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164 yutationsHaffectingHcomponentsHofHtheHSWuWSzrHcomplexHcauseHooffinUSirisHsyndromeVHNatureg
GeneticsTH2012TH]]TH[cbUd 36.3 350

163 peHnovoHmutationsHinHtheHautophagyHgeneHWpR]aHcauseHstaticHencephalopathyHofHchildhoodHwithH
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160 olinicalHspectrumHofHearlyHonsetHepilepticHencephalopathiesHcausedHbyHwozQZHmutationVHEpilepsiaTH
2013THa]THYZdZUc 6.4 143

159 yutationsHinHwxtx]XHareHaHfrequentHcauseHofHsevereHautosomalUrecessiveHnemalineHmyopathyVH
AmericangJournalgofgHumangGeneticsTH2013THe[THbUYd 11 142

158 peHzovoHmutationsHinHszmαYTHencodingHaHs˛–oHsubunitHofHheterotrimericHsHproteinsTHcauseHepilepticH
encephalopathyVHAmericangJournalgofgHumangGeneticsTH2013THe[TH]ebUaXa 11 137

157 wpybmHpointHmutationsHcauseHwabukiHsyndromeVHHumangMutationTH2013TH[]THYXdUYX 4.7 129

156 SomaticHyutationsHinHtheHyTαRHgeneHcauseHfocalHcorticalHdysplasiaHtypeHuubVHAnnalsgofgNeurologyTH
2015THcdTH[caUdb 9.4 129

155 qarlyHonsetHepilepticHencephalopathyHcausedHbyHdeHnovoHSozdmHmutationsVHEpilepsiaTH2014THaaTHee]UYXXX6.4 122

154 xossUofUfunctionHmutationsHofHotSTY]HinHaHnewHtypeHofHqhlersUpanlosHsyndromeVHHumangMutationTH
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153 βhenotypicHspectrumHofHoαx]mYHmutationsfHporencephalyHtoHschizencephalyVHAnnalsgofgNeurologyTH
2013THc[TH]dUac 9.4 117

152
yutationsHinHβαxR[mHandHβαxR[nHencodingHRzmHβolymeraseHuuuHsubunitsHcauseHanH
autosomalUrecessiveHhypomyelinatingHleukoencephalopathyVHAmericangJournalgofgHumangGeneticsTH
2011THdeTHb]]UaY

11 112

151 yxxZHandHwpybmHmutationsHinHpatientsHwithHwabukiHsyndromeVHAmericangJournalgofgMedicalg
GeneticsvgPartgATH2013THYbYmTHZZ[]U][ 2.5 111

150 piagnosticHutilityHofHwholeHexomeHsequencingHinHpatientsHshowingHcerebellarHandWorHvermisHatrophyH
inHchildhoodVHNeurogeneticsTH2013THY]THZZaU[Z 3 91

149 yutationsHinHn[smxTbTHwhichHencodesHaHglycosaminoglycanHlinkerHregionHenzymeTHcauseHaHspectrumH
ofHskeletalHandHconnectiveHtissueHdisordersVHAmericangJournalgofgHumangGeneticsTH2013THeZTHeZcU[] 11 91

148 untegrativeHmnalysesHofHpeHzovoHyutationsHβrovideHpeeperHniologicalHunsightsHintoHmutismH
SpectrumHpisorderVHCellgReportsTH2018THZZTHc[]Uc]c 10.6 86
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147 pzmHmethylationHandHgeneHexpressionHdynamicsHduringHspermatogonialHstemHcellHdifferentiationHinH
theHearlyHpostnatalHmouseHtestisVHBMCgGenomicsTH2015THYbTHbZ] 4.5 84

146 peHnovoHSαXYYHmutationsHcauseHooffinUSirisHsyndromeVHNaturegCommunicationsTH2014THaTH]XYY 17.4 84

145 SyαoYHisHessentialHforHocularHandHlimbHdevelopmentHinHhumansHandHmiceVHAmericangJournalgofg
HumangGeneticsTH2011THddTH[XU]Y 11 82

144 βusmHmutationsHcauseHearlyUonsetHepilepticHencephalopathiesHandHdistinctiveHfeaturesVHNeurologyTH
2014THdZTHYadcUeb 6.5 80

143 WholeHexomeHsequencingHidentifiesHwozQZHmutationsHinHαhtaharaHsyndromeVHAnnalsgofgNeurologyTH
2012THcZTHZedU[XX 9.4 74

142
olinicalHcorrelationsHofHmutationsHaffectingHsixHcomponentsHofHtheHSWuWSzrHcomplexfHdetailedH
descriptionHofHZYHpatientsHandHaHreviewHofHtheHliteratureVHAmericangJournalgofgMedicalgGeneticsvgPartg
ATH2013THYbYmTHYZZYU[c

2.5 74

141 βhenotypicHspectrumHofHszmαYHvariantsfHepilepticHencephalopathyHtoHinvoluntaryHmovementsHwithH
severeHdevelopmentalHdelayVHEuropeangJournalgofgHumangGeneticsTH2016THZ]THYZeU[] 5.3 72

140 peHnovoHmutationsHinHSxo[amZHencodingHaHUpβUgalactoseHtransporterHcauseHearlyUonsetHepilepticH
encephalopathyVHHumangMutationTH2013TH[]THYcXdUY] 4.7 72

139 TheHsomaticHszmQHmutationHcVa]dsjmHPpVRYd[QQHisHconsistentlyHfoundHinHSturgeUWeberHsyndromeVH
JournalgofgHumangGeneticsTH2014THaeTHbeYU[ 4.3 70

138 niallelicHyutationsHinHzuclearHβoreHoomplexHSubunitHzUβYXcHoauseHqarlyUohildhoodUαnsetH
SteroidUResistantHzephroticHSyndromeVHAmericangJournalgofgHumangGeneticsTH2015THecTHaaaUbb 11 68

137 yitochondrialHcomplexHuuuHdeficiencyHcausedHbyHaHhomozygousHUQoRoZHmutationHpresentingHwithH
neonatalUonsetHrecurrentHmetabolicHdecompensationVHHumangMutationTH2013TH[]TH]]bUaZ 4.7 68

136 peHnovoHwozTYHmutationsHinHearlyUonsetHepilepticHencephalopathyVHEpilepsiaTH2015THabTHeYZYUd 6.4 66

135 TargetedHcaptureHandHsequencingHforHdetectionHofHmutationsHcausingHearlyHonsetHepilepticH
encephalopathyVHEpilepsiaTH2013THa]THYZbZUe 6.4 64

134 peHnovoHandHinheritedHmutationsHinHoαx]mZTHencodingHtheHtypeHuVHcollagenH˛–ZHchainHcauseH
porencephalyVHAmericangJournalgofgHumangGeneticsTH2012THeXTHdbUeX 11 63

133
qxomeHsequencingHrevealsHaHhomozygousHSYTY]HmutationHinHadultUonsetTHautosomalUrecessiveH
spinocerebellarHataxiaHwithHpsychomotorHretardationVHAmericangJournalgofgHumangGeneticsTH2011TH
deTH[ZXUc

11 60

132 niallelicHyutationsHinHyYβzTHqncodingHyyopalladinTHmreHmssociatedHwithHohildhoodUαnsetTHSlowlyH
βrogressiveHzemalineHyyopathyVHAmericangJournalgofgHumangGeneticsTH2017THYXXTHYbeUYcd 11 57

131 sRuzYHmutationsHcauseHencephalopathyHwithHinfantileUonsetHepilepsyTHandHhyperkineticHandH
stereotypedHmovementHdisordersVHEpilepsiaTH2015THabTHd]YUd 6.4 56

130 mHpYzoYtYHmutationHcausesHaHdominantHspinalHmuscularHatrophyHwithHlowerHextremityH
predominanceVHNeurogeneticsTH2012THY[TH[ZcU[Z 3 55
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129 zovelHcompoundHheterozygousHβusTHmutationsHcausedHmultipleHcongenitalH
anomaliesUhypotoniaUseizuresHsyndromeH[VHNeurogeneticsTH2014THYaTHYe[UZXX 3 54

128 peHnovoHwoznYHmutationsHinHinfantileHepilepsyHinhibitHrepetitiveHneuronalHfiringVHScientificgReportsTH
2015THaTHYaYee 4.9 54

127 WholeUexomeHsequencingHandHneuriteHoutgrowthHanalysisHinHautismHspectrumHdisorderVHJournalgofg
HumangGeneticsTH2016THbYTHYeeUZXb 4.3 52

126 omSwHaberrationsHinHmaleHpatientsHwithHαhtaharaHsyndromeHandHcerebellarHhypoplasiaVHEpilepsiaTH
2012THa[THY]]YUe 6.4 51

125 peHnovoHsmnRmYHmutationsHinHαhtaharaHandHWestHsyndromesVHEpilepsiaTH2016THacTHabbUc[ 6.4 50

124 βuszHmutationsHcauseHcongenitalHanomaliesTHdevelopmentalHdelayTHhypotoniaTHepilepsyTHandH
progressiveHcerebellarHatrophyVHNeurogeneticsTH2014THYaTHdaUeZ 3 50

123 αverexpressionHofHregucalcinHmodulatesHtumorUrelatedHgeneHexpressionHinHclonedHratHhepatomaH
t]UuuUqHcellsVHJournalgofgCellulargBiochemistryTH2003THeXTHbYeUZb 4.7 49

122 yissenseHmutationsHinHtheHpzmUbindingWdimerizationHdomainHofHzruXHcauseHSotosUlikeHfeaturesVH
JournalgofgHumangGeneticsTH2012THacTHZXcUYY 4.3 46

121 peHnovoHWpR]aHmutationHinHaHpatientHshowingHclinicallyHRettHsyndromeHwithHchildhoodHironH
depositionHinHbrainVHJournalgofgHumangGeneticsTH2014THaeTHZeZUa 4.3 44

120
RoleHofHendogenousHregucalcinHinHtransgenicHratsfHsuppressionHofHkidneyHcortexHcytosolicHproteinH
phosphataseHactivityHandHenhancementHofHheartHmuscleHmicrosomalHoaZSUmTβaseHactivityVHJournalg
ofgCellulargBiochemistryTH2002THdbTHaZXUe

4.7 43

119 petectingHcopyUnumberHvariationsHinHwholeUexomeHsequencingHdataHusingHtheHeXomeHtiddenH
yarkovHyodelfHanHOexomeUfirstOHapproachVHJournalgofgHumangGeneticsTH2015THbXTHYcaUdZ 4.3 41

118 peletionsHandHdeHnovoHmutationsHofHSαXYYHareHassociatedHwithHaHneurodevelopmentalHdisorderH
withHfeaturesHofHooffinUSirisHsyndromeVHJournalgofgMedicalgGeneticsTH2016THa[THYaZUbZ 5.8 41

117 βreciseHdetectionHofHchromosomalHtranslocationHorHinversionHbreakpointsHbyHwholeUgenomeH
sequencingVHJournalgofgHumangGeneticsTH2014THaeTHb]eUa] 4.3 40

116 qxpandingHtheHphenotypicHspectrumHofHTUnn]mUassociatedHhypomyelinatingH
leukoencephalopathiesVHNeurologyTH2014THdZTHZZ[XUc 6.5 38

115 SuppressiveHroleHofHendogenousHregucalcinHinHtheHenhancementHofHdeoxyribonucleicHacidHsynthesisH
activityHinHtheHnucleusHofHregeneratingHratHliverVHJournalgofgCellulargBiochemistryTH2002THdaTHaYbUZZ 4.7 38

114 peHnovoHwurYmHmutationsHcauseHintellectualHdeficitTHcerebellarHatrophyTHlowerHlimbHspasticityHandH
visualHdisturbanceVHJournalgofgHumangGeneticsTH2015THbXTHc[eU]Z 4.3 37

113 peHnovoHhotspotHvariantsHinHoYruβZHcauseHearlyUonsetHepilepticHencephalopathyVHAnnalsgofg
NeurologyTH2018THd[THce]UdXb 9.4 37

112 RoleHofHendogenousHregucalcinHinHnuclearHregulationHofHregeneratingHratHliverfHsuppressionHofHtheH
enhancedHribonucleicHacidHsynthesisHactivityVHJournalgofgCellulargBiochemistryTH2002THdcTH]aXUc 4.7 36
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111 mHgirlHwithHWestHsyndromeHandHautisticHfeaturesHharboringHaHdeHnovoHTnxYXRYHmutationVHJournalgofg
HumangGeneticsTH2014THaeTHadYU[ 4.3 34

110 RapidHdetectionHofHaHmutationHcausingHXUlinkedHleucoencephalopathyHbyHexomeHsequencingVHJournalg
ofgMedicalgGeneticsTH2011TH]dTHbXbUe 5.8 34

109
RoleHofHregucalcinHinHliverHnuclearHfunctionfHbindingHofHregucalcinHtoHnuclearHproteinHorHpzmHandH
modulationHofHtumorUrelatedHgeneHexpressionVHInternationalgJournalgofgMoleculargMedicineTH2004TH
Y]THZccUdY

4.4 34

108 mHcaseHofHautismHspectrumHdisorderHarisingHfromHaHdeHnovoHmissenseHmutationHinHβαsZVHJournalgofg
HumangGeneticsTH2015THbXTHZccUe 4.3 33

107 mzwRpYYHvariantsHcauseHvariableHclinicalHfeaturesHassociatedHwithHwnsHsyndromeHandH
ooffinUSirisUlikeHsyndromeVHJournalgofgHumangGeneticsTH2017THbZTHc]YUc]b 4.3 31

106 βusαHmutationsHinHintractableHepilepsyHandHsevereHdevelopmentalHdelayHwithHmildHelevationHofH
alkalineHphosphataseHlevelsVHEpilepsiaTH2014THaaTHeY[Uc 6.4 31

105 peHnovoHwoztYHmutationsHinHfourHpatientsHwithHsyndromicHdevelopmentalHdelayTHhypotoniaHandH
seizuresVHJournalgofgHumangGeneticsTH2016THbYTH[dYUc 4.3 30

104 oompoundHheterozygousHnRmTYHmutationsHcauseHfamilialHαhtaharaHsyndromeHwithHhypertoniaHandH
microcephalyVHJournalgofgHumangGeneticsTH2014THaeTHbdcUeX 4.3 30

103 TheHfirstHvapaneseHcaseHofHleukodystrophyHwithHovarianHfailureHarisingHfromHnovelHcompoundH
heterozygousHmmRSZHmutationsVHJournalgofgHumangGeneticsTH2016THbYTHdeeUeXZ 4.3 28

102 RoleHofHendogenousHregucalcinHinHboneHmetabolismfHboneHlossHisHinducedHinHregucalcinHtransgenicH
ratsVHInternationalgJournalgofgMoleculargMedicineTH2002THYXTH[ccUd[ 4.4 28

101 morticHaneurysmHandHcraniosynostosisHinHaHfamilyHwithHoantuHsyndromeVHAmericangJournalgofgMedicalg
GeneticsvgPartgATH2014THYb]mTHZ[YUb 2.5 27

100 TheHdiagnosticHutilityHofHexomeHsequencingHinHvoubertHsyndromeHandHrelatedHdisordersVHJournalgofg
HumangGeneticsTH2013THadTHYY[Ua 4.3 27

99 qarlyHinfantileHepilepticHencephalopathyHassociatedHwithHtheHdisruptedHgeneHencodingHSlitURoboHRhoH
sTβaseHactivatingHproteinHZHPSRsmβZQVHAmericangJournalgofgMedicalgGeneticsvgPartgATH2012THYadmTHYeeUZXa2.5 25

98 βerformanceHcomparisonHofHbenchUtopHnextHgenerationHsequencersHusingHmicrodropletHβoRUbasedH
enrichmentHforHtargetedHsequencingHinHpatientsHwithHautismHspectrumHdisorderVHPLoSgONETH2013THdTHec]Ybc3.7 24

97 qnhancementHofHalbuminHexpressionHinHboneHtissuesHwithHhealingHratHfracturesVHJournalgofgCellularg
BiochemistryTH2003THdeTH[abUb[ 4.7 24

96 SuppressiveHeffectHofHendogenousHregucalcinHonHnitricHoxideHsynthaseHactivityHinHclonedHratH
hepatomaHt]UuuUqHcellsHoverexpressingHregucalcinVHJournalgofgCellulargBiochemistryTH2003THdeTHdXXUc 4.7 24

95 peHnovoHyquSZHmutationHcausesHsyndromicHdevelopmentalHdelayHwithHpersistentHgastroUesophagealH
refluxVHJournalgofgHumangGeneticsTH2016THbYTHd[aUd 4.3 24

94 SomaticHmutationsHinHsxu[HandHαrpYHinvolvedHinHsonicHhedgehogHsignalingHcauseHhypothalamicH
hamartomaVHAnnalsgofgClinicalgandgTranslationalgNeurologyTH2016TH[TH[abUba 5.3 24

(2016-2014)

5



93 mHnovelHhomozygousHYmRSZHmutationHcausesHsevereHmyopathyTHlacticHacidosisTHandHsideroblasticH
anemiaHZVHJournalgofgHumangGeneticsTH2014THaeTHZZeU[Z 4.3 23

92 zumerousHnmrHcomplexHgenesHareHmutatedHinHooffinUSirisHsyndromeVHAmericangJournalgofgMedicalg
GeneticsvgPartgC:gSeminarsgingMedicalgGeneticsTH2014THYbboTHZacUbY 3.1 21

91
peHnovoHaqY]V[HtranslocationHYZYVaUkbHupstreamHofHyqrZoHinHaHpatientHwithHsevereHintellectualH
disabilityHandHearlyUonsetHepilepticHencephalopathyVHAmericangJournalgofgMedicalgGeneticsvgPartgATH
2011THYaamTHZdceUd]

2.5 21

90 mHnovelHmutationHcausesHXUlinkedHintellectualHdisabilityHtypeHzascimentoVHHumangGenomegVariationTH
2017TH]THYcXYe 1.8 20

89 seneticHabnormalitiesHinHaHlargeHcohortHofHooffinUSirisHsyndromeHpatientsVHJournalgofgHumangGenetics
TH2019THb]THYYc[UYYdb 4.3 20

88 βotentialHroleHofHregucalcinHasHaHspecificHbiochemicalHmarkerHofHchronicHliverHinjuryHwithHcarbonH
tetrachlorideHadministrationHinHratsVHMoleculargandgCellulargBiochemistryTH2002THZ]YTHbYUc 4.2 20

87 yutationsHinHtheHglutaminylUtRzmHsynthetaseHgeneHcauseHearlyUonsetHepilepticHencephalopathyVH
JournalgofgHumangGeneticsTH2015THbXTHecUYXY 4.3 19

86 mHnovelHWTXHmutationHinHaHfemaleHpatientHwithHosteopathiaHstriataHwithHcranialHsclerosisHandH
hepatoblastomaVHAmericangJournalgofgMedicalgGeneticsvgPartgATH2014THYb]mTHeedUYXXZ 2.5 19

85 tomozygousHsplicingHmutationHinHzUβY[[HcausesHsallowayUyowatHsyndromeVHAnnalsgofgNeurologyTH
2018THd]THdY]UdZd 9.4 19

84
RapidHdetectionHofHgeneHmutationsHresponsibleHforHnonUsyndromicHaorticHaneurysmHandHdissectionH
usingHtwoHdifferentHmethodsfHresequencingHmicroarrayHtechnologyHandHnextUgenerationH
sequencingVHHumangGeneticsTH2012THY[YTHaeYUe

6.3 18

83 SuppressiveHroleHofHendogenousHregucalcinHinHtheHenhancementHofHnitricHoxideHsynthaseHactivityHinH
liverHcytosolHofHnormalHandHregucalcinHtransgenicHratsVHJournalgofgCellulargBiochemistryTH2003THddTHYZZbU[]4.7 18

82
WholeUexomeHsequencingHidentifiedHaHhomozygousHrznβ]HmutationHinHaHfamilyHwithHaHconditionH
similarHtoHmicrophthalmiaHwithHlimbHanomaliesVHAmericangJournalgofgMedicalgGeneticsvgPartgATH2013TH
YbYmTHYa][Ub

2.5 17

81 peHnovoHYeqY[V]ZHduplicationsHinvolvingHzxRβHgeneHclusterHinHaHpatientHwithHsystemicUonsetH
juvenileHidiopathicHarthritisVHJournalgofgHumangGeneticsTH2011THabTH[][Uc 4.3 17

80 nreakpointHdeterminationHofHXgautosomeHbalancedHtranslocationsHinHfourHpatientsHwithHprematureH
ovarianHfailureVHJournalgofgHumangGeneticsTH2011THabTHYabUbX 4.3 17

79
srowthHinhibitionHofHculturedHhumanHliverHcarcinomaHcellsHbyHwiUenergyHPlifeUenergyQfHscientificH
evidenceHforHwiUeffectsHonHcancerHcellsVHEvidenceybasedgComplementarygandgAlternativegMedicineTH
2005THZTH[dcUe[

2.3 17

78 peHnovoHpzyYHmutationsHinHtwoHcasesHofHepilepticHencephalopathyVHEpilepsiaTH2016THacTHeYdUZ[ 6.4 17

77 RzmHsequencingHsolvedHtheHmostHcommonHbutHunrecognizedHzqnHpathogenicHvariantHinHvapaneseH
nemalineHmyopathyVHGeneticsgingMedicineTH2019THZYTHYbZeUYb[d 8.1 17

76
oausativeHnovelHβzwβHmutationsHandHconcomitantHβoptYaHmutationsHinHaHpatientHwithH
microcephalyHwithHearlyUonsetHseizuresHandHdevelopmentalHdelayHsyndromeHandHhearingHlossVH
JournalgofgHumangGeneticsTH2014THaeTH]cYU]

4.3 16
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75 xateUonsetHspasticHataxiaHphenotypeHinHaHpatientHwithHaHhomozygousHpptpZHmutationVHScientificg
ReportsTH2014TH]THcY[Z 4.9 16

74 mHhemizygousHsYsZHmutationHandHxeighHsyndromefHaHpossibleHlinkkVHHumangGeneticsTH2014THY[[THZZaU[] 6.3 15

73 zovelHrus]HmutationsHinHYunisUVaronHsyndromeVHJournalgofgHumangGeneticsTH2013THadTHdZZU] 4.3 15

72 qxomeHsequencingHidentifiesHaHnovelHuzββxYHmutationHinHopsismodysplasiaVHJournalgofgHumang
GeneticsTH2013THadTH[eYU] 4.3 15

71 peHnovoHdeletionHofHYqZ]V[Uq[YVZHinHaHpatientHwithHsevereHgrowthHretardationVHAmericangJournalgofg
MedicalgGeneticsvgPartgATH2010THYaZmTHY[ZZUa 2.5 15

70 SymRoqYTHaHrareHcauseHofHooffinUSirisHSyndromefHolinicalHdescriptionHofHthreeHadditionalHcasesVH
AmericangJournalgofgMedicalgGeneticsvgPartgATH2016THYcXTHYebcUc[ 2.5 15

69 zovelHcompoundHheterozygousHxumSHmutationsHcauseHglycineHencephalopathyVHJournalgofgHumang
GeneticsTH2015THbXTHb[YUa 4.3 14

68 mHgirlHwithHearlyUonsetHepilepticHencephalopathyHassociatedHwithHmicrodeletionHinvolvingHopwxaVH
BraingandgDevelopmentTH2012TH[]TH[b]Uc 2.2 14

67 petectionHofHlowUprevalenceHsomaticHTSoZHmutationsHinHsporadicHpulmonaryH
lymphangioleiomyomatosisHtissuesHbyHdeepHsequencingVHHumangGeneticsTH2016THY[aTHbYUd 6.3 13

66 mHdeHnovoHYV]UybHdeletionHatHZYqZZVYYHinHaHboyHwithHdevelopmentalHdelayVHAmericangJournalgofg
MedicalgGeneticsvgPartgATH2014THYb]mTHYXZYUd 2.5 13

65 yandibulofacialHdysostosisHwithHmicrocephalyfHmHcaseHpresentingHwithHseizuresVHBraingandg
DevelopmentTH2017TH[eTHYccUYdY 2.2 13

64 mHfamilyHofHoculofaciocardiodentalHsyndromeHPαropQHwithHaHnovelHnoαRHmutationHandHgenomicH
rearrangementsHinvolvingHztSVHJournalgofgHumangGeneticsTH2012THacTHYecUZXY 4.3 13

63 olinicalHfeaturesHofHSymRomZHduplicationHoverlapHwithHooffinUSirisHsyndromeVHAmericangJournalgofg
MedicalgGeneticsvgPartgATH2016THYcXTHZbbZUcX 2.5 13

62 zovelHmutationHinHaHfetusHwithHearlyHprenatalHonsetHofHschizencephalyVHHumangGenomegVariationTH
2018THaTH] 1.8 12

61 RefiningHtheHclinicalHphenotypeHofHαkurUohungHneurodevelopmentalHsyndromeVHHumangGenomeg
VariationTH2018THaTHYdXYY 1.8 12

60 tomozygousHpVVYYbRHmutationHinHoYZorfbaHresultsHinHxeighHsyndromeVHJournalgofgNeurologyvg
NeurosurgerygandgPsychiatryTH2016THdcTHZYZUb 5.5 12

59 SevereHmanifestationsHofHhandUfootUgenitalHsyndromeHassociatedHwithHaHnovelHtαXmY[HmutationVH
AmericangJournalgofgMedicalgGeneticsvgPartgATH2014THYb]mTHZ[edU]XZ 2.5 12

58 mHfemaleHpatientHwithHXUlinkedHαhdoHsyndromeHofHtheHyaatUwievitUnrunnerHphenotypeHcausedHbyHaH
novelHvariantHofHyqpYZVHCongenitalgAnomaliesgrdiscontinuedsTH2020THbXTHeYUe[ 1.1 12
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57 mHnovelHgeneHPrmyZXnHencodingHglycosaminoglycanHxylosylkinaseQHforHneonatalHshortHlimbH
dysplasiaHresemblingHpesbuquoisHdysplasiaVHClinicalgGeneticsTH2019THeaTHcY[UcYc 4 11

56 zovelHmyqRYHframeshiftHmutationHinHaHgirlHwithHosteopathiaHstriataHwithHcranialHsclerosisVH
CongenitalgAnomaliesgrdiscontinuedsTH2018THadTHY]aUY]b 1.1 11

55 mHdeHnovoHomSwHmutationHinHpontocerebellarHhypoplasiaHtypeH[HwithHearlyHmyoclonicHepilepsyHandH
tetralogyHofHrallotVHBraingandgDevelopmentTH2014TH[bTHZcZU[ 2.2 11

54 peepHsequencingHdetectsHveryUlowUgradeHsomaticHmosaicismHinHtheHunaffectedHmotherHofHsiblingsH
withHnemalineHmyopathyVHNeuromusculargDisordersTH2014THZ]THb]ZUc 2.9 11

53 mHuniqueHcaseHofHdeHnovoHaq[[V[Uq[]HtriplicationHwithHuniparentalHisodisomyHofHaq[]UqterVHAmericang
JournalgofgMedicalgGeneticsvgPartgATH2013THYbYmTHYeX]Ue 2.5 11

52 βrenatalHclinicalHmanifestationsHinHindividualsHwithHvariantsVHJournalgofgMedicalgGeneticsTH2021THadTHaXaUaY[5.8 11

51 oerebellarHataxiaUdominantHphenotypeHinHpatientsHwithHqRoo]HmutationsVHJournalgofgHumang
GeneticsTH2018THb[TH]YcU]Z[ 4.3 10

50 mHvapaneseHcaseHofHcerebellarHataxiaTHspasticHparaparesisHandHdeepHsensoryHimpairmentHassociatedH
withHaHnovelHhomozygousHTToYeHmutationVHJournalgofgHumangGeneticsTH2015THbXTHYdcUeY 4.3 10

49 ooffinUSirisHsyndromeHandHcardiacHanomalyHwithHaHnovelHSαXYYHmutationVHCongenitalgAnomaliesg
rdiscontinuedsTH2018THadTHYXaUYXc 1.1 10

48 ramilialHschwannomatosisHwithHaHgermlineHmutationHofHSymRonYHinHvapanVHBraingTumorgPathologyTH
2015TH[ZTHZYbUZX 3.2 9
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nucleusVHBiologicalgandgPharmaceuticalgBulletinTH2001THZ]THeadUbY 2.3 5
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