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con la intención de brindar información científica
de interés y refleja las consideraciones del autor y
no las de SANOFI. Cualquier indicación OFF
LABEL mencionada será con el único objetivo de
intercambio científico y no representa una
promoción. SANOFI no recomienda indicaciones
que no estén contenidas en la información para
prescribir aprobada de sus productos en
Colombia. MAT-CO-2202562



X-Linked Recessive Inheritance

Hemizygous
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Female Patients with Heterozygous Mutations
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Fabry Registry-2013



Fabry outcome survey-2016



Female Fabry Cases

Two different groups of cases

1.Cases who have severe disease like males

• Affected father, carrier mother

• Turner Syndrome cases (45,X)

• Uniparental isodisomy

2.Heterozygous carriers who present clinical features

• Skewed X inactivation

• Gene specific epialleles
Unpublished personel experience
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Female Fabry Cases



• Uniparental isodisomy

Female Fabry Cases



Skewed X inactivation

Random X inactivation

Female Fabry Cases

Thompson&Thompson, Genetics in Medicine, 2016
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-10-15% of females have nonrandom XCI 
by chance.

-Increases with age
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-Nonrandom XCI ratio: 86:14 to 100:0
• Suggests nonrandom pattern

of XCI in tissue type tested

Random XCI ratio: 50:50 to 74:26
• Suggests random pattern of 

XCI in tissue type tested

-Uninformative result: XCI ratio cannot
be determined.

• Maternally and paternally
derived X chromosomes could
not be distinguished
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Limitations
• Testing is limited to XX females only

• The assay will be uninformative in up to 20% of females due to homozygosity for the
polymorphic AR gene locus analyzed

• XCI patterns may differ among tissues

• Test will not determine if the X-inactivation pattern is associated with rearrangements of the X 
chromosome

• If nonrandom XCI pattern is present, the parent of origin of the active X cannot be determined
without testing parental samples

• Test is not recommended for prenatal diagnosis because XCI levels may differ in prenatal 
specimens and whole blood.
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X Chromosome Inactivation
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X Chromosome Inactivation
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Family Screening Strategy in Fabry

Female Proband

Unpublished pedigree from personel laboratory dataset



¡GRACIAS!
La información contenida en esta presentación está dirigida exclusivamente al cuerpo médico, con la intención 
de brindar información científica de interés y deja las consideraciones del autor y no las de SANOFI. Cualquier 
indicación OFF LABEL mencionada será con el único objetivo de intercambio científico y no representa una 
promoción.  SANOFI no recomienda indicaciones que no estén contenidas en la información para prescribir 
aprobada de sus productos en Colombia. MAT-CO-2202562 


