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FSH receptor polymorphism
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PCOS phenotype

FSHR polymorphism affects the phenotype

Gonadotrophic hormone
levels

Asn/Asn Asn/Ser Ser/Ser
N=123 N=248 N=124

I FSH levels
__JLH levels
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Testosterone levels
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Combined FSHR 680 Asn/Ser and LHR 312 Ser/Asn polymorphisms

Risk allele score: basal FSH levels

6,0 - P for trend = 1.4 1096

—
—
=
2
=
o
>
Q@
I
)
LL
(=
&
©
[}
=

2 3 4
Nr. of variant alleles




Treatment: WHOII anovulation

Ovulation
Induction:
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[Clomiphene res. anovulation]
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LH receptor polymorphism

LH-R insLQ

hCG-induced cAMP response
(transfected HEK cells)

Overall survival

Owerall survival (%)

Logrank P=.03

' © manths
0 45 a0 135 180

[RLU/Renilla]

Disease free survival

b |
o
i

@®Ins-LQ
Onon-LQ

Disease free survival (%)

10 100 1000 =8 ; ' manths'
s 90 :
[hCG {ﬂg:'ml}l L a0 135 180

Piersma et. al. 2006 J Clin Endocrinol Piersma et. al. 2006 J Clin Endocrinol
Metab Metab




Eras sMC
Ceoton

PCOS phenotype

LH-R insLQ polymorphism affects PCOS risk
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LH-receptor insLQ polymorphism affects the phenotype of PCOS

Mean ovarian volume Estradiol levels
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Conclusions

FSH receptor 680 Asn / Ser polymorphism:

IS associated with a higher setpoint for gonadrophic hormones
(FSH and LH).

can be used as a predictor of outcome of ovulation induction
(clomiphene citrate and FSH).

LH receptor ins-LQ polymorphism:

possibly protects for PCOS in homozygous carriers (needs
confirmation)

IS assoclated with lower ovarian volume and estradiol levels in
homozygous carriers.
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