI
epilepsyWIJournaleofeMedicaleGeneticsUI2016UIb3UIbZZV__ 5.8 76

309 ”n–YYZZI“eplicationIofInIqistinctIPsoriaticInrthritisI“iskIVariantIatIvy_3“WIAnnalseofetheeRheumatice
DiseasesUI2016UIdbUIccdW3Vcce 2.4

308 nInewImissenseImutationIinIPyn_tcIgeneIamongIaIfamilyIwithIinfantileIneuroaxonalIdystrophyI
vNnqWITheeGazetteeofetheeEgyptianePaediatriceAssociationUI2016UIcaUIZdZVZdc 1.4 3

307 –heIplinicalIqataIvntelligenceIProjectWIInformatiktSpektrumUI2016UI3fUI_fYV3YY 0.3 5

306 ˛–V”ynucleinVinducedImyelinationIdeficitIdefinesIaInovelIinterventionalItargetIforImultipleIsystemI
atrophyWIActaeNeuropathologicaUI2016UIZ3_UIbfVdb 14.3 42

305 rxpandingItheIclinicalIspectrumIofIp„yZnZImutationsIinIdifferentIformsIofIglaucomaWIOrphanete
JournaleofeRareeDiseasesUI2016UIZZUIZYe 4.2 18

304 qoItheIexomegInIcaseIofIßilliamsVoeurenIsyndromeIwithIsevereIepilepsyIdueItoIaItruncatingIdeI
novoIvariantIinItno“nZWIEuropeaneJournaleofeMedicaleGeneticsUI2016UIbfUIbafVb3 2.6 10

303 nssociationIanalysisIofIpsoriasisIvulgarisIandIpsoriaticIarthritisIwithIlossVofVfunctionImutationsIinI
vy3c“NIinItermanIpatientsWIBritisheJournaleofeDermatologyUI2016UIZdbUIc3fVaZ 4 4

302 t”x3ˆ�VdependentIdysregulationIofIneurodevelopmentIinI”PtZZVpatientIinducedIpluripotentIstemI
cellImodelWIAnnalseofeNeurologyUI2016UIdfUIe_cVeaY 9.4 32

301 pomprehensiveIscreeningIforImutationsIassociatedIwithIcolorectalIcancerIinIunselectedIcasesI
revealsIpenetrantIandInonpenetrantImutationsWIInternationaleJournaleofeCancerUI2015UIZ3cUIrbbfVce 7.5 16

300 nIcommonIvariantImappingItoIpnpNnZnIisIassociatedIwithIsusceptibilityItoIexfoliationIsyndromeWI
NatureeGeneticsUI2015UIadUI3edVf_ 36.3 70

299 znPaVdependentIregulationIofImicrotubuleIformationIaffectsIcentrosomeUIciliaUIandItolgiI
architectureIasIaIcentralImechanismIinIgrowthIregulationWIHumaneMutationUI2015UI3cUIedVfd 4.7 18

298 vnhibitionIofI“n”IactivationIdueItoIaIhomozygousIezrinIvariantIinIpatientsIwithIprofoundI
intellectualIdisabilityWIHumaneMutationUI2015UI3cUI_dYVe 4.7 12

(2015-2016)
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297 qeInovoImissenseImutationsIinItheINnnZYIgeneIcauseIsevereInonVsyndromicIdevelopmentalIdelayI
inImalesIandIfemalesWIEuropeaneJournaleofeHumaneGeneticsUI2015UI_3UIcY_Vf 5.3 55

296
qiseaseIburdenIandIriskIprofileIinIreferredIpatientsIwithImoderateIchronicIkidneyIdiseasegI
compositionIofItheItermanIphronicIxidneyIqiseaseIQtpxqRIcohortWINephrologyeDialysise
TransplantationUI2015UI3YUIaaZVbZ

4.3 93

295 PrevalenceIandIcorrelatesIofIgoutIinIaIlargeIcohortIofIpatientsIwithIchronicIkidneyIdiseasegItheI
termanIphronicIxidneyIqiseaseIQtpxqRIstudyWINephrologyeDialysiseTransplantationUI2015UI3YUIcZ3V_Z 4.3 55

294 qoItelomeresIhaveIaIhigherIplasticityIthanIthoughtlI“esultsIfromItheItermanIphronicIxidneyI
qiseaseIQtpxqRIstudyIasIaIhighVriskIpopulationWIExperimentaleGerontologyUI2015UId_UIZc_Vc 4.5 13

293 teneticIvariantsIandIcellularIstressorsIassociatedIwithIexfoliationIsyndromeImodulateIpromoterI
activityIofIaIlnc“NnIwithinItheIy„äyZIlocusWIHumaneMoleculareGeneticsUI2015UI_aUIcbb_Vc3 5.6 61

292 phromatinV“emodelingVsactorIn“vqZoI“epressesIßntX˛†VpateninI”ignalingWIAmericaneJournaleofe
HumaneGeneticsUI2015UIfdUIaabVbc 11 51

291 tenomeVwideInssociationInnalysisIofIPsoriaticInrthritisIandIputaneousIPsoriasisI“evealsI
qifferencesIinI–heirIteneticInrchitectureWIAmericaneJournaleofeHumaneGeneticsUI2015UIfdUIeZcV3c 11 185

290 qenseIgenotypingIofIimmuneVrelatedIsusceptibilityIlociIrevealsInewIinsightsIintoItheIgeneticsIofI
psoriaticIarthritisWINatureeCommunicationsUI2015UIcUIcYac 17.4 103

289 qeInovoImutationsIinIbetaVcateninIQp–NNoZRIappearItoIbeIaIfrequentIcauseIofIintellectualI
disabilitygIexpandingItheImutationalIandIclinicalIspectrumWIHumaneGeneticsUI2015UIZ3aUIfdVZYf 6.3 62

288 nIdeInovoImicrodeletionIinIN“äNZIinIaIqutchIpatientIwithImildIintellectualIdisabilityUImicrocephalyI
andIgonadalIdysgenesisWIGeneticaleResearchUI2015UIfdUIeZf 1.1

287 qèNp_yvZImutationsIbroadenItheIclinicalIspectrumIofIdyneinV_IdefectsWIScientificeReportsUI2015UIbUIZZcaf4.9 25

286 zikrozephalieIbeiIpsychomotorischenIrntwicklungsstˆ¶rungenIundIgeistigerIoehinderungWI
MedizinischeeGenetikUI2015UI_dUI3c_V3ce 0.5 1

285 bYIwahreIuumangenetikIinIrrlangenWIMedizinischeeGenetikUI2015UI_dUI3eeV3f_ 0.5

284 „PYZ_eIP–PN__IisInssociatedIwithI”usceptibilityItoIPsoriaticInrthritisIbutInotIPsoriasisgIrvidenceI
forIaIsurtherIP”nV”pecificI“iskIyocusWIAnnalseofetheeRheumaticeDiseasesUI2015UIdaUIZZcW3VZZd 2.4 0

283 znNZoZIzutationIyeadsItoIaI“ecognizableIPhenotypegInIpaseI“eportIandIsutureIProspectsWI
MoleculareSyndromologyUI2015UIcUIbeVc_ 1.5 10

282 rnhancedImetaVanalysisIandIreplicationIstudiesIidentifyIfiveInewIpsoriasisIsusceptibilityIlociWINaturee
CommunicationsUI2015UIcUIdYYZ 17.4 122

281 ßholeIexomeIsequencingIrevealsIaInovelIdeInovoIs„äpZImutationIinIaIpatientIwithIunrecognizedI
nxenfeldV“iegerIsyndromeIandIglaucomaWIGeneUI2015UIbceUIdcVeY 3.8 8

280 zutationsIinIqpP”IandIrqp3IinIautosomalIrecessiveIintellectualIdisabilityIindicateIaIcrucialIroleIforI
m“NnIdecappingIinIneurodevelopmentWIHumaneMoleculareGeneticsUI2015UI_aUI3Zd_VeY 5.6 27
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279
nutosomalV“ecessiveIvntellectualIqisabilityIwithIperebellarIntrophyI”yndromeIpausedIbyIzutationI
ofItheIzanganeseIandIëincI–ransporterIteneI”yp3fneWIAmericaneJournaleofeHumaneGeneticsUI2015UI
fdUIeecVf3

11 125

278 P–PN__IisIassociatedIwithIsusceptibilityItoIpsoriaticIarthritisIbutInotIpsoriasisgIevidenceIforIaI
furtherIPsnVspecificIriskIlocusWIAnnalseofetheeRheumaticeDiseasesUI2015UIdaUIZee_Vb 2.4 49

277 yossVofVfunctionIvariantsIofI”r–qbIcauseIintellectualIdisabilityIandItheIcoreIphenotypeIofI
microdeletionI3p_bW3IsyndromeWIEuropeaneJournaleofeHumaneGeneticsUI2015UI_3UIdb3VcY 5.3 55

276 –nyPvq3IcontrolsIcentrosomeIandIcellIpolarityIandItheIhumanIorthologIxvnnYbecIisImutatedIinI
woubertIsyndromeIQwo–”_3RWIELifeUI2015UIaUI 8.9 37

275 pyPZIfounderImutationIlinksIt“NnIsplicingIandImaturationItoIcerebellarIdevelopmentIandI
neurodegenerationWICellUI2014UIZbdUIcbZVc3 56.2 174

274 rxpandingItheIclinicalIandImutationalIspectrumIofIxaufmanIoculocerebrofacialIsyndromeIwithI
biallelicI or3oImutationsWIHumaneGeneticsUI2014UIZ33UIf3fVaf 6.3 22

273 nIcomplexImicrocephalyIsyndromeIinIaIPakistaniIfamilyIassociatedIwithIaInovelImissenseImutationI
inI“ooPeIandIaIheterozygousIdeletionIinIN“äNZWIGeneUI2014UIb3eUI3YVb 3.8 8

272 qeletionsIinItheI3PIpartIofItheINsväIgeneIincludingIaIrecurrentInluVmediatedIdeletionIofIexonIcIandI
dIaccountIforIpreviouslyIunexplainedIcasesIofIzarshallV”mithIsyndromeWIHumaneMutationUI2014UI3bUIZYf_VZYY4.7 18

271 uvopuIdeficiencyIinIaIpatientIwithIphenotypicIcharacteristicsIofImitochondrialIdisordersWIAmericane
JournaleofeMedicaleGeneticsseParteAUI2014UIZcanUI3Zc_Vf 2.5 24

270
semalesIwithIdeInovoIaberrationsIinIPuscgIclinicalIoverlapIofIoorjesonVsorssmanVyehmannIwithI
poffinV”irisIsyndromeWIAmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsUI
2014UIZccpUI_fYV3YZ

3.1 21

269 Nq”–ZImissenseImutationsIinIautosomalIrecessiveIintellectualIdisabilityWIAmericaneJournaleofe
MedicaleGeneticsseParteAUI2014UIZcanUI_db3Vc3 2.5 26

268 –heIproinflammatoryIeffectIofIpVreactiveIproteinIonIhumanIendothelialIcellsIdependsIonItheI
sc˛‡“vvaIgenotypeWIThrombosiseResearchUI2014UIZ33UIa_cV3_ 8.2 5

267 zutationsIaffectingItheI”nNqIdomainIofIqrnsZIcauseIintellectualIdisabilityIwithIsevereIspeechI
impairmentIandIbehavioralIproblemsWIAmericaneJournaleofeHumaneGeneticsUI2014UIfaUIcafVcZ 11 51

266 NullImutationIinIPtnPZIimpairingItpiVanchorImaturationIinIpatientsIwithIintellectualIdisabilityIandI
encephalopathyWIPLoSeGeneticsUI2014UIZYUIeZYYa3_Y 6 63

265 “enalIfibrosisIisItheIcommonIfeatureIofIautosomalIdominantItubulointerstitialIkidneyIdiseasesI
causedIbyImutationsIinImucinIZIorIuromodulinWIKidneyeInternationalUI2014UIecUIbefVff 9.9 60

264 nlteredItPzcnXzcIdosageIimpairsIcognitionIandIcausesIphenotypesIresponsiveItoIcholesterolIinI
humanIandIqrosophilaWIHumaneMutationUI2014UI3bUIZafbVbYb 4.7 24

263 –heIclinicalIsignificanceIofIsmallIcopyInumberIvariantsIinIneurodevelopmentalIdisordersWIJournaleofe
MedicaleGeneticsUI2014UIbZUIcddVee 5.8 59

262 oehavioralIphenotypeIinIfiveIindividualsIwithIdeInovoImutationsIwithinItheIt“vN_oIgeneWI
BehavioraleandeBraineFunctionsUI2013UIfUI_Y 4.1 30

(2013-2015)

11



261 uypomorphicImutationsIinIPtnP_UIencodingIaItPvVanchorVremodelingIproteinUIcauseI
autosomalVrecessiveIintellectualIdisabilityWIAmericaneJournaleofeHumaneGeneticsUI2013UIf_UIbdbVe3 11 79

260
zutationsIinItheImitochondrialIgeneIpZ_„“scbIleadItoIsyndromicIautosomalIrecessiveIintellectualI
disabilityIandIshowIgenotypeIphenotypeIcorrelationWIEuropeaneJournaleofeMedicaleGeneticsUI2013UI
bcUIbffVcY_

2.6 10

259 nIdefectIofIpqZcVpositiveImonocytesIcanIoccurIwithoutIdiseaseWIImmunobiologyUI2013UI_ZeUIZcfVda 3.4 15

258 qeInovoImutationsIinItheIgenomeIorganizerIp–psIcauseIintellectualIdisabilityWIAmericaneJournaleofe
HumaneGeneticsUI2013UIf3UIZ_aV3Z 11 89

257
nIcomprehensiveImolecularIstudyIonIpoffinV”irisIandINicolaidesVoaraitserIsyndromesIidentifiesIaI
broadImolecularIandIclinicalIspectrumIconvergingIonIalteredIchromatinIremodelingWIHumane
MoleculareGeneticsUI2013UI__UIbZ_ZV3b

5.6 138

256
–woInovelIdistinctIp„yZn_ImutationsIhighlightItheIcomplexityIofIgenotypeVphenotypeI
correlationsIinIosteogenesisIimperfectaIandIrelatedIconnectiveItissueIdisordersWIEuropeaneJournale
ofeMedicaleGeneticsUI2013UIbcUIccfVd3

2.6 7

255 nInewIfaceIofIoorjesonVsorssmanVyehmannIsyndromelIqeInovoImutationsIinIPuscIinIsevenI
femalesIwithIaIdistinctIphenotypeWIJournaleofeMedicaleGeneticsUI2013UIbYUIe3eVad 5.8 36

254 “areIcopyInumberIvariantsIareIaIcommonIcauseIofIshortIstatureWIPLoSeGeneticsUI2013UIfUIeZYY33cb 6 50

253 VariantsIinI“ Nä3IcontributeItoIsusceptibilityItoIpsoriaticIarthritisUIexhibitingIfurtherIcommonI
groundIwithIankylosingIspondylitisWIArthritiseandeRheumatismUI2013UIcbUIZ__aV3Z 56

252 oiallelicI”rzn3nIdefectsIcauseIaInovelItypeIofIsyndromicIshortIstatureWIAmericaneJournaleofe
MedicaleGeneticsseParteAUI2013UIZcZnUI_eeYVf 2.5 8

251
rvaluationIofIconservedIandIultraVconservedInonVgenicIsequencesIinIchromosomeIZbqZbVlinkedI
periodicIcatatoniaWIAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatriceGeneticsUI2012UI
ZbfoUIddVec

3.5 1

250 “angeIofIgeneticImutationsIassociatedIwithIsevereInonVsyndromicIsporadicIintellectualIdisabilitygI
anIexomeIsequencingIstudyWILancetseTheUI2012UI3eYUIZcdaVe_ 40 765

249 PatientsIwithIunstableIanginaIpectorisIshowIanIincreasedIfrequencyIofItheIscIgammaI“vvaI“Z3ZI
alleleWIAutoimmunityUI2012UIabUIbbcVca 3 9

248 vdentificationIofIZbInewIpsoriasisIsusceptibilityIlociIhighlightsItheIroleIofIinnateIimmunityWINaturee
GeneticsUI2012UIaaUIZ3aZVe 36.3 681

247 vnVsrameIqeletionIandIzissenseIzutationsIofItheIpV–erminalIuelicaseIqomainIofI”zn“pn_IinI
–hreeIPatientsIwithINicolaidesVoaraitserI”yndromeWIMoleculareSyndromologyUI2012UI_UI_3dV_aa 1.5 45

246 vdentificationIofIlowVfrequencyI–“ns3vP_IcodingIvariantsIinIpsoriaticIarthritisIpatientsIandI
functionalIcharacterizationWIArthritiseResearcheandeTherapyUI2012UIZaUI“ea 5.7 16

245 –ranscriptionIfactorIaIandImyocyteIenhancerIfactorI_pImutationsIareInotIcommonIcausesIofI“ettI
syndromeWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2012UIZbenUIdZ3Vf 2.5 20

244
qeInovoItriplicationIofItheIznP–IgeneIfromItheIrecurrentIZdq_ZW3ZImicrodeletionIregionIinIaI
patientIwithImoderateIintellectualIdisabilityIandIvariousIminorIanomaliesWIAmericaneJournaleofe
MedicaleGeneticsseParteAUI2012UIZbenUIZdcbVdY

2.5 6
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243 uaploinsufficiencyIofIn“vqZoUIaImemberIofItheI”ßvX”NsVaIchromatinVremodelingIcomplexUIisIaI
frequentIcauseIofIintellectualIdisabilityWIAmericaneJournaleofeHumaneGeneticsUI2012UIfYUIbcbVd_ 11 182

242 pommonIgeneticIdeterminantsIofIintraocularIpressureIandIprimaryIopenVangleIglaucomaWIPLoSe
GeneticsUI2012UIeUIeZYY_cZZ 6 131

241 nssociationIofI˛†VdefensinIcopyInumberIandIpsoriasisIinIthreeIcohortsIofIruropeanIoriginWIJournaleofe
InvestigativeeDermatologyUI2012UIZ3_UI_aYdV_aZ3 4.3 45

240 VariantsIinIn”oZYIareIassociatedIwithIopenVangleIglaucomaWIHumaneMoleculareGeneticsUI2012UI_ZUIZ33cVaf5.6 68

239 –heItermanIphronicIxidneyIqiseaseIQtpxqRIstudygIdesignIandImethodsWINephrologyeDialysise
TransplantationUI2012UI_dUIZabaVcY 4.3 89

238 zirrorIextremeIozvIphenotypesIassociatedIwithIgeneIdosageIatItheIchromosomeIZcpZZW_IlocusWI
NatureUI2011UIadeUIfdVZY_ 50.4 322

237 zicrodeletionsIofIchromosomeIdp_ZUIincludingI–ßv”–ZUIassociatedIwithIsignificantImicrocephalyUI
facialIdysmorphismUIandIshortIstatureWIEuropeaneJournaleofeMedicaleGeneticsUI2011UIbaUI_bcVcZ 2.6 8

236 d´ zbIdeInovoIdeletionIwithinIeq_ZIinIaIpatientIwithIdistalIarthrogryposisItypeI_oIQqn_oRWIEuropeane
JournaleofeMedicaleGeneticsUI2011UIbaUIeafbVbYY 2.6 8

235 samilialIshortIstatureIdueItoIaIbq__WZVq_3W_IduplicationIrefinesItheIbqIduplicationIspectrumWI
EuropeaneJournaleofeMedicaleGeneticsUI2011UIbaUIeb_ZVa 2.6 5

234
pompleteIbasalIcellIcarcinomaIremissionIwithIimiquimodIinIaIpatientIwithInevoidIbasalIcellI
carcinomaIsyndromeIandIassociatedIbasalIcellIcarcinomaIofItheIscalpIandIinvasiveIductalIbreastI
cancerWIJournaleofetheeAmericaneAcademyeofeDermatologyUI2011UIcaUIcZZV3

4.5 4

233 tenomeVwideIassociationIstudyIwithIqNnIpoolingIidentifiesIvariantsIatIpN–NnP_IassociatedIwithI
pseudoexfoliationIsyndromeWIEuropeaneJournaleofeHumaneGeneticsUI2011UIZfUIZecVf3 5.3 47

232 rvidenceIforI“Pt“vPZIgeneIasIriskIfactorIforIprimaryIopenIangleIglaucomaWIEuropeaneJournaleofe
HumaneGeneticsUI2011UIZfUIaabVbZ 5.3 23

231 tenomeVwideIassociationIstudyIidentifiesIaInewIlocusIforIcoronaryIarteryIdiseaseIonIchromosomeI
ZYpZZW_3WIEuropeaneHearteJournalUI2011UI3_UIZbeVce 9.5 92

230 NrxZImutationsIcauseIshortVribIpolydactylyIsyndromeItypeImajewskiWIAmericaneJournaleofeHumane
GeneticsUI2011UIeeUIZYcVZa 11 131

229
ndaptorIproteinIcomplexIaIdeficiencyIcausesIsevereIautosomalVrecessiveIintellectualIdisabilityUI
progressiveIspasticIparaplegiaUIshyIcharacterUIandIshortIstatureWIAmericaneJournaleofeHumane
GeneticsUI2011UIeeUIdeeVdfb

11 160

228 rxpandingItheIclinicalIspectrumIassociatedIwithIdefectsIinIpN–NnP_IandIN“äNZWIBMCeMedicale
GeneticsUI2011UIZ_UIZYc 2.1 97

227 rvaluationIofIriskIlociIforIschizophreniaIderivedIfromIgenomeVwideIassociationIstudiesIinIaItermanI
populationWIAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatriceGeneticsUI2011UIZbcUIZfeV_Y3 3.5 24

226 qeletionIofIypr3pIandIypr3oIisIaIsusceptibilityIfactorIforIpsoriaticIarthritisgIaIstudyIinI”panishIandI
vtalianIpopulationsIandImetaVanalysisWIArthritiseandeRheumatismUI2011UIc3UIZecYVb 27

(2011-2012)
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225 –umorInecrosisIfactorIpromoterIpolymorphismI–NsSVebdIisIaIriskIalleleIforIpsoriaticIarthritisI
independentIofItheIP”„“”ZIlocusWIArthritiseandeRheumatismUI2011UIc3UI3eYZVc 22

224
uomozygosityImappingIinIcaI”yrianIconsanguineousIfamiliesIwithInonVspecificIintellectualI
disabilityIrevealsIZZInovelIlociIandIhighIheterogeneityWIEuropeaneJournaleofeHumaneGeneticsUI2011UI
ZfUIZZcZVc

5.3 66

223 zetaVanalysisIconfirmsItheIypr3p_ypr3oIdeletionIasIaIriskIfactorIforIpsoriasisIinIseveralIethnicI
groupsIandIfindsIinteractionIwithIuynVpwcWIJournaleofeInvestigativeeDermatologyUI2011UIZ3ZUIZZYbVf 4.3 79

222 pommonIgeneticIvariantsIassociatedIwithIopenVangleIglaucomaWIHumaneMoleculareGeneticsUI2011UI
_YUI_acaVdZ 5.6 134

221 qisruptionIofItheIhistoneIacetyltransferaseIzè”–aIleadsItoIaINoonanIsyndromeVlikeIphenotypeIandI
hyperactivatedIznPxIsignalingIinIhumansIandImiceWIJournaleofeClinicaleInvestigationUI2011UIZ_ZUI3adfVfZ 15.9 68

220 zutationsIinIt“vN_nIandIt“vN_oIencodingIregulatoryIsubunitsIofINzqnIreceptorsIcauseIvariableI
neurodevelopmentalIphenotypesWINatureeGeneticsUI2010UIa_UIZY_ZVc 36.3 347

219 pommonIvariantsIatI–“ns3vP_IareIassociatedIwithIsusceptibilityItoIpsoriaticIarthritisIandIpsoriasisWI
NatureeGeneticsUI2010UIa_UIffcVf 36.3 294

218 nIgenomeVwideIassociationIstudyIidentifiesInewIpsoriasisIsusceptibilityIlociIandIanIinteractionI
betweenIuynVpIandIr“nPZWINatureeGeneticsUI2010UIa_UIfebVfY 36.3 773

217 ueterozygousIlossVofVfunctionIvariantsIinIpèPZoZIpredisposeItoIprimaryIopenVangleIglaucomaI
2010UIbZUI_afVba 49

216 “eplicationIofIypr3pVypr3oIpNVIasIaIriskIfactorIforIpsoriasisIandIanalysisIofIinteractionIwithIotherI
geneticIriskIfactorsWIJournaleofeInvestigativeeDermatologyUI2010UIZ3YUIfdfVea 4.3 52

215 qeletionIofIypr3pIandIypr3oIgenesIatIP”„“”aIdoesInotIcontributeItoIsusceptibilityItoIpsoriaticI
arthritisIinItermanIpatientsWIAnnalseofetheeRheumaticeDiseasesUI2010UIcfUIedcVe 2.4 30

214 teneticIregulationIofIserumIphytosterolIlevelsIandIriskIofIcoronaryIarteryIdiseaseWICirculation:e
CardiovasculareGeneticsUI2010UI3UI33ZVf 116

213 pomprehensiveIgenotypeVphenotypeIanalysisIinI_3YIpatientsIwithItetralogyIofIsallotWIJournaleofe
MedicaleGeneticsUI2010UIadUI3_ZV3Z 5.8 101

212 npolipoproteinIrIgenotypesIinIpseudoexfoliationIsyndromeIandIpseudoexfoliationIglaucomaWI
JournaleofeGlaucomaUI2010UIZfUIbcZVb 2.1 18

211 qisturbedIßntI”ignallingIdueItoIaIzutationIinIppqpeepIpausesIanInutosomalI“ecessiveI
NonV”yndromicIuydrocephalusIwithIzedialIqiverticulumWIMoleculareSyndromologyUI2010UIZUIffVZZ_ 1.5 59

210 “esponseItoIyiuIet´ alWWIAmericaneJournaleofeHumaneGeneticsUI2010UIecUIbYY 11 0

209 tPsrontendIandItPtraphicsgIgraphicalIanalysisItoolsIforIgeneticIassociationIstudiesWIBMCe
BioinformaticsUI2010UIZZUIad_ 3.6 3

208 zutationsIinIzrs_pIfromItheIbqZaW3qZbImicrodeletionIsyndromeIregionIareIaIfrequentIcauseIofI
severeImentalIretardationIandIdiminishIzrpP_IandIpqxybIexpressionWIHumaneMutationUI2010UI3ZUId__V334.7 134
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207 plinicalIvariabilityIandInovelImutationsIinItheINurwZIgeneIinIpatientsIwithIaINijmegenIbreakageI
syndromeVlikeIphenotypeWIHumaneMutationUI2010UI3ZUIZYbfVce 4.7 24

206 rxploringIfunctionalIcandidateIgenesIforIgeneticIassociationIinIgermanIpatientsIwithI
pseudoexfoliationIsyndromeIandIpseudoexfoliationIglaucomaI2009UIbYUI_dfcVeYZ 40

205
vdentificationIofItheIvariantInla33bValIofIzrq_bIasIresponsibleIforIpz–_o_gImolecularIdataUI
functionalIstudiesIofItheI”u3IrecognitionImotifIandIcorrelationIbetweenIwildVtypeIzrq_bIandI
PzP__I“NnIlevelsIinIpz–ZnIanimalImodelsWINeurogeneticsUI2009UIZYUI_dbVed

3 59

204 phromosomaleI rsachenIderIgeistigenIoehinderungWIMedizinischeeGenetikUI2009UI_ZUI_3dV_ab 0.5

203 NeueIrntwicklungenIinIderIPsoriasisgenetikWIMedizinischeeGenetikUI2009UI_ZUIafeVbYa 0.5

202 teneticIvariantsIofItheIvyV_3“IpathwaygIassociationIwithIpsoriaticIarthritisIandIpsoriasisIvulgarisUI
butInoIspecificIriskIfactorIforIarthritisWIJournaleofeInvestigativeeDermatologyUI2009UIZ_fUI3bbVe 4.3 86

201 uighIpostIsurgicalIopioidIrequirementsIinIprohnPsIdiseaseIareInotIdueItoIaIgeneralIchangeIinIpainI
sensitivityWIEuropeaneJournaleofePainUI2009UIZ3UIZY3cVa_ 3.7 17

200 ueterozygousIN–saImutationsIimpairingIneurotrophinVaIsignalingIinIpatientsIwithIprimaryI
openVangleIglaucomaWIAmericaneJournaleofeHumaneGeneticsUI2009UIebUIaadVbc 11 120

199
pN–NnP_IandIN“äNZIareImutatedIinIautosomalVrecessiveIPittVuopkinsVlikeImentalIretardationIandI
determineItheIlevelIofIaIcommonIsynapticIproteinIinIqrosophilaWIAmericaneJournaleofeHumane
GeneticsUI2009UIebUIcbbVcc

11 485

198 scgamma“vvaIgenotypeIisIassociatedIwithIacuteIcoronaryIsyndromesIasIfirstImanifestationIofI
coronaryIarteryIdiseaseWIAtherosclerosisUI2009UI_YbUIbZ_Vc 3.1 19

197 nInovelIlocusIforIarterialIhypertensionIonIchromosomeIZp3cImapsItoIaImetabolicIsyndromeItraitI
clusterIinItheI”orbsUIaI”lavicIpopulationIisolateIinItermanyWIJournaleofeHypertensionUI2009UI_dUIfe3VfY 1.9 9

196 pharacterisationIofIpsoriasisIsusceptibilityIlocusIcIQP”„“”cRIinIpatientsIwithIearlyIonsetIpsoriasisI
andIevidenceIforIinteractionIwithIP”„“”ZWIJournaleofeMedicaleGeneticsUI2009UIacUId3cVaa 5.8 28

195 PsoriasisIisIassociatedIwithIincreasedIbetaVdefensinIgenomicIcopyInumberWINatureeGeneticsUI2008UI
aYUI_3Vb 36.3 519

194
yossVofVfunctionImutationsIinItheIfilaggrinIgenegInoIcontributionItoIdiseaseIsusceptibilityUIbutItoI
autoantibodyIformationIagainstIcitrullinatedIpeptidesIinIearlyIrheumatoidIarthritisWIAnnalseofethee
RheumaticeDiseasesUI2008UIcdUIZ3ZV3

2.4 18

193
NovelImissenseUIinsertionIandIdeletionImutationsIinItheIneurotrophicItyrosineIkinaseIreceptorItypeI
ZIgeneIQN–“xZRIassociatedIwithIcongenitalIinsensitivityItoIpainIwithIanhidrosisWINeuromusculare
DisordersUI2008UIZeUIZbfVcc

2.9 30

192
–woInovelImutationsIinItheIinsulinIbindingIsubunitIofItheIinsulinIreceptorIgeneIwithoutIinsulinI
bindingIimpairmentIinIaIpatientIwithI“absonVzendenhallIsyndromeWIMoleculareGeneticseande
MetabolismUI2008UIfaUI3bcVc_

3.7 28

191
nIdeInovoIdWczbItandemIduplicationIofIZaq3_W_VqterIassociatedIwithIprimordialIshortIstatureIwithI
neurosecretoryIgrowthIhormoneIdysfunctionUIdistinctIfacialIanomaliesIandImildIdevelopmentalI
delayWIEuropeaneJournaleofeMedicaleGeneticsUI2008UIbZUI3c_Vd

2.6 17

190 –ranscriptionIfactorIr_V_IisIanIessentialIandIspecificIregulatorIofIplasmacytoidIdendriticIcellI
developmentWICellUI2008UIZ3bUI3dVae 56.2 477

(2008-2010)
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189
tenotypeVcorrelatedIexpressionIofIlysylIoxidaseVlikeIZIinIocularItissuesIofIpatientsIwithI
pseudoexfoliationIsyndromeXglaucomaIandInormalIpatientsWIAmericaneJournaleofePathologyUI2008UI
Zd3UIZd_aV3b

5.8 98

188 ProfilingIofIßq“3cImissenseIvariantsIinItermanIpatientsIwithIglaucomaWIInvestigativee
OphthalmologyeandeVisualeScienceUI2008UIafUI_dYVa 54

187 zutationsIinItheIpericentrinIQPpN–RIgeneIcauseIprimordialIdwarfismWIScienceUI2008UI3ZfUIeZcVf 33.3 325

186 vdentificationIofIëNs3Z3X“NsZZaIasIaInovelIpsoriasisIsusceptibilityIgeneWIHumaneMoleculareGenetics
UI2008UIZdUIZf3eVab 5.6 151

185
nssociationIofIy„äyZIcommonIsequenceIvariantsIinItermanIandIvtalianIpatientsIwithI
pseudoexfoliationIsyndromeIandIpseudoexfoliationIglaucomaWIInvestigativeeOphthalmologyeande
VisualeScienceUI2008UIafUIZabfVc3

102

184 zutationsIinIpèPZoZIcauseIprimaryIcongenitalIglaucomaIbyIreductionIofIeitherIactivityIorI
abundanceIofItheIenzymeWIHumaneMutationUI2008UI_fUIZZadVb3 4.7 58

183 –NsIpolymorphismsIinIpsoriasisgIassociationIofIpsoriaticIarthritisIwithItheIpromoterIpolymorphismI
–NsSVebdIindependentIofItheIP”„“”ZIriskIalleleWIArthritiseandeRheumatismUI2007UIbcUI_YbcVca 76

182 NeurodevelopmentalIdeficitsIinIPiersonIQmicrocoriaVcongenitalInephrosisRIsyndromeWIAmericane
JournaleofeMedicaleGeneticsseParteAUI2007UIZa3UI3ZZVf 2.5 45

181 yossVofVfunctionIvariantsIofItheIfilaggrinIgeneIareInotImajorIsusceptibilityIfactorsIforIpsoriasisI
vulgarisIorIpsoriaticIarthritisIinItermanIpatientsWIJournaleofeInvestigativeeDermatologyUI2007UIZ_dUIZ3cdVdY4.3 32

180 tenetikIderIPsoriasisWIMedizinischeeGenetikUI2007UIZfUI3bYV3bb 0.5 2

179 zolecularIkaryotypingIinIpatientsIwithImentalIretardationIusingIZYYxIsingleVnucleotideI
polymorphismIarraysWIJournaleofeMedicaleGeneticsUI2007UIaaUIc_fV3c 5.8 66

178 ”„”ZIisItheIsecondImostIcommonINoonanIgeneIbutIplaysInoImajorIroleIinIcardioVfacioVcutaneousI
syndromeWIJournaleofeMedicaleGeneticsUI2007UIaaUIcbZVc 5.8 85

177 sunctionalIcharacterizationIofIaInovelIps–“ImutationIPcd”IidentifiedIinIaIpatientIwithIatypicalI
cysticIfibrosisWICellularePhysiologyeandeBiochemistryUI2007UIZfUI_3fVae 3.9 7

176 zildIvariableINoonanIsyndromeIinIaIfamilyIwithIaInovelIP–PNZZImutationWIEuropeaneJournaleofe
MedicaleGeneticsUI2007UIbYUIa3Vd 2.6 12

175 uumanI–oäZImissenseImutationsIcauseIgainIofIfunctionIresultingIinItheIsameIphenotypeIasI
__qZZW_IdeletionsWIAmericaneJournaleofeHumaneGeneticsUI2007UIeYUIbZYVd 11 166

174
zutationsIinI”–“ncIcauseIaIbroadIspectrumIofImalformationsIincludingIanophthalmiaUIcongenitalI
heartIdefectsUIdiaphragmaticIherniaUIalveolarIcapillaryIdysplasiaUIlungIhypoplasiaUIandImentalI
retardationWIAmericaneJournaleofeHumaneGeneticsUI2007UIeYUIbbYVcY

11 281

173 uaploinsufficiencyIofI–psaIcausesIsyndromalImentalIretardationIwithIintermittentIhyperventilationI
QPittVuopkinsIsyndromeRWIAmericaneJournaleofeHumaneGeneticsUI2007UIeYUIffaVZYYZ 11 225

172 –ypeIandIlevelIofI“z“PIfunctionalIimpairmentIpredictsIphenotypeIinItheIcartilageIhairI
hypoplasiaVanauxeticIdysplasiaIspectrumWIAmericaneJournaleofeHumaneGeneticsUI2007UIeZUIbZfV_f 11 64
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171 zutationIinItheI”cylZIgeneIencodingIaminoVterminalIkinaseVlikeIproteinIcausesIaIrecessiveIformIofI
spinocerebellarIneurodegenerationWIEMBOeReportsUI2007UIeUIcfZVd 6.5 52

170
nssociationIbetweenIproteinItyrosineIphosphataseI__IvariantI“c_YßIinIconjunctionIwithItheI
uynVq“oZIsharedIepitopeIandIhumoralIautoimmunityItoIanIimmunodominantIepitopeIofI
cartilageVspecificItypeIvvIcollagenIinIearlyIrheumatoidIarthritisWIArthritiseandeRheumatismUI2006UIbaUIe_Vf

33

169 yackIofIgeneticIassociationIofItheIinterleukinVaIreceptorIsingleVnucleotideIpolymorphismsIvbYVIandI
QbbZ“IwithIerosiveIdiseaseIinIpsoriaticIarthritisWIArthritiseandeRheumatismUI2006UIbaUIaY_3Va 4

168 tenotypeVepigenotypeVphenotypeIcorrelationsIinIfemalesIwithIfrontometaphysealIdysplasiaWI
AmericaneJournaleofeMedicaleGeneticsseParteAUI2006UIZaYUIZYcfVd3 2.5 12

167 qiagnosticIyieldIofIvariousIgeneticIapproachesIinIpatientsIwithIunexplainedIdevelopmentalIdelayI
orImentalIretardationWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2006UIZaYUI_Yc3Vda 2.5 281

166 rvidenceIforIsusceptibilityIdeterminantQsRItoIpsoriasisIvulgarisIinIorInearIP–PN__IinItermanI
patientsWIJournaleofeMedicaleGeneticsUI2006UIa3UIbZdV__ 5.8 27

165 zutationsIinItheIgeneIencodingItheIßntVsignalingIcomponentI“VspondinIaIQ“”P„aRIcauseI
autosomalIrecessiveIanonychiaWIAmericaneJournaleofeHumaneGeneticsUI2006UIdfUIZZYbVf 11 82

164 teneticIbasisIandIpancreaticIbiologyIofIwohansonVolizzardIsyndromeWIEndocrinologyeandeMetabolisme
ClinicseofeNortheAmericaUI2006UI3bUI_a3Vb3UIviiVviii 5.5 34

163 PrenatalIfindingsIinIfourIconsecutiveIpregnanciesIwithIfetalIPiersonIsyndromeUIaInewlyIdefinedI
congenitalInephrosisIsyndromeWIPrenataleDiagnosisUI2006UI_cUI_c_Vc 3.2 26

162 zaleIrestrictedIgeneticIassociationIofIvariantI“c_YßIinIP–PN__IwithIpsoriaticIarthritisWIJournaleofe
InvestigativeeDermatologyUI2006UIZ_cUIf3_Vb 4.3 26

161 PrimaryIcongenitalIglaucomaIandI“iegerPsIanomalygIextendedIhaplotypesIrevealIfounderIeffectsI
forIeightIdistinctIpèPZoZImutationsWIMoleculareVisionUI2006UIZ_UIb_3V3Z 2.3 34

160
”everelyIincapacitatingImutationsIinIpatientsIwithIextremeIshortIstatureIidentifyI“NnVprocessingI
endoribonucleaseI“z“PIasIanIessentialIcellIgrowthIregulatorWIAmericaneJournaleofeHumaneGeneticsUI
2005UIddUIdfbVeYc

11 102

159 plinicalIandImutationalIspectrumIofIzowatVßilsonIsyndromeWIEuropeaneJournaleofeMedicaleGeneticsUI
2005UIaeUIfdVZZZ 2.6 103

158 rxclusionIofI–p„sZImutationsIinIaIcaseIofIbilateralItoldenharIsyndromeIandIoneIfamilialIcaseIofI
microtiaIwithImeatalIatresiaWIClinicaleDysmorphologyUI2005UIZaUIcdVdZ 0.9 6

157 qeficiencyIofI o“ZUIaIubiquitinIligaseIofItheINVendIruleIpathwayUIcausesIpancreaticIdysfunctionUI
malformationsIandImentalIretardationIQwohansonVolizzardIsyndromeRWINatureeGeneticsUI2005UI3dUIZ3abVbY36.3 211

156 yackIofIevidenceIforIgeneticIassociationItoI“ NäZIbindingIsiteIatIP”„“”_IinIdifferentItermanI
psoriasisIcohortsWIJournaleofeInvestigativeeDermatologyUI2005UIZ_aUIZYdVZY 4.3 21

155 ”ystematicIlinkageIdisequilibriumIanalysisIofI”ypZ_neIatIP”„“”bIconfirmsIaIroleIinIsusceptibilityItoI
psoriasisIvulgarisWIJournaleofeInvestigativeeDermatologyUI2005UIZ_bUIfYcVZ_ 4.3 34

154 ”evereUIneonatalVonsetI„–pIdeficiencyIinItwinIsistersIwithIaIdeInovoIbalancedIreciprocalI
translocationItQähbRQp_ZWZhqZZRWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2005UIZ3_nUIZebVe 2.5 1

(2005-2007)
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153 NovelIautosomalIrecessiveIprogressiveIhyperpigmentationIsyndromeWIAmericaneJournaleofeMedicale
GeneticsseParteAUI2005UIZ3bUIZfbVf 2.5 2

152 sineImappingIofIautosomalIdominantInonsyndromicIhearingIimpairmentIqsNn_ZItoIchromosomeI
cp_aWZV__W3WIAmericaneJournaleofeMedicaleGeneticsseParteAUI2005UIZ3dUIaZVc 2.5 3

151 qemonstrationIofItwoInovelIynzo_ImutationsIinItheIoriginalIPiersonIsyndromeIfamilyIreportedIa_I
yearsIagoWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2005UIZ3eUId3Va 2.5 31

150 –heIscoliosisIQscoRImousegIaInewIalleleIofIPaxZWICytogeneticeandeGenomeeResearchUI2005UIZZZUIZcV_c 1.9 22

149 yackIofIgeneticIassociationIofItheIthreeImoreIcommonIpolymorphismsIofIpn“qZbIwithIpsoriaticI
arthritisIandIpsoriasisIinIaItermanIcohortWIAnnalseofetheeRheumaticeDiseasesUI2005UIcaUIfbZVa 2.4 27

148
nssessmentIofIassociationIbetweenIvariantsIandIhaplotypesIofItheIremainingI–oäZIgeneIandI
manifestationsIofIcongenitalIheartIdefectsIinI__qZZW_IdeletionIpatientsWIJournaleofeMedicaleGenetics
UI2004UIaZUIeaY

5.8 21

147 nmelogenesisIimperfectaIinIaInewIanimalImodelVVaImutationIinIchromosomeIbIQhumanIaq_ZRWI
JournaleofeDentaleResearchUI2004UIe3UIcYeVZ_ 8.1 4

146 zolecularIkaryotypingIusingIanI”NPIarrayIforIgenomewideIgenotypingWIJournaleofeMedicaleGeneticsUI
2004UIaZUIfZcV__ 5.8 93

145 ProspectiveIcaseIcontrolIstudyIonIgeneticIassocationIofIapolipoproteinIepsilon_IwithIintraocularI
pressureWIBritisheJournaleofeOphthalmologyUI2004UIeeUIbeZV_ 5.5 14

144 zutationIinItheIgeneIencodingIlysosomalIacidIphosphataseIQncp_RIcausesIcerebellumIandIskinI
malformationIinImouseWINeurogeneticsUI2004UIbUI__fV3e 3 33

143 qivergentIgeneticIandIepigeneticIpostVzygoticIisolationImechanismsIinIzusIandIPeromyscusWI
JournaleofeEvolutionaryeBiologyUI2004UIZdUIab3VcY 2.3 23

142 pongenitalInephrosisUImesangialIsclerosisUIandIdistinctIeyeIabnormalitiesIwithImicrocoriagIanI
autosomalIrecessiveIsyndromeI2004UIZ3YnUIZ3eVab 95

141 plinicalIandIelectrophysiologicalIcharacteristicsIofIautosomalIrecessiveIaxonalIpharcotVzarieV–oothI
diseaseIQn“pz–_oRIthatImapsItoIchromosomeIZfqZ3W3WINeuromusculareDisordersUI2004UIZaUI3YZVc 2.9 16

140 tenotypeVphenotypeIcorrelationsIinINoonanIsyndromeWIJournaleofePediatricsUI2004UIZaaUI3ceVda 3.6 197

139 uumanIlamininIbeta_IdeficiencyIcausesIcongenitalInephrosisIwithImesangialIsclerosisIandIdistinctI
eyeIabnormalitiesWIHumaneMoleculareGeneticsUI2004UIZ3UI_c_bV3_ 5.6 395

138
nIdualIphenotypeIofIperiventricularInodularIheterotopiaIandIfrontometaphysealIdysplasiaIinIoneI
patientIcausedIbyIaIsingleIsyNnImutationIleadingItoItwoIfunctionallyIdifferentIaberrantI
transcriptsWIAmericaneJournaleofeHumaneGeneticsUI2004UIdaUId3ZVd

11 53

137 nllelicIheterogeneityIinItheIp„uZIgeneIexplainsIclinicalIvariabilityIinIpohenIsyndromeWIAmericane
JournaleofeHumaneGeneticsUI2004UIdbUIZ3eVab 11 59

136 zutationsIinImicrocephalinIcauseIaberrantIregulationIofIchromosomeIcondensationWIAmericane
JournaleofeHumaneGeneticsUI2004UIdbUI_cZVc 11 274
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135 nIlocusIonIchromosomeIZbqIforIaIdominantlyIinheritedInemalineImyopathyIwithIcoreVlikeIlesionsWI
BrainUI2003UIZ_cUIZbabVbZ 11.2 40

134
PrimaryIcongenitalIglaucomagIaInovelIsingleVnucleotideIdeletionIandIvaryingIphenotypicIexpressionI
forItheIZUbacVZUbbbdupImutationIinItheItyp3nIQpèPZoZRIgeneIinI_IfamiliesIofIdifferentIethnicI
originWIJournaleofeGlaucomaUI2003UIZ_UI_dV3Y

2.1 25

133 zalIdeIzeledaIQzqzRIcausedIbyImutationsIinItheIgeneIforI”y “PVZIinIpatientsIfromItermanyUI
–urkeyUIPalestineUIandItheI nitedInrabIrmiratesWIHumaneGeneticsUI2003UIZZ_UIbYVc 6.3 53

132
pharcotVzarieV–oothIdiseasegIaInovelI–yrZab”erImutationIinItheImyelinIproteinIzeroIQzPëUIPYRI
geneIcausesIdifferentIphenotypesIinIhomozygousIandIheterozygousIcarriersIwithinIoneIfamilyWI
NeurogeneticsUI2003UIaUIZfZVd

3 12

131 NovelImutationsIinItheIpharcotVzarieV–oothIdiseaseIgenesIPzP__UIzPëUIandItwoZWIHumane
MutationUI2003UI_ZUIZYY 4.7 17

130 nInovelIbq3bW3IsubtelomericIdeletionIsyndromeI2003UIZ_ZnUIZVe 24

129
–umorInecrosisIfactorIreceptorVassociatedIperiodicIsyndromeIcharacterizedIbyIaImutationI
affectingItheIcleavageIsiteIofItheIreceptorgIimplicationsIforIpathogenesisWIArthritiseandeRheumatismUI
2003UIaeUI_3ecVe

31

128 nssociationIscanIofItheInovelIpsoriasisIsusceptibilityIregionIonIchromosomeIZfgIevidenceIforIbothI
susceptibleIandIprotectiveIlociWIExperimentaleDermatologyUI2003UIZ_UIafYVc 4 20

127 ”elfVhealingIcollodionIbabygIaIdynamicIphenotypeIexplainedIbyIaIparticularItransglutaminaseVZI
mutationWIJournaleofeInvestigativeeDermatologyUI2003UIZ_YUI__aVe 4.3 73

126 vnterleukinVZYIpromoterIpolymorphismIvyZYWtIandIfamilialIearlyIonsetIpsoriasisWIBritisheJournaleofe
DermatologyUI2003UIZafUI3eZVb 4 18

125 nInewIquantitativeIPp“ImultiplexIassayIforIrapidIanalysisIofIchromosomeIZdpZZW_VZ_IduplicationsI
andIdeletionsIleadingItoIuz”NXuNPPWIEuropeaneJournaleofeHumaneGeneticsUI2003UIZZUIZdYVe 5.3 55

124 zutationIanalysisIofItheINijmegenIbreakageIsyndromeIgeneIQNo”ZRIinInineteenIpatientsIwithIacuteI
myeloidIleukemiaIwithIcomplexIkaryotypesWILeukemiaeandeLymphomaUI2003UIaaUIZf3ZVa 1.9 10

123 tenomeIscanIforIchildhoodIandIadolescentIobesityIinItermanIfamiliesWIPediatricsUI2003UIZZZUI3_ZVd 7.4 67

122 tenomeVwideIlinkageIrevealsIaIlocusIforIhumanIessentialIQprimaryRIhypertensionIonIchromosomeI
Z_pWIHumaneMoleculareGeneticsUI2003UIZ_UIZ_d3Vd 5.6 41

121
â��zowatVßilsonâ��IsyndromeIwithIandIwithoutIuirschsprungIdiseaseIisIaIdistinctUIrecognizableI
multipleIcongenitalIanomaliesVmentalIretardationIsyndromeIcausedIbyImutationsIinItheIzincIfingerI
homeoIboxIZoIgeneWIAmericaneJournaleofeMedicaleGeneticseParteAUI2002UIZYeUIZddVZeZ

103

120 samilialIinterstitialIbdYIkbpIdeletionIofItheI or3nIgeneIregionIcausingInngelmanIsyndromeIbutI
notIPraderVßilliIsyndromeWIAmericaneJournaleofeMedicaleGeneticseParteAUI2002UIZZZUI_33Vd 43

119 NovelImutationsIinItheIzè„pXtypZnIgeneIinIaIlargeIgroupIofIglaucomaIpatientsWIHumaneMutationUI
2002UI_YUIadfVeY 4.7 22

118 VdcqImutationIinIaIconservedIgqVcrystallinIregionIleadsItoIdominantIcataractsIinImiceWIMammaliane
GenomeUI2002UIZ3UIab_Vb 3.2 21

(2002-2003)
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117 rpidermolyticIpalmoplantarIkeratodermaIofIVˆ¶rnergIreVevaluationIofIVˆ¶rnerPsIoriginalIfamilyIandI
identificationIofIaInovelIkeratinIfImutationWIArchiveseofeDermatologicaleResearchUI2002UI_faUI_ceVd_ 3.3 31

116 nIcomprehensiveIlinkageIanalysisIforImyocardialIinfarctionIandIitsIrelatedIriskIfactorsWINaturee
GeneticsUI2002UI3YUI_ZYVa 36.3 284

115 zutationsIinItheIgeneIencodingItheIlaminIoIreceptorIproduceIanIalteredInuclearImorphologyIinI
granulocytesIQPelgerVuuˆ«tIanomalyRWINatureeGeneticsUI2002UI3ZUIaZYVa 36.3 272

114 PeriodicIcatatoniagIconfirmationIofIlinkageItoIchromosomeIZbIandIfurtherIevidenceIforIgeneticI
heterogeneityWIHumaneGeneticsUI2002UIZZZUI3_3V3Y 6.3 46

113
rxclusionIofItheIneuronalInicotinicIacetylcholineIreceptorIalphadIsubunitIgeneIasIaIcandidateIforI
catatonicIschizophreniaIinIaIlargeIfamilyIsupportingItheIchromosomeIZbqZ3V__IlocusWIMoleculare
PsychiatryUI2002UIdUI__YV3

15.1 23

112
PhysicalIandItranscriptionalImapIofItheIcriticalIregionIforIkeratolyticIwinterIerythemaIQxßrRIonI
chromosomeIep__Vp_3IbetweenIqe”bbYIandIqe”ZdbfWIEuropeaneJournaleofeHumaneGeneticsUI2002UI
ZYUIZdV_b

5.3 13

111 qissectingItheIgeneticIcomponentIofIcomplexIdiseasesIinIhumansWIErnsteScheringeResearche
FoundationeWorkshopUI2002UIZVZb

110 teneticIandIclinicalIheterogeneityIinItransgressiveIpalmoplantarIkeratodermaWIJournaleofe
InvestigativeeDermatologyUI2001UIZZcUIe_bVd 4.3 10

109 pomparativeIassociationIanalysisIrevealsIthatIcorneodesmosinIisImoreIcloselyIassociatedIwithI
psoriasisIthanIuynVpwSYcY_VoSbdYZIinItermanIfamiliesWITissueeAntigensUI2001UIbdUIaaYVc 23

108 nssignmentIofIPty3ItoIchromosomeIZIQq_ZVq_3RIinIaIfamilyIwithIautosomalIdominantI
nonVchromaffinIparagangliomaWIAmericaneJournaleofeMedicaleGeneticseParteAUI2001UIfeUI3_V3c 34

107 sineImappingIandIsingleInucleotideIpolymorphismIassociationIresultsIofIcandidateIgenesIforI
asthmaIandIrelatedIphenotypesWIHumaneMutationUI2001UIZeUI3_dV3c 4.7 51

106 sirstIknownImicrodeletionIwithinItheIßolfVuirschhornIsyndromeIcriticalIregionIrefinesI
genotypeVphenotypeIcorrelationWIAmericaneJournaleofeMedicaleGeneticseParteAUI2001UIffUI33eVa_ 98

105 zutationsIinIpnV3IcauseImechanicalIhyperirritabilityIofIskeletalImuscleIinIripplingImuscleIdiseaseWI
NatureeGeneticsUI2001UI_eUI_ZeVf 36.3 173

104 ”pectrumIofImutationsIandIgenotypeVphenotypeIanalysisIinIpurrarinoIsyndromeWIEuropeaneJournale
ofeHumaneGeneticsUI2001UIfUIbffVcYb 5.3 87

103 yocalisationIofIaIgeneIforIanIautosomalIrecessiveIsyndromeIofImacrocephalyUImultipleIepiphysealI
dysplasiaUIandIdistinctiveIfaciesItoIchromosomeIZbq_cWIJournaleofeMedicaleGeneticsUI2001UI3eUI3cfVd3 5.8 16

102 ntypicalIclinicalIpictureIofItheINijmegenIbreakageIsyndromeIassociatedIwithIdevelopmentalI
abnormalitiesIofItheIbrainWIJournaleofeMedicaleGeneticsUI2001UI3eUIr3 5.8 11

101 –owardsItheIgeneticIbasisIofIperiodicIcatatoniagIpedigreeIsampleIforIgenomeIscanIvIandIvvWI
EuropeaneArchiveseofePsychiatryeandeClinicaleNeuroscienceUI2001UI_bZI”upplIZUIv_bV3Y 5.1 22

100 pharacterizationIofIaImutationIinItheIlensVspecificIzPdYIencodingIgeneIofItheImouseIleadingItoIaI
dominantIcataractWIExperimentaleEyeeResearchUI2001UId3UIecdVdc 3.7 46

Andrˆ' Reis
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99 vdentificationIandIlocalizationIofIaInewIhumanImyotubularinVrelatedIproteinIgeneUImtmreUIonI
ep__Vp_3WIGenomicsUI2001UIdbUIcVe 4.3 10

98 rpigeneticItargetingIinItheImouseIzygoteImarksIqNnIforIlaterImethylationgIaImechanismIforI
maternalIeffectsIinIdevelopmentWIMechanismseofeDevelopmentUI2001UIZY3UI3bVad 1.7 50

97 nIsecondIlocusIforIanIaxonalIformIofIautosomalIrecessiveIpharcotVzarieV–oothIdiseaseImapsItoI
chromosomeIZfqZ3W3WIAmericaneJournaleofeHumaneGeneticsUI2001UIceUI_cfVda 11 60

96
vdentificationUIbyIhomozygosityImappingUIofIaInovelIlocusIforIautosomalIrecessiveIcongenitalI
ichthyosisIonIchromosomeIZdpUIandIevidenceIforIfurtherIgeneticIheterogeneityWIAmericaneJournale
ofeHumaneGeneticsUI2001UIcfUI_ZcV__

11 33

95 ploningIofItheImouseIdysferlinIgeneIandIgenomicIcharacterizationIofItheI”wyVqysfImutationWI
NeuroReportUI2001UIZ_UIc_bVf 1.7 46

94 nInovelImutationIandInovelIfeaturesIinINijmegenIbreakageIsyndromeWIJournaleofeMedicaleGeneticsUI
2001UI3eUIZZ3Vd 5.8 13

93 nIuniqueIformIofIautosomalIdominantIcataractIexplainedIbyIgeneIconversionIbetweenI
betaVcrystallinIo_IandIitsIpseudogeneWIJournaleofeMedicaleGeneticsUI2001UI3eUI3f_Vc 5.8 81

92 rthylnitrosoureaVinducedImutationIinImiceIleadsItoItheIexpressionIofIaInovelIproteinIinItheIeyeIandI
toIdominantIcataractsWIGeneticsUI2001UIZbdUIZ3Z3V_Y 4 10

91 zutationsIinItheINijmegenIoreakageI”yndromeIgeneIQNo”ZRIinIchildhoodIacuteIlymphoblasticI
leukemiaIQnyyRWICancereResearchUI2001UIcZUI3bdYV_ 10.1 74

90 ney_UIaInewImutationIinItheIbetao_VcrystallinVencodingIgeneIofItheImouseWIInvestigativee
OphthalmologyeandeVisualeScienceUI2001UIa_UIZbdaVeY 28

89 uomozygosityImappingIinIaIfamilyIwithImicrocephalyUImentalIretardationUIandIshortIstatureItoIaI
pohenIsyndromeIregionIonIeq_ZW3IVIeq__WZgI“edefiningIaIclinicalIentityI2000UIf_UI_ebV_f_ 21

88 nssignmentIofItheIgeneIforIaInewIhereditaryInailIdisorderUIisolatedIcongenitalInailIdysplasiaUItoI
chromosomeIZdpZ3WIJournaleofeInvestigativeeDermatologyUI2000UIZZbUIccaVd 4.3 14

87 NonVsyndromicIautosomalIdominantIprogressiveInonVspecificImidVfrequencyIsensorineuralIhearingI
impairmentIwithIchildhoodItoIlateIadolescenceIonsetIQqsNn_ZRWIClinicaleOtolaryngologyUI2000UI_bUIabVba 24

86 plinicalIpresentationIandImutationIidentificationIinItheINo”ZIgeneIinIaIboyIwithINijmegenIbreakageI
syndromeWIClinicaleGeneticsUI2000UIbdUI3eaVd 4 9

85 tenomeVwideUIlargeVscaleIproductionIofImutantImiceIbyIrN ImutagenesisWINatureeGeneticsUI2000UI
_bUIaaaVd 36.3 578

84 nImajorIsusceptibilityIlocusIforIatopicIdermatitisImapsItoIchromosomeI3q_ZWINatureeGeneticsUI2000UI
_cUIadYV3 36.3 222

83 samilialIhypomagnesaemiaIwithIhypercalciuriaIandInephrocalcinosisImapsItoIchromosomeI3q_dI
andIisIassociatedIwithImutationsIinItheIPpyNVZIgeneWIEuropeaneJournaleofeHumaneGeneticsUI2000UIeUIaZaV__5.3 77

82 uereditaryIspasticIparaplegiaIcausedIbyImutationsIinItheI”PtaIgeneWIEuropeaneJournaleofeHumane
GeneticsUI2000UIeUIddZVc 5.3 71

(2000-2001)

21



81 plinicalIascertainmentIofINijmegenIbreakageIsyndromeIQNo”RIandIprevalenceIofItheImajorI
mutationUIcbddelbUIinIthreeI”lavIpopulationsWIEuropeaneJournaleofeHumaneGeneticsUI2000UIeUIfYYV_ 5.3 109

80 “enalIpolyamineIexcretionUItubularIaminoIacidIreabsorptionIandImolecularIgeneticsIinIcystinuriaWI
PediatriceNephrologyUI2000UIZaUI3dcVea 3.2 15

79 tenomeIsearchIforIsusceptibilityIlociIofIcommonIidiopathicIgeneralisedIepilepsiesWIHumane
MoleculareGeneticsUI2000UIfUIZacbVd_ 5.6 126

78 ”plittingIschizophreniagIperiodicIcatatoniaVsusceptibilityIlocusIonIchromosomeIZbqZbWIAmericane
JournaleofeHumaneGeneticsUI2000UIcdUIZ_YZVd 11 81

77 vdentificationIofIaInewIgeneIlocusIforIadolescentInephronophthisisUIonIchromosomeI3q__IinIaIlargeI
VenezuelanIpedigreeWIAmericaneJournaleofeHumaneGeneticsUI2000UIccUIZZeV_d 11 93

76 nIgeneIforIanIautosomalIdominantIscleroatrophicIsyndromeIpredisposingItoIskinIcancerIQuuriezI
syndromeRImapsItoIchromosomeIaq_3WIAmericaneJournaleofeHumaneGeneticsUI2000UIccUI3_cV3Y 11 34

75 nIgeneIforIhypotrichosisIsimplexIofItheIscalpImapsItoIchromosomeIcp_ZW3WIAmericaneJournaleofe
HumaneGeneticsUI2000UIccUIZfdfVe3 11 42

74 yocalizationIofIaIgeneIforIsyndactylyItypeIZItoIchromosomeI_q3aVq3cWIAmericaneJournaleofeHumane
GeneticsUI2000UIcdUIaf_Vd 11 41

73 tenomewideIscanIinIgermanIfamiliesIrevealsIevidenceIforIaInovelIpsoriasisVsusceptibilityIlocusIonI
chromosomeIZfpZ3WIAmericaneJournaleofeHumaneGeneticsUI2000UIcdUIZY_YVa 11 112

72 nIruropeanIstudyIonItheIgeneticsIofImiteIsensitizationWIJournaleofeAllergyeandeClinicaleImmunologyUI
2000UIZYcUIf_bV3_ 11.5 43

71 xorrelationIzwischenIPatchedVtenmutationIundIklinischemIoildIbeiIoasalzellnˆ⁄vussyndromI
QtorlinV”yndromRI2000UIbbfVbcZ 1

70 ”plittingI”chizophreniagIPeriodicIpatatoniaâ��”usceptibilityIyocusIonIphromosomeIZbqZbWIAmericane
JournaleofeHumaneGeneticsUI2000UIcdUIZ_YZVZ_Yd 11 172

69
uomozygosityImappingIinIaIfamilyIwithImicrocephalyUImentalIretardationUIandIshortIstatureItoIaI
pohenIsyndromeIregionIonIeq_ZW3Veq__WZgIredefiningIaIclinicalIentityWIAmericaneJournaleofeMedicale
GeneticseParteAUI2000UIf_UI_ebVf_

9

68
PromoterIpolymorphismIatIV_3eIofItheItumorInecrosisIfactorIalphaIgeneIisInotIassociatedIwithI
earlyIonsetIpsoriasisIwhenItestedIbyItheItransmissionIdisequilibriumItestWIJournaleofeInvestigativee
DermatologyUI1999UIZZ_UIbZaVc

4.3 12

67 qysferlinIdeletionIinI”wyImiceIQ”wyVqysfRIdefinesIaInaturalImodelIforIlimbIgirdleImuscularIdystrophyI
_oWINatureeGeneticsUI1999UI_3UIZaZV_ 36.3 169

66 rvaluationIofIaIputativeImajorIsusceptibilityIlocusIforIjuvenileImyoclonicIepilepsyIonIchromosomeI
ZbqZaI1999UIeeUIZe_VZed 13

65 NijmegenIbreakageIsyndromegIconsequencesIofIdefectiveIqNnIdoubleIstrandIbreakIrepairWI
BioEssaysUI1999UI_ZUIcafVbc 4.1 64

64 uereditaryIisolatedIrenalImagnesiumIlossImapsItoIchromosomeIZZq_3WIAmericaneJournaleofeHumane
GeneticsUI1999UIcaUIZeYVe 11 45

Andrˆ' Reis
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63
yimbImammaryIsyndromegIaInewIgeneticIdisorderIwithImammaryIhypoplasiaUIectrodactylyUIandI
otherIuandXsootIanomaliesImapsItoIhumanIchromosomeI3q_dWIAmericaneJournaleofeHumane
GeneticsUI1999UIcaUIb3eVac

11 75

62 –heIsanconiIanemiaIgroupIrIgeneUIsnNprUImapsItoIchromosomeIcpWIAmericaneJournaleofeHumane
GeneticsUI1999UIcaUIZaYYVb 11 43

61 vnvestigationIofIaIfamilyIwithIautosomalIdominantIdilatedIcardiomyopathyIdefinesIaInovelIlocusIonI
chromosomeI_qZaVq__WIAmericaneJournaleofeHumaneGeneticsUI1999UIcbUIZYceVdd 11 56

60 qiaphragmaticIspinalImuscularIatrophyIwithIrespiratoryIdistressIisIheterogeneousUIandIoneIformIvsI
linkedItoIchromosomeIZZqZ3Vq_ZWIAmericaneJournaleofeHumaneGeneticsUI1999UIcbUIZabfVc_ 11 72

59 uomozygosityImappingIinIfamiliesIwithIwoubertIsyndromeIidentifiesIaIlocusIonIchromosomeI
fq3aW3IandIevidenceIforIgeneticIheterogeneityWIAmericaneJournaleofeHumaneGeneticsUI1999UIcbUIZcccVdZ 11 124

58 nIgenomeVwideIsearchIforIlinkageItoIasthmaWItermanInsthmaIteneticsItroupWIGenomicsUI1999UIbeUIZVe 4.3 291

57 rnvoplakinUIaIpossibleIcandidateIgeneIforIfocalINrPPxXesophagealIcancerIQ–„pRgItheIintegrationIofI
geneticIandIphysicalImapsIofItheI–„pIregionIonIZdq_bWIGenomicsUI1999UIbfUI_3aVa_ 4.3 29

56 zutationIinItheIbetan3XnZVcrystallinIencodingIgeneIprybaZIcausesIaIdominantIcataractIinItheI
mouseWIGenomicsUI1999UIc_UIcdVd3 4.3 58

55
yinkageIofIsamilialIruthyroidItoiterItoItheIzultinodularItoiterVZIyocusIandIrxclusionIofItheI
pandidateItenesI–hyroglobulinUI–hyroperoxidaseUIandINaTXvVI”ymporterWIJournaleofeClinicale
EndocrinologyeandeMetabolismUI1999UIeaUI3dbYV3dbc

5.6 38

54 sebrileIseizuresIandIgeneralizedIepilepsyIassociatedIwithIaImutationIinItheINaTVchannelIbetaZI
subunitIgeneI”pNZoWINatureeGeneticsUI1998UIZfUI3ccVdY 36.3 851

53 yocalisationIofIaIsanconiIanaemiaIgeneItoIchromosomeIfpWIEuropeaneJournaleofeHumaneGeneticsUI
1998UIcUIbYZVe 5.3 20

52 nInovelIinIsituImethodIforItheIdetectionIofIdeficientItransglutaminaseIactivityIinItheIskinWIArchivese
ofeDermatologicaleResearchUI1998UI_fYUIc_ZVd 3.3 64

51 teneticIandIimmunohistochemicalIdetectionIofImutationsIinactivatingItheIkeratinocyteI
transglutaminaseIinIpatientsIwithIlamellarIichthyosisWIHumaneGeneticsUI1998UIZY_UI3ZaVe 6.3 25

50 NibrinUIaInovelIqNnIdoubleVstrandIbreakIrepairIproteinUIisImutatedIinINijmegenIbreakageI
syndromeWICellUI1998UIf3UIacdVdc 56.2 880

49 teneIlocalizationIforIanIautosomalIdominantIfamilialIperiodicIfeverItoIZ_pZ3WIAmericaneJournaleofe
HumaneGeneticsUI1998UIc_UIeeaVf 11 71

48 tenotypeXphenotypeIcorrelationIinIautosomalIrecessiveIlamellarIichthyosisWIAmericaneJournaleofe
HumaneGeneticsUI1998UIc_UIZYb_VcZ 11 68

47
”poradicIimprintingIdefectsIinIPraderVßilliIsyndromeIandInngelmanIsyndromegIimplicationsIforI
imprintVswitchImodelsUIgeneticIcounselingUIandIprenatalIdiagnosisWIAmericaneJournaleofeHumane
GeneticsUI1998UIc3UIZdYVeY

11 128

46 –heIgeneIforIhumanIfibronectinIglomerulopathyImapsItoIZq3_UIinItheIregionIofItheIregulationIofI
complementIactivationIgeneIclusterWIAmericaneJournaleofeHumaneGeneticsUI1998UIc3UIZd_aV3Z 11 23

(1998-1999)

23



45 nIgenomeIwideIsearchIforIsusceptibilityIlociIinIthreeIruropeanImalignantIhyperthermiaIpedigreesWI
HumaneMoleculareGeneticsUI1997UIcUIfb3VcZ 5.6 96

44 qifferentImechanismsIandIrecurrenceIrisksIofIimprintingIdefectsIinInngelmanIsyndromeWIAmericane
JournaleofeHumaneGeneticsUI1997UIcZUIeeVf3 11 58

43
yocalizationIofItheIgeneIcausingIkeratolyticIwinterIerythemaItoIchromosomeIep__Vp_3UIandI
evidenceIforIaIfounderIeffectIinI”outhInfricanInfrikaansVspeakersWIAmericaneJournaleofeHumane
GeneticsUI1997UIcZUI3dYVe

11 30

42 –heIgeneIforIautosomalIdominantIcraniometaphysealIdysplasiaImapsItoIchromosomeIbpIandIisI
distinctIfromItheIgrowthIhormoneVreceptorIgeneWIAmericaneJournaleofeHumaneGeneticsUI1997UIcZUIfZeV_311 36

41 PossibleIassociationIofItheIalleleIstatusIofItheIp”WdXuhavIpolymorphismIbPIofItheIps–“IgeneIwithI
postnatalIfemaleIsurvivalWIHumaneGeneticsUI1997UIffUIbcbVd_ 6.3 13

40 yocalisationIofIaIgeneIforIPapillonVyefˆ¤vreIsyndromeItoIchromosomeIZZqZaVq_ZIbyIhomozygosityI
mappingWIHumaneGeneticsUI1997UIZYZUI3dcVe_ 6.3 59

39 yinkageIstudiesIexcludeItheIn–VVIgeneQsRIfromItheItranslocationIbreakpointsIinIanIn–VVIpatientWI
ClinicaleGeneticsUI1997UIbZUI3YfVZ3 4 5

38 –heIgeneIforItheIataxiaVtelangiectasiaIvariantUINijmegenIbreakageIsyndromeUImapsItoIaIZVczI
intervalIonIchromosomeIeq_ZWIAmericaneJournaleofeHumaneGeneticsUI1997UIcYUIcYbVZY 11 72

37 yinkageIofItheIgeneIforItheItripleInIsyndromeItoIchromosomeIZ_qZ3InearItheItypeIvvIkeratinIgeneI
clusterWIHumaneMoleculareGeneticsUI1996UIbUI_YcZVc 5.6 101

36 zicrosatelliteIhaplotypesIofIPolishIcysticIfibrosisIallelesgIdeltaIsbYeIchromosomesIdemonstrateIaI
NorthV”outhIhaplotypeIfrequencyIgradientWIHumaneHeredityUI1996UIacUI3ZYVa 1.1 3

35 nutosomalIdominantIspasticIparaplegiaIwithIanticipationImapsItoIaIaVczIintervalIonIchromosomeI
_p_ZVp_aIinIaIlargeItermanIfamilyWIHumaneGeneticsUI1996UIfeUI3dZVb 6.3 34

34
PhenotypicIdifferencesIinInngelmanIsyndromeIpatientsgIimprintingImutationsIshowIlessIfrequentlyI
microcephalyIandIhypopigmentationIthanIdeletionsWIAmericaneJournaleofeMedicaleGeneticseParteAUI
1996UIccUI__ZVc

25

33 PossibleIautosomalIrecessiveIinheritanceIofIprogressiveIhearingIlossIwithIstapesIfixationWIJournale
ofeMedicaleGeneticsUI1996UI33UIbfdVf 5.8 6

32 ploseImappingIofItheIfocalInonVepidermolyticIpalmoplantarIkeratodermaIQPPxRIlocusIassociatedI
withIoesophagealIcancerIQ–„pRWIHumaneMoleculareGeneticsUI1996UIbUIebdVcY 5.6 37

31 PhenotypicIdifferencesIinInngelmanIsyndromeIpatientsgIvmprintingImutationsIshowIlessIfrequentlyI
microcephalyIandIhypopigmentationIthanIdeletionsI1996UIccUI__Z 1

30 yocalizationIofIaIlocusIforItheIstriatedIformIofIpalmoplantarIkeratodermaItoIchromosomeIZeqInearI
theIdesmosomalIcadherinIgeneIclusterWIHumaneMoleculareGeneticsUI1995UIaUIZYZbV_Y 5.6 59

29 “ecurrentInasalIpolypsIasIaImonosymptomaticIformIofIcysticIfibrosisIassociatedIwithIaInovelI
inVframeIdeletionIQbfZdelZeRIinItheIps–“IgeneWIHumaneMoleculareGeneticsUI1995UIaUIZac3Va 5.6 20

28 sructoseVZUcVbisphosphatasegIgeneticIandIphysicalImappingItoIhumanIchromosomeIfq__W3IandI
evaluationIinInonVinsulinVdependentIdiabetesImellitusWIGenomicsUI1995UI_fUIZedVfa 4.3 11

Andrˆ' Reis
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27 PalmoplantarIkeratodermaIinIassociationIwithIcarcinomaIofItheIesophagusImapsItoIchromosomeI
ZdqIdistalItoItheIkeratinIgeneIclusterWIGenomicsUI1995UI_fUIb3dVaY 4.3 44

26 PancreaticIinsufficiencyIandIpulmonaryIdiseaseIinItermanIandI”lavicIcysticIfibrosisIpatientsIwithI
theI“3adPImutationWIHumaneMutationUI1995UIcUI_ZfV_b 4.7 10

25 –heIataxiaVtelangiectasiaVvariantIgenesIZIandI_IareIdistinctIfromItheIataxiaVtelangiectasiaIgeneIonI
chromosomeIZZq_3WZWIAmericaneJournaleofeHumaneGeneticsUI1995UIbdUIfcYV_ 11 28

24 zutationsIinItheIpyruvateIkinaseIyIgeneIinIpatientsIwithIhereditaryIhemolyticIanemiaWIBloodUI1994UI
e3UI_eZdV_e__ 2.2 47

23 –rinucleotideIrepeatIpolymorphismIatItheIPxy“IlocusWIHumaneMoleculareGeneticsUI1994UI3UIb_3 5.6 24

22 xeratinIfIgeneImutationalIheterogeneityIinIpatientsIwithIepidermolyticIpalmoplantarI
keratodermaWIHumaneGeneticsUI1994UIf3UIcafVba 6.3 50

21 –heIcriticalIregionIforInngelmanIsyndromeIliesIbetweenIqZb”Z__IandIqZb”ZZ3WIAmericaneJournale
ofeMedicaleGeneticseParteAUI1994UIb3UI3fcVe 12

20 xeratinIfIgeneImutationsIinIepidermolyticIpalmoplantarIkeratodermaIQrPPxRWINatureeGeneticsUI
1994UIcUIZdaVf 36.3 230

19 –heIoriginIofItheImajorIcysticIfibrosisImutationIQdeltaIsbYeRIinIruropeanIpopulationsWINaturee
GeneticsUI1994UIdUIZcfVdb 36.3 284

18 nIènpIcontigIspanningItheInevoidIbasalIcellIcarcinomaIsyndromeUIsanconiIanaemiaIgroupIpUIandI
xerodermaIpigmentosumIgroupInIlociIonIchromosomeIfqWIGenomicsUI1994UI_3UI_3Vf 4.3 19

17
nnalysisIofIZ33ImeiosesIplacesItheIgenesIforInevoidIbasalIcellIcarcinomaIQtorlinRIsyndromeIandI
sanconiIanemiaIgroupIpIinIaI_WcVczIintervalIandIcontributesItoItheIfineImapIofIfq__W3WIGenomicsUI
1994UI_3UIaecVf

4.3 31

16 vmprintingImutationsIsuggestedIbyIabnormalIqNnImethylationIpatternsIinIfamilialInngelmanIandI
PraderVßilliIsyndromesWIAmericaneJournaleofeHumaneGeneticsUI1994UIbaUIdaZVd 11 168

15 rnvironmentalItrichlorfonIandIclusterIofIcongenitalIabnormalitiesWILancetseTheUI1993UI3aZUIb3fVa_ 40 81

14 rxclusionIofItheItnonnVreceptorIbetaI3IsubunitIgeneIasItheInngelmanPsIsyndromeIgeneWILancetse
TheUI1993UI3aZUIZ__V3 40 45

13 qinucleotideIrepeatIpolymorphismIatItheIlocusIqZ3”_3ZWIHumaneMoleculareGeneticsUI1993UI_UIZYe_ 5.6

12 –hreeIdinucleotideImicrosatelliteIpolymorphismsIonIhumanIchromosomeIZ3WIHumaneMoleculare
GeneticsUI1993UI_UIed 5.6 5

11 rctopicItranscriptionIofItheIparathyroidIhormoneIgeneIinIlymphocytesUIlymphoblastoidIcellsIandI
tumourItissueWIJournaleofeEndocrinologyUI1992UIZ3bUI_afVbc 4.7 1

10 yocalisationIofIgeneIforItheInaevoidIbasalVcellIcarcinomaIsyndromeWILancetseTheUI1992UI33fUIcZd 40 67

(1992-1995)

25



9 zappingIofIaIgeneIforIepidermolyticIpalmoplantarIkeratodermaItoItheIregionIofItheIacidicIkeratinI
geneIclusterIatIZdqZ_Vq_ZWIHumaneGeneticsUI1992UIfYUIZZ3Vc 6.3 64

8 –heIdirectIearlyIdiagnosisIofIcysticIfibrosisIbyItheIdetectionIofItheIdeltaIsbYeIps–“IgeneImutationI
inIaIprematurelyIdeliveredIboyWIClinicaleGeneticsUI1991UI3fUI_ZfV__ 4 6

7 teneticIinfluencesIinItheIformationIofInasalIpolypsWILancetseTheUI1991UI33dUIfda 40 22

6 tenotypeVphenotypeIcorrelationsIinIcysticIfibrosisIpatientsWIAdvanceseineExperimentaleMedicineeande
BiologyUI1991UI_fYUIfdVZYZhIdiscussionIZY_V3 3.6 5

5 srequencyIofItheIdeltaIsbYeImutationIandIflankingImarkerIhaplotypesIatItheIpsIlocusIfromIZcdI
pzechIfamiliesWIHumaneGeneticsUI1990UIebUIaZdVe 6.3 9

4 qistributionIpatternsIofItheIdeltaIsbYeImutationIinItheIps–“IgeneIofIpsVlinkedImarkerIhaplotypesI
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