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45 vMαomozygousMMissenseMVariantMinMαedgehogMvcyltransferaseMVααvTWMüeneMvssociatedMwithMhk_XYM
üonadalMyysgenesisbbMSexualnDevelopment_M2022_Meai 1.6 1

44 xhromosomeMnpMterminalMdeletionMinMnineMzgyptianMpatientsMandMnarrowingMofMtheMcriticalMregionMforM
trigonocephalybMMolecularnGeneticsnuamp;nGenomicnMedicine_M2021_Mn_Meemfn 2.3 2

43 vdvancesMinMgenomicMdiagnosisMofMaMlargeMcohortMofMzgyptianMpatientsMwithMdisordersMofMsexM
developmentbMAmericannJournalnofnMedicalnGenetics,nPartnA_M2021_Memi_Mekkkaekll 2.5 4

42 üonadectomyMinMconditionsMaffectingMsexMdevelopmentoMaMregistryabasedMcohortMstudybMEuropeann
JournalnofnEndocrinology_M2021_Memh_Mlneamde 6.5 1

41 TestosteroneMTherapyMandMItsMMonitoringMinMvdolescentMwoysMwithMαypogonadismoMResultsMofManM
InternationalMSurveyMfromMtheMIaySyMRegistrybMSexualnDevelopment_M2021_Mei_Mfgkafhg 1.6 1

40 IüFeR_MIüFvLS_MandMIüFwPgMgeneMcopyMnumberMvariationsMinMaMgroupMofMnonasyndromicMzgyptianM
shortMchildrenbMJournalnofnGeneticnEngineeringnandnBiotechnology_M2021_Men_Medn 3.1

39 zxpandingMySyMPhenotypesMvssociatedMwithMVariantsMinMtheMyzvαawoxMRNvMαelicaseMyαXglbMSexualn
Development_M2021_Mei_Mfhhafif 1.6 1

38 TestisMformationMinMXXMindividualsMresultingMfromMnovelMpathogenicMvariantsMinMWilmsUMtumorMeMVWM
genebMProceedingsnofnthenNationalnAcademynofnSciencesnofnthenUnitednStatesnofnAmerica_M2020_Meel_Megkmdaegkmm11.5 20

37
yetectionMofMlowagradeMmosaicismMandMitsMcorrelationMwithMhormonalMprofile_MtesticularMvolume_MandM
semenMqualityMinMaMcohortMofMzgyptianMKlinefelterMandMKlinefelteralikeMpatientsbMReproductivenBiology_M
2020_Mfd_Mfinafkg

2.3 0

36 vssessmentMofMtheMmostMcommonMxYPfevfMpointMmutationsMinMaMcohortMofMcongenitalMadrenalM
hyperplasiaMpatientsMfromMzgyptbMJournalnofnPediatricnEndocrinologynandnMetabolism_M2020_Mgg_Mmngandd 1.6

35 PathogenicMvariantsMinMtheMyzvαaboxMRNvMhelicaseMyαXglMareMaMfrequentMcauseMofMhk_XYMgonadalM
dysgenesisMandMhk_XYMtesticularMregressionMsyndromebMGeneticsninnMedicine_M2020_Mff_Meidaein 8.1 16

34 wiallelicMnovelMmissenseMααvTMvariantMcausesMsyndromicMmicrocephalyMandMcerebellaravermisM
hypoplasiabMAmericannJournalnofnMedicalnGenetics,nPartnA_M2019_Meln_Medigaedil 2.5 8

33 üvPOMsyndromeMinMsevenMnewMpatientsoMIdentificationMofMfiveMnovelMvNTXReMmutationsMincludingMtheM
firstMlargeMintragenicMdeletionbMAmericannJournalnofnMedicalnGenetics,nPartnA_M2019_Meln_Mfglafhf 2.5 5

32 IdentificationMofMaMnovelMhomozygousMvLXhMmutationMinMtwoMunrelatedMpatientsMwithMfrontonasalM
dysplasiaMtypeafbMAmericannJournalnofnMedicalnGenetics,nPartnA_M2018_Melk_Meendaeenh 2.5 5

31 MutationsMinvolvingMtheMSRYarelatedMgeneMSOXmMareMassociatedMwithMaMspectrumMofMhumanM
reproductiveManomaliesbMHumannMolecularnGenetics_M2018_Mfl_Meffmaefhd 5.6 40

30 NovelMvMαMandMvMαRfMMutationsMinMTwoMzgyptianMFamiliesMwithMPersistentMMˆ…llerianMyuctM
SyndromebMSexualnDevelopment_M2017_Mee_Mfnagg 1.6 3

29 WTeMüeneMMutation_MpbRhkfW_MinMaMhk_XYMySyMPatientMfromMzgyptMwithMüonadoblastomaMandM
ReviewMofMtheMLiteraturebMSexualnDevelopment_M2017_Mee_Mfmdafmg 1.6 3
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28 vromataseMyeficiencyMdueMtoMaMαomozygousMxYPenveMMutationMinMaMhk_XXMzgyptianMPatientMwithM
vmbiguousMüenitaliabMSexualnDevelopment_M2017_Mee_Mfliafln 1.6 12

27 wiochemicalMvnalysisMofMFourMMissenseMMutationsMinMtheMαSyelwgMüeneMvssociatedMWithMhk_XYM
yisordersMofMSexMyevelopmentMinMzgyptianMPatientsbMJournalnofnSexualnMedicine_M2017_Meh_Meekiaeelh 1.1 5

26 αomozygousMMutationMofMtheMFüFReMüeneMvssociatedMwithMxongenitalMαeartMyiseaseMandMhk_XYM
yisorderMofMSexMyevelopmentbMSexualnDevelopment_M2016_Med_Mekaff 1.6 10

25 IdentificationMofMNRiveMMutationsMandMPossibleMyigenicMInheritanceMinMhk_XYMüonadalMyysgenesisbM
SexualnDevelopment_M2016_Med_Mehlaie 1.6 27

24 SevereMzarlyaOnsetMObesityMyueMtoMwioinactiveMLeptinMxausedMbyMaMpbNedgKMMutationMinMtheMLeptinM
üenebMJournalnofnClinicalnEndocrinologynandnMetabolism_M2015_Medd_Mgfflagd 5.6 44

23
xlinicalMandMmolecularMcharacterizationMofMsevenMzgyptianMfamiliesMwithMautosomalMrecessiveM
robinowMsyndromeoMIdentificationMofMfourMnovelMRORfMgeneMmutationsbMAmericannJournalnofnMedicaln
Genetics,nPartnA_M2015_Meklv_Mgdihake

2.5 7

22 MutationalMpatternMinMtheMi˛–MreductaseMfMVSRyivfWMgeneMinMhk_XYMzgyptianMySyMpatientsbMMiddlen
EastnJournalnofnMedicalnGenetics_M2015_Mh_Mllamf 3

21 xhangesMoverMtimeMinMsexMassignmentMforMdisordersMofMsexMdevelopmentbMPediatrics_M2014_Megh_Meledai 7.4 81

20 vnalysisMofMtheMgeneMcodingMforMsteroidogenicMfactorMeMVSFe_MNRiveWMinMaMcohortMofMidMzgyptianM
patientsMwithMhk_XYMdisordersMofMsexMdevelopmentbMEuropeannJournalnofnEndocrinology_M2014_Meld_Mlinakl6.5 22

19 vMnovelMmutationMinMtheMleptinMgeneMVWefeXWMinManMzgyptianMfamilybMMolecularnGeneticsnandn
MetabolismnReports_M2014_Me_Mhlhahlk 1.8 5

18
αereditaryMe_fiadihydroxyvitaminMyaresistantMricketsMwithMalopeciaMinMfourMzgyptianMfamiliesoMreportM
ofMthreeMnovelMmutationsMinMtheMvitaminMyMreceptorMgenebMJournalnofnPediatricnEndocrinologynandn
Metabolism_M2014_Mfl_Mmlgam

1.6 6

17 vchievingMdiagnosticMcertaintyMinMresourcealimitedMsettingsbMEndocrinenDevelopment_M2014_Mfl_Mfilakl 4

16
vMnovelMmutationMVcbflgi_flgkdelTxWMinMtheMandrogenMreceptorMgeneMinMhk_XYMfemalesMwithM
completeMandrogenMinsensitivityMsyndromeMinManMzgyptianMfamilybMHormonenResearchninnPaediatrics_M
2014_Mmf_Mheeah

3.3 3

15 UniqueMkaryotypeoMmosMhk_X_dicVXpYWVpffbggppeebgfWcMhi_Xchi_dicVXpYWVpffbggppeebgfWMinManMzgyptianM
patientMwithMOvotesticularMdisorderMofMsexualMdevelopmentbMSexualnDevelopment_M2013_Ml_Mfgiahg 1.6 3

14 vMnovelMnonsenseMmutationMinMexonMeMofMαSyelwgMgeneMinManMzgyptianMhk_XYMadultMfemaleM
presentingMwithMprimaryMamenorrheabMSexualnDevelopment_M2013_Ml_Mfllame 1.6 3

13 IsodicentricMYMchromosomesMinMzgyptianMpatientsMwithMdisordersMofMsexMdevelopmentMVySyWbM
AmericannJournalnofnMedicalnGenetics,nPartnA_M2012_Meimv_Meinhakdg 2.5 9

12 Phenotypical_Mbiological_MandMmolecularMheterogeneityMofMi˛–areductaseMdeficiencyoManMextensiveM
internationalMexperienceMofMiiMpatientsbMJournalnofnClinicalnEndocrinologynandnMetabolism_M2011_Mnk_Mfnkagdl5.6 156

11 TissueaspecificMmosaicismMforMtetrasomyMnpMuncoveredMbyMarrayMxüαbMAmericannJournalnofnMedicaln
Genetics,nPartnA_M2011_Meiiv_Mfhnkafidd 2.5 9
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10 vMαMgeneMmutationsMinMtwoMzgyptianMfamiliesMwithMpersistentMmˆ…llerianMductMsyndromebMSexualn
Development_M2011_Mi_Mfllamd 1.6 9

9 VariableMassociationsMofMKlinefelterMsyndromeMinMchildrenbMJournalnofnPediatricnEndocrinologynandn
Metabolism_M2010_Mfg_Mnmian 1.6 4

8
TheMspectrumMofMphenotypesMassociatedMwithMmutationsMinMsteroidogenicMfactorMeMVSFae_MNRive_M
vdhwPWMincludesMsevereMpenoscrotalMhypospadiasMinMhk_XYMmalesMwithoutMadrenalMinsufficiencybM
EuropeannJournalnofnEndocrinology_M2009_Meke_Mfglahf

6.5 97

7 yetectionMofMtheMüghRMmutationMinMtheMiMalphaMreductaseMfMgeneMbyMalleleMspecificMPxRMandMitsM
linkageMtoMtheMmnLMalleleMamongMzgyptianMcasesbMSexualnDevelopment_M2007_Me_Mfngak 1.6 9

6 UnusualMassociationMofMsimplifiedMgyralMpatternMandMsparseMhairMinManMzgyptianMpatientMwithM
microcephalyalymphoedemabMClinicalnDysmorphology_M2006_Mei_Mfhiafhl 0.9 2

5 TranspositionMofMexternalMgenitaliaMandMassociatedMmalformationsbMClinicalnDysmorphology_M2003_Mef_Minakf0.9 10

4
vMnovelMpointMmutationMofMtheMandrogenMreceptorMVFmdhLWMinManMzgyptianMnewbornMwithMcompleteM
androgenMinsensitivityMassociatedMwithMcongenitalMglaucomaMandMhypertrophicMpyloricMstenosisbM
ClinicalnGenetics_M2003_Mkg_Minakg

4 8

3
MolecularManalysisMofMialphaareductaseMtypeMfMgeneMinMeightMunrelatedMegyptianMchildrenMwithM
suspectedMialphaareductaseMdeficiencyoMprevalenceMofMtheMüghRMmutationbMClinicalnEndocrinology_M
2003_Mim_Mkflage

3.4 36

2 vMnewMmutationMofMiaalphaareductaseMtypeMfMVvkfzWMinMaMlargeMzgyptianMkindredbMHormonenResearchn
innPaediatrics_M2003_Min_Mfmeah 3.3 11

1 iMalphaareductaseMdeficiencyMinMpatientsMwithMmicropenisbMJournalnofnInheritednMetabolicnDisease_M
1997_Mfd_Mniaede 5.4 17
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