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101 RSPOcLinhibitionLofLRNxedLandLZNRxdLgovernsLlimbLdevelopmentLindependentlyLofLLyRe/f/g_L
NatureYL2018YLffhYLfgeZfgk 50.4 97

100 tiallelicLmutationsLinLtheLdeathLdomainLofLP vvbLimpairLcaspaseZcLactivationLandLareLassociatedL
withLintellectualLdisability_LTranslationaloPsychiatryYL2021YLbbYLb 8.6 66

99 TheLyenomicsLofLsrthrogryposisYLaLuomplexLTraitlLuandidateLyenesLandLxurtherLwvidenceLforL
OligogenicL nheritance_LAmericanoJournaloofoHumanoGeneticsYL2019YLbafYLbdcZbfa 11 50

98 zomozygousLp_UyluihLysVLvariantLinL SusbLisLassociatedLwithLaLmultipleLmitochondrialLdysfunctionsL
syndrome_LJournaloofoHumanoGeneticsYL2017YLgcYLhcdZhch 4.3 45

97 NoonanLsyndromeLinLdiverseLpopulations_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2017YLbhdYLcdcdZcdde2.5 43

96 tiallelicLLossLofLProprioceptionZRelatedLP wZOcLuausesLMuscularLstrophyLwithLPerinatalL
RespiratoryLvistressYLsrthrogryposisYLandLScoliosis_LAmericanoJournaloofoHumanoGeneticsYL2016YLkkYLbcagZbcbg11 41

95 MutationsLinLwtxdLvisturbLTranscriptionalLProfilesLandLuauseL ntellectualLvisabilityYLstaxiaYLandL
xacialLvysmorphism_LAmericanoJournaloofoHumanoGeneticsYL2017YLbaaYLbbhZbch 11 39
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HumanoMutationYL2019YLeaYLckkZdak

4.7 33

93 WilliamsZteurenLsyndromeLinLdiverseLpopulations_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL
2018YLbhgYLbbciZbbdg 2.5 31

92 NsvUPVzXLdehydrataseLUNsXvVLdeficiencylLaLnovelLneurodegenerativeLdisorderLexacerbatedLbyL
febrileLillnesses_LBrainYL2019YLbecYLfaZfi 11.2 31

91 sutosomalLrecessiveLspinocerebellarLataxiaLcalLReportLofLaLnewLpatientLandLreviewLofLliterature_L
EuropeanoJournaloofoMedicaloGeneticsYL2017YLgaYLbbiZbcd 2.6 26
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89 uorneliaLdeLLangeLsyndromeLinLdiverseLpopulations_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL
2019YLbhkYLbfaZbfi 2.5 25

88 viagnosticLstrategiesLandLgenotypeZphenotypeLcorrelationLinLaLlargeL ndianLcohortLofLosteogenesisL
imperfecta_LBoneYL2018YLbbaYLdgiZdhh 4.7 21

87  dentificationLofLaLnovelLLRRγbLmutationLinLaLfamilyLwithLosteoscleroticLmetaphysealLdysplasia_L
JournaloofoHumanoGeneticsYL2017YLgcYLedhZeeb 4.3 21

86
zomozygosityLforLaLnonsenseLvariantLinLs MPcLisLassociatedLwithLaLprogressiveL
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HumanoGeneticsYL2018YLgdYLbkZcf

4.3 21
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84 sLnovelLsequenceLvariantLinLSxRPeLcausingLPyleLdisease_LJournaloofoHumanoGeneticsYL2017YLgcYLfhfZfhg 4.3 19

83 ulinicalLandLmutationLprofileLofLmulticentricLosteolysisLnodulosisLandLarthropathy_LAmericanoJournalo
ofoMedicaloGenetics,oPartoAYL2016YLbhasYLebaZebh 2.5 18

82 yaucherLdiseaselLsingleLgeneLmolecularLcharacterizationLofLoneZhundredL ndianLpatientsLrevealsL
novelLvariantsLandLtheLmostLprevalentLmutation_LBMCoMedicaloGeneticsYL2019YLcaYLdb 2.1 17

81 RecurrentLandLnovelLyLtbLmutationsLinL ndia_LGeneYL2015YLfghYLbhdZib 3.8 17

80 NovelLandLrecurrentLmutationsLinLW SPdLandLanLatypicalLphenotype_LAmericanoJournaloofoMedicalo
Genetics,oPartoAYL2015YLbghsYLceibZe 2.5 17

79 ulinicalLandLgeneticLspectrumLofLsMPvcZrelatedLpontocerebellarLhypoplasiaLtypeLk_LEuropeano
JournaloofoHumanoGeneticsYL2018YLcgYLgkfZhai 5.3 14

78 LocusLandLallelicLheterogeneityLandLphenotypicLvariabilityLinLWaardenburgLsyndrome_LClinicalo
GeneticsYL2019YLkfYLdkiZeac 4 13

77 sdditionalLthreeLpatientsLwithLSmithZMcuortLdysplasiaLdueLtoLnovelLRstddtLmutations_LAmericano
JournaloofoMedicaloGenetics,oPartoAYL2017YLbhdYLfiiZfkf 2.5 12

76 vefiningLtheLclinicalYLmolecularLandLimagingLspectrumLofLadaptorLproteinLcomplexLeZassociatedL
hereditaryLspasticLparaplegia_LBrainYL2020YLbedYLckckZckee 11.2 12

75 ReportLofLfourLnovelLvariantsLinLsSNSLcausingLasparagineLsynthetaseLdeficiencyLandLreviewLofL
literature_LCongenitaloAnomalieso(discontinued)YL2018YLfiYLbibZbic 1.1 10

74 MeckelLsyndromelLulinicalLandLmutationLprofileLinLsixLfetuses_LClinicaloGeneticsYL2019YLkgYLfgaZfgf 4 9

73 tainLtypeLofLXZlinkedLsyndromicLmentalLretardationLinLaLmaleLwithLaLpathogenicLvariantLinL
zNRNPzc_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2020YLbicYLbidZbii 2.5 8

72 tiZallelicLTMwMkeLTruncatingLVariantsLsreLsssociatedLwithLNeurodevelopmentalLvelayYLuongenitalL
zeartLvefectsYLandLvistinctLxacialLvysmorphism_LAmericanoJournaloofoHumanoGeneticsYL2018YLbadYLkeiZkgh11 8

71 yeneticLdiversityLofLNvUxVbZdependentLmitochondrialLcomplexL Ldeficiency_LEuropeanoJournaloofo
HumanoGeneticsYL2018YLcgYLbficZbfih 5.3 8

70 uonfirmationLofLaLRareLyeneticLLeukoencephalopathyLdueLtoLaLNovelLtiZallelicLVariantLinLRP s_L
EuropeanoJournaloofoMedicaloGeneticsYL2019YLgcYLbadhai 2.6 7

69 zumanL xTfcLmutationsLuncoverLaLnovelLroleLforLtheLproteinLinLmicrotubuleLdynamicsLandL
centrosomeLcohesion_LHumanoMolecularoGeneticsYL2019YLciYLchcaZchdh 5.6 7

68
sLneurodegenerativeLmitochondrialLdiseaseLphenotypeLdueLtoLbiallelicLlossZofZfunctionLvariantsLinL
PNPLsiLencodingLcalciumZindependentLphospholipaseLsc˛‡_LAmericanoJournaloofoMedicaloGenetics,o
PartoAYL2018YLbhgYLbcdcZbcdh

2.5 7
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66 VariableLpresentationLofLxraserLsyndromeLinLtwoLfetusesLandLaLnovelLmutationLinLxRsSb_LCongenitalo
Anomalieso(discontinued)YL2017YLfhYLidZif 1.1 7

65 zypomorphicLMutationsLinLTONSLLuauseLSPONsSTR MwLvysplasia_LAmericanoJournaloofoHumano
GeneticsYL2019YLbaeYLedkZefd 11 7

64 zomozygousLc_dfkdelLvariantLinLMyMwbLisLassociatedLwithLearlyLonsetLcerebellarLataxia_LEuropeano
JournaloofoMedicaloGeneticsYL2017YLgaYLfddZfdf 2.6 6

63 zyperphosphatasiaLwithLMentalLRetardationLSyndromeLvueLtoLaLNovelLMutationLin_LJournaloofo
PediatricoGeneticsYL2017YLgYLbkbZbkd 0.7 6

62 MutationsLinLMYLPxLuauseLaLNovelLSegmentalLsmyoplasiaLthatLManifestsLasLvistalLsrthrogryposis_L
AmericanoJournaloofoHumanoGeneticsYL2020YLbahYLckdZdba 11 6

61 PhenotypingLandLgenotypingLofLskeletalLdysplasiaslLwvolutionLofLaLcenterLandLaLdecadeLofL
experienceLinL ndia_LBoneYL2019YLbcaYLcaeZcbb 4.7 6

60
sLnovelLmutationLUc_bcbZbdTpsVLinLtheLpolypyrimidineLtractLofLtheLspliceLacceptorLsiteLofLintronLcL
causesLexonLdLskippingLinLmitochondrialLacetoacetylZuosLthiolaseLgene_LMolecularoMedicineoReportsYL
2017YLbfYLdihkZdiie

2.9 5

59 zomozygousLvariantYLp_UsrggedTrpVLinLVsubeLcausesLstriatonigralLdegenerationlLreportLofLaLnovelL
variantLandLreviewLofLVsubeZrelatedLdisorders_LJournaloofoHumanoGeneticsYL2019YLgeYLbcdhZbcec 4.3 5

58 OccurrenceLofLSynpolydactylyLandLOmphaloceleLinLaLxetusLwithLaLMutation_LJournaloofoPediatrico
GeneticsYL2017YLgYLbkeZbkh 0.7 5

57  dentificationLofLaLnovelLhomozygousLvariantLconfirmsL TPsLasLaLdevelopmentalLandLepilepticL
encephalopathyLgene_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2019YLbhkYLifhZigb 2.5 5

56 ReportLofLtheLThirdLxamilyLwithLMultipleLMitochondrialLvysfunctionsLSyndromeLfLuausedLbyLtheL
xounderLVariantLp_UyluihLysVLin_LJournaloofoPediatricoGeneticsYL2018YLhYLbdaZbdd 0.7 5

55  ntrafamilialLvariabilityLinLsyndromicLmicrophthalmiaLtypeLfLcausedLbyLaLnovelLvariationLinLOTXc_L
OphthalmicoGeneticsYL2017YLdiYLfddZfdg 1.2 4

54 RecurrentLbiZallelicLsplicingLvariantLc_efeXdspyLinLTRsPPueLisLassociatedLwithLprogressiveL
encephalopathyLandLmuscleLinvolvement_LBrainYL2020YLbedYLeck 11.2 4

53 NovelLvariantLp_UslabacThrVLinLSvztLcausesLmitochondrialLcomplexL  LdeficiencylLuaseLreportLandL
reviewLofLtheLliterature_LAnnalsoofoHumanoGeneticsYL2020YLieYLdefZdfb 2.2 4

52
tiZallelicLc_bib_biddelTyTLinLtTtLdomainLofLγLzLhLisLassociatedLwithLoverlappingLphenotypesLofL
urisponi/u SSbZlikeLandLtohringZOpitzLlikeLsyndrome_LEuropeanoJournaloofoMedicaloGeneticsYL2019YL
gcYLbadfci

2.6 4

51 sLnovelLbiZallelicLlossZofZfunctionLvariantLinLMYOvblLxurtherLevidenceLforLgeneZdiseaseLassociationL
andLphenotypicLvariabilityLinLMYOvbZrelatedLmyopathy_LClinicaloGeneticsYL2019YLkgYLchgZchh 4 4

50 SevereLxormLofLtrachydactylyLTypeLsbLinLaLuhildLwithLaLc_ckiyLpLsLMutationLinLyene_LJournaloofo
PediatricoGeneticsYL2017YLgYLbhhZbia 0.7 4

49 zomozygousLdeletionLofLexonsLcLandLdLofLNPucLassociatedLwithLNiemannZPickLdiseaseLtypeLu_L
AmericanoJournaloofoMedicaloGenetics,oPartoAYL2016YLbhaYLceigZk 2.5 4

Anju Shukla

4



48 LocusLandLallelicLheterogeneityLinLfiveLfamiliesLwithLhereditaryLspasticLparaplegia_LJournaloofoHumano
GeneticsYL2019YLgeYLbhZcb 4.3 4

47 p_srggkTrpLinLRNsSwzcuLisLaLfounderLvariantLinLthreeL ndianLfamiliesLwithLsicardiZyoutiˆ¤resL
syndrome_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2018YLbhgYLbfgZbga 2.5 4

46 sLreplyLtoLaLcommentaryLonLhomozygousLp_UyluihLysVLvariantLinL SusbLisLassociatedLwithLaLmultipleL
mitochondrialLdysfunctionsLsyndrome_LJournaloofoHumanoGeneticsYL2017YLgcYLigh 4.3 3

45
VariantsLinLtheLtranscriptionalLcorepressorLtuORLbLareLassociatedLwithLanLXZlinkedLdisorderLofL
intellectualLdisabilityYLdysmorphicLfeaturesYLandLbehavioralLabnormalities_LAmericanoJournaloofo
MedicaloGenetics,oPartoAYL2019YLbhkYLihaZihe

2.5 3

44 turnZMcγeownLsyndromeLwithLbiallelicLpromoterLtypeLcLdeletionLinLTXNLesLinLtwoLsiblings_L
AmericanoJournaloofoMedicaloGenetics,oPartoAYL2020YLbicYLbdbdZbdbf 2.5 3

43 PycnodysostosislLNovelLVariantsLinLandLOccurrenceLofLyiantLuellLTumor_LJournaloofoPediatrico
GeneticsYL2018YLhYLkZbd 0.7 3

42 xurtherLevidenceLforLcausationLofLischiospinalLdysostosisLbyLaLpathogenicLvariantLinLtMPwRLandL
expansionLofLtheLphenotype_LCongenitaloAnomalieso(discontinued)YL2019YLfkYLcgZch 1.1 3

41 ulinicalLVariabilityLinLxamilialLXZLinkedLOhdoLSyndromeZMaatZγievitZtrunnerLTypeLwithLMutation_L
JournaloofoPediatricoGeneticsYL2017YLgYLbkiZcae 0.7 3

40 uoZoccurrenceLofLaLdeLnovoLWilliamsLandLccqbb_cLmicrodeletionLsyndromes_LAmericanoJournaloofo
MedicaloGenetics,oPartoAYL2015YLbghsYLbkchZdb 2.5 3

39
tiallelicLvariantsLp_srgbbdduysLandLp_srgbdhkuysLinLuOLcsblLxurtherLdelineationLofLphenotypicL
spectrumLofLrecessiveLTypeLcLcollagenopathies_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2020YL
bicYLddiZdeh

2.5 3

38 sLdataLsetLofLvariantsLderivedLfromLbeffLclinicalLandLresearchLexomesLisLefficientLinLvariantL
prioritizationLforLearlyZonsetLmonogenicLdisordersLinL ndians_LHumanoMutationYL2021YLecYLebfZegb 4.7 3

37 SpectrumLofLurorectalLseptumLmalformationLsequence_LCongenitaloAnomalieso(discontinued)YL2016YL
fgYLbbkZcg 1.1 3

36 PhenotypicLvariabilityLinLpatientsLwithLinterstitialLgqcbZqccLmicrodeletionLandLscroZuardioZxacialL
syndrome_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2016YLbhaYLckkiZdaad 2.5 3

35 ysTsvctZrelatedLintellectualLdisabilityLdueLtoLparentalLmosaicismLandLreviewLofLliterature_LClinicalo
DysmorphologyYL2019YLciYLbkaZbke 0.9 3

34 tiZallelicLmissenseLvariantYLp_SerdfLeuLinLwXOSubLisLassociatedLwithLpontocerebellarLhypoplasia_L
ClinicaloGeneticsYL2021YLkkYLfkeZgaa 4 3

33 SpasticLParaplegiaLTypeLfgLinLaLYoungLuhild_LIndianoJournaloofoPediatricsYL2020YLihYLgfaZgfb 3 2

32  ndiaLslleleLxinderlLaLwebZbasedLannotationLtoolLforLidentifyingLcommonLallelesLinLnextZgenerationL
sequencingLdataLofL ndianLorigin_LBMCoResearchoNotesYL2017YLbaYLcdd 2.3 2

31 PhenotypicLdiversityLandLgeneticLcomplexityLofLPsXdZrelatedLWaardenburgLsyndrome_LAmericano
JournaloofoMedicaloGenetics,oPartoAYL2020YLbicYLckfbZckfi 2.5 2
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30 RecurrentLbqcb_bLdeletionLsyndromelLreportLonLvariableLexpressionYLnonpenetranceLandLreviewLofL
literature_LClinicaloDysmorphologyYL2020YLckYLbchZbdb 0.9 2

29 zeterozygousLsNγRvbhLlossZofZfunctionLvariantsLcauseLaLsyndromeLwithLintellectualLdisabilityYL
speechLdelayYLandLdysmorphism_LAmericanoJournaloofoHumanoGeneticsYL2021YLbaiYLbbdiZbbfa 11 2

28 uongenitalLomphaloceleLandLcleftLpalateLinLtwoLfetuses_LCongenitaloAnomalieso(discontinued)YL2016YL
fgYLbkaZb 1.1 2

27 NsvUPVzXLdehydrataseLUNsXvVLdeficiencyLdueLtoLaLnovelLbiallelicLmissenseLvariantLandLreviewLofL
literature_LEuropeanoJournaloofoMedicaloGeneticsYL2021YLgeYLbaecgg 2.6 2

26 uomplexitiesLinLyenotypeZPhenotypeLuorrelationLandLyeneticLuounselingLinLuollagenLV LZLRelatedL
Myopathy_LIndianoJournaloofoPediatricsYL2017YLieYLddaZddb 3 1

25 tiallelicLc_bcgddupuLinLvOγhLresultsLinLfetalLakinesiaLdeformationLsequence_LAmericanoJournaloofo
MedicaloGenetics,oPartoAYL2020YLbicYLiaeZiah 2.5 1

24 snLemergingLribosomopathyLaffectingLtheLskeletonLdueLtoLbiallelicLvariationsLinLNwPRO_LAmericano
JournaloofoMedicaloGenetics,oPartoAYL2019YLbhkYLbhakZbhbh 2.5 1

23 wxpandingLtheLspectrumLofLsyndromicLPPPcRduZrelatedLXYLgonadalLdysgenesisLtoLXXLgonadalL
dysgenesis_LClinicaloGeneticsYL2021YL 4 1

22  dentificationLandLcharacterizationLofLdaLnovelLpathogenicLvariationsLinLgkLunrelatedL ndianLpatientsL
withLMucolipidosisLTypeL  LandLTypeL   _LJournaloofoHumanoGeneticsYL2020YLgfYLkhbZkie 4.3 1

21 TrichothiodystrophyLtypeLeLinLanL ndianLfamily_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2020YL
bicYLcccgZccck 2.5 1

20 zedgehogLacylZtransferaseZrelatedLmultipleLcongenitalLanomalieslLReportLofLanLadditionalLfamilyL
andLdelineationLofLtheLsyndrome_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL2021YLbifYLchfgZchgf 2.5 1

19 ulinicalLandLgeneticLspectrumLofLbaeL ndianLfamiliesLwithLcentralLnervousLsystemLwhiteLmatterL
abnormalities_LClinicaloGeneticsYL2021YLbaaYLfecZffa 4 1

18 yeneticLdisordersLwithLcentralLnervousLsystemLwhiteLmatterLabnormalitieslLsnLupdate_LClinicalo
GeneticsYL2021YLkkYLbbkZbdc 4 1

17
MultilocusLdiseaseZcausingLgenomicLvariationsLforLMendelianLdisorderslLroleLofLsystematicL
phenotypingLandLimplicationsLonLgeneticLcounselling_LEuropeanoJournaloofoHumanoGeneticsYL2021YL
ckYLbhheZbhia

5.3 1

16 ulinicallyLrelevantLvariantsLinLaLlargeLcohortLofL ndianLpatientsLwithLMarfanLsyndromeLandLrelatedL
disordersLidentifiedLbyLnextZgenerationLsequencing_LScientificoReportsYL2021YLbbYLhge 4.9 1

15 yenotypeZphenotypeLspectrumLofLbdaLunrelatedL ndianLfamiliesLwithLMucopolysaccharidosisLtypeL
  __LEuropeanoJournaloofoMedicaloGeneticsYL2022YLbaeeeh 2.6 0

14 xurtherLevidenceLofLaffectedLfemalesLwithLaLheterozygousLvariantLinLxyxbdLcausingLXZlinkedL
developmentalLandLepilepticLencephalopathyLka_LEuropeanoJournaloofoMedicaloGeneticsYL2021YLgfYLbaeead2.6 0

13 NovelLspliceLsiteLandLnonsenseLvariantsLinL NVSLcauseLinfantileLnephronophthisis_LGeneYL2020YLhckYLbeecck3.8 0

Anju Shukla

6



12 tosleyZSalihZslorainyLsyndromeLinLpatientsLfromL ndia_LAmericanoJournaloofoMedicaloGenetics,oPartoAYL
2020YLbicYLcgkkZchad 2.5 0

11 tiallelicLstartLlossLvariantYLc_bs´ pLyLinLyuSzLisLassociatedLwithLvariantLnonketoticLhyperglycinemia_L
ClinicaloGeneticsYL2021YLbaaYLcabZcaf 4 0

10 PathogenicLvariantsLinLP vvbLleadLtoLanLautosomalLrecessiveLneurodevelopmentalLdisorderLwithL
pachygyriaLandLpsychiatricLfeatures_LEuropeanoJournaloofoHumanoGeneticsYL2021YLckYLbccgZbcde 5.3 0

9 PPscZassociatedLsuddenLcardiacLdeathlLextendingLtheLclinicalLandLallelicLspectrumLinLcaLnewL
families_LGeneticsoinoMedicineYL2021YLcdYLcebfZcecf 8.1 0

8 wxpandingLtheLelectroZclinicalLphenotypeLofLassociatedLneuroregression_LEpilepsyoandoBehavioro
ReportsYL2021YLbgYLbaaeif 1.3 0

7 SecondLreportLofLSzMTcLrelatedLneurodevelopmentalLdisorderLwithLcardiomyopathyYLspasticityYL
andLbrainLabnormalities__LEuropeanoJournaloofoMedicaloGeneticsYL2022YLbaeeib 2.6 0

6 LateLOnsetLSubacuteLProfoundLtiotinidaseLveficiencyLuausedLbyLaLNovelLzomozygousLVariantL
c_eggZdTpyLinLtheLtTvLyene__LIndianoJournaloofoPediatricsYL2022YLb 3

5 ubiorfdcLlossZofZfunctionLisLassociatedLwithLaLneurodevelopmentalLdisorderLwithLhypotoniaLandL
contractures__LHumanoGeneticsYL2022YLb 6.3

4 NovelLtiallelicLVariantsLinLγ xcbsLuauseLaLNovelLPhenotypeLofLxetalLskinesiaLwithL
NeurodevelopmentalLvefectsL2021YLfcYL

3
NovelLsLOXbctLMutationL dentifiedLinLParentsLfollowingLSingleLNucleotideLPolymorphismL
MicroarrayLTestingLofLtankedLvNsLfromLaLxatalLuaseLofLuongenitalL chthyosis_LIndianoJournaloofo
DermatologyYL2016YLgbYLbcc

0.9

2 ResponseLtoLzallLet´ al_LAmericanoJournaloofoHumanoGeneticsYL2020YLbahYLbbiiZbbik 11

1 vigitalLclubbingLasLtheLpredominantLmanifestationLofLhypertrophicLosteoarthropathyLcausedLbyL
pathogenicLvariantsLinLzPyvLinLthreeL ndianLfamilies_LClinicaloDysmorphologyYL2020YLckYLbcdZbcg 0.9
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