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Unveiling genetics of non-syndromic albinism using
whole exome sequencing: A comprehensive study of<i>
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genes in 17 families
Gene
2024 | journal-article
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Underlies Dyggve-Melchior-Clausen Syndrome in Large
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Novel Variants in <i>MPV17, PRX, GJB1</i>, and
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Ataxia of Charlevoix-Saguenay Type Diseases
Genes
2023 | journal-article
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Source:Web of Science Researcher Profile Sync

Phenotypic Classification of Eye Colour and
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Report of Hermansky-Pudlak Syndrome in Two Families
with Novel Variants in <i>HPS3</i> and <i>HPS4</i>
Genes
Genes
2023 | journal-article
DOI: 10.3390/GENES14010145
WOSUID: WOS:000918173800001
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Two novel homozygous variants of <i>ATP6V0A2</i> and
<i>ALDH18A1</i> lead to autosomal recessive cutis laxa
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Journal of Gene Medicine
2023 | journal-article
DOI: 10.1002/JGM.3522
WOSUID: WOS:000978384200001
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Whole exome sequencing identified five novel variants in
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Frontiers in Genetics
2023 | journal-article
DOI: 10.3389/FGENE.2023.1185065
WOSUID: WOS:001016805400001
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Association of cytochromes P450 3A4*22 and 3A5*3
genotypes and polymorphism with response to
simvastatin in hypercholesterolemia patients
Plos One
2022 | journal-article
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Whole exome sequencing identifies a novel compound
heterozygous <i>GFM1</i> variant underlying
developmental delay, dystonia, polymicrogyria, and
severe intellectual disability in a Pakhtun family
American Journal of Medical Genetics Part A
2022 | journal-article
DOI: 10.1002/AJMG.A.62856
WOSUID: WOS:000811085700001

Source:Web of Science Researcher Profile Sync

Biallelic inheritance in a single Pakistani family with
intellectual disability implicates new candidate gene
RDH14
Scientific Reports
2021-12 | journal-article
DOI: 10.1038/s41598-021-02599-z
Part of ISSN: 2045-2322

Source:Musharraf Jelani

A novel variant in the DSE gene leads to Ehlers–Danlos
musculocontractural type 2 in a Pakistani family
Congenital Anomalies
2021-09 | journal-article
DOI: 10.1111/cga.12436
Part of ISSN: 0914-3505
Part of ISSN: 1741-4520

Source:Musharraf Jelani

Whole Exome Sequencing Confirms Molecular
Diagnostics of Three Pakhtun Families With Autosomal
Recessive Epidermolysis Bullosa
Frontiers in Pediatrics
2021-08-03 | journal-article
DOI: 10.3389/fped.2021.727288
Part of ISSN: 2296-2360

Source:Musharraf Jelani
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Two missense mutations in GPNMB cause autosomal
recessive amyloidosis cutis dyschromica in the
consanguineous pakistani families
Genes & Genomics
2021-03-09 | journal-article
DOI: 10.1007/s13258-021-01071-6

Source:Musharraf Jelani

Whole exome sequencing reveals a homozygous SGCB
variant in a Pakhtun family with limb girdle muscular
dystrophy (LGMDR4) phenotype
Gene Reports
2021-01-01 | journal-article
DOI: 10.1016/j.genrep.2020.101014

Source:Musharraf Jelani

Whole exome sequencing identified a novel missense
alteration in CC2D2A causing Joubert syndrome 9 in a
Pakhtun family
The Journal of Gene Medicine
2021-01 | journal-article
DOI: 10.1002/jgm.3279

Source:Crossref

Genetic variations in drug-metabolizing enzyme CYP2C9
among major ethnic groups of Pakistani population
Gene
2020 | journal-article
DOI: 10.1016/J.GENE.2020.144659
WOSUID: WOS:000530711400009

Source:Web of Science Researcher Profile Sync

Identification of a recurrent nonsense mutation in HR
gene responsible for atrichia with papular lesions in two
Kashmiri families
Journal of Gene Medicine
2020 | journal-article
DOI: 10.1002/JGM.3167
WOSUID: WOS:000529407400002

Source:Web of Science Researcher Profile Sync
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Novel missense alteration in LRP4 gene underlies
Cenani–Lenz syndactyly syndrome in a consanguineous
family
Journal of Gene Medicine
2020 | journal-article
DOI: 10.1002/jgm.3143
EID: 2-s2.0-85077866729
Part of ISSN: 1099498X 15212254

Source:Musharraf JelaniviaScopus - Elsevier

A mutation in the major autophagy gene, WIPI2,
associated with global developmental abnormalities
Brain
2019 | journal-article
DOI: 10.1093/brain/awz075
EID: 2-s2.0-85065347912

Source:Musharraf JelaniviaScopus - Elsevier

A recurrent missense mutation in the EDAR gene causes
severe autosomal recessive hypohidrotic ectodermal
dysplasia in two consanguineous Kashmiri families
Journal of Gene Medicine
2019 | journal-article
DOI: 10.1002/jgm.3113
EID: 2-s2.0-85070534200

Source:Musharraf JelaniviaScopus - Elsevier

Exome analysis identifies a novel compound
heterozygous alteration in tgm1 gene leading to lamellar
ichthyosis in a child from Saudi Arabia: Case presentation
Frontiers in Pediatrics
2019 | journal-article
DOI: 10.3389/fped.2019.00044
EID: 2-s2.0-85064450677

Source:Musharraf JelaniviaScopus - Elsevier
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Novel insertion and a previously reported nonsense
variant of ALOXE3 gene lead to autosomal recessive
ichthyosis in two Balochi families.
Congenital anomalies
2018-10 | journal-article
PMID: 30270455
DOI: 10.1111/cga.12311

Source:Musharraf JelaniviaEurope PubMed Central

Novel compound heterozygous and homozygous variants
of laminin subunit β3 gene underlie non-Herlitz junctional
epidermolysis bullosa in two paternal half-brothers from
Saudi Arabia.
Congenital anomalies
2018-07 | journal-article
PMID: 29900604
DOI: 10.1111/cga.12294

Source:Musharraf JelaniviaEurope PubMed Central

Selective glycosidase inhibitors: A patent review (2012–
present)
International Journal of Biological Macromolecules
2018-05 | journal-article
DOI: 10.1016/j.ijbiomac.2017.12.148

Source:Crossref

A missense mutation in TRAPPC6A leads to build-up of
the protein, in patients with a neurodevelopmental
syndrome and dysmorphic features
Scientific Reports
2018-02-01 | journal-article
DOI: 10.1038/s41598-018-20658-w

Source:Crossref

Novel splice site mutation in EIF2AK3 gene causes
Wolcott‐Rallison syndrome in a consanguineous family
from Saudi Arabia
Congenital Anomalies
2018-01 | journal-article
DOI: 10.1111/cga.12217

Source:Crossref
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Subtractive genome analysis for in silico identification
and characterization of novel drug targets in
Streptococcus pneumonia strain JJA
Microbial Pathogenesis
2018 | journal-article
DOI: 10.1016/j.micpath.2017.12.063
EID: 2-s2.0-85042377779

Source:Musharraf JelaniviaScopus - Elsevier

The prevalence of APOL1 gene variants in a cohort of
renal disease patients in Western Saudi Arabia
Saudi journal of kidney diseases and transplantation : an
official publication of the Saudi Center for Organ
Transplantation, Saudi Arabia
2018 | journal-article
DOI: 10.4103/1319-2442.239658
EID: 2-s2.0-85070465151

Source:Musharraf JelaniviaScopus - Elsevier

Whole-exome sequencing analysis reveals co-
segregation of a COL20A1 missense mutation in a
Pakistani family with striate palmoplantar keratoderma
Genes and Genomics
2018 | journal-article
DOI: 10.1007/s13258-018-0695-z
EID: 2-s2.0-85055602492

Source:Musharraf JelaniviaScopus - Elsevier

Seismic critical reflection analysis - Constraining
thomsen anisotropy parameters in the t-p domain
79th Eage Conference and Exhibition 2017
2017 | conference-paper
DOI: 10.3997/2214-4609.201701405
EID: 2-s2.0-85088409319
Part of ISBN: 9789462822177

Source:Musharraf JelaniviaScopus - Elsevier
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Seismic tomography velocity modelling of seaward
dipping reflectors in the Orange basin, off Namibia field,
South Africa
79th Eage Conference and Exhibition 2017
2017 | conference-paper
DOI: 10.3997/2214-4609.201700698
EID: 2-s2.0-85088067953
Part of ISBN: 9789462822177

Source:Musharraf JelaniviaScopus - Elsevier

Whole-exome sequencing reveals a recurrent mutation in
the cathepsin C gene that causes Papillon–Lefevre
syndrome in a Saudi family
Saudi Journal of Biological Sciences
2016-09 | journal-article
DOI: 10.1016/j.sjbs.2015.06.007

Source:Crossref

The alkylglycerol monooxygenase (AGMO) gene
previously involved in autism also causes a novel
syndromic form of primary microcephaly in a
consanguineous Saudi family
Journal of the Neurological Sciences
2016-04 | journal-article
DOI: 10.1016/j.jns.2016.02.063

Source:Crossref

A novel homozygous PTH1R variant identified through
whole-exome sequencing further expands the clinical
spectrum of primary failure of tooth eruption in a
consanguineous Saudi family
Archives of Oral Biology
2016 | journal-article
DOI: 10.1016/j.archoralbio.2016.03.012
EID: 2-s2.0-84962297437

Source:Musharraf JelaniviaScopus - Elsevier
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A novel missense mutation in the CLPP gene causing
perrault syndrome type 3 in a turkish family
JCRPE Journal of Clinical Research in Pediatric
Endocrinology
2016 | journal-article
DOI: 10.4274/jcrpe.2717
EID: 2-s2.0-85001038132

Source:Musharraf JelaniviaScopus - Elsevier

Dependency of AVO and AVOA signature for long-offset P-
wave seismic reflections in the vicinity of volcanic
structures
78th Eage Conference and Exhibition 2016 Efficient Use of
Technology Unlocking Potential
2016 | conference-paper
DOI: 10.3997/2214-4609.201600712
EID: 2-s2.0-85088410588
Part of ISBN: 9789462821859

Source:Musharraf JelaniviaScopus - Elsevier

Prognostic Stratification of Acute Myeloid Leukemia and
Mylodysplastic Syndrome Patients on the Basis of
Genetic Variations
Blood
2016 | journal-article
DOI: 10.1182/BLOOD.V128.22.5239.5239
WOSUID: WOS:000394452702213

Source:Web of Science Researcher Profile Sync

Whole exome analysis reveals a novel missense PNPLA1
variant that causes autosomal recessive congenital
ichthyosis in a Pakistani family
Journal of Dermatological Science
2016 | journal-article
DOI: 10.1016/j.jdermsci.2015.12.012
WOSUID: WOS:000372766800006

Source:Musharraf JelaniviaResearcherID

6/3/26, 2:23 PM Musharraf Jelani (0000-0002-3421-0079) - ORCID | Connecting Research and Researchers

https://orcid.org/0000-0002-3421-0079/print 14/20

https://doi.org/10.4274/jcrpe.2717
https://doi.org/10.3997/2214-4609.201600712
https://www.worldcat.org/isbn/9789462821859
https://doi.org/10.1182/BLOOD.V128.22.5239.5239
https://www.webofscience.com/api/gateway?GWVersion=2&SrcApp=Publons&SrcAuth=Publons_CEL&KeyUT=WOS:000394452702213&DestLinkType=FullRecord&DestApp=WOS_CPL
https://doi.org/10.1016/j.jdermsci.2015.12.012


Insight into the serum kisspeptin levels in infertile males.
Archives of Iranian medicine
2015-01 | journal-article
PMID: 25556380
DOI: 0151801/aim.005

Source:Musharraf JelaniviaEurope PubMed Central

Case of Sjogren-Larsson syndrome with a large deletion
in the ALDH3A2 gene confirmed by single nucleotide
polymorphism array analysis
Journal of Dermatology
2015 | journal-article
DOI: 10.1111/1346-8138.12861
WOSUID: WOS:000357327600009

Source:Musharraf JelaniviaResearcherID

Exome analysis identified a novel missense mutation in
the CLPP gene in a consanguineous Saudi family
expanding the clinical spectrum of Perrault Syndrome
type-3
Journal of the Neurological Sciences
2015 | journal-article
DOI: 10.1016/j.jns.2015.04.038
WOSUID: WOS:000356127800026

Source:Musharraf JelaniviaResearcherID

Familial Primary Localized Cutaneous Amyloidosis
Results from Either Dominant or Recessive Mutations in
OSMR
Acta Dermato-Venereologica
2015 | journal-article
DOI: 10.2340/00015555-2104
WOSUID: WOS:000364620500023

Source:Musharraf JelaniviaResearcherID

Human semen quality and sperm DNA damage assessed
by comet assay in clinical groups
Turkish Journal of Medical Sciences
2015 | journal-article
DOI: 10.3906/sag-1407-50
WOSUID: WOS:000356357800039

Source:Musharraf JelaniviaResearcherID

6/3/26, 2:23 PM Musharraf Jelani (0000-0002-3421-0079) - ORCID | Connecting Research and Researchers

https://orcid.org/0000-0002-3421-0079/print 15/20

https://pubmed.ncbi.nlm.nih.gov/25556380
https://doi.org/0151801/aim.005
https://doi.org/10.1111/1346-8138.12861
https://doi.org/10.1016/j.jns.2015.04.038
https://doi.org/10.2340/00015555-2104
https://doi.org/10.3906/sag-1407-50


Identification of Two Homozygous Sequence Variants in
the COL7A1 Gene Underlying Dystrophic Epidermolysis
Bullosa by Whole-Exome Analysis in a Consanguineous
Family
Annals of Human Genetics
2015 | journal-article
DOI: 10.1111/ahg.12123
WOSUID: WOS:000360092800005

Source:Musharraf JelaniviaResearcherID

Insight into the Serum Kisspeptin Levels in Infertile Males
Archives of Iranian Medicine
2015 | journal-article
WOSUID: WOS:000349195600003

Source:Web of Science Researcher Profile Sync

Novel nonsense mutation in the PTRF gene underlies
congenital generalized lipodystrophy in a
consanguineous Saudi family
European Journal of Medical Genetics
2015 | journal-article
DOI: 10.1016/j.ejmg.2015.02.002
WOSUID: WOS:000353995500004

Source:Musharraf JelaniviaResearcherID

Truncating mutation in intracellular phospholipase A1
gene (DDHD2) in hereditary spastic paraplegia with
intellectual disability (SPG54)
BMC Research Notes
2015 | journal-article
DOI: 10.1186/s13104-015-1227-4
EID: 2-s2.0-84932091422
Part of ISSN: 17560500

Source:Musharraf JelaniviaScopus - Elsevier

6/3/26, 2:23 PM Musharraf Jelani (0000-0002-3421-0079) - ORCID | Connecting Research and Researchers

https://orcid.org/0000-0002-3421-0079/print 16/20

https://doi.org/10.1111/ahg.12123
https://www.webofscience.com/api/gateway?GWVersion=2&SrcApp=Publons&SrcAuth=Publons_CEL&KeyUT=WOS:000349195600003&DestLinkType=FullRecord&DestApp=WOS_CPL
https://doi.org/10.1016/j.ejmg.2015.02.002
https://doi.org/10.1186/s13104-015-1227-4
https://portal.issn.org/resource/ISSN/1756-0500


Whole-exome sequencing identifies a novel LRAT
mutation underlying retinitis punctata albescens in a
consanguineous Pakistani family
Genes & Genomics
2015 | journal-article
DOI: 10.1007/s13258-015-0311-4
WOSUID: WOS:000362020200005

Source:Musharraf JelaniviaResearcherID

Deletion mutation in BSCL2 gene underlies congenital
generalized lipodystrophy in a Pakistani family
Diagnostic Pathology
2013 | journal-article
DOI: 10.1186/1746-1596-8-78
WOSUID: WOS:000319266000001

Source:Musharraf JelaniviaResearcherID

Congenital cutis laxa syndrome maps to a novel locus on
chromosome 9q13-q21.32
Journal of Dermatological Science
2011 | journal-article
DOI: 10.1016/j.jdermsci.2010.11.014
WOSUID: WOS:000287550500009

Source:Musharraf JelaniviaResearcherID

Digenic inheritance of an autosomal recessive
hypotrichosis in two consanguineous pedigrees
Clinical Genetics
2011 | journal-article
DOI: 10.1111/j.1399-0004.2010.01455.x
WOSUID: WOS:000287036900011

Source:Musharraf JelaniviaResearcherID

Mutation in PVRL4 gene encoding nectin-4 underlies
ectodermal-dysplasia-syndactyly syndrome (EDSS1)
Journal of Human Genetics
2011 | journal-article
DOI: 10.1038/jhg.2011.18
WOSUID: WOS:000290950100005

Source:Musharraf JelaniviaResearcherID

6/3/26, 2:23 PM Musharraf Jelani (0000-0002-3421-0079) - ORCID | Connecting Research and Researchers

https://orcid.org/0000-0002-3421-0079/print 17/20

https://doi.org/10.1007/s13258-015-0311-4
https://doi.org/10.1186/1746-1596-8-78
https://doi.org/10.1016/j.jdermsci.2010.11.014
https://doi.org/10.1111/j.1399-0004.2010.01455.x
https://doi.org/10.1038/jhg.2011.18


Novel Autosomal Recessive Nonsyndromic Hearing
Impairment Locus DFNB90 Maps to 7p22.1-p15.3
Human Heredity
2011 | journal-article
DOI: 10.1159/000320154
WOSUID: WOS:000292500000004

Source:Musharraf JelaniviaResearcherID

Mutation Analysis of the ASPM Gene in 18 Pakistani
Families With Autosomal Recessive Primary Microcephaly
Journal of Child Neurology
2010 | journal-article
DOI: 10.1177/0883073809346850
WOSUID: WOS:000278001000008

Source:Musharraf JelaniviaResearcherID

A Homozygous Nonsense Mutation in the Human
Desmocollin-3 (DSC3) Gene Underlies Hereditary
Hypotrichosis and Recurrent Skin Vesicles
American Journal of Human Genetics
2009 | journal-article
DOI: 10.1016/j.ajhg.2009.08.015
WOSUID: WOS:000270836000008

Source:Musharraf JelaniviaResearcherID

A novel deletion mutation in the human hairless (HR)
gene in an Iranian family with atrichia and papular lesions
Clinical and Experimental Dermatology
2009 | journal-article
DOI: 10.1111/j.1365-2230.2009.03578.x
WOSUID: WOS:000269538800144

Source:Musharraf JelaniviaResearcherID

A novel splice-site mutation in the CDH3 gene in
hypotrichosis with juvenile macular dystrophy
Clinical and Experimental Dermatology
2009 | journal-article
DOI: 10.1111/j.1365-2230.2008.02933.x
WOSUID: WOS:000261519700016

Source:Musharraf JelaniviaResearcherID

6/3/26, 2:23 PM Musharraf Jelani (0000-0002-3421-0079) - ORCID | Connecting Research and Researchers

https://orcid.org/0000-0002-3421-0079/print 18/20

https://doi.org/10.1159/000320154
https://doi.org/10.1177/0883073809346850
https://doi.org/10.1016/j.ajhg.2009.08.015
https://doi.org/10.1111/j.1365-2230.2009.03578.x
https://doi.org/10.1111/j.1365-2230.2008.02933.x


Mutations in the P2RY5 gene underlie autosomal
recessive hypotrichosis in 13 Pakistani families
British Journal of Dermatology
2009 | journal-article
DOI: 10.1111/j.1365-2133.2009.09046.x
WOSUID: WOS:000265185500011

Source:Musharraf JelaniviaResearcherID

A novel deletion mutation in LIPH gene causes autosomal
recessive hypotrichosis (LAH2)
Clinical Genetics
2008 | journal-article
DOI: 10.1111/j.1399-0004.2008.01011.x
WOSUID: WOS:000257476200011

Source:Musharraf JelaniviaResearcherID

Novel mutations in G protein-coupled receptor gene
(P2RY5) in families with autosomal recessive
hypotrichosis (LAH3)
Human Genetics
2008 | journal-article
DOI: 10.1007/s00439-008-0507-7
WOSUID: WOS:000256080600010

Source:Musharraf JelaniviaResearcherID

Ectodermal dysplasia of hair and nail type: mapping of a
novel locus to chromosome 17p12-q21.2
British Journal of Dermatology
2006 | journal-article
DOI: 10.1111/j.1365-2133.2006.07509.x
WOSUID: WOS:000242771900010

Source:Musharraf JelaniviaResearcherID

6/3/26, 2:23 PM Musharraf Jelani (0000-0002-3421-0079) - ORCID | Connecting Research and Researchers

https://orcid.org/0000-0002-3421-0079/print 19/20

https://doi.org/10.1111/j.1365-2133.2009.09046.x
https://doi.org/10.1111/j.1399-0004.2008.01011.x
https://doi.org/10.1007/s00439-008-0507-7
https://doi.org/10.1111/j.1365-2133.2006.07509.x


Record last modified Jun 1, 2026, 7:57:54 AM

Peer review (19)

• review activity for Al-Mi’galaẗ al-sa'udiyaẗ lī-ulum al-ḥayaẗ. (1)

• review activity for All Life (1)

• review activity for American journal of medical genetics. (8)

• review activity for Annals of human genetics. (1)

• review activity for BMC medical genetics (1)

• review activity for Chinese medical journal. (1)

• review activity for Clinica chimica acta. (1)

• review activity for Clinical case reports. (10)

• review activity for Clinical genetics (1)

• review activity for Gene. (1)

• review activity for Genetic testing and molecular biomarkers.
(2)

• review activity for Genetics and Molecular Biology. (1)

• review activity for Human gene. (1)

• review activity for Journal of obstetrics and gynaecology
research. (1)

• review activity for Journal of pediatric genetics. (1)

• review activity for Journal of pediatric neurology. (1)

• review activity for Molecular genetics & genomic medicine. (3)

• review activity for Ophthalmic genetics (2)

• review activity for The journal of gene medicine. (3)

6/3/26, 2:23 PM Musharraf Jelani (0000-0002-3421-0079) - ORCID | Connecting Research and Researchers

https://orcid.org/0000-0002-3421-0079/print 20/20


