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We aimed to identify the genetic mechanism

Affected kindred with the ZSWIMY variant
(NM_001042697.2:c.173C>G, p.(Ser58*)). Solid
symbols indicate affected family members. Genotype

Sanger sequencing of the affected proband, an affected
sister, an unaffected sister, and unaffected mother.
NC 000017.11:9.15987294G>C; NM_001042

Domains of the human ZSWIMY protein. The p.(Ser58*) stop-gain
variant reported in this study is proximal (N-terminal) to the zinc finger
SWIM domain (arrows). Previously reported ZSWIMY7 variants

A broader mechanistic understanding of POI can
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underlying early-onset POI in two sisters from a
consanguineous pedigree.
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(associated with male infertility) are also indicated.

qRT-PCR demonstrated higher expression of ZSWIM7 in the 15/16wpc ovary compared to testis and in the
CS22/23 ovary compared to the 15/16wpc ovary, corresponding to peak meiosis in the fetal ovary. gRT-
PCR analysis of adult ovary and testis showed relatively strong expression in the adult testis, where
meiosis Is actively occurring, but also in the adult ovary. This observation was supported following analysis

functional partners.

Genes associated with primary ovarian insufficiency (POI) and their
relationship with the stages of meiosis | prophase.
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