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58 tiallelicKMutationsKinKvNsJucdKuauseKzyperphenylalaninemiaWKvystoniaWKandKIntellectualKvisabilityYK
AmericanlJournalloflHumanlGeneticsWK2017WKcbbWKdgiXdhh 11 81

57 veleteriousKvariantsKinKTRsKcKdisruptKmitochondrialKmovementKandKcauseKfatalKencephalopathyYK
BrainWK2017WKcfbWKghjXgjc 11.2 40

56 vissectingKStagesKofKzumanKKidneyKvevelopmentKandKTumorigenesisKwithKSurfaceKMarkersKsffordsK
SimpleKProspectiveKPurificationKofKNephronKStemKuellsYKScientificlReportsWK2016WKhWKdeghd 4.9 38

55 sKnovelKinbornKerrorKofKtheKcoenzymeKQcbKbiosynthesisKpathwaylKcerebellarKataxiaKandKstaticK
encephalomyopathyKdueKtoKuOQgKuXmethyltransferaseKdeficiencyYKHumanlMutationWK2018WKekWKhkXik 4.7 29

54 uongenitalKproteinKlosingKenteropathylKanKinbornKerrorKofKlipidKmetabolismKdueKtoKvysTcK
mutationsYKEuropeanlJournalloflHumanlGeneticsWK2016WKdfWKcdhjXie 5.3 29

53 MutationsKinKPPuSWKwncodingKPhosphopantothenoylcysteineKSynthetaseWKuauseK
sutosomalXRecessiveKvilatedKuardiomyopathyYKAmericanlJournalloflHumanlGeneticsWK2018WKcbdWKcbcjXcbeb11 29

52 ImpairedKcomplexKIKrepairKcausesKrecessiveKLeberRsKhereditaryKopticKneuropathyYKJournalloflClinicall
InvestigationWK2021WKcecWK 15.9 27

51 scidXInducedKvownregulationKofKsSScKuontributesKtoKtheKMaintenanceKofKIntracellularKpzKinK
uancerYKCancerlResearchWK2019WKikWKgcjXgee 10.1 23

50 vominantKPsXdKmutationsKmayKcauseKsteroidXresistantKnephroticKsyndromeKandKxSySKinKchildrenYK
PediatriclNephrologyWK2019WKefWKchbiXchce 3.2 21

49 wxomeKsequencingKinKJewishKandKsrabKpatientsKwithKrhabdomyolysisKrevealsKsingleXgeneKetiologyKinK
fePKofKcasesYKPediatriclNephrologyWK2017WKedWKddieXddjd 3.2 20

48 wvaluationKofKviagnosticKYieldKinKxetalKWholeXwxomeKSequencinglKsKReportKonKfgKuonsecutiveK
xamiliesYKFrontierslinlGeneticsWK2019WKcbWKfdg 4.5 19

47 wxpandingKtheKmolecularKdiversityKandKphenotypicKspectrumKofKglycerolKeXphosphateK
dehydrogenaseKcKdeficiencyYKJournalloflInheritedlMetaboliclDiseaseWK2016WKekWKhjkXhkg 5.4 18

46 WholeKexomeKsequencingKinKchildhoodXonsetKlupusKfrequentlyKdetectsKsingleKgeneKetiologiesYK
PediatriclRheumatologyWK2019WKciWKgd 3.5 16

45 uluesKandKchallengesKinKtheKdiagnosisKofKintermittentKmapleKsyrupKurineKdiseaseYKEuropeanlJournall
oflMedicallGeneticsWK2020WKheWKcbekbc 2.6 13

44 MutationsKinKTMwMdhbKuauseKaKPediatricKNeurodevelopmentalWKuardiacWKandKRenalKSyndromeYK
AmericanlJournalloflHumanlGeneticsWK2017WKcbbWKhhhXhig 11 12

43 NoncodingKdeletionsKrevealKaKgeneKthatKisKcriticalKforKintestinalKfunctionYKNatureWK2019WKgicWKcbiXccc 50.4 12

42 uombinedKyestationalKsgeXKandKtirthKWeightXsdjustedKuutoffsKforKNewbornKScreeningKofK
uongenitalKsdrenalKzyperplasiaYKJournalloflClinicallEndocrinologylandlMetabolismWK2019WKcbfWKecidXecjb 5.6 11
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41 tRPxcXassociatedKintellectualKdisabilityWKptosisWKandKfacialKdysmorphismKinKaKmultiplexKfamilyYK
MolecularlGeneticslsamp;lGenomiclMedicineWK2019WKiWKehhg 2.3 11

40 ManKmadeKdiseaselKclinicalKmanifestationsKofKlowKphenylalanineKlevelsKinKanKinadequatelyKtreatedK
phenylketonuriaKpatientKandKmouseKstudyYKMolecularlGeneticslandlMetabolismWK2013WKccbKSupplWKShhXib 3.7 11

39 titternessKofKglucoseagalactoselKnovelKmutationsKinKtheKSLugscKgeneYKJournalloflPediatricl
GastroenterologylandlNutritionWK2014WKgjWKgiXhb 2.8 11

38
uardiacKfailureKinKveryKlongKchainKacylXuosKdehydrogenaseKdeficiencyKrequiringKextracorporealK
membraneKoxygenationKSwuMOTKtreatmentlKsKcaseKreportKandKreviewKofKtheKliteratureYKMolecularl
GeneticslandlMetabolismlReportsWK2017WKcbWKgXi

1.8 10

37
NovelKhomozygousKwNPPcKmutationKcausesKgeneralizedKarterialKcalcificationsKofKinfancyWK
thrombocytopeniaWKandKcardiovascularKandKcentralKnervousKsystemKsyndromeYKAmericanlJournallofl
MedicallGenetics,lPartlAWK2019WKcikWKdccdXdccj

2.5 10

36 PrenatalKdiagnosisKofKciqcdKdeletionKsyndromelKfromKfetalKhyperechogenicKkidneysKtoKhighKriskKforK
autismYKPrenatallDiagnosisWK2016WKehWKcbdiXcbed 3.2 9

35 ProgressiveKPseudorheumatoidKvysplasiaKresolvedKbyKwholeKexomeKsequencinglKaKnovelKmutationK
inKWISPeKandKreviewKofKtheKliteratureYKBMClMedicallGeneticsWK2019WKdbWKge 2.1 8

34 SharedKfacialKphenotypeKofKpatientsKwithKmucolipidosisKtypeKIVlKsKclinicalKobservationKreaffirmedKbyK
nextKgenerationKphenotypingYKEuropeanlJournalloflMedicallGeneticsWK2020WKheWKcbekdi 2.6 8

33
sKNovelKMutationKinKaKuriticalKRegionKforKtheKMethylKvonorKtindingKinKvNMTetKuausesK
ImmunodeficiencyWKuentromericKInstabilityWKandKxacialKsnomaliesKSyndromeKSIuxTYKJournalloflClinicall
ImmunologyWK2016WKehWKjbcXjbk

5.7 8

32 SuUtweKlossXofXfunctionKcausesKaKrecognizableKrecessiveKdevelopmentalKdisorderKdueKtoKdefectiveK
boneKmorphogeneticKproteinKsignalingYKAmericanlJournalloflHumanlGeneticsWK2021WKcbjWKccgXcee 11 8

31
uerebralKandKportalKveinKthrombosisWKmacrocephalyKandKatypicalKabsenceKseizuresKinK
ylycosylphosphatidylKinositolKdeficiencyKdueKtoKaKPIyMKpromoterKmutationYKMolecularlGeneticslandl
MetabolismWK2019WKcdjWKcgcXchc

3.7 7

30 LMOveXsssociatedKNemalineKMyopathylKPrenatalKUltrasonographicWKPathologicWKandKMolecularK
xindingsYKJournalloflUltrasoundlinlMedicineWK2018WKeiWKcjdiXcjee 2.9 7

29 PhenotypeKvariabilityKinKzajduXuheneyKsyndromeYKEuropeanlJournalloflMedicallGeneticsWK2019WKhdWKegXej 2.6 7

28 viaphanospondylodysostosislKRefiningKtheKprenatalKdiagnosisKofKaKrareKskeletalKdisorderYKEuropeanl
JournalloflMedicallGeneticsWK2019WKhdWKchiXcic 2.6 7

27 sKnovelKmutationKinKtheKuiorfccKgeneKcausesKnonphotosensitiveKtrichothiodystrophyKinKaKmultiplexK
highlyKconsanguineousKkindredYKEuropeanlJournalloflMedicallGeneticsWK2015WKgjWKhjgXj 2.6 6

26 ylutaricKsciduriaKtypeKIKandKacuteKrenalKfailureKXKuoincidenceKorKcausalityqYKMolecularlGeneticslandl
MetabolismlReportsWK2014WKcWKcibXcig 1.8 6

25
tiXallelicKVariantsKinKRsLysPscKuauseKProfoundKNeurodevelopmentalKvisabilityWKMuscularK
zypotoniaWKInfantileKSpasmsWKandKxeedingKsbnormalitiesYKAmericanlJournalloflHumanlGeneticsWK2020WK
cbhWKdfhXdgg

11 6

24 WholeXexomeKsequencingKrevealsKaKmonogenicKcauseKinKghPKofKindividualsKwithKlateralityKdisordersK
andKassociatedKcongenitalKheartKdefectsYKJournalloflMedicallGeneticsWK2021WK 5.8 6
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23 ulinicalKVariabilityKinKaKxamilyKwithKanKwctodermalKvysplasiaKSyndromeKandKaKNonsenseKMutationKinK
theKTPheKyeneYKFetallandlPediatriclPathologyWK2015WKefWKfbbXh 1.7 4

22
sKfounderKtruncatingKvariantKinKyvxcKcausesKautosomalXrecessiveKrightKisomerismKandKassociatedK
congenitalKheartKdefectsKinKmultiplexKsrabKkindredsYKAmericanlJournalloflMedicallGenetics,lPartlAWK
2020WKcjdWKkjiXkke

2.5 4

21 ulinicalKphenotypesKofKinfantileKonsetKusuNscsXrelatedKdisorderYKEuropeanlJournalloflPaediatricl
NeurologyWK2021WKebWKcffXcgf 3.8 4

20 wlucidatingKtheKbehavioralKphenotypeKofKpatientsKaffectedKwithKmucolipidosisKIVlKWhatKcanKweKlearnK
fromKtheKparentsqYKEuropeanlJournalloflMedicallGeneticsWK2017WKhbWKefbXeff 2.6 3

19 SevereKfetalKhydronephrosislKtheKaddedKvalueKofKassociatedKcongenitalKanomaliesKofKtheKkidneysK
andKurinaryKtractKSusKUTTKinKtheKpredictionKofKpostnatalKoutcomeYKPrenatallDiagnosisWK2018WKejWKcikXcje 3.2 3

18 TheKwffectsKofKaKKetogenicKvietKonKPatientsKwithKvihydrolipoamideKvehydrogenaseKveficiencyYK
NutrientsWK2021WKceWK 6.7 3

17 TheKeffectsKofKtheKuOVIvXckKpandemicKonKpatientsKwithKlysosomalKstorageKdisordersKinKIsraelYK
OrphanetlJournalloflRarelDiseasesWK2021WKchWKeik 4.2 3

16 PhenotypicKexpansionKofKusuNscuXassociatedKdisordersKtoKincludeKisolatedKneurologicalK
manifestationsYKGeneticslinlMedicineWK2021WKdeWKckddXcked 8.1 2

15 TheKroleKofKoroticKacidKmeasurementKinKroutineKnewbornKscreeningKforKureaKcycleKdisordersYKJournall
oflInheritedlMetaboliclDiseaseWK2021WKffWKhbhXhci 5.4 2

14 sKsingleKcenterKexperienceKwithKpubliclyKfundedKclinicalKexomeKsequencingKforKneurodevelopmentalK
disordersKorKmultipleKcongenitalKanomaliesYKScientificlReportsWK2021WKccWKckbkk 4.9 2

13 RefiningKtheKPhenotypicKSpectrumKofKXsssociatedKvevelopmentalKvelayYYKFrontierslinlPediatricsWK
2022WKcbWKjffjfg 3.4 2

12 NonobstructiveKviffuseKvilatedKtowelKLoopslKPrenatalKviagnosisWKxetalKuharacteristicsKandK
NeonatalKOutcomesYKJournalloflUltrasoundlinlMedicineWK2017WKehWKcfkXcgf 2.9 1

11 sKmultidisciplinaryKnephrogeneticKreferralKclinicKforKchildrenKandKadultsXdiagnosticKachievementsK
andKinsightsYYKPediatriclNephrologyWK2022WKc 3.2 1

10 OphthalmicKmanifestationsKinKKabukiKSmakeXupTKsyndromelKsKsingleXcenterKpediatricKcohortKandK
systematicKreviewKofKtheKliteratureYKEuropeanlJournalloflMedicallGeneticsWK2021WKhfWKcbfdcb 2.6 1

9 veepKintronicKvariantKinKtheKsRStKgeneKasKtheKgeneticKcauseKforKMaroteauxXLamyKsyndromeKSMPSK
VITYKAmericanlJournalloflMedicallGenetics,lPartlAWK2021WKcjgWKejbfXejbk 2.5 1

8
troadeningKtheKphenotypeKofKLRRKcKmutationsKXKxeaturesKofKmalignantKosteopetrosisKandKopticK
nerveKatrophyKwithKintrafamilialKvariableKexpressivityYKEuropeanlJournalloflMedicallGeneticsWK2021WK
hgWKcbfeje

2.6 0

7 wnhancedKuollagenKvepositionKinKtheKvuodenumKofKPatientsKwithKzyalineKxibromatosisKSyndromeK
andKProteinKLosingKwnteropathyYKInternationallJournalloflMolecularlSciencesWK2020WKdcWK 6.3 0

6 SevereKProteinKuKveficiencyKdueKtoKNovelKtiallelicKVariantsKinKPROuKandKTheirKPhenotypeK
uorrelationYKActalHaematologicaWK2021WKcffWKediXeec 2.7 0
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5 vLyfXrelatedKsynaptopathylKaKnewKrareKbrainKdisorderYKGeneticslinlMedicineWK2021WKdeWKjjjXjkk 8.1 0

4 KidneyKandKurinaryKtractKfindingsKamongKpatientsKwithKKabukiKSmakeXupTKsyndromeYKPediatricl
NephrologyWK2020WKehWKfbbkXfbcd 3.2 0

3 ylycogenKStorageKviseaseKtypeKIsKrefractoryKtoKcornstarchlKuanKnextKgenerationKsequencingKofferKaK
solutionqYKEuropeanlJournalloflMedicallGeneticsWK2022WKcbfgcj 2.6 0

2 WaterhouseKxriderichsenKsyndromeKcomplicatingKfulminantKwnterobacterKcloacaeKsepsisKinKaK
pretermKinfantlKtheKunresolvedKissueKofKcorticosteroidsYKFetallandlPediatriclPathologyWK2014WKeeWKcbfXj 1.7

1 WhatKuanKWeKLearnKfromKtheKParentsKofKuhildrenKsffectedKwithKMucopolysaccharidosisKTypeKIIIXsKinK
IsraelqYKMolecularlSyndromologyWK2022WKceWKfgXfk 1.5
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