
Fowzan S Alkuraya

ListgofgPublicationsgbygYearging
DescendinggOrder

Source:ghttps:wwexalyvcomwauthorupdfw9y7zz69wfowzanusualkurayaupublicationsubyuyearvpdf

Version:gzxz4ux4uz7g

ThisgdocumentghasgbeenggeneratedgbasedgongthegpublicationsgandgcitationsgrecordedgbygexalyvcomvgForg

theglatestgversiongofgthisgpublicationglisttgvisitgtheglinkggivengabovev

ThegthirdgcolumngisgthegimpactgfactorgoIFpgofgthegjournaltgandgthegfourthgcolumngisgthegnumbergofg

citationsgofgthegarticlev

460
papers

14,022
citations

61
h-index

92
g-index

516
ext. papers

17,417
ext. citations

7.1
avg, IF

6.55
L-index



j Paper IF Citations

460 üecurrentJspontaneousJoocyteJactivationJcausesJfemaleJinfertilityXXJJournalfoffAssistedfReproductionf
andfGeneticsVJ2022VJ3fVJcdb 3.4 2

459 βheJteneJpurationJpoalitiongJnJglobalJeffortJtoJharmonizeJgeneWdiseaseJevidenceJresourcesXXJ
GeneticsfinfMedicineVJ2022VJ 8.1 4

458 zitochondrialJLdysmorphologyLJinJvariantJclassificationXJHumanfGeneticsVJ2021VJ[ 6.3

457 vnsightJintoJnyxoueWrelatedJintellectualJdevelopmentalJdisabilityJbasedJonJtheJfirstJpathogenicJ
missenseJvariantXJHumanfGeneticsVJ2021VJ[ 6.3 2

456 tenomicJmedicineJinJtheJziddleJrastXJGenomefMedicineVJ2021VJ[3VJ[ea 14.4 4

455 nSβyJisJmutatedJinJfemaleJinfertilityXJHumanfGeneticsVJ2021VJ[ 6.3 0

454 yethalJvariantsJinJhumansgJlessonsJlearnedJfromJaJlargeJmolecularJautopsyJcohortXJGenomefMedicine
VJ2021VJ[3VJ[c[ 14.4 3

453 ponfirmingJtheJinvolvementJofJèvrZO]JinJtheJetiologyJofJzardenWWalkerJsyndromeXJAmericanf
JournalfoffMedicalfGeneticstfPartfAVJ2021VJ[ebVJfabWfae 2.5 1

452 βwoJfurtherJcasesJofJpolyhydramniosVJmegalencephalyVJandJsymptomaticJepilepsyJsyndromeVJ
causedJbyJaJtruncatingJvariantJinJSβünqnXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2021VJ[ebVJcZaWcZd2.5 2

451 SurveyJofJdisordersJofJsexJdevelopmentJinJaJlargeJcohortJofJpatientsJwithJdiverseJzendelianJ
phenotypesXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2021VJ[ebVJ]defW]eZZ 2.5 3

450 rxpandingJtheJgenotypicJandJphenotypicJspectrumJinJaJdiverseJcohortJofJ[ZaJindividualsJwithJ
WiedemannWSteinerJsyndromeXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2021VJ[ebVJ[cafW[ccb 2.5 0

449
surtherJdelineationJofJvanJdenJrndeWtuptaJsyndromegJteneticJheterogeneityJandJoverlapJwithJ
congenitalJheartJdefectsJandJskeletalJmalformationsJsyndromeXJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2021VJ[ebVJ][3cW][af

2.5 0

448 zYu[JisJaJcandidateJgeneJforJrecurrentJrhabdomyolysisJinJhumansXJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2021VJ[ebVJ][3[W][3b 2.5 1

447 zutationsJinJphospholipaseJpJetaW[JRSJareJassociatedJwithJholoprosencephalyXJJournalfoffMedicalf
GeneticsVJ2021VJ 5.8 1

446 pombiningJexomeYgenomeJsequencingJwithJdataJrepositoryJanalysisJrevealsJnovelJgeneWdiseaseJ
associationsJforJaJwideJrangeJofJgeneticJdisordersXJGeneticsfinfMedicineVJ2021VJ]3VJ[bb[W[bce 8.1 6

445 plinicalVJneuroimagingVJandJmolecularJspectrumJofJβrpèü]WassociatedJhereditaryJsensoryJandJ
autonomicJneuropathyJwithJintellectualJdisabilityXJHumanfMutationVJ2021VJa]VJdc]Wddc 4.7 5

444 oiallelicJandJmonoallelicJvariantsJinJèyX n[JareJimplicatedJinJaJnovelJneurodevelopmentalJdisorderJ
withJvariableJcerebralJandJeyeJanomaliesXJGeneticsfinfMedicineVJ2021VJ]3VJ[d[bW[d]b 8.1 6
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443 teneticJtestingJresultsJofJchildrenJsuspectedJtoJhaveJSticklerJsyndromeJtypeJcollagenopathyJafterJ
ocularJexaminationXJMolecularfGeneticsfmamp;fGenomicfMedicineVJ2021VJfVJe[c]e 2.3 0

442 èathogenicJSβX3JvariantsJaffectingJtheJretinalJandJintestinalJtranscriptsJcauseJanJearlyWonsetJ
severeJretinalJdystrophyJinJmicrovillusJinclusionJdiseaseJsubjectsXJHumanfGeneticsVJ2021VJ[aZVJ[[a3W[[bc6.3 0

441 oiallelicJvariantsJinJuèqyJcauseJpureJandJcomplicatedJhereditaryJspasticJparaplegiaXJBrainVJ2021VJ
[aaVJ[a]]W[a3a 11.2 7

440 zutationsJinJuvq[JpauseJSyndromicJvnfantileJrncephalopathyJandJuypopituitarismXJAnnalsfoff
NeurologyVJ2021VJfZVJ[a3W[be 9.4 1

439 SnüSWpoVW]WüelatedJncuteJüespiratoryJqistressJSyndromeJκncoversJaJèatientJwithJSevereJ
pombinedJvmmunodeficiencyJqiseaseXJJournalfoffClinicalfImmunologyVJ2021VJa[VJ[bZdW[b[Z 5.7 1

438 qevelopmentalJponsequencesJofJqefectiveJnβtdWzediatedJnutophagyJinJuumansXJNewfEnglandf
JournalfoffMedicineVJ2021VJ3eaVJ]aZcW]a[d 59.2 16

437 uoarseJvoiceJinJchildrenJasJtheJpresentingJfeatureJofJrpz[WrelatedJlipoidJproteinosisXJAmericanf
JournalfoffMedicalfGeneticstfPartfAVJ2021VJ[ebVJ3f]aW3f]b 2.5 0

436 oiWallelicJlossWofWfunctionJvariantsJinJopnS3JcauseJaJsyndromicJneurodevelopmentalJdisorderXJ
AmericanfJournalfoffHumanfGeneticsVJ2021VJ[ZeVJ[ZcfW[Ze] 11 4

435 uaploinsufficiencyJofJnüstrs[JisJassociatedJwithJdevelopmentalJdelayVJintellectualJdisabilityVJandJ
epilepsyJwithJvariableJexpressivityXJGeneticsfinfMedicineVJ2021VJ]3VJ[fZ[W[f[[ 8.1 1

434 oiWallelicJprematureJtruncatingJvariantsJinJyβoè[JcauseJcutisJlaxaJsyndromeXJAmericanfJournalfoff
HumanfGeneticsVJ2021VJ[ZeVJ[ZfbW[[[a 11 1

433 oiallelicJvariantsJinJxnüS[JareJassociatedJwithJneurodevelopmentalJdisordersJandJhearingJlossJ
recapitulatedJbyJtheJknockoutJzebrafishXJGeneticsfinfMedicineVJ2021VJ]3VJ[f33W[fa3 8.1 2

432 Z scceJdeficiencyJcausesJaJrecognizableJdisorderJofJq nJdamageJrepairXJHumanfGeneticsVJ2021VJ
[aZVJ[3fbW[aZ[ 6.3

431 purqqnJsyndromeJisJanJunderrecognizedJneurodevelopmentalJdisorderJwithJaJhighlyJrestrictedJ
nβ [JmutationJspectrumXJClinicalfGeneticsVJ2021VJ[ZZVJaceWadd 4 2

430 èyX n]JasJaJcandidateJgeneJinJpatientsJwithJintellectualJdisabilityXJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2021VJ[ebVJ3ebfW3ecb 2.5 2

429  ewJparadigmsJofJκSèb3JdiseasegJnormalJttβJcholestasisVJoüvpVJcholangiopathyVJandJ
responsivenessJtoJrifampicinXJJournalfoffHumanfGeneticsVJ2021VJccVJ[b[W[bf 4.3 12

428 vndigenousJnrabsJhaveJanJintermediateJfrequencyJofJaJ eanderthalWderivedJpOVvqW[fJriskJ
haplotypeJcomparedJwithJotherJworldJpopulationsXJClinicalfGeneticsVJ2021VJffVJaeaWaeb 4 1

427 surtherJdelineationJofJzYO[eoWrelatedJautosomalJrecessiveJxlippelWseilJsyndromeJwithJmyopathyJ
andJfacialJdysmorphismXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2021VJ[ebVJ3dZW3dc 2.5 1

426  euroimagingJmanifestationsJandJgeneticJheterogeneityJofJWalkerWWarburgJsyndromeJinJSaudiJ
patientsXJBrainfandfDevelopmentVJ2021VJa3VJ3eZW3ee 2.2 2
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425 nJdeJnovoJnβX ]yJvariantJinJaJchildJwithJdevelopmentalJdelayJandJmacrocephalyXJAmericanfJournalf
offMedicalfGeneticstfPartfAVJ2021VJ[ebVJfafWfb[ 2.5 2

424 tenerationJofJzonogenicJpandidateJtenesJforJuumanJ ephroticJSyndromeJκsingJ3JvndependentJ
npproachesXJKidneyfInternationalfReportsVJ2021VJcVJacZWad[ 4.1 2

423 èopulationJstructureJofJindigenousJinhabitantsJofJnrabiaXJPLoSfGeneticsVJ2021VJ[dVJe[ZZf][Z 6 5

422 nJdyadicJapproachJtoJtheJdelineationJofJdiagnosticJentitiesJinJclinicalJgenomicsXJAmericanfJournalfoff
HumanfGeneticsVJ2021VJ[ZeVJeW[b 11 19

421 oiallelicJκoranJlossWofWfunctionJvariantsJcauseJintellectualJdisabilityJandJglobalJdevelopmentalJ
delayXJGeneticsfinfMedicineVJ2021VJ]3VJcc[Wcce 8.1 1

420 SuccessfulJhematopoieticJstemJcellJtransplantationJinJaJaW[ooJdeficientJpatientJwithJroVWinducedJ
lymphoproliferationXJClinicalfImmunologyVJ2021VJ]]]VJ[Zec3f 9 2

419 oiallelicJvariantsJinJSyp3en3JencodingJaJglutamineJtransporterJcauseJepilepticJencephalopathyXJ
BrainVJ2021VJ 11.2 2

418 Spκor3JlossWofWfunctionJcausesJaJrecognizableJrecessiveJdevelopmentalJdisorderJdueJtoJdefectiveJ
boneJmorphogeneticJproteinJsignalingXJAmericanfJournalfoffHumanfGeneticsVJ2021VJ[ZeVJ[[bW[33 11 8

417 surtherJdelineationJofJSztfWrelatedJheartJandJbrainJmalformationJsyndromeXJAmericanfJournalfoff
MedicalfGeneticstfPartfAVJ2021VJ[ebVJ[c]aW[c3Z 2.5 3

416 VariantsJinJimpairJySzJcomplexesJassemblyVJneurodevelopmentJinJzebrafishJandJmayJbeJassociatedJ
withJanJultraWrareJneurologicalJdiseaseXXJHumanfGeneticsfandfGenomicsfAdvancesVJ2021VJ]VJ[ZZZ3a 0.8 1

415
zissenseJ nn]ZJvariantsJimpairingJtheJ atoJproteinJ WterminalJacetyltransferaseJcauseJautosomalJ
recessiveJdevelopmentalJdelayVJintellectualJdisabilityVJandJmicrocephalyXJGeneticsfinfMedicineVJ2021VJ
]3VJ]][3W]][e

8.1 1

414 üesidualJriskJforJadditionalJrecessiveJdiseasesJinJconsanguineousJcouplesXJGeneticsfinfMedicineVJ
2021VJ]3VJ]aaeW]aba 8.1 2

413 vmplicationsJofJmosaicismJinJvariantJinterpretationgJnJcaseJofJaJdeJnovoJhomozygousJ s[JvariantXJ
EuropeanfJournalfoffMedicalfGeneticsVJ2021VJcaVJ[Za]3c 2.6

412 zutationsJinJβèd3JcauseJimpairedJmucociliaryJclearanceJandJlissencephalyXJAmericanfJournalfoff
HumanfGeneticsVJ2021VJ[ZeVJ[3[eW[3]f 11 4

411 rxpandingJtheJxvsanWassociatedJphenotypeXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2021VJ
[ebVJ3d]eW3d3f 2.5 0

410
rxpandingJtheJphenotypeJofJnSXy3WrelatedJsyndromegJnJcomprehensiveJdescriptionJofJabJ
unpublishedJindividualsJwithJinheritedJandJdeJnovoJpathogenicJvariantsJinJnSXy3XJAmericanfJournalf
offMedicalfGeneticstfPartfAVJ2021VJ[ebVJ3aacW3abe

2.5 3

409
èrogressiveJsymmetricalJerythrokeratodermaJmanifestingJasJharlequinWlikeJichthyosisJwithJsevereJ
thrombocytopeniaJsecondaryJtoJaJhomozygousJ3WketodihydrosphingosineJreductaseJmutationXJ
JAADfCasefReportsVJ2021VJ[aVJbbWbe

1.4 0

408 zolecularJautopsyJbyJproxyJinJpreconceptionJcounselingXJClinicalfGeneticsVJ2021VJ[ZZVJcdeWcf[ 4 2
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407 βheJrecurrentJmissenseJmutationJpXRnrg3cdβrpSJinJYnüS[JcausesJaJdistinctJneurodevelopmentalJ
phenotypeXJJournalfoffMolecularfMedicineVJ2021VJffVJ[dbbW[dce 5.5 0

406 üesponseJtoJuamoshJet´ alXJAmericanfJournalfoffHumanfGeneticsVJ2021VJ[ZeVJ[eZfW[e[Z 11

405 èynpxJsyndromeJisJpotentiallyJtreatableJwithJintralipidsXJClinicalfGeneticsVJ2021VJffVJbd]Wbdc 4

404  pxnè[JqisruptiveJVariantsJyeadJtoJaJ eurodevelopmentalJqisorderJwithJporeJseaturesJofJnutismXJ
AmericanfJournalfoffHumanfGeneticsVJ2020VJ[ZdVJfc3Wfdc 11 4

403 nbsenceJofJtè[3ZJcytokineJreceptorJsignalingJcausesJextendedJStˆ…veWWiedemannJsyndromeXJ
JournalfoffExperimentalfMedicineVJ2020VJ][dVJ 16.6 27

402 βheJnaturalJhistoryJofJinfantileJneuroaxonalJdystrophyXJOrphanetfJournalfoffRarefDiseasesVJ2020VJ[bVJ[Zf 4.2 5

401 nnJexomeWfirstJapproachJtoJaidJinJtheJdiagnosisJofJprimaryJciliaryJdyskinesiaXJHumanfGeneticsVJ2020VJ
[3fVJ[]d3W[]e3 6.3 9

400 qnyüq3JencodesJaJproteinJmutatedJinJepilepticJencephalopathyJthatJtargetsJarginineJtü nsJforJ
3WmethylcytosineJmodificationXJNaturefCommunicationsVJ2020VJ[[VJ]b[Z 17.4 15

399 βheJstudyJofJyynchJsyndromeJinJaJspecialJpopulationJrevealsJaJstrongJfounderJeffectJandJanJunusualJ
mutationalJmechanismJinJfamilialJadenomatousJpolyposisXJGutVJ2020VJcfVJ]ZaeW]Zaf 19.2 0

398 oiallelicJzsSq]nJvariantsJassociatedJwithJcongenitalJmicrocephalyVJdevelopmentalJdelayVJandJ
recognizableJneuroimagingJfeaturesXJEuropeanfJournalfoffHumanfGeneticsVJ2020VJ]eVJ[bZfW[b[f 5.3 11

397 ponfirmingJβop[q3]WrelatedJciliopathyJinJhumansXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ
2020VJ[e]VJ[febW[fed 2.5 5

396 rxpandingJtheJclinicalJandJphenotypicJheterogeneityJassociatedJwithJbiallelicJvariantsJinJnpO]XJ
AnnalsfoffClinicalfandfTranslationalfNeurologyVJ2020VJdVJ[Z[3W[Z]e 5.3 3

395 nJpaseJwithJèurineJ ucleosideJèhosphorylaseJqeficiencyJSufferingJfromJyateWOnsetJSystemicJyupusJ
rrythematosusJandJyymphomaXJJournalfoffClinicalfImmunologyVJ2020VJaZVJe33We3f 5.7 5

394 nnalysisJofJtranscriptWdeleteriousJvariantsJinJzendelianJdisordersgJimplicationsJforJü nWbasedJ
diagnosticsXJGenomefBiologyVJ2020VJ][VJ[ab 18.3 18

393 nJgenomicsJapproachJtoJfemalesJwithJinfertilityJandJrecurrentJpregnancyJlossXJHumanfGeneticsVJ
2020VJ[3fVJcZbWc[3 6.3 33

392 èhenotypicJexpansionJofJOβκqcoWrelatedJsyndromeXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ
2020VJ[e]VJ[b3ZW[b3[ 2.5 5

391 zultipleJsamilyJzembersJWithJqelayedJpordJSepartionJandJpombinedJvmmunodeficiencyJWithJ
 ovelJzutationJinXJFrontiersfinfPediatricsVJ2020VJeVJf 3.4 4

390 p èJdeficiencyJcausesJsevereJhypomyelinatingJleukodystrophyJinJhumansXJHumanfGeneticsVJ2020VJ
[3fVJc[bWc]] 6.3 5

(2020-2021)
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389 teneticJheterogeneityJandJevolutionaryJhistoryJofJhighWgradeJovarianJcarcinomaJandJmatchedJ
distantJmetastasesXJBritishfJournalfoffCancerVJ2020VJ[]]VJ[][fW[]3Z 8.7 17

388 surtherJdelineationJofJzrββy]3WassociatedJintellectualJdisabilityXJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2020VJ[e]VJdebWdf[ 2.5 2

387 βheJmorbidJgenomeJofJciliopathiesgJanJupdateXJGeneticsfinfMedicineVJ2020VJ]]VJ[Zb[W[ZcZ 8.1 30

386 èhenomeWbasedJapproachJidentifiesJüvp[WlinkedJzendelianJsyndromeJthroughJzebrafishJmodelsVJ
biobankJassociationsJandJclinicalJstudiesXJNaturefMedicineVJ2020VJ]cVJfeW[Zf 50.5 16

385 üecessiveJmutationsJinJSpYy]JcauseJaJnovelJsyndromicJformJofJarthrogryposisJinJhumansXJHumanf
GeneticsVJ2020VJ[3fVJb[3Wb[f 6.3 2

384 nJhumanJciliopathyJrevealsJessentialJfunctionsJforJ rx[ZJinJairwayJmucociliaryJclearanceXJNaturef
MedicineVJ2020VJ]cVJ]aaW]b[ 50.5 22

383 qysfunctionJofJtheJciliaryJnüzpfYβOtnünz[JproteinJmoduleJcausesJwoubertJsyndromeXJJournalfoff
ClinicalfInvestigationVJ2020VJ[3ZVJaa]3Waa3f 15.9 19

382 nJqiagnosticJnpproachJforJ eurogeneticJqisordersJinJtheJtenomeJrraJ2020VJ3[fW3]c

381 rxploitingJtheJnutozygomeJtoJSupportJèreviouslyJèublishedJzendelianJteneWqiseaseJnssociationsgJ
nnJκpdateXJFrontiersfinfGeneticsVJ2020VJ[[VJbeZaea 4.5 4

380
oiWallelicJVariantsJinJünytnèn[JpauseJèrofoundJ eurodevelopmentalJqisabilityVJzuscularJ
uypotoniaVJvnfantileJSpasmsVJandJseedingJnbnormalitiesXJAmericanfJournalfoffHumanfGeneticsVJ2020VJ
[ZcVJ]acW]bb

11 6

379 yossWofWfunctionJmutationsJinJκqèWtlucoseJcWqehydrogenaseJcauseJrecessiveJdevelopmentalJ
epilepticJencephalopathyXJNaturefCommunicationsVJ2020VJ[[VJbfb 17.4 18

378 WholeWrxomeJSequencingJofJzatchedJèrimaryJandJzetastaticJèapillaryJβhyroidJpancerXJThyroidVJ
2020VJ3ZVJa]Wbc 6.2 18

377 ühegmatogenousJüetinalJqetachmentJinJ onsyndromicJuighJzyopiaJnssociatedJwithJüecessiveJ
zutationsJinJyüènè[XJOphthalmologyfRetinaVJ2020VJaVJddWe3 3.8 3

376 nJdeJnovoJmutationJinJszü[JinJaJpatientJwithJintellectualJdisabilityXJEuropeanfJournalfoffMedicalf
GeneticsVJ2020VJc3VJ[Z3dc3 2.6 3

375 nnJintellectualJdisabilityWassociatedJmissenseJvariantJinJβüzβ[JimpairsJtü nJmodificationJandJ
reconstitutionJofJenzymaticJactivityXJHumanfMutationVJ2020VJa[VJcZZWcZd 4.7 11

374 nJnovelJtruncatingJvariantJinJringJfingerJproteinJ[[3nJRü s[[3nSJconfirmsJtheJassociationJofJthisJ
geneJwithJXWlinkedJtrichothiodystrophyXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2020VJ[e]VJb[3Wb]Z2.5 3

373 èhenotypicJdelineationJofJtheJretinalJarterialJmacroaneurysmsJwithJsupravalvularJpulmonicJ
stenosisJsyndromeXJClinicalfGeneticsVJ2020VJfdVJaadWabc 4 4

372 ponfirmingJtheJrecessiveJinheritanceJofJèrüèWrelatedJerythrokeratodermaXJClinicalfGeneticsVJ2020VJ
fdVJcc[Wccb 4 1
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371 vnternationalJperspectivesJonJtheJimplementationJofJreproductiveJcarrierJscreeningXJPrenatalf
DiagnosisVJ2020VJaZVJ3Z[W3[Z 3.2 29

370 surtherJdelineationJofJuvqrnJsyndromeXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2020VJ[e]VJ]fffW3ZZc2.5 1

369 plonalJrvolutionJandJβimingJofJzetastaticJpolorectalJpancerXJCancersVJ2020VJ[]VJ 6.6 3

368 üecessiveVJqeleteriousJVariantsJinJSzteJrxpandJtheJüoleJofJ onsenseWzediatedJqecayJinJ
qevelopmentalJqisordersJinJuumansXJAmericanfJournalfoffHumanfGeneticsVJ2020VJ[ZdVJ[[deW[[eb 11 10

367 plinicalVJmolecularVJandJbiochemicalJdelineationJofJasparagineJsynthetaseJdeficiencyJinJSaudiJ
cohortXJGeneticsfinfMedicineVJ2020VJ]]VJ]Zd[W]ZeZ 8.1 0

366 rarlyWinfantileJonsetJepilepsyJandJdevelopmentalJdelayJcausedJbyJbiWallelicJtnq[JvariantsXJBrainVJ
2020VJ[a3VJ]3eeW]3fd 11.2 10

365 nJgenomicsJapproachJtoJmaleJinfertilityXJGeneticsfinfMedicineVJ2020VJ]]VJ[fcdW[fdb 8.1 16

364 Yvs[oJmutationsJcauseJaJpostWnatalJneurodevelopmentalJsyndromeJassociatedJwithJtolgiJandJ
primaryJciliumJalterationsXJBrainVJ2020VJ[a3VJ]f[[W]f]e 11.2 6

363 VitaminJo[]JdeficiencyJsecondaryJtoJcobalaminJsJdeficiencyJsimulatingJdyskeratosisJcongenitaXJ
JAADfCasefReportsVJ2020VJcVJee]Weeb 1.4 0

362 oiallelicJvariantsJinJtheJsmallJopticJlobeJcalpainJpnè [bJareJassociatedJwithJcongenitalJeyeJ
anomaliesVJdeafnessJandJotherJneurodevelopmentalJdeficitsXJHumanfMolecularfGeneticsVJ2020VJ]fVJ3ZbaW3Zc35.6 8

361 oifidJnoseJasJtheJsoleJmanifestationJofJo nüJsyndromeVJaJsürz[WrelatedJconditionXJClinicalf
GeneticsVJ2020VJfeVJb[bWb[c 4 0

360 nJdeJnovoJβoX3JmutationJpresentingJasJdorsalizationJofJtheJlittleJfingersgJnJformeJfrusteJ
phenotypeJofJulnarWmammaryJsyndromeXJEuropeanfJournalfoffMedicalfGeneticsVJ2020VJc3VJ[Z3c[b 2.6 3

359 nJdeJnovoJsplicingJvariantJsupportsJtheJcandidacyJofJβyy[JinJnSqJpathogenesisXJEuropeanfJournalfoff
HumanfGeneticsVJ2020VJ]eVJb]bWb]e 5.3 2

358 oiallelicJzutationsJinJβetratricopeptideJüepeatJqomainJ]cJRvntraflagellarJβransportJbcSJpauseJ
SevereJoiliaryJpiliopathyJinJuumansXJHepatologyVJ2020VJd[VJ]ZcdW]Zdf 11.2 13

357 nJfamilialJèypoaJmutationJcausingJauriculocondylarJsyndromeJ]JwithJvariableJseverityXJEuropeanf
JournalfoffMedicalfGeneticsVJ2020VJc3VJ[Z3f[d 2.6 5

356 tenerationJofJièSpJlinesJRxnκSβiZ[[WnVJxnκSβiZ[[WoSJfromJaJSaudiJpatientJwithJepilepticJ
encephalopathyJcarryingJhomozygousJmutationJinJtheJtyè[üJgeneXJStemfCellfResearchVJ2020VJbZVJ[Z][ae1.6

355 üedefiningJtheJrtiologicJyandscapeJofJperebellarJzalformationsXJAmericanfJournalfoffHumanf
GeneticsVJ2019VJ[ZbVJcZcWc[b 11 40

354 yossJofJSzèqaJpausesJaJqevelopmentalJqisorderJpharacterizedJbyJzicrocephalyJandJpongenitalJ
nrthrogryposisXJAmericanfJournalfoffHumanfGeneticsVJ2019VJ[ZbVJcefWdZb 11 22

(2019-2020)
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353 zqu[JdeficiencyJisJaJmetabolicJdisorderJofJtheJmalateWaspartateJshuttleJassociatedJwithJearlyJ
onsetJsevereJencephalopathyXJHumanfGeneticsVJ2019VJ[3eVJ[]adW[]bd 6.3 15

352 oiallelicJmutationsJinJneurofascinJcauseJneurodevelopmentalJimpairmentJandJperipheralJ
demyelinationXJBrainVJ2019VJ[a]VJ]faeW]fca 11.2 13

351 èerinatalJdistressJinJ[p3cJdeletionJsyndromeJcanJmimicJhypoxicJischemicJencephalopathyXJAmericanf
JournalfoffMedicalfGeneticstfPartfAVJ2019VJ[dfVJ[ba3W[bac 2.5 3

350
uomozygousJlossWofWfunctionJvariantsJofJβnSè[VJaJgeneJencodingJanJactivatorJofJtheJhistoneJ
methyltransferasesJxzβ]nJandJxzβ]qVJcauseJaJsyndromeJofJdevelopmentalJdelayVJhappyJ
demeanorVJdistinctiveJfacialJfeaturesVJandJcongenitalJanomaliesXJHumanfMutationVJ2019VJaZVJ[febW[ff]

4.7 6

349 rnablingJtlobalJplinicalJpollaborationsJonJvdentifiableJèatientJqatagJβheJzinervaJvnitiativeXJFrontiersf
infGeneticsVJ2019VJ[ZVJc[[ 4.5 7

348 èhenotypicJandJbiochemicalJanalysisJofJanJinternationalJcohortJofJindividualsJwithJvariantsJinJ
 nn[ZJandJ nn[bXJHumanfMolecularfGeneticsVJ2019VJ]eVJ]fZZW]f[f 5.6 23

347 èqXxJmutationsJcauseJpolyneuropathyJresponsiveJtoJpyridoxalJbQWphosphateJsupplementationXJ
AnnalsfoffNeurologyVJ2019VJecVJ]]bW]aZ 9.4 18

346 yessonsJyearnedJfromJyargeWScaleVJsirstWβierJplinicalJrxomeJSequencingJinJaJuighlyJponsanguineousJ
èopulationXJAmericanfJournalfoffHumanfGeneticsVJ2019VJ[ZaVJ[[e]W[]Z[ 11 95

345 üecessiveJβruncatingJzutationsJinJnyxoueJpauseJvntellectualJqisabilityJandJSevereJvmpairmentJofJ
WobbleJκridineJzodificationXJAmericanfJournalfoffHumanfGeneticsVJ2019VJ[ZaVJ[]Z]W[]Zf 11 18

344 βheJlandscapeJofJearlyJinfantileJepilepticJencephalopathyJinJaJconsanguineousJpopulationXJSeizure:f
thefJournalfoffthefBritishfEpilepsyfAssociationVJ2019VJcfVJ[baW[d] 3.2 17

343 oiWallelicJzutationsJinJsnz[afo[JpauseJnbnormalJèrimaryJpiliumJandJaJüangeJofJpiliopathyJ
èhenotypesJinJuumansXJAmericanfJournalfoffHumanfGeneticsVJ2019VJ[ZaVJd3[Wd3d 11 6

342 oiallelicJnovelJmissenseJuunβJvariantJcausesJsyndromicJmicrocephalyJandJcerebellarWvermisJ
hypoplasiaXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2019VJ[dfVJ[Zb3W[Zbd 2.5 8

341 plinicalJexomeJsequencingJinJbZfJziddleJrasternJfamiliesJwithJsuspectedJzendelianJdiseasesgJβheJ
öatariJexperienceXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2019VJ[dfVJf]dWf3b 2.5 14

340 vmmunodeficiencyJandJroVWinducedJlymphoproliferationJcausedJbyJaW[ooJdeficiencyXJJournalfoff
AllergyfandfClinicalfImmunologyVJ2019VJ[aaVJbdaWbe3Xeb 11.5 41

339 qeJnovoJtruncatingJvariantsJinJWuSp[JrecapitulateJtheJWolfWuirschhornJRap[cX3JmicrodeletionSJ
syndromeJphenotypeXJGeneticsfinfMedicineVJ2019VJ][VJ[ebW[ee 8.1 15

338 oiallelicJvariantsJinJpβκ]JcauseJqürnzWèyJsyndromeJandJimpairJthiolationJofJtü nJwobbleJκ3aXJ
HumanfMutationVJ2019VJaZVJ][ZeW][]Z 4.7 12

337 sormationJofJtü nJWobbleJvnosineJinJuumansJvsJqisruptedJbyJaJzillenniaWOldJzutationJpausingJ
vntellectualJqisabilityXJMolecularfandfCellularfBiologyVJ2019VJ3fVJ 4.8 15

336 zutationsJinJèvtoJpauseJanJvnheritedJtèvJoiosynthesisJqefectJwithJanJnxonalJ europathyJandJ
zetabolicJnbnormalityJinJSevereJpasesXJAmericanfJournalfoffHumanfGeneticsVJ2019VJ[ZbVJ3eaW3fa 11 29

FowzanuSuAlkuraya
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335 uomozygousJyossWofWsunctionJzutationsJinJnè[o[VJrncodingJoetaW[JSubunitJofJndaptorWüelatedJ
èroteinJpomplexJ[VJpauseJzrq vxWlikeJSyndromeXJAmericanfJournalfoffHumanfGeneticsVJ2019VJ[ZbVJ[Z[cW[Z]]11 15

334 rvolutionJandJvmpactJofJSubclonalJzutationsJinJèapillaryJβhyroidJpancerXJAmericanfJournalfoff
HumanfGeneticsVJ2019VJ[ZbVJfbfWfd3 11 11

333 qeJ ovoJVariantsJqisruptingJtheJuXJüepeatJzotifJofJnβ [JpauseJaJüecognizableJ onWèrogressiveJ
 eurocognitiveJSyndromeXJAmericanfJournalfoffHumanfGeneticsVJ2019VJ[ZaVJba]Wbb] 11 11

332 èκSdJmutationsJimpairJpseudouridylationJinJhumansJandJcauseJintellectualJdisabilityJandJ
microcephalyXJHumanfGeneticsVJ2019VJ[3eVJ]3[W]3f 6.3 25

331  κè][aJdeficiencyJcausesJsevereJencephalopathyJandJmicrocephalyJinJhumansXJHumanfGeneticsVJ
2019VJ[3eVJ]][W]]f 6.3 9

330 èatternsJofJneurologicalJmanifestationsJinJWoodhouseWSakatiJSyndromeXJParkinsonismfandfRelatedf
DisordersVJ2019VJcfVJffW[Z3 3.6 6

329
yossJofJOxidationJüesistanceJ[VJOXü[VJvsJnssociatedJwithJanJnutosomalWüecessiveJ eurologicalJ
qiseaseJwithJperebellarJntrophyJandJyysosomalJqysfunctionXJAmericanfJournalfoffHumanfGeneticsVJ
2019VJ[ZbVJ[]3dW[]b3

11 17

328 tenomicJandJphenotypicJdelineationJofJcongenitalJmicrocephalyXJGeneticsfinfMedicineVJ2019VJ][VJbabWbb]8.1 55

327 βheJmanyJfacesJofJperoxisomalJdisordersgJyessonsJfromJaJlargeJnrabJcohortXJClinicalfGeneticsVJ2019VJ
fbVJ3[ZW3[f 4 8

326
penaniWyenzJsyndromeJandJotherJrelatedJsyndactylyJdisordersJdueJtoJvariantsJinJyüèaVJ
türz[Ysz [VJandJnèpgJvnsightJintoJtheJpathogenesisJandJtheJrelationshipJtoJpolyposisJthroughJ
theJW βJandJozèJantagonisticJpathwaysXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2019VJ[dfVJ]ccW]df

2.5 14

325 vmmunologicJreconstitutionJfollowingJhematopoieticJstemJcellJtransplantationJdespiteJlymphJnodeJ
paucityJinJ sW˛”oWinducingJkinaseJdeficiencyXJJournalfoffAllergyfandfClinicalfImmunologyVJ2019VJ[a3VJ[]aZW[]a3Xea11.5 5

324 rüOSYpYop[JmutationsgJqecreasedJ nqèuJoxidaseJfunctionJandJchronicJgranulomatousJdiseaseXJ
JournalfoffAllergyfandfClinicalfImmunologyVJ2019VJ[a3VJde]WdebXe[ 11.5 38

323 nJnovelJvSyü]WlinkedJautosomalJrecessiveJsyndromeJofJcongenitalJhydrocephalusVJarthrogryposisJ
andJabdominalJdistensionXJHumanfGeneticsVJ2019VJ[3eVJ[ZbW[Zd 6.3 1

322 nutozygomeJandJhighJthroughputJconfirmationJofJdiseaseJgenesJcandidacyXJGeneticsfinfMedicineVJ
2019VJ][VJd3cWda] 8.1 51

321 vdentificationJofJnovelJlociJforJpediatricJcholestaticJliverJdiseaseJdefinedJbyJxvs[]VJèèz[sVJκSèb3VJ
ySüVJandJWqüe3OSJpathogenicJvariantsXJGeneticsfinfMedicineVJ2019VJ][VJ[[caW[[d] 8.1 41

320 pongenitalJglaucomaJandJpYè[o[gJanJoldJstoryJrevisitedXJHumanfGeneticsVJ2019VJ[3eVJ[Za3W[Zaf 6.3 21

319 isJrecurrentlyJmutatedJinJziddleJrasternJcolorectalJcancerXJGutVJ2018VJcdVJcc3Wcd[ 19.2 9

318 rxpandingJtheJphenomeJandJvariomeJofJskeletalJdysplasiaXJGeneticsfinfMedicineVJ2018VJ]ZVJ[cZfW[c[c 8.1 20

(2018-2019)
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317 teneticJinvestigationJofJf3JfamiliesJwithJmicrophthalmiaJorJposteriorJmicrophthalmosXJClinicalf
GeneticsVJ2018VJf3VJ[][ZW[]]] 4 25

316 surtherJdelineationJofJβemtamyJsyndromeJofJcorpusJcallosumJandJocularJabnormalitiesXJAmericanf
JournalfoffMedicalfGeneticstfPartfAVJ2018VJ[dcVJd[bWd][ 2.5 3

315 èhenotypicJcharacterizationJofJxpβq3WrelatedJdevelopmentalJepilepticJencephalopathyXJClinicalf
GeneticsVJ2018VJf3VJ[Ze[W[Zec 4 5

314 vdentificationJofJaJnovelJlethalJformJofJautosomalJrecessiveJichthyosisJcausedJbyJκqèWglucoseJ
ceramideJglucosyltransferaseJdeficiencyXJClinicalfGeneticsVJ2018VJf3VJ[]b]W[]b3 4 8

313 nJmendelianJformJofJneuralJtubeJdefectJcausedJbyJaJdeJnovoJnullJvariantJinJSznüpp[JinJanJidenticalJ
twinXJAnnalsfoffNeurologyVJ2018VJe3VJa33Wa3c 9.4 4

312 βheJalternativelyJsplicedJexonJofJpOybn[JisJmutatedJinJautosomalJrecessiveJclassicalJrhlersWqanlosJ
syndromeXJClinicalfGeneticsVJ2018VJf3VJf3cWf3d 4 3

311 rxpandingJtheJphenotypeJofJSyp]bna]WassociatedJmitochondrialJencephalomyopathyXJClinicalf
GeneticsVJ2018VJf3VJ[ZfdW[[Z] 4 20

310 xvnn[[ZfJVariantsJnreJnssociatedJwithJaJSevereJqisorderJofJorainJqevelopmentJandJ
nrthrogryposisXJAmericanfJournalfoffHumanfGeneticsVJ2018VJ[Z]VJ[[cW[3] 11 32

309 rlsahyWWatersJsyndromeJisJcausedJbyJbiallelicJmutationsJinJpqu[[XJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2018VJ[dcVJaddWae] 2.5 9

308
oiWallelicJnlterationsJinJnroè[JyeadJtoJqefectiveJpollagenJnssemblyJandJponnectiveJβissueJ
StructureJüesultingJinJaJVariantJofJrhlersWqanlosJSyndromeXJAmericanfJournalfoffHumanfGeneticsVJ
2018VJ[Z]VJcfcWdZb

11 65

307 tWnSJsignalsJrevisitedJusingJhumanJknockoutsXJGeneticsfinfMedicineVJ2018VJ]ZVJcaWce 8.1 5

306 WqüaboWrelatedJintellectualJdisabilityVJspasticJquadriplegiaVJepilepsyVJandJcerebralJhypoplasiagJnJ
consistentJneurodevelopmentalJsyndromeXJClinicalfGeneticsVJ2018VJf3VJ3cZW3ca 4 23

305 rxaggeratedJfollicularJhelperJβWcellJresponsesJinJpatientsJwithJyüonJdeficiencyJcausedJbyJfailureJofJ
pβynaWmediatedJregulationXJJournalfoffAllergyfandfClinicalfImmunologyVJ2018VJ[a[VJ[ZbZW[ZbfXe[Z 11.5 58

304 zolecularJautopsyJinJmaternalWfetalJmedicineXJGeneticsfinfMedicineVJ2018VJ]ZVJa]ZWa]d 8.1 57

303 èhenotypicJandJzolecularJSpectrumJofJnicardiWtoutiˆ¤resJSyndromegJnJStudyJofJ]aJèatientsXJ
PediatricfNeurologyVJ2018VJdeVJ3bWaZ 2.9 28

302 zutationsJinJknownJdiseaseJgenesJaccountJforJtheJmajorityJofJautosomalJrecessiveJretinalJ
dystrophiesXJClinicalfGeneticsVJ2018VJfaVJbbaWbc3 4 7

301 samilialJnonWsyndromicJmacularJpseudocolobomaJsecondaryJtoJhomozygousJpyq [fJmutationXJ
OphthalmicfGeneticsVJ2018VJ3fVJbddWbe3 1.2 6

300 zutationsJinJβOè3nJpauseJaJoloomJSyndromeWlikeJqisorderXJAmericanfJournalfoffHumanfGeneticsVJ
2018VJ[Z3VJ]][W]3[ 11 35

FowzanuSuAlkuraya
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299 VariantsJinJrXOSpfJqisruptJtheJü nJrxosomeJandJüesultJinJperebellarJntrophyJwithJSpinalJzotorJ
 euronopathyXJAmericanfJournalfoffHumanfGeneticsVJ2018VJ[Z]VJebeWed3 11 37

298 oiallelicJκsz[JandJκsp[JmutationsJexpandJtheJessentialJroleJofJufmylationJinJbrainJdevelopmentXJ
BrainVJ2018VJ[a[VJ[f3aW[fab 11.2 34

297 surtherJdelineationJofJzalanJsyndromeXJHumanfMutationVJ2018VJ3fVJ[]]cW[]3d 4.7 24

296 qeletionJofJqqo[WJandJpκyaWJassociatedJfactorW[dJRqcaf[dSJgeneJcausesJspermatogenesisJdefectsJ
andJmaleJinfertilityJinJmiceXJScientificfReportsVJ2018VJeVJf]Z] 4.9 10

295 zutationsJinJmultipleJcomponentsJofJtheJnuclearJporeJcomplexJcauseJnephroticJsyndromeXJJournalf
offClinicalfInvestigationVJ2018VJ[]eVJa3[3Wa3]e 15.9 49

294 oiWallelicJβzrzfaJβruncatingJVariantsJnreJnssociatedJwithJ eurodevelopmentalJqelayVJpongenitalJ
ueartJqefectsVJandJqistinctJsacialJqysmorphismXJAmericanfJournalfoffHumanfGeneticsVJ2018VJ[Z3VJfaeWfcd11 8

293 nüy3JzutationsJpauseJwoubertJSyndromeJbyJqisruptingJpiliaryJèroteinJpompositionXJAmericanf
JournalfoffHumanfGeneticsVJ2018VJ[Z3VJc[]Wc]Z 11 41

292 WarsawJbreakageJsyndromegJsurtherJclinicalJandJgeneticJdelineationXJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2018VJ[dcVJ]aZaW]a[e 2.5 13

291 ponfirmingJtheJrecessiveJinheritanceJofJSp [oJmutationsJinJdevelopmentalJepilepticJ
encephalopathyXJClinicalfGeneticsVJ2017VJf]VJ3]dW33[ 4 22

290 tyv3WrelatedJpolydactylygJaJreviewXJClinicalfGeneticsVJ2017VJf]VJabdWacc 4 35

289 üesponseJtoJYehiaJet´ alXJAmericanfJournalfoffHumanfGeneticsVJ2017VJ[ZZVJbcaWbcb 11

288 zutationsJinJqO SO JdisruptJreplicationJforkJstabilityJandJcauseJmicrocephalicJdwarfismXJNaturef
GeneticsVJ2017VJafVJb3dWbaf 36.3 52

287
èynnJzutationsJpauseJaJyethalJvnfantileJrpilepticJrncephalopathyJbyJqisruptingJ
κbiquitinWzediatedJrndolysosomalJqegradationJofJSynapticJèroteinsXJAmericanfJournalfoffHumanf
GeneticsVJ2017VJ[ZZVJdZcWd]a

11 22

286 vnternationalJpooperationJtoJrnableJtheJqiagnosisJofJnllJüareJteneticJqiseasesXJAmericanfJournalfoff
HumanfGeneticsVJ2017VJ[ZZVJcfbWdZb 11 200

285 tZs[JzutationsJrxpandJtheJteneticJueterogeneityJofJyarsenJSyndromeXJAmericanfJournalfoff
HumanfGeneticsVJ2017VJ[ZZVJe3[We3c 11 9

284 zutationsJinJnüzpfVJwhichJrncodesJaJoasalJoodyJèroteinVJpauseJwoubertJSyndromeJinJuumansJandJ
piliopathyJèhenotypesJinJZebrafishXJAmericanfJournalfoffHumanfGeneticsVJ2017VJ[Z[VJ]3W3c 11 52

283 βheJgeneticJlandscapeJofJfamilialJcongenitalJhydrocephalusXJAnnalsfoffNeurologyVJ2017VJe[VJefZWefd 9.4 80

282 zutationsJinJ xXcW]JpauseJèrogressiveJSpasticJntaxiaJandJuypomyelinationXJAmericanfJournalfoff
HumanfGeneticsVJ2017VJ[ZZVJfcfWfdd 11 25

(2017-2018)
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281 βheJlandscapeJofJgeneticJdiseasesJinJSaudiJnrabiaJbasedJonJtheJfirstJ[ZZZJdiagnosticJpanelsJandJ
exomesXJHumanfGeneticsVJ2017VJ[3cVJf][Wf3f 6.3 132

280 nJnovelJmutationJinJSyp]bnacJcausesJopticJatrophyJandJprogressiveJlimbJspasticityVJwithJnoJ
cerebellarJatrophyJorJaxonalJneuropathyXJClinicalfGeneticsVJ2017VJf]VJ]3ZW]3[ 4 11

279 nutozygosityJrevealsJrecessiveJmutationsJandJnovelJmechanismsJinJdominantJgenesgJimplicationsJinJ
variantJinterpretationXJGeneticsfinfMedicineVJ2017VJ[fVJ[[aaW[[bZ 8.1 51

278 teneticJprofilingJofJchildrenJwithJadvancedJcholestaticJliverJdiseaseXJClinicalfGeneticsVJ2017VJf]VJb]Wc[ 4 23

277 qeficiencyJofJaJüetinalJqystrophyJèroteinVJncylWponJoindingJqomainWcontainingJbJRnpoqbSVJvmpairsJ
èeroxisomalJ˛†WOxidationJofJVeryWlongWchainJsattyJncidsXJJournalfoffBiologicalfChemistryVJ2017VJ]f]VJcf[WdZb5.4 51

276 rxpandingJtheJspectrumJofJgermlineJvariantsJinJcancerXJHumanfGeneticsVJ2017VJ[3cVJ[a3[W[aaa 6.3 14

275 zutationsJofJèβè ]3JinJdevelopmentalJandJepilepticJencephalopathyXJHumanfGeneticsVJ2017VJ[3cVJ[abbW[ac[6.3 8

274 semaleJvnfertilityJpausedJbyJzutationsJinJtheJOocyteWSpecificJβranslationalJüepressorJènβy]XJ
AmericanfJournalfoffHumanfGeneticsVJ2017VJ[Z[VJcZ3WcZe 11 34

273 üeplyJtoJLanJextremelyJsevereJphenotypeJdueJtoJWqüe[JnonsenseJmutationsLXJAnnalsfoffNeurology
VJ2017VJe]VJcb[ 9.4 1

272 nJnullJmutationJinJzvpκ]JcausesJabnormalJmitochondrialJcalciumJhomeostasisJandJaJsevereJ
neurodevelopmentalJdisorderXJBrainVJ2017VJ[aZVJ]eZcW]e[3 11.2 25

271 nJnovelJmechanismJforJvariableJphenotypicJexpressivityJinJzendelianJdiseasesJuncoveredJbyJanJ
nκWrichJelementJRnürSWcreatingJmutationXJGenomefBiologyVJ2017VJ[eVJ[aa 18.3 15

270 zutationsJofJxvs[aJcauseJprimaryJmicrocephalyJbyJimpairingJcytokinesisXJAnnalsfoffNeurologyVJ2017VJ
e]VJbc]Wbdd 9.4 48

269 zolecularJandJclinicalJspectraJofJsoXyaJdeficiencyXJHumanfMutationVJ2017VJ3eVJ[cafW[cbf 4.7 29

268 rxpandingJtheJgeneticJheterogeneityJofJintellectualJdisabilityXJHumanfGeneticsVJ2017VJ[3cVJ[a[fW[a]f 6.3 74

267 pomputationalJèredictionJofJèositionJrffectsJofJnpparentlyJoalancedJuumanJphromosomalJ
üearrangementsXJAmericanfJournalfoffHumanfGeneticsVJ2017VJ[Z[VJ]ZcW][d 11 38

266 rxpandingJtheJallelicJdisordersJlinkedJtoJβpβ [JtoJincludeJVaradiJsyndromeJROrofaciodigitalJ
syndromeJtypeJVvSXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2017VJ[d3VJ]a3fW]aa[ 2.5 2

265 vmprovedJqiagnosisJandJpareJforJüareJqiseasesJthroughJvmplementationJofJèrecisionJèublicJuealthJ
srameworkXJAdvancesfinfExperimentalfMedicinefandfBiologyVJ2017VJ[Z3[VJbbWfa 3.6 13

264 xqs[VJencodingJkeratinocyteJdifferentiationJfactorJ[VJisJmutatedJinJaJmultigenerationalJfamilyJwithJ
ectodermalJdysplasiaXJHumanfGeneticsVJ2017VJ[3cVJffW[Zb 6.3 12

FowzanuSuAlkuraya
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263 βheJgenomicJlandscapeJofJbalancedJcytogeneticJabnormalitiesJassociatedJwithJhumanJcongenitalJ
anomaliesXJNaturefGeneticsVJ2017VJafVJ3cWab 36.3 172

262 nJlethalJneonatalJphenotypeJofJmitochondrialJshortWchainJenoylWponJhydrataseW[JdeficiencyXJClinicalf
GeneticsVJ2017VJf[VJc]fWc33 4 19

261 nnJautosomalJrecessiveJq nSr[y3WrelatedJautoimmuneJdiseaseJwithJunusualJclinicalJpresentationJ
mimickingJsystemicJlupusJerythematosusXJLupusVJ2017VJ]cVJdceWdd] 2.6 24

260 vncreasingJtheJsensitivityJofJclinicalJexomeJsequencingJthroughJimprovedJfiltrationJstrategyXJ
GeneticsfinfMedicineVJ2017VJ[fVJbf3Wbfe 8.1 41

259 βheJhumanJknockoutJphenotypeJofJènqvcJisJfemaleJsterilityJcausedJbyJcleavageJfailureJofJtheirJ
fertilizedJeggsXJClinicalfGeneticsVJ2017VJf[VJ3aaW3ab 4 23

258 plinicalJgenomicsJexpandsJtheJmorbidJgenomeJofJintellectualJdisabilityJandJoffersJaJhighJdiagnosticJ
yieldXJMolecularfPsychiatryVJ2017VJ]]VJc[bWc]a 15.1 123

257  ovelJphenotypesJandJlociJidentifiedJthroughJclinicalJgenomicsJapproachesJtoJpediatricJcataractXJ
HumanfGeneticsVJ2017VJ[3cVJ]ZbW]]b 6.3 51

256 zutationsJinJuYny]VJrncodingJuyaluronidaseJ]VJpauseJaJSyndromeJofJOrofacialJpleftingJandJporJ
βriatriatumJSinisterJinJuumansJandJziceXJPLoSfGeneticsVJ2017VJ[3VJe[ZZcadZ 6 9

255 pongenitalJdisordersJofJglycosylationgJβheJSaudiJexperienceXJAmericanfJournalfoffMedicalfGeneticstf
PartfAVJ2017VJ[d3VJ]c[aW]c][ 2.5 23

254 rxpandingJtheJclinicalVJallelicVJandJlocusJheterogeneityJofJretinalJdystrophiesXJGeneticsfinfMedicineVJ
2016VJ[eVJbbaWc] 8.1 73

253 surtherJqelineationJofJtheJnytfWpqtJèhenotypeXJJIMDfReportsVJ2016VJ]dVJ[ZdW[] 1.9 14

252 nJlethalJphenotypeJassociatedJwithJtissueJplasminogenJdeficiencyJinJhumansXJHumanfGeneticsVJ2016
VJ[3bVJ[]ZfW[[ 6.3 2

251
βheJsyndromeJdysmorphicJfaciesVJrenalJagenesisVJambiguousJgenitaliaVJmicrocephalyVJpolydactylyJ
andJlissencephalyJRqürnzWèySgJüeportJofJtwoJadditionalJpatientsXJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2016VJ[dZVJ3]]]W3]]c

2.5 12

250 wointJlaxityJinJhomozygotesJforJsevereJèOκ[s[JmutationsXJAmericanfJournalfoffMedicalfGeneticstf
PartfAVJ2016VJ[dZVJ33bcW33be 2.5 2

249 uomozygousJxp zn[JmutationJasJaJcauseJofJcerebellarJatrophyVJdevelopmentalJdelayJandJ
seizuresXJHumanfGeneticsVJ2016VJ[3bVJ[]fbW[]fe 6.3 41

248 pharacterizationJofJtreaterJziddleJrasternJgeneticJvariationJforJenhancedJdiseaseJgeneJdiscoveryXJ
NaturefGeneticsVJ2016VJaeVJ[Zd[Wc 36.3 192

247 uumanJknockoutsJofJèyn]tanJphenocopyJ SnvqWinducedJgastrointestinalJandJrenalJtoxicityXJGutVJ
2016VJcbVJ[bdbWd 19.2 5

246 vmpairedJtelomereJmaintenanceJinJnlazamiJsyndromeJpatientsJwithJynüèdJdeficiencyXJBMCf
GenomicsVJ2016VJ[dVJdaf 4.5 25

(2016-2017)
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245 prisponiYpvSS[JsyndromegJnJcaseJseriesXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2016VJ[dZnVJ[]3cWa[2.5 4

244 èhenotypeJvariabilityJofJinfantileWonsetJmultisystemJneurologicVJendocrineVJandJpancreaticJdiseaseJ
vz rèqXJOrphanetfJournalfoffRarefDiseasesVJ2016VJ[[VJb] 4.2 10

243  euronalJdeficiencyJofJnüV[JcausesJanJautosomalJrecessiveJepilepticJencephalopathyXJHumanf
MolecularfGeneticsVJ2016VJ]bVJ3Za]W3Zba 5.6 20

242 qistalJacroosteolysisVJpoikilodermaJandJjointJstiffnessgJaJnovelJlaminopathylXJEuropeanfJournalfoff
HumanfGeneticsVJ2016VJ]aVJ[]]ZW] 5.3 4

241 ncceleratingJmatchmakingJofJnovelJdysmorphologyJsyndromesJthroughJclinicalJandJgenomicJ
characterizationJofJaJlargeJcohortXJGeneticsfinfMedicineVJ2016VJ[eVJcecWfb 8.1 35

240
zutationsJinJSztfVJrncodingJanJrssentialJpomponentJofJ onsenseWzediatedJqecayJzachineryVJ
pauseJaJzultipleJpongenitalJnnomalyJSyndromeJinJuumansJandJziceXJAmericanfJournalfoffHumanf
GeneticsVJ2016VJfeVJca3Wb]

11 39

239 plinicalJpharacterizationJofJyüènè[WüelatedJèediatricJuighJzyopiaXJOphthalmologyVJ2016VJ[]3VJa3aWa3b 7.3 9

238 βreatmentJofJretinitisJpigmentosaJdueJtoJzrüβxJmutationsJbyJocularJsubretinalJinjectionJofJ
adenoWassociatedJvirusJgeneJvectorgJresultsJofJaJphaseJvJtrialXJHumanfGeneticsVJ2016VJ[3bVJ3]dWa3 6.3 156

237 rxomeWbasedJcaseWcontrolJassociationJstudyJusingJextremeJphenotypeJdesignJrevealsJnovelJ
candidatesJwithJprotectiveJeffectJinJdiabeticJretinopathyXJHumanfGeneticsVJ2016VJ[3bVJ[f3W]ZZ 6.3 31

236 tOytn]VJencodingJaJmasterJregulatorJofJgolgiJapparatusVJisJmutatedJinJaJpatientJwithJaJ
neuromuscularJdisorderXJHumanfGeneticsVJ2016VJ[3bVJ]abW]b[ 6.3 23

235
zutationsJinJκ peZVJrncodingJèartJofJtheJκ pdfWκ peZW nyp JphannelJpomplexVJpauseJ
nutosomalWüecessiveJSevereJvnfantileJrncephalopathyXJAmericanfJournalfoffHumanfGeneticsVJ2016VJ
feVJ][ZWb

11 29

234 zutationJofJtheJmitochondrialJcarrierJSyp]bna]JcausesJaJnovelJformJofJmitochondrialJmyopathyJinJ
humansXJHumanfGeneticsVJ2016VJ[3bVJ][W3Z 6.3 26

233
nutosomalWüecessiveJzutationsJinJtheJtü nJSplicingJrndonucleaseJSubunitJβSr [bJpauseJ
èontocerebellarJuypoplasiaJandJèrogressiveJzicrocephalyXJAmericanfJournalfoffHumanfGeneticsVJ
2016VJffVJ]]eW3b

11 26

232 tonadalJmosaicismJforJnpβn[JgeneJmasqueradingJasJautosomalJrecessiveJnemalineJmyopathyXJ
AmericanfJournalfoffMedicalfGeneticstfPartfAVJ2016VJ[dZVJ]][fW][ 2.5 4

231 nqnβ3WrelatedJintellectualJdisabilitygJsurtherJdelineationJofJtheJphenotypeXJAmericanfJournalfoff
MedicalfGeneticstfPartfAVJ2016VJ[dZnVJ[[a]Wd 2.5 23

230 pongenitalJhereditaryJendothelialJdystrophyVJnotJglaucomaVJinJaJchildJwithJirisJcolobomasXJJournalf
offAAPOSVJ2016VJ]ZVJ3dZW] 1.3 1

229 rpilepticJencephalopathyJwithJcontinuousJspikeWandWwaveJduringJsleepJmapsJtoJaJhomozygousJ
truncatingJmutationJinJnzènJreceptorJcomponentJsüüS[yXJClinicalfGeneticsVJ2016VJfZVJ]e]W3 4 13

228 ponfirmingJtheJcandidacyJofJβuOpcJinJtheJetiologyJofJintellectualJdisabilityXJAmericanfJournalfoff
MedicalfGeneticstfPartfAVJ2016VJ[dZnVJ[3cdWf 2.5 9

FowzanuSuAlkuraya
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227  ovelJcopyJnumberJvariantsJandJmajorJlimbJreductionJmalformationgJüeportJofJthreeJcasesXJ
AmericanfJournalfoffMedicalfGeneticstfPartfAVJ2016VJ[dZnVJ[]abWbZ 2.5 7

226
VariableJbrainJphenotypeJprimarilyJaffectsJtheJbrainstemJandJcerebellumJinJpatientsJwithJ
osteogenesisJimperfectaJcausedJbyJrecessiveJW β[JmutationsXJJournalfoffMedicalfGeneticsVJ2016VJ
b3VJa]dW3Z

5.8 30

225 pharacterizingJtheJmorbidJgenomeJofJciliopathiesXJGenomefBiologyVJ2016VJ[dVJ]a] 18.3 89

224 üevisitingJtheJmorbidJgenomeJofJzendelianJdisordersXJGenomefBiologyVJ2016VJ[dVJ]3b 18.3 33

223 pomplementationJofJhypersensitivityJtoJq nJinterstrandJcrosslinkingJagentsJdemonstratesJthatJ
Xüpp]JisJaJsanconiJanaemiaJgeneXJJournalfoffMedicalfGeneticsVJ2016VJb3VJcd]WceZ 5.8 58

222 uyperekplexiaVJmicrocephalyJandJsimplifiedJgyralJpatternJcausedJbyJnovelJnS SJmutationsVJcaseJ
reportXJBMCfNeurologyVJ2016VJ[cVJ[Zb 3.1 21

221
t obJmutationJcausesJaJnovelJneuropsychiatricJdisorderJfeaturingJattentionJdeficitJhyperactivityJ
disorderVJseverelyJimpairedJlanguageJdevelopmentJandJnormalJcognitionXJGenomefBiologyVJ2016VJ
[dVJ[fb

18.3 25

220 rxpandingJtheJclinicalJandJgeneticJheterogeneityJofJhereditaryJdisordersJofJconnectiveJtissueXJ
HumanfGeneticsVJ2016VJ[3bVJb]bWbaZ 6.3 61

219 OnJtheJphenotypicJspectrumJofJserineJbiosynthesisJdefectsXJJournalfoffInheritedfMetabolicfDiseaseVJ
2016VJ3fVJ3d3W3e[ 5.4 30

218 tenomicJèrofilingJofJβhyroidJpancerJüevealsJaJüoleJforJβhyroglobulinJinJzetastasisXJAmericanf
JournalfoffHumanfGeneticsVJ2016VJfeVJ[[dZW[[eZ 11 37

217 qiscoveryJofJmutationsJforJzendelianJdisordersXJHumanfGeneticsVJ2016VJ[3bVJc[bW]3 6.3 44

216 nJhomozygousJtruncatingJmutationJinJèκS3JexpandsJtheJroleJofJtü nJmodificationJinJnormalJ
cognitionXJHumanfGeneticsVJ2016VJ[3bVJdZdW[3 6.3 78

215 nJnullJmutationJinJβ vxJdefinesJaJnovelJlocusJforJintellectualJdisabilityXJHumanfGeneticsVJ2016VJ[3bVJdd3We6.3 14

214 plinicalJgenomicsJcanJfacilitateJcountrywideJestimationJofJautosomalJrecessiveJdiseaseJburdenXJ
GeneticsfinfMedicineVJ2016VJ[eVJ[]aaW[]af 8.1 52

213 pellWvntrinsicJndaptationJnrisingJfromJphronicJnblationJofJaJxeyJühoJtβèaseJüegulatorXJ
DevelopmentalfCellVJ2016VJ3fVJ]eWa3 10.2 29

212 κnravellingJbWoxoprolinuriaJRpyroglutamicJaciduriaSJdueJtoJbiWallelicJOèynuJmutationsgJ]ZJnewJ
mutationsJinJ[aJfamiliesXJMolecularfGeneticsfandfMetabolismVJ2016VJ[[fVJaaWf 3.7 6

211 zutationJinJSypcnfJencodingJaJglycineJtransporterJcausesJaJnovelJformJofJnonWketoticJ
hyperglycinemiaJinJhumansXJHumanfGeneticsVJ2016VJ[3bVJ[]c3W[]ce 6.3 23

210 zutationsJinJpvβVJencodingJcitronJrhoWinteractingJserineYthreonineJkinaseVJcauseJsevereJprimaryJ
microcephalyJinJhumansXJHumanfGeneticsVJ2016VJ[3bVJ[[f[Wd 6.3 26

(2016-2016)
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209 n xS3JisJmutatedJinJaJfamilyJwithJautosomalJrecessiveJlateralityJdefectXJHumanfGeneticsVJ2016VJ[3bVJ[]33W[]3f6.3 14

208 yOXy3VJencodingJlysylJoxidaseWlikeJ3VJisJmutatedJinJaJfamilyJwithJautosomalJrecessiveJSticklerJ
syndromeXJHumanfGeneticsVJ2015VJ[3aVJab[W3 6.3 50

207 orittleJcorneaJsyndromeJZ sacfJmutationJcarrierJphenotypeJandJsegregationJanalysisJofJrareJ
Z sacfJvariantsJinJfamilialJkeratoconusXJInvestigativefOphthalmologyfandfVisualfScienceVJ2015VJbcVJbdeWec 28

206 èellagraWlikeJconditionJisJxerodermaJpigmentosumYpockayneJsyndromeJcomplexJandJniacinJconfersJ
clinicalJbenefitXJClinicalfGeneticsVJ2015VJedVJbcWc[ 4 10

205 nJnovelJnèpJmutationJdefinesJaJsecondJlocusJforJpenaniWyenzJsyndromeXJJournalfoffMedicalfGenetics
VJ2015VJb]VJ3[dW][ 5.8 19

204 uighJdiagnosticJyieldJofJclinicalJexomeJsequencingJinJziddleJrasternJpatientsJwithJzendelianJ
disordersXJHumanfGeneticsVJ2015VJ[3aVJfcdWeZ 6.3 127

203 yensJsubluxationJandJretinalJdysfunctionJinJaJgirlJwithJhomozygousJVSX]JmutationXJOphthalmicf
GeneticsVJ2015VJ3cVJeW[3 1.2 11

202 üevisitingJdiseaseJgenesJbasedJonJwholeWexomeJsequencingJinJconsanguineousJpopulationsXJHumanf
GeneticsVJ2015VJ[3aVJ[Z]fW3a 6.3 10

201 nnJsiü nWbasedJfunctionalJgenomicsJscreenJforJthe´ identificationJofJregulatorsJofJciliogenesisJandJ
ciliopathy´ genesXJNaturefCellfBiologyVJ2015VJ[dVJ[ZdaW[Zed 23.4 140

200 nüycvècVJaJsusceptibilityJlocusJforJischemicJstrokeVJisJmutatedJinJaJpatientJwithJsyndromicJputisJ
zarmorataJβelangiectaticaJpongenitaXJHumanfGeneticsVJ2015VJ[3aVJe[bW]] 6.3 11

199 èositionalJmappingJofJèüxq[VJ üè[JandJèüqz[JasJnovelJcandidateJdiseaseJgenesJinJtruncusJ
arteriosusXJJournalfoffMedicalfGeneticsVJ2015VJb]VJ3]]Wf 5.8 23

198 üeportJofJaJcaseJofJüaineJsyndromeJandJliteratureJreviewXJAmericanfJournalfoffMedicalfGeneticstf
PartfAVJ2015VJ[cdnVJ]3faWe 2.5 16

197 nJnovelJsyndromeJofJxlippelWseilJanomalyVJmyopathyVJandJcharacteristicJfaciesJisJlinkedJtoJaJnullJ
mutationJinJzYO[eoXJJournalfoffMedicalfGeneticsVJ2015VJb]VJaZZWa 5.8 54

196 èrimordialJdwarfismgJanJupdateXJCurrentfOpinionfinfEndocrinologytfDiabetesfandfObesityVJ2015VJ]]VJbbWca 4 20

195 βheJclinicalJutilityJofJmolecularJkaryotypingJforJneurocognitiveJphenotypesJinJaJconsanguineousJ
populationXJGeneticsfinfMedicineVJ2015VJ[dVJd[fW]b 8.1 16

194 vdentificationJofJaJüecognizableJèrogressiveJSkeletalJqysplasiaJpausedJbyJüSèüY[JzutationsXJ
AmericanfJournalfoffHumanfGeneticsVJ2015VJfdVJcZeW[b 11 12

193 βJRbrachyurySJisJlinkedJtoJaJzendelianJformJofJneuralJtubeJdefectsJinJhumansXJHumanfGeneticsVJ2015
VJ[3aVJ[[3fWa[ 6.3 9

192 vntrafamilialJclinicalJheterogeneityJofJpSèè[WrelatedJciliopathyXJAmericanfJournalfoffMedicalf
GeneticstfPartfAVJ2015VJ[cdnVJ]adeWeZ 2.5 8

FowzanuSuAlkuraya
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191 vdentificationJofJaJnovelJzxSJlocusJdefinedJbyJβzrz[ZdJmutationXJHumanfMolecularfGeneticsVJ2015
VJ]aVJb][[We 5.6 29

190 üββ JzutationsJpauseJèrimaryJzicrocephalyJandJèrimordialJqwarfismJinJuumansXJAmericanfJournalf
offHumanfGeneticsVJ2015VJfdVJec]We 11 29

189 uumanJknockoutJresearchgJnewJhorizonsJandJopportunitiesXJTrendsfinfGeneticsVJ2015VJ3[VJ[ZeW[b 8.5 30

188 nutosomalJrecessiveJcongenitalJcataractVJintellectualJdisabilityJphenotypeJlinkedJtoJSβX3JinJaJ
consanguineousJβunisianJfamilyXJClinicalfGeneticsVJ2015VJeeVJ]e3Wd 4 10

187 rlevationJdeficiencyJinJchildrenJwithJrecessiveJüqu[]WrelatedJretinopathyXJJournalfoffAAPOSVJ2015VJ
[fVJbceWdZ 1.3 3

186
zatchingJtwoJindependentJcohortsJvalidatesJqèu[JasJaJgeneJresponsibleJforJautosomalJrecessiveJ
intellectualJdisabilityJwithJshortJstatureVJcraniofacialVJandJectodermalJanomaliesXJHumanfMutationVJ
2015VJ3cVJ[Z[bWf

4.7 25

185  aturalJhumanJknockoutsJandJtheJeraJofJgenotypeJtoJphenotypeXJGenomefMedicineVJ2015VJdVJae 14.4 17

184 vdentificationJofJembryonicJlethalJgenesJinJhumansJbyJautozygosityJmappingJandJexomeJ
sequencingJinJconsanguineousJfamiliesXJGenomefBiologyVJ2015VJ[cVJ[[c 18.3 67

183 SevereJp SJinvolvementJinJWWOXJmutationsgJqescriptionJofJfiveJnewJcasesXJAmericanfJournalfoff
MedicalfGeneticstfPartfAVJ2015VJ[cdnVJ3]ZfW[3 2.5 25

182 nJfounderJprè[]ZJmutationJinJweuneJasphyxiatingJthoracicJdystrophyJexpandsJtheJroleJofJ
centriolarJproteinsJinJskeletalJciliopathiesXJHumanfMolecularfGeneticsVJ2015VJ]aVJ[a[ZWf 5.6 54

181 pongenitalJptosisVJscoliosisVJandJmalignantJhyperthermiaJsusceptibilityJinJsiblingsJwithJrecessiveJ
üYü[JmutationsXJJournalfoffAAPOSVJ2015VJ[fVJbddWf 1.3 7

180 βyrcJmutationJcausesJtheJearliestJknownJhumanJembryonicJlethalityXJGenomefBiologyVJ2015VJ[cVJ]aZ 18.3 108

179 zutationJinJWqüaJimpairsJtü nJmRdStacJmethylationJandJcausesJaJdistinctJformJofJmicrocephalicJ
primordialJdwarfismXJGenomefBiologyVJ2015VJ[cVJ][Z 18.3 77

178 xvnnZbbcJisJaJnovelJciliaryJbasalJbodyJcomponentJmutatedJinJwoubertJsyndromeXJGenomefBiologyVJ
2015VJ[cVJ]f3 18.3 32

177 üecessiveJmutationsJinJyrèüry[JunderlieJaJrecognizableJlensJsubluxationJphenotypeXJOphthalmicf
GeneticsVJ2015VJ3cVJbeWc3 1.2 20

176 ncceleratingJnovelJcandidateJgeneJdiscoveryJinJneurogeneticJdisordersJviaJwholeWexomeJ
sequencingJofJprescreenedJmultiplexJconsanguineousJfamiliesXJCellfReportsVJ2015VJ[ZVJ[aeWc[ 10.6 262

175
èhenotypesJofJüecessiveJèediatricJpataractJinJaJpohortJofJphildrenJwithJvdentifiedJuomozygousJ
teneJzutationsJRnnJnmericanJOphthalmologicalJSocietyJβhesisSXJTransactionsfoffthefAmericanf
OphthalmologicalfSocietyVJ2015VJ[[3VJβd

25

174 βheJmanyJfacesJofJxvsdXJHumanfGenomefVariationVJ2015VJ]VJ[bZZc 1.8 12

(2015-2015)
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173 zutationsJinJpp OJresultJinJcongenitalJmucociliaryJclearanceJdisorderJwithJreducedJgenerationJofJ
multipleJmotileJciliaXJNaturefGeneticsVJ2014VJacVJcacWb[ 36.3 166

172 vdentificationJofJthreeJnovelJrpry[JmutationsJinJthreeJfamiliesJwithJdistalJarthrogryposisJtypeJbqXJ
ClinicalfGeneticsVJ2014VJebVJbceWd] 4 22

171  ovelJvsβ[]]JmutationJassociatedJwithJimpairedJciliogenesisJandJcranioectodermalJdysplasiaXJ
MolecularfGeneticsfmamp;fGenomicfMedicineVJ2014VJ]VJ[Z3Wc 2.3 17

170 zutationsJinJnSèuJcauseJfacialJdysmorphismVJlensJdislocationVJanteriorWsegmentJabnormalitiesVJandJ
spontaneousJfilteringJblebsVJorJβraboulsiJsyndromeXJAmericanfJournalfoffHumanfGeneticsVJ2014VJfaVJdbbWf11 41

169 p[forf[]JmutationJleadsJtoJaJpallidoWpyramidalJsyndromeXJGeneVJ2014VJb3dVJ3b]Wc 3.8 25

168  euWyaxovaJsyndromeVJanJinbornJerrorJofJserineJmetabolismVJisJcausedJbyJmutationsJinJèutquXJ
AmericanfJournalfoffHumanfGeneticsVJ2014VJfaVJefeWfZa 11 68

167 ütScgJaJnovelJgeneJassociatedJwithJcongenitalJcataractVJmentalJretardationVJandJmicrocephalyJinJaJ
βunisianJfamilyXJInvestigativefOphthalmologyfandfVisualfScienceVJ2014VJbcVJ[]c[Wc 6

166 nJsyndromeJofJcongenitalJhyperinsulinismJandJrhabdomyolysisJisJcausedJbyJxp w[[JmutationXJ
JournalfoffMedicalfGeneticsVJ2014VJb[VJ]d[Wa 5.8 5

165 VariableJphenotypicJexpressionJofJpOtcJmutationsXJJournalfoffMedicalfGeneticsVJ2014VJb[VJa]bWc 5.8 2

164 pompleteJaniridiaJwithJcentralJkeratopathyJandJcongenitalJglaucomaJisJaJpYè[o[WrelatedJ
phenotypeXJOphthalmicfGeneticsVJ2014VJ3bVJ[edWf 1.2 4

163 zrββy]3VJaJtranscriptionalJpartnerJofJtnoènVJisJessentialJforJhumanJcognitionXJHumanfMolecularf
GeneticsVJ2014VJ]3VJ3abcWcc 5.6 27

162 xataninJpeZJregulatesJhumanJcorticalJdevelopmentJbyJlimitingJcentrioleJandJciliaJnumberXJNeuronVJ
2014VJeaVJ[]aZWbd 13.9 63

161 rxpandingJtheJclinicalJspectrumJandJallelicJheterogeneityJinJvanJdenJrndeWtuptaJsyndromeXJClinicalf
GeneticsVJ2014VJebVJaf]Wa 4 7

160 vsβ]dVJencodingJaJsmallJtβèaseJcomponentJofJvsβJparticlesVJisJmutatedJinJaJconsanguineousJfamilyJ
withJoardetWoiedlJsyndromeXJHumanfMolecularfGeneticsVJ2014VJ]3VJ33ZdW[b 5.6 103

159  èuèaJmutationJisJlinkedJtoJcerebelloWoculoWrenalJsyndromeJandJmaleJinfertilityXJClinicalfGeneticsVJ
2014VJebVJ3d[Wb 4 13

158 rxcessivelyJredundantJumbilicalJskinJasJaJpotentialJearlyJclinicalJfeatureJofJzorquioJsyndromeJandJ
sxoè[aWrelatedJrhlersWqanlosJsyndromeXJClinicalfGeneticsVJ2014VJecVJacfWd] 4 12

157 teneticsJandJgenomicJmedicineJinJSaudiJnrabiaXJMolecularfGeneticsfmamp;fGenomicfMedicineVJ2014VJ
]VJ3cfWde 2.3 51

156 piliaryJgenesJβop[q3]Ypcorf[dZJandJSpyβ[JareJmutatedJinJpatientsJwithJOsqJtypeJvXXJHumanf
MutationVJ2014VJ3bVJ3cWaZ 4.7 58

FowzanuSuAlkuraya

18



155 zutationJinJèyxaVJencodingJaJmasterJregulatorJofJcentrioleJformationVJdefinesJaJnovelJlocusJforJ
primordialJdwarfismXJJournalfoffMedicalfGeneticsVJ2014VJb[VJe[aWc 5.8 31

154  rpnè[JlossJofJfunctionJleadsJtoJaJsevereJinfantileJepilepticJencephalopathyXJJournalfoffMedicalf
GeneticsVJ2014VJb[VJ]]aWe 5.8 23

153 SrβJbindingJfactorJ[JRSos[SJmutationJcausesJpharcotWzarieWtoothJdiseaseJtypeJao3XJNeurologyVJ
2014VJe]VJ[ccbWc 6.5 16

152 StudyJofJzendelianJformsJofJprohnQsJdiseaseJinJSaudiJnrabiaJrevealsJnovelJriskJlociJandJallelesXJGutVJ
2014VJc3VJ[e3[W] 19.2 23

151 Zoβoa]JmutationJdefinesJaJnovelJlethalJcongenitalJcontractureJsyndromeJRyppScSXJHumanf
MolecularfGeneticsVJ2014VJ]3VJcbeaWf3 5.6 17

150 phildhoodJconeWrodJdystrophyJwithJmacularJcysticJdegenerationJfromJrecessiveJpüo[JmutationXJ
OphthalmicfGeneticsVJ2014VJ3bVJ[3ZWd 1.2 18

149 zutationsJinJpSèè[VJencodingJaJcoreJcentrosomalJproteinVJcauseJaJrangeJofJciliopathyJphenotypesJ
inJhumansXJAmericanfJournalfoffHumanfGeneticsVJ2014VJfaVJd3Wf 11 63

148 tonadalJmosaicismJasJaJrareJcauseJofJautosomalJrecessiveJinheritanceXJClinicalfGeneticsVJ2014VJebVJ]deWe[4 17

147 zutationsJinJyüènè[JareJassociatedJwithJsevereJmyopiaJinJhumansXJAmericanfJournalfoffHumanf
GeneticsVJ2013VJf3VJ3[3W]Z 11 72

146 3WzethylglutaconicJaciduriaWWlessonsJfromJbZJgenesJandJfddJpatientsXJJournalfoffInheritedfMetabolicf
DiseaseVJ2013VJ3cVJf[3W][ 5.4 66

145 βheJapplicationJofJnextWgenerationJsequencingJinJtheJautozygosityJmappingJofJhumanJrecessiveJ
diseasesXJHumanfGeneticsVJ2013VJ[3]VJ[[fdW][[ 6.3 98

144 βransaldolaseJdeficiencygJreportJofJ[]JnewJcasesJandJfurtherJdelineationJofJtheJphenotypeXJJournalf
offInheritedfMetabolicfDiseaseVJ2013VJ3cVJffdW[ZZa 5.4 26

143 zutationsJinJrOtβJconfirmJtheJgeneticJheterogeneityJofJautosomalWrecessiveJndamsWOliverJ
syndromeXJAmericanfJournalfoffHumanfGeneticsVJ2013VJf]VJbfeWcZa 11 90

142 zutationsJinJsoXyaVJencodingJaJmitochondrialJproteinVJcauseJearlyWonsetJmitochondrialJ
encephalomyopathyXJAmericanfJournalfoffHumanfGeneticsVJ2013VJf3VJae]Wfb 11 106

141
vdentificationJofJxyuya[JzutationsJvmplicatesJoβoWxelchWzediatedJκbiquitinationJasJanJnlternateJ
èathwayJtoJzyofibrillarJqisruptionJinJ emalineJzyopathyXJAmericanfJournalfoffHumanfGeneticsVJ
2013VJf3VJ[[ZeW[d

11 120

140 pornealJenlargementJwithoutJopticJdiskJcuppingJinJchildrenJwithJrecessiveJpYè[o[JmutationsXJ
JournalfoffAAPOSVJ2013VJ[dVJca3Wb 1.3 2

139 oiometricJandJmolecularJcharacterizationJofJclinicallyJdiagnosedJposteriorJmicrophthalmosXJ
AmericanfJournalfoffOphthalmologyVJ2013VJ[bbVJ3c[W3d]Xed 4.9 40

138 SimpleJandJefficientJidentificationJofJrareJrecessiveJpathologicallyJimportantJsequenceJvariantsJ
fromJnextJgenerationJexomeJsequenceJdataXJHumanfMutationVJ2013VJ3aVJfabWb] 4.7 1

(2013-2014)

19



137 zutationsJinJqqXbfJimplicateJü nJhelicaseJinJtheJpathogenesisJofJorofaciodigitalJsyndromeXJ
AmericanfJournalfoffHumanfGeneticsVJ2013VJf3VJbbbWcZ 11 37

136 zYSz[JisJmutatedJinJaJfamilyJwithJtransientJtransfusionWdependentJanemiaVJmildJ
thrombocytopeniaVJandJlowJ xWJandJoWcellJcountsXJBloodVJ2013VJ[]]VJ3eaaWb 2.2 32

135 zutationsJinJzrOX[VJencodingJmesenchymeJhomeoboxJ[VJcauseJxlippelWseilJanomalyXJAmericanf
JournalfoffHumanfGeneticsVJ2013VJf]VJ[bdWc[ 11 61

134 nutozygosityJmappingJwithJexomeJsequenceJdataXJHumanfMutationVJ2013VJ3aVJbZWc 4.7 34

133 pongenitalJglaucomaJwithJacquiredJperipheralJcircumferentialJirisJdegenerationXJJournalfoffAAPOSVJ
2013VJ[dVJ[ZbWd 1.3 12

132 zutationsJinJc[]orfbdJcauseJaJsyndromicJformJofJcolobomatousJmicrophthalmiaXJAmericanfJournalf
offHumanfGeneticsVJ2013VJf]VJ3edWf[ 11 30

131 wuvenileJcataractJmorphologyJinJ3JsiblingsJnotJyetJdiagnosedJwithJcerebrotendinousJ
xanthomatosisXJOphthalmologyVJ2013VJ[]ZVJfbcWcZ 7.3 12

130
vdentificationJofJzüv[VJencodingJtranslationJinitiationJfactorJevsW]oJsubunitJalphaYbetaYdeltaWlikeJ
proteinVJasJaJcandidateJlocusJforJinfantileJepilepsyJwithJsevereJcysticJdegenerationJofJtheJbrainXJ
GeneVJ2013VJb[]VJabZW]

3.8 5

129 zutationJinJnqnβ3VJencodingJadenosineJdeaminaseJactingJonJtransferJü nVJcausesJintellectualJ
disabilityJandJstrabismusXJJournalfoffMedicalfGeneticsVJ2013VJbZVJa]bW3Z 5.8 71

128 tenomicJanalysisJofJzeckelWtruberJsyndromeJinJnrabsJrevealsJmarkedJgeneticJheterogeneityJandJ
novelJcandidateJgenesXJEuropeanfJournalfoffHumanfGeneticsVJ2013VJ][VJdc]We 5.3 51

127 èreclinicalJpotencyJandJsafetyJstudiesJofJanJnnV]WmediatedJgeneJtherapyJvectorJforJtheJtreatmentJ
ofJzrüβxJassociatedJretinitisJpigmentosaXJHumanfGenefTherapyfClinicalfDevelopmentVJ2013VJ]aVJ]3We 3.2 75

126 nutozygomeJsequencingJexpandsJtheJhorizonJofJhumanJknockoutJresearchJandJprovidesJnovelJ
insightsJintoJhumanJphenotypicJvariationXJPLoSfGeneticsVJ2013VJfVJe[ZZaZ3Z 6 36

125 nJnovelJsyndromeJofJhypohidrosisJandJintellectualJdisabilityJisJlinkedJtoJpOtcJdeficiencyXJJournalfoff
MedicalfGeneticsVJ2013VJbZVJa3[Wc 5.8 35

124  oJevidenceJforJlocusJheterogeneityJinJxnoblochJsyndromeXJJournalfoffMedicalfGeneticsVJ2013VJbZVJbcbWc5.8 17

123 nutozygomeWguidedJexomeJsequencingJinJretinalJdystrophyJpatientsJrevealsJpathogeneticJ
mutationsJandJnovelJcandidateJdiseaseJgenesXJGenomefResearchVJ2013VJ]3VJ]3cWad 9.7 182

122 βheJüètüvè[WrelatedJretinalJphenotypeJinJchildrenXJBritishfJournalfoffOphthalmologyVJ2013VJfdVJdcZWa 5.5 18

121 vmpactJofJnewJgenomicJtoolsJonJtheJpracticeJofJclinicalJgeneticsJinJconsanguineousJpopulationsgJtheJ
SaudiJexperienceXJClinicalfGeneticsVJ2013VJeaVJ]Z3We 4 33

120 zutationJinJèup[JimplicatesJchromatinJremodelingJinJprimaryJmicrocephalyJpathogenesisXJHumanf
MolecularfGeneticsVJ2013VJ]]VJ]]ZZW[3 5.6 72

FowzanuSuAlkuraya

20



119 βheJsyndromeJofJmicrocorneaVJmyopicJchorioretinalJatrophyVJandJtelecanthusJRzzpnβSJisJcausedJbyJ
mutationsJinJnqnzβS[eXJHumanfMutationVJ2013VJ3aVJ[[fbWf 4.7 41

118 W β[JmutationJwithJrecessiveJosteogenesisJimperfectaJandJprofoundJneurologicalJphenotypeXJ
JournalfoffMedicalfGeneticsVJ2013VJbZVJaf[W] 5.8 36

117 yiftingJtheJlidJonJunbornJlethalJzendelianJphenotypesJthroughJexomeJsequencingXJGeneticsfinf
MedicineVJ2013VJ[bVJ3ZdWf 8.1 38

116 βheJsyndromeJofJdeafnessWdystoniagJclinicalJandJgeneticJheterogeneityXJMovementfDisordersVJ2013VJ
]eVJdfbWeZ3 7 21

115 zutationJinJzèqZJcausesJsevereJcongenitalJhydrocephalusXJJournalfoffMedicalfGeneticsVJ2013VJbZVJbaWe 5.8 54

114 polorectalJcancerJriskJisJnotJassociatedJwithJincreasedJlevelsJofJhomozygosityJinJSaudiJnrabiaXJ
GeneticsfinfMedicineVJ2013VJ[aVJd]ZWd]e 8.1 12

113 3zJsyndromegJanJeasilyJrecognizableJyetJunderdiagnosedJcauseJofJproportionateJshortJstatureXJ
JournalfoffPediatricsVJ2012VJ[c[VJ[3fWabXe[ 3.6 22

112 bWOxoprolinaseJdeficiencygJreportJofJtheJfirstJhumanJOèynuJmutationXJClinicalfGeneticsVJ2012VJe]VJ[f3Wc 4 14

111 pongenitalJdisorderJofJglycosylationJvvagJtheJtroubleJwithJdiagnosingJaJdysmorphicJinbornJerrorJofJ
metabolismXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2012VJ[benVJ]abWc 2.5 10

110 orittleJcorneaJwithoutJclinicallyWevidentJextraocularJfindingsJinJanJadultJharboringJaJnovelJ
homozygousJZ sacfJmutationXJOphthalmicfGeneticsVJ2012VJ33VJ]bdWf 1.2 15

109 vdentificationJofJaJnovelJqyXbJmutationJinJaJfamilyJwithJautosomalJrecessiveJsplitJhandJandJfootJ
malformationXJJournalfoffMedicalfGeneticsVJ2012VJafVJ[cW]Z 5.8 66

108 èhenotypeWgenotypeJcorrelationJinJpotentialJfemaleJcarriersJofJXWlinkedJdevelopmentalJcataractJ
R anceWuoranJsyndromeSXJOphthalmicfGeneticsVJ2012VJ33VJefWfb 1.2 11

107 tenomicJanalysisJofJpediatricJcataractJinJSaudiJnrabiaJrevealsJnovelJcandidateJdiseaseJgenesXJ
GeneticsfinfMedicineVJ2012VJ[aVJfbbWc] 8.1 43

106 VanishingJwhiteJmatterJdiseaseJcausedJbyJrvs]o]JmutationJwithJtheJpresentationJofJanJ
adrenoleukodystrophyJphenotypeXJGeneVJ2012VJafcVJ[a[W3 3.8 4

105 samilialJdorsalizationJofJtheJskinJofJtheJproximalJpalmJandJtheJinstepJofJtheJsoleJofJtheJfootXJGeneVJ
2012VJbZZVJ][cWf 3.8 11

104 nJcaseJofJdeJoarsyJsyndromeJwithJaJsevereJeyeJphenotypeXJAmericanfJournalfoffMedicalfGeneticstf
PartfAVJ2012VJ[benVJ]3caWc 2.5 5

103 yossJofJfunctionJmutationJinJynüèdVJchaperoneJofJdSxJncü nVJcausesJaJsyndromeJofJfacialJ
dysmorphismVJintellectualJdisabilityVJandJprimordialJdwarfismXJHumanfMutationVJ2012VJ33VJ[a]fW3a 4.7 53

102 nJnovelJsyndromeJofJlethalJfamilialJhyperekplexiaJassociatedJwithJbrainJmalformationXJBMCf
NeurologyVJ2012VJ[]VJ[]b 3.1 7

(2012-2013)

21



101 pYè[o[JanalysisJofJunilateralJprimaryJnewbornJglaucomaJinJSaudiJchildrenXJJournalfoffAAPOSVJ2012VJ
[cVJbd[W] 1.3 5

100 yèSWresponsiveJbeigeWlikeJanchorJRyüonSJgeneJmutationJinJaJfamilyJwithJinflammatoryJbowelJ
diseaseJandJcombinedJimmunodeficiencyXJJournalfoffAllergyfandfClinicalfImmunologyVJ2012VJ[3ZVJae[WeXe]11.5 181

99 èOp[nJtruncationJmutationJcausesJaJciliopathyJinJhumansJcharacterizedJbyJprimordialJdwarfismXJ
AmericanfJournalfoffHumanfGeneticsVJ2012VJf[VJ33ZWc 11 61

98 vdentificationJofJaJnovelJZ sacfJmutationJinJaJlargeJfamilyJwithJrhlersWqanlosJphenotypeXJGeneVJ
2012VJb[[VJaadWbZ 3.8 20

97 βyrosineWmutantJnnVeJdeliveryJofJhumanJzrüβxJprovidesJlongWtermJretinalJpreservationJinJüpSJ
ratsJ2012VJb3VJ[efbWfZa 44

96 vdentificationJofJaJtruncationJmutationJofJacylglycerolJkinaseJRntxSJgeneJinJaJnovelJautosomalJ
recessiveJcataractJlocusXJHumanfMutationVJ2012VJ33VJfcZW] 4.7 50

95 zolecularJcharacterizationJofJwoubertJsyndromeJinJSaudiJnrabiaXJHumanfMutationVJ2012VJ33VJ[a]3We 4.7 46

94 ztnβ]WpqtJRpqtWvvaSJandJdysmorphismJ2012VJ[benVJ]fdcW]fdc

93 nJnovelJXWlinkedJdisorderJwithJdevelopmentalJdelayJandJautisticJfeaturesXJAnnalsfoffNeurologyVJ
2012VJd[VJafeWbZe 9.4 25

92 nJnovelJmutationJinJèüqzbJinJbrittleJcorneaJsyndromeXJClinicalfGeneticsVJ2012VJe[VJ[feWf 4 21

91 zutationJinJüno33oVJwhichJencodesJaJregulatorJofJretrogradeJtolgiJtransportVJdefinesJaJsecondJ
qyggveWWzelchiorWWplausenJlocusXJJournalfoffMedicalfGeneticsVJ2012VJafVJabbWc[ 5.8 29

90 plinicalJandJmolecularJanalysisJofJchildrenJwithJcentralJpulverulentJcataractJfromJtheJnrabianJ
èeninsulaXJBritishfJournalfoffOphthalmologyVJ2012VJfcVJcbZWb 5.5 14

89 QponeJdystrophyJwithJsupranormalJrodJresponseQJinJchildrenXJBritishfJournalfoffOphthalmologyVJ2012
VJfcVJa]]Wc 5.5 32

88 rxomeJsequencingJrevealsJaJnovelJsanconiJgroupJdefinedJbyJXüpp]JmutationXJJournalfoffMedicalf
GeneticsVJ2012VJafVJ[eaWc 5.8 67

87 nutozygomeJmapsJdispensableJq nJandJrevealsJpotentialJselectiveJbiasJagainstJnullizygosityXJ
GeneticsfinfMedicineVJ2012VJ[aVJb[bWf 8.1 10

86 samilialJspherophakiaJwithJshortJstatureJcausedJbyJaJnovelJhomozygousJnqnzβS[dJmutationXJ
OphthalmicfGeneticsVJ2012VJ33VJ]3bWf 1.2 23

85 tenomicJanalysisJofJmitochondrialJdiseasesJinJaJconsanguineousJpopulationJrevealsJnovelJ
candidateJdiseaseJgenesXJJournalfoffMedicalfGeneticsVJ2012VJafVJ]3aWa[ 5.8 136

84 qiscoveryJofJrareJhomozygousJmutationsJfromJstudiesJofJconsanguineousJpedigreesXJCurrentf
ProtocolsfinfHumanfGeneticsVJ2012VJphapterJcVJκnitcX[] 3.2 77

FowzanuSuAlkuraya
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83 StudyJofJautosomalJrecessiveJosteogenesisJimperfectaJinJnrabiaJrevealsJaJnovelJlocusJdefinedJbyJ
βzrz3eoJmutationXJJournalfoffMedicalfGeneticsVJ2012VJafVJc3ZWb 5.8 105

82 uomozygousJnullJmutationJinJOqZ3JcausesJmicrophthalmiaJinJhumansXJGeneticsfinfMedicineVJ2012VJ
[aVJfZZWa 8.1 48

81 βheJdistinctJophthalmicJphenotypeJofJxnoblochJsyndromeJinJchildrenXJBritishfJournalfoff
OphthalmologyVJ2012VJfcVJefZWb 5.5 53

80 vnJsearchJofJtriallelismJinJoardetWoiedlJsyndromeXJEuropeanfJournalfoffHumanfGeneticsVJ2012VJ]ZVJa]ZWd 5.3 88

79 zitochondrialJphenylalanylWtü nJsynthetaseJmutationsJunderlieJfatalJinfantileJnlpersJ
encephalopathyXJHumanfMolecularfGeneticsVJ2012VJ][VJab][Wf 5.6 123

78 üè[JandJretinitisJpigmentosagJreportJofJnovelJmutationsJandJinsightJintoJmutationalJmechanismXJ
BritishfJournalfoffOphthalmologyVJ2012VJfcVJ[Z[eW]] 5.5 26

77  ovelJrecessiveJosSè]JandJèvβX3JmutationsgJinsightsJintoJmutationalJmechanismsJfromJ
consanguineousJpopulationsXJGeneticsfinfMedicineVJ2011VJ[3VJfdeWe[ 8.1 37

76 vdentificationJofJdifferentiallyJexpressedJproteinsJinJtheJaqueousJhumorJofJprimaryJcongenitalJ
glaucomaXJExperimentalfEyefResearchVJ2011VJf]VJcdWdb 3.7 47

75 StudyJofJconsanguineousJpopulationsJcanJimproveJtheJannotationJofJS èJdatabasesXJEuropeanf
JournalfoffMedicalfGeneticsVJ2011VJbaVJ[[eW]Z 2.6 2

74 samilialJjuvenileJglaucomaJwithJunderlyingJhomozygousJpXtc[rJpYè[o[JmutationsXJJournalfoff
AAPOSVJ2011VJ[bVJ[feWf 1.3 12

73 èosteriorJmicrophthalmosJasJaJgeneticallyJheterogeneousJconditionJthatJcanJbeJallelicJtoJ
nanophthalmosXJJAMAfOphthalmologyVJ2011VJ[]fVJeZbWd 23

72 plinicalVJbiochemicalJandJmolecularJcharacterizationJofJperoxisomalJdiseasesJinJnrabsXJClinicalf
GeneticsVJ2011VJdfVJcZWdZ 4 17

71 nJnovelJsyndromicJformJofJsensoryWmotorJpolyneuropathyJisJlinkedJtoJchromosomeJ
]]q[3X3[Wq[3X33XJClinicalfGeneticsVJ2011VJdfVJ[f3Wb 4 6

70 nnJautosomalJrecessiveJsyndromeJofJsevereJcognitiveJimpairmentVJdysmorphicJfaciesJandJskeletalJ
abnormalitiesJmapsJtoJtheJlongJarmJofJchromosomeJ[dXJClinicalfGeneticsVJ2011VJeZVJaefWf] 4 4

69 nJnovelJèβs[nJmutationJinJaJpatientJwithJsevereJpancreaticJandJcerebellarJinvolvementXJClinicalf
GeneticsVJ2011VJeZVJ[fcWe 4 32

68 zutationsJinJlectinJcomplementJpathwayJgenesJpOyrp[[JandJznSè[JcauseJ3zpJsyndromeXJNaturef
GeneticsVJ2011VJa3VJ[fdW]Z3 36.3 190

67 uumanJmutationsJinJ qr[JcauseJextremeJmicrocephalyJwithJlissencephalyJ[corrected]XJAmericanf
JournalfoffHumanfGeneticsVJ2011VJeeVJb3cWad 11 165

66 uumanJzutationsJinJ qr[JpauseJrxtremeJzicrocephalyJwithJyissencephalyXJAmericanfJournalfoff
HumanfGeneticsVJ2011VJeeVJcdd 11 2

(2011-2012)

23



65 qeficiencyJofJtheJcytoskeletalJproteinJSèrpp[yJleadsJtoJobliqueJfacialJcleftingXJAmericanfJournalfoff
HumanfGeneticsVJ2011VJefVJaaWbb 11 46

64
üecessiveJmutationsJinJqOpxcVJencodingJtheJguanidineJnucleotideJexchangeJfactorJqOpxcVJleadJtoJ
abnormalJactinJcytoskeletonJorganizationJandJndamsWOliverJsyndromeXJAmericanfJournalfoffHumanf
GeneticsVJ2011VJefVJ3]eW33

11 101

63 zutationJofJvtsoèdJcausesJupregulationJofJoünsYzrxYrüxJpathwayJandJfamilialJretinalJarterialJ
macroaneurysmsXJAmericanfJournalfoffHumanfGeneticsVJ2011VJefVJ3[3Wf 11 35

62 üecessiveJmutationsJinJryOVyaJcauseJichthyosisVJintellectualJdisabilityVJandJspasticJquadriplegiaXJ
AmericanfJournalfoffHumanfGeneticsVJ2011VJefVJdabWbZ 11 130

61 nJnullimorphicJrüyv ]JmutationJdefinesJaJcomplicatedJhereditaryJspasticJparaplegiaJlocusJRSèt[eSXJ
NeurogeneticsVJ2011VJ[]VJ333Wc 3 54

60 nrthrogryposisVJperthesJdiseaseVJandJupwardJgazeJpalsygJaJnovelJautosomalJrecessiveJsyndromicJ
formJofJarthrogryposisXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2011VJ[bbnVJ]fdW3ZZ 2.5 4

59 tz]JgangliosidosisJinJSaudiJnrabiagJmultipleJmutationsJandJconsiderationsJforJfutureJcarrierJ
screeningXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2011VJ[bbnVJ[]e[Wa 2.5 16

58 üitscherWSchinzelJRcranioWcerebelloWcardiacVJ3pSJsyndromegJreportJofJfourJnewJcasesJwithJrenalJ
involvementXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2011VJ[bbnVJ[3f3Wd 2.5 8

57 zutationsJinJsxoè[ZJcauseJbothJoruckJsyndromeJandJisolatedJosteogenesisJimperfectaJinJhumansXJ
AmericanfJournalfoffMedicalfGeneticstfPartfAVJ2011VJ[bbnVJ[aaeWb] 2.5 53

56 nJβpβ ]JmutationJdefinesJaJnovelJzeckelJtruberJsyndromeJlocusXJHumanfMutationVJ2011VJ3]VJbd3We 4.7 61

55 sunctionalJanalysisJofJooS3JnefVJthatJresultsJinJnonWsyndromicJretinalJdegenerationXJHumanf
MolecularfGeneticsVJ2011VJ]ZVJ[c]bW3] 5.6 31

54 yossWofWfunctionJvariantJinJq nSr[y3JcausesJaJfamilialJformJofJsystemicJlupusJerythematosusXJ
NaturefGeneticsVJ2011VJa3VJ[[ecWe 36.3 259

53 zolecularJcharacterizationJofJnewbornJglaucomaJincludingJaJdistinctJaniridicJphenotypeXJ
OphthalmicfGeneticsVJ2011VJ3]VJ[3eWa] 1.2 31

52 zutationsJinJtheJü nJgranuleJcomponentJβqüqdJcauseJcataractJandJglaucomaXJScienceVJ2011VJ33[VJ[bd[Wc33.3 145

51 vdentificationJofJnqnzβS[eJasJaJgeneJmutatedJinJxnoblochJsyndromeXJJournalfoffMedicalfGeneticsVJ
2011VJaeVJbfdWcZ[ 5.8 59

50 teneticJandJgenomicJanalysisJofJclassicJaniridiaJinJSaudiJnrabiaXJMolecularfVisionVJ2011VJ[dVJdZeW[a 2.3 13

49 p]orf3dJmutationalJspectrumJinJWoodhouseWSakatiJsyndromeJpatientsXJClinicalfGeneticsVJ2010VJdeVJbebWfZ4 31

48 qorsalJdimeliagJreportJofJtwoJcasesJwithJanJemphasisJonJtheJvariationJofJphenotypicJexpressionJandJ
aJsearchJforJcandidateJcausativeJgenesXJJournalfoffHandfSurgery:fEuropeanfVolumeVJ2010VJ3bVJd[bW]Z 1.4 11

FowzanuSuAlkuraya
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47 βrichorhinophalangealJsyndromegJüeportJofJaJnovelJfamilialJβüèS[JmutationXJClinicalf
DysmorphologyVJ2010VJ[fVJfeW[ZZ 0.9 3

46 olueJscleraJwithJandJwithoutJcornealJfragilityJRbrittleJcorneaJsyndromeSJinJaJconsanguineousJfamilyJ
harboringJZ sacfJmutationJRpXr[3f]XSXJJAMAfOphthalmologyVJ2010VJ[]eVJ[3dcWf 24

45
zethylationWspecificJmultiplexWligationWdependentJprobeJamplificationJasJaJrapidJmolecularJ
diagnosticJtoolJforJpseudohypoparathyroidismJtypeJ[bXJGeneticfTestingfandfMolecularfBiomarkersVJ
2010VJ[aVJ[3bWf

1.6 7

44 plinicalJandJmolecularJcharacterisationJofJoardetWoiedlJsyndromeJinJconsanguineousJpopulationsgJ
theJpowerJofJhomozygosityJmappingXJJournalfoffMedicalfGeneticsVJ2010VJadVJ]3cWa[ 5.8 65

43 nutozygomeJdecodedXJGeneticsfinfMedicineVJ2010VJ[]VJdcbWd[ 8.1 83

42 SaudiJgeneticJophthalmologyJresearchgJβheJlocalJandJglobalJimpactXJSaudifJournalfoffOphthalmology
VJ2010VJ]aVJ[ZfW[Z 0.9 2

41 yaterJretinalJdegenerationJfollowingJchildhoodJsurgicalJaphakiaJinJaJfamilyJwithJrecessiveJpüYnoJ
mutationJRpXübcWSXJOphthalmicfGeneticsVJ2010VJ3[VJ3ZWc 1.2 21

40 nJnovelJp]orf3dJmutationJcausesJtheJfirstJvtalianJcasesJofJWoodhouseJSakatiJsyndromeXJClinicalf
GeneticsVJ2010VJdeVJbfaWd 4 19

39 uomozygosityJmappinggJoneJmoreJtoolJinJtheJclinicalJgeneticistQsJtoolboxXJGeneticsfinfMedicineVJ
2010VJ[]VJ]3cWf 8.1 98

38  ovelJpr èwJmutationJcausesJSeckelJsyndromeXJJournalfoffMedicalfGeneticsVJ2010VJadVJa[[Wa 5.8 129

37 uelicoidJsubretinalJfibrosisJassociatedJwithJaJnovelJrecessiveJ ü]r3JmutationJpXSaaXXJJAMAf
OphthalmologyVJ2010VJ[]eVJ3aaWe 14

36 sxoè[ZJandJoruckJsyndromegJphenotypicJheterogeneityJorJcallJforJreclassificationlXJAmericanf
JournalfoffHumanfGeneticsVJ2010VJedVJ3ZcWdhJauthorJreplyJ3Ze 11 42

35 sxoè[ZJandJoruckJSyndromegJèhenotypicJueterogeneityJorJpallJforJüeclassificationlXJAmericanf
JournalfoffHumanfGeneticsVJ2010VJedVJbd[ 11 3

34 èerturbationJofJtheJconsensusJactivationJsiteJofJendothelinW3JleadsJtoJWaardenburgJsyndromeJtypeJ
vVXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2010VJ[b]nVJ[ea[W3 2.5 3

33 zutationJofJpn β[JcausesJqesbuquoisJdysplasiaXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2010
VJ[b]nVJ[[bdWcZ 2.5 29

32 zentalJretardationVJgrowthJretardationVJunusualJnoseVJandJopenJmouthgJanJautosomalJrecessiveJ
entityXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2010VJ[b]nVJ][cZW3 2.5 8

31 zutationalJspectrumJofJSypan[[JinJautosomalJrecessiveJpurqJinJSaudiJnrabiaJ2009VJbZVJa[a]Wb 35

30 pornealJdecompensationJinJrecessiveJcorneaJplanaXJOphthalmicfGeneticsVJ2009VJ3ZVJ[a]Wb 1.2 10

(2009-2010)

25



29 pharacterizationJofJpβ SJmutationsJinJnrabJpatientsJwithJcystinosisXJOphthalmicfGeneticsVJ2009VJ3ZVJ[ebWf1.2 29

28 nllelicJheterogeneityJinJinbredJpopulationsgJtheJSaudiJexperienceJwithJnlstrˆ¶mJsyndromeJasJanJ
illustrativeJexampleXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2009VJ[afnVJcc]Wb 2.5 41

27  ü]s[JdeletionJinJaJpatientJwithJaJdeJnovoJparacentricJinversionVJinvRbSRq[bq33X]SVJandJsyndromicJ
deafnessXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2009VJ[afnVJf3[We 2.5 33

26 ZellwegerJsyndromeJcausedJbyJèrX[3JdeficiencygJreportJofJtwoJnovelJmutationsXJAmericanfJournalf
offMedicalfGeneticstfPartfAVJ2009VJ[afnVJ[][fW]3 2.5 11

25
nJnovelJmissenseJmutationJinJSpYy[oè[JproducesJgerodermaJosteodysplasticaJphenotypeJ
indistinguishableJfromJthatJcausedJbyJnullimorphicJmutationsXJAmericanfJournalfoffMedicalfGeneticstf
PartfAVJ2009VJ[afnVJ]Zf3We

2.5 26

24  euronalJceroidJlipofuscinosisJcausedJbyJzsSqeJmutationsgJaJcommonJthemeJemergingXJ
NeurogeneticsVJ2009VJ[ZVJ3ZdW[[ 3 26

23
SyndromicJcongenitalJsensorineuralJdeafnessVJmicrotiaJandJmicrodontiaJresultingJfromJaJnovelJ
homoallelicJmutationJinJfibroblastJgrowthJfactorJ3JRsts3SXJEuropeanfJournalfoffHumanfGeneticsVJ
2009VJ[dVJ[aW][

5.3 25

22 sürz[JmutationsJcauseJbifidJnoseVJrenalJagenesisVJandJanorectalJmalformationsJsyndromeXJ
AmericanfJournalfoffHumanfGeneticsVJ2009VJebVJa[aWe 11 74

21 uomozygousJmutationsJinJnqnzβS[ZJandJnqnzβS[dJcauseJlenticularJmyopiaVJectopiaJlentisVJ
glaucomaVJspherophakiaVJandJshortJstatureXJAmericanfJournalfoffHumanfGeneticsVJ2009VJebVJbbeWce 11 166

20 sürz[JzutationsJpauseJoifidJ oseVJüenalJngenesisVJandJnnorectalJzalformationsJSyndromeXJ
AmericanfJournalfoffHumanfGeneticsVJ2009VJebVJdbc 11 78

19 βuftingJenteropathyJandJchronicJarthritisgJaJnewlyJrecognizedJassociationJwithJaJnovelJrppnzJgeneJ
mutationXJJournalfoffPediatricfGastroenterologyfandfNutritionVJ2009VJafVJca]Wa 2.8 36

18 sounderJheterozygousJè]3βJpüYtqJmutationJassociatedJwithJceruleanJRandJcoralliformSJcataractJinJ
]JSaudiJfamiliesXJMolecularfVisionVJ2009VJ[bVJ[aZdW[[ 2.3 17

17 zolecularJcharacterizationJofJretinitisJpigmentosaJinJSaudiJnrabiaXJMolecularfVisionVJ2009VJ[bVJ]acaWf 2.3 57

16 rxpandingJtheJLrLJinJpunütrXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2008VJ[acnVJ[efZW] 2.5 12

15 wohansonWolizzardJsyndromegJreportJofJaJnovelJmutationJandJsevereJliverJinvolvementXJAmericanf
JournalfoffMedicalfGeneticstfPartfAVJ2008VJ[acnVJ[edbWf 2.5 13

14 pharacterizationJofJapparentlyJbalancedJchromosomalJrearrangementsJfromJtheJdevelopmentalJ
genomeJanatomyJprojectXJAmericanfJournalfoffHumanfGeneticsVJ2008VJe]VJd[]W]] 11 84

13 pharacterizationJofJnpparentlyJoalancedJphromosomalJüearrangementsJfromJtheJqevelopmentalJ
tenomeJnnatomyJèrojectXJAmericanfJournalfoffHumanfGeneticsVJ2008VJe3VJa]bWa]d 11 78

12
zutationsJinJp]orf3dVJencodingJaJnucleolarJproteinVJcauseJhypogonadismVJalopeciaVJdiabetesJ
mellitusVJmentalJretardationVJandJextrapyramidalJsyndromeXJAmericanfJournalfoffHumanfGeneticsVJ
2008VJe3VJceaWf[

11 100

FowzanuSuAlkuraya
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11  svnJhaploinsufficiencyJisJassociatedJwithJaJp SJmalformationJsyndromeJandJurinaryJtractJdefectsXJ
PLoSfGeneticsVJ2007VJ3VJeeZ 6 80

10 SκzO[JhaploinsufficiencyJleadsJtoJcleftJlipJandJpalateXJScienceVJ2006VJ3[3VJ[db[ 33.3 144

9 üecurrentJmiscarriageJinJaJcarrierJofJaJbalancedJcytogeneticallyJundetectableJsubtelomericJ
rearrangementgJhowJmanyJareJweJmissinglXJPrenatalfDiagnosisVJ2006VJ]cVJ]f[W3 3.2 3

8 XWlinkedJcreatineJtransporterJdefectgJaJreportJonJtwoJunrelatedJboysJwithJaJsevereJclinicalJ
phenotypeXJJournalfoffInheritedfMetabolicfDiseaseVJ2006VJ]fVJ][aWf 5.4 52

7 βrisomyJeJmosaicismJinJaJpatientJwithJheterotaxiaXJBirthfDefectsfResearchfPartfA:fClinicalfandf
MolecularfTeratologyVJ2005VJd3VJbeWcZ 0

6 SmithWyemliWOpitzJsyndromeJinJtrisomyJ[3gJhowJdoesJtheJmixJworklXJBirthfDefectsfResearchfPartfA:f
ClinicalfandfMolecularfTeratologyVJ2005VJd3VJbcfWd[ 2

5 srynsJsyndromeJwithJuirschsprungJdiseasegJsupportJforJpossibleJneuralJcrestJinvolvementXJAmericanf
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