Oocyte cryopreservation in a patient with
premature ovarian failure due to autoimmune
polyendocrine syndrome type 2
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Background
Autoimmune polyendocrine syndrome type 2
(APS 2) is a complex disorder characterised by Finnish series Iran Jude series Italian series Norwegian series Our French
fhe obligatory occurrence of Addison disease 1 1% 1593 #01 serles
n combination with thyroid autoimmune 68 patients 23 patients 4] patients 20 patients 19 patients
disorder and/or type | diabetes. ENDOCRINOPATHIES
APS 2 is the most common autoimmune Hypoparathyroidism 19% 9%6% 93% 85% 63%
polyendocrine syndrome, prevalence is about Adrenal insufficiency 2% 22% /3% 80% 79%
4-5 per 100.000 inhabitants. It i1s primarily Hypogonadism 60% F 3F 60% F 51% F 1% F
manifest in adult age (20-60 years) and female 14% H I 0l 0H 0H
are three times more frequently affected than Type 1 diabetes 196 4% 2.5% 0 59
males. | L Hypothyrodism 3% 3% 10% 10% 5%
APS 2 frequen’(ly clusters in families, In fact Hypophysitis ND ND o ) 5
several generations are often affected by one
ore more component diseases, suggesting DTH_E_"RAUTD.IMIUNE DISORDERS
autosomal-dominant inheritance with Petnicious anermia |
incomplete penetrance. Malabsotption 13% % 1% 0 21%
Premature ovarian failure (POF) is defined as Hepatitis 18% ND 1>% 10% 26%
sustained amenorrhea before the age of 40  Alopecia 12% ND 20% 2% 1%
vears, FSH levels higher than 40 UI/L and Vitiligo 29% 13% 37% 40% 53%
hypoestrogenism associated with infertility, it 13% ND 12% 25% 21%
may be due to aufoimmune lymphocylic  MUCO-CUTANEOUS CANDIDIASIS 100% 17% 83% 85% 39%
OOphOFITIS Gﬂd, when Gccompanled by other Prevalence of autoimmune diseases in APS Il patients of previous case series. Wemeau JL et al.
autoimmune diseases, may be part of APSs. 2013

Case Presentation

We present a case of APS 2 with POF that successtully underwent to oocyte cryopreservation.

She presents a positive tfamily history for autoimmune disease, in fact her father was diagnosed with type | diabetes at the age of 45
and her mother was attected by hypothyroidism due to Hashimoto's thyroidifis.

The patient has been followed up since the age of 5 years when she had been diagnosed for celiac disease. Duodenal biopsy
showed complete villous atrophy. Since then she had strictly performed gluten free diet.

She showed thyroid ultrasound suggestive tor thyroiditis since the age of twelve and presented persistent anti-thyroid anfibodies two
vears later, but never needed for L-tiroxine replacement.

HLA aplotype was: DRB1 03, 04; DRB3, DRB4, DQA1 05,03, DQBT 02,08.

She had menarche at 14 years old with nhormal cycles tor 4 years, tollowed by oligomenorrhea tor 5-6 months and then secondary

amenorrhea at the age of 21 years. Biochemical investigations showed hypergonadotropic hypogonadism and adrenal insufficiency
with positivity of ovarian and adrenal autoantibodies.

LH mcU/ml FSH mcU/ml  Estradiol pg/ml Progesterone ng/ml ACTH pg/mi Cortisol ng/ml
Basal 55.5 20.9 <12 1.38 >1250 14
30’after GnRH stimulation >200 27.3 - - - -
60’ after GnRH stimulation 188.3 39 - - _ _

Transvaginal ultrasonography did not show any relevant findings in the pelvic organs.

The patient underwent ovarian hyperstimulation with recombinant FSH (Follitropin alpha) along with GNnRH antagonist. Qocyte retrieval
was performed after 57 days of stimulation.13 oocytes were retrieved and cryopreserved with vitrification.

Conclusion

To our knowledge this is the first of POF due to APS 2 that underwent successtully 1o oocyte cryopreservation. APS 2 is a rare disorder
fhat could involve many endocrine organs, in order to preserve fertllity, it is important to screen periodically these patients to identity

precociously women at high risk.
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