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Abstract 

Autosomal recessive SOPH syndrome was first described in the Yakuts population of Asia by 

Maksimova et al. in 2010. It arises from biallelic pathogenic variants in the NBAS gene and is 

characterized by severe postnatal growth retardation, senile facial appearance, small hands and feet, 

optic atrophy with loss of visual acuity and color vision, and normal intelligence (OMIM #614800). The 

presence of Pelger-Huet anomaly in this disorder led to its name as an acronym for Short stature, Optic 

nerve atrophy, and Pelger-Huet anomaly. Recent publications have further contributed to the 

characterization of this syndrome through additional phenotype-genotype correlations. We review the 

clinical features described in these publications and report on a 27-year-old woman with dwarfism with 

osteolysis and multiple skeletal problems, minor anomalies, immunodeficiency, diabetes mellitus, and 

multiple secondary medical problems. Her condition was considered an unknown autosomal recessive 

disorder for many years until exome sequencing provided the diagnosis by revealing a founder disease-

causing variant that was compound heterozygous with a novel pathogenic variant in NBAS. Based on 

the major clinical features of this individual and others reported earlier, a revision of the acronym is 

warranted to facilitate clinical recognition. 

Keywords 

Author Keywords:combined immunodeficiency; diabetes mellitus; dwarfism and osteolysis; long 

survival; novel NBAS variant; SOPH syndrome 

KeyWords Plus:ACUTE LIVER-FAILURE; AMPLIFIED SEQUENCE 

GENE; DEFICIENCY; ONSET; BONE 

Author Information 

http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=313749
javascript:sup_focus('addressWOS:000529743100001-1')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=32238214
javascript:sup_focus('addressWOS:000529743100001-2')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=31706381
javascript:sup_focus('addressWOS:000529743100001-3')
javascript:sup_focus('addressWOS:000529743100001-4')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=4168931
javascript:sup_focus('addressWOS:000529743100001-2')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=31640445
javascript:sup_focus('addressWOS:000529743100001-5')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=1437874
javascript:sup_focus('addressWOS:000529743100001-6')
javascript:sup_focus('addressWOS:000529743100001-12')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=4781899
javascript:sup_focus('addressWOS:000529743100001-7')
javascript:sup_focus('addressWOS:000529743100001-8')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=32252465
javascript:sup_focus('addressWOS:000529743100001-9')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=1515607
javascript:sup_focus('addressWOS:000529743100001-9')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=180301
javascript:sup_focus('addressWOS:000529743100001-9')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=2325429
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=35720920
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=32050
javascript:sup_focus('addressWOS:000529743100001-10')
javascript:sup_focus('addressWOS:000529743100001-11')
http://apps.webofknowledge.com/OutboundService.do?SID=6D9xbULxLajKhL52kcr&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=545126
javascript:sup_focus('addressWOS:000529743100001-2')
javascript:hide_show('more_authors_authors_txt_label',%20'none');hide_show('show_more_authors_authors_txt_label',%20'inline');hide_show('hide_more_authors_authors_txt_label',%20'none')
javascript:hide_show('show_resc_blurb',%20'inline');hide_show('show_resc_blurb_link',%20'none');hide_show('hide_resc_blurb_link',%20'inline')
javascript:;
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=combined+immunodeficiency&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=diabetes+mellitus&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=dwarfism+and+osteolysis&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=long+survival&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=long+survival&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=novel+NBAS+variant&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=SOPH+syndrome&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=ACUTE+LIVER-FAILURE&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=AMPLIFIED+SEQUENCE+GENE&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=AMPLIFIED+SEQUENCE+GENE&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=DEFICIENCY&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=ONSET&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=6D9xbULxLajKhL52kcr&field=TS&value=BONE&uncondQuotes=true


Reprint Address: Lacassie, Y (reprint author) 

 

LSU Hlth Sci Ctr, Dept Pediat, 200 Henry Clay Ave, New Orleans, LA 70118 USA. 

Addresses: 

 

[ 1 ] LSU Hlth Sci Ctr & Childrens Hosp, Div Genet, Dept Pediat, New Orleans, LA USA 

       [ 2 ] INVITAE, San Francisco, CA USA 

 

[ 3 ] Pontificia Univ Catolica Chile, Escuela Med, Serv Genet, Clin Alemana, Santiago, Chile 

 

[ 4 ] Pontificia Univ Catolica Chile, Escuela Med, Div Pediat, Santiago, Chile 

 

[ 5 ] LSU Hlth Sci Ctr & Childrens Hosp, Dept Orthoped, New Orleans, LA USA 

 

[ 6 ] Univ Chile, INTA, Unidad Genet, Santiago, Chile 

 

[ 7 ] Univ Desarrollo, Dept Pediat, Clin Alemana, Santiago, Chile 

 

[ 8 ] Univ Desarrollo, Fac Med, Clin Alemana, Santiago, Chile 

 

[ 9 ] LSU Hlth Sci Ctr & Childrens Hosp, Div Endocrinol, Dept Pediat, New Orleans, LA USA 

 

[ 10 ] LSU Hlth Sci Ctr & Childrens Hosp, Div Immunol, Dept Pediat, New Orleans, LA USA 

 

[ 11 ] Univ La Frontera, Temuco, Chile 

 

[ 12 ] Ctr Enfermedades Raras, Clin Condes, Santiago, Chile 

E-mail Addresses:ylacas@lsuhsc.edu 

Publisher 

WILEY, 111 RIVER ST, HOBOKEN 07030-5774, NJ USA 

Journal Information 

 Impact Factor: Journal Citation Reports 

Categories / Classification 

Research Areas:Genetics & Heredity 

Web of Science Categories:Genetics & Heredity 

Document Information 

Language:English 

Accession Number: WOS:000529743100001 

PubMed ID: 32297715 

ISSN: 1552-4825 

eISSN: 1552-4833 

 

mailto:ylacas@lsuhsc.edu
javascript:;
javascript:hide_show('reprint_pref_org_exp_link_1', 'inline');hide_show('show_reprint_pref_org_exp_link_1', 'none');hide_show('hide_reprint_pref_org_exp_link_1', 'inline')
javascript:hide_show('research_pref_org_exp_link_1', 'inline');hide_show('show_research_pref_org_exp_link_1', 'none');hide_show('hide_research_pref_org_exp_link_1', 'inline')
javascript:hide_show('research_pref_org_exp_link_3', 'inline');hide_show('show_research_pref_org_exp_link_3', 'none');hide_show('hide_research_pref_org_exp_link_3', 'inline')
javascript:hide_show('research_pref_org_exp_link_4', 'inline');hide_show('show_research_pref_org_exp_link_4', 'none');hide_show('hide_research_pref_org_exp_link_4', 'inline')
javascript:hide_show('research_pref_org_exp_link_5', 'inline');hide_show('show_research_pref_org_exp_link_5', 'none');hide_show('hide_research_pref_org_exp_link_5', 'inline')
javascript:hide_show('research_pref_org_exp_link_6', 'inline');hide_show('show_research_pref_org_exp_link_6', 'none');hide_show('hide_research_pref_org_exp_link_6', 'inline')
javascript:hide_show('research_pref_org_exp_link_7', 'inline');hide_show('show_research_pref_org_exp_link_7', 'none');hide_show('hide_research_pref_org_exp_link_7', 'inline')
javascript:hide_show('research_pref_org_exp_link_8', 'inline');hide_show('show_research_pref_org_exp_link_8', 'none');hide_show('hide_research_pref_org_exp_link_8', 'inline')
javascript:hide_show('research_pref_org_exp_link_9', 'inline');hide_show('show_research_pref_org_exp_link_9', 'none');hide_show('hide_research_pref_org_exp_link_9', 'inline')
javascript:hide_show('research_pref_org_exp_link_10', 'inline');hide_show('show_research_pref_org_exp_link_10', 'none');hide_show('hide_research_pref_org_exp_link_10', 'inline')
javascript:hide_show('research_pref_org_exp_link_11', 'inline');hide_show('show_research_pref_org_exp_link_11', 'none');hide_show('hide_research_pref_org_exp_link_11', 'inline')
javascript:hide_show('research_pref_org_exp_link_12', 'inline');hide_show('show_research_pref_org_exp_link_12', 'none');hide_show('hide_research_pref_org_exp_link_12', 'inline')

