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Table 1.  Web list of syndromes with which spontaneous 46,XX primary ovarian 

insufficiency has been associated 

 
 

Syndrome Gene OMIM Number Prominent 

associated findings 

Fragile X associated 

disorders1, 2 

FMR1 *309550 Family history of 

intellectual disability 

due to fragile X 

syndrome or tremor 

ataxia disorder 

Autoimmune 

polyendocrine 

syndrome, type 13 

AIRE #240300 Adrenal insufficiency, 

hypoparathyroidism, 

chronic 

mucocutaneous 

candidiasis 

Autoimmune 

polyendocrine 

syndrome, type 24 

Unknown %269200 Adrenal insufficiency, 

type 1 diabetes 

mellitus, autoimmune 

thyroid disease 

Congenital adrenal 

hyperplasia due to 17-

alpha hydroxylase 

deficiency5 

CYP17A1 #202110 Hypertension, 

hypokalemic 

alkalosis 

http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=309550
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=240300
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=269200
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=202110
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Lipoid congenital 

adrenal hyperplasia6, 7 

STAR *600617 Congenital adrenal 

insufficiency, testis 

function is more 

severely affected 

than ovarian function 

Aromatase deficiency8-

10 

CYP19A1 +107910 Maternal virilization 

during pregnancy 

due to absence of 

placental aromatase  

Blepharophimosis, 

ptosis, epicanthus 

inversus syndrome11, 12 

FOXL2 #110100 Dysmorphic eyelids 

Progressive external 

ophthalmoplegia with 

mitochondrial DNA 

deletions13 

POLG #157640 Adult onset 

weakness of external 

eye muscles and 

exercise intolerance  

Galactosemia14 GALT #230400 Hepatomegaly, 

cataracts, and 

intellectual disability 

Congenital disorder of 

glycosylation, type 1A15, 

16 

PMM2 #212065 Neonatal 

encephalopathy, 

hypotonia, 

psychomotor 

http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=600617
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=107910
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=110100
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=157640
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=230400
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=212065
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retardation, 

cerebellar 

hypoplasia, retinitis 

pigmentosa 

Fanconi anemia17 FANCA, 

FACA, FA1, 

FA, FAA 

#227650 Anemia, leucopenia, 

thrombocytopenia; 

cardiac, renal and 

limb malformations; 

dermal pigment 

changes 

Ataxia telangiectasia18-

20 

ATM #208900 Cerebellar ataxia, 

telangiectases, 

immune defects, a 

predisposition to 

malignancy, 

premature aging, 

genome instability 

Bloom syndrome21 BLM #210900 Premature aging, a 

predisposition to 

malignancy, genome 

instability 

Werner syndrome21 WRN #277700 Premature aging, a 

predisposition to 

http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=227650
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=208900
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=210900
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=277700


 4 

malignancy, genome 

instability 

Rapp-Hodgkin 

syndrome22 

TP73L #129400 Ectodermal 

dysplasia, cleft lip, 

cleft palate 

Demirhan syndrome23 BMPR1B #609441 Severe limb 

malformation, genital 

anomolies 

Marinesco-Sjogren 

syndrome24 

SIL1 #248800 Cerebellar ataxia, 

congenital cataracts, 

retarded somatic and 

mental maturation 

Leukoencephalopathy 

with vanishing white 

matter25, 26 

EIF2B2, 

EIF2B4, 

EIF2B5 

#603896 Encephalopathy with 

leukodystrophy 

Mental retardation, X 

linked27 

FRAXE +309548 Intellectual disability 

Perrault syndrome28 Unknown %233400 Deafness 

Malouf syndrome29, 30 Unknown 212112 Cardiomyopathy 

Woodhouse-Sakati 

syndrome31, 32 

Unknown %241080 Alopecia, diabetes 

mellitus, intellectual 

disability, 

extrapyramidal 

http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=129400
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=609441
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=248800
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=603896
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=309548
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=233400
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=212112
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?cmd=entry&id=241080
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syndrome 

Bassoe syndrome33, 34 Unknown 254000 Muscular dystrophy 

and infantile cataract 

Cerebellar ataxia with 

hypergonadotropic 

hypogonadism35 

Unknown 605672 Ataxia, sensorineural 

deafness with 

vestibular 

hypofunction, 

peripheral sensory 

impairment 

Fryns syndrome36 Unknown 249599 Intellectual disability, 

craniofacial 

dysmorphism 
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