somy X (absence of an entire sex chromosome,
the Barr body) is most common. It is achromosom-
al abnormality in which all, or part of one of the sex
chromosomes is absent or has other abnormalities
Occurring in 1 in 2000 — 1 in 5000 phenotypic fe-
males, the syndrome manifests itself in a number of
ways. There are characteristic physical abnormali-
ties which affect many but not all people with Turn-
er syndrome, such as short stature, swelling, broad
chest, low hairline, low-set ears, webbed necks,
gonadal dysfunction and other comorbidites.

Aim: To present a female patient with short stat-
ure and primary amenorrhoea.

Material and methods: A 35 years old female
patient was admitted in the hospital due to short
statue and infertility. She also suffered from primary
hypotiroidism.

Results: Biochemical analyses revealed TSH
9,15 mU/l, cortisol 706 nmol/l, insulin 12,68 mi-
croU/ml, FSH 55,61 mU/ml, estradiol < 5,00 pg/ml,
STH 0,05 ng/ml, SHBG 9,03 nmol/I. Clinical investi-
gation showed short stature, low-set ears, webbed
necks Genetic analysis have shown persistence
of two caryotype lines: in 92 % 45, XO, in 8% a
deletion of the short p arm of one X chromosome
(46,XdelXqg-).

Conclusion: Turner syndrome should be con-
sidered when a female patient suffers short stature,
primary amenorrhoea due to hypergonadotropic
hypogonadism.

Key words: short stature, Turner syndrome,
primary amenorrhoea, hypergonadotropic hypogo-
nadism, caryotype

KOHFEHUTANMHA AOPEHAITHA
XUNEPMNA3WUJA - OOLIEH NOYETOK
(MPUKA3 HA CINYYAJ)

. Butocka, T. MuneHkoBuK, b. KpcteBcka,

C. J. MuweBcka, b. TogopoBa,

. MnageHoBcKa, K. AnamoBa,
YHugep3umemcka K/uHuKa 3a eHOOKpuHosioauja,
Oujabemec u bonecmu Ha memabosuamom,
Ckonje, MakedoHuja

BoBea: KoHreHvnTanHa agpeHanHa xunepnna-
3uja (KAX) Bkny4dyBa rpyna Ha aBTOCOMHO peLiecuB-
HW 3abornyBara KOM HacTaHyBaaT Kako pesyntart
Ha MyTauumja Ha reHuTe OAroBOPHM 3a MpoayKuuja
Ha eH3nMuTe BKIyYeHn BO Broxemuckute npowecu
Ha cosjaBahe Ha KOPTMU30M Of XOMnecTepornoT BO
HanbybpexHuTe xnesgu. Hajuecto (Bo 90 %) ce
paboTu 3a 0edmunT Ha eH3MOT 21 XMapokcunasa.

Len: lMpeseHTauvja Ha nauueHTka cO xune-
paHOporeHm3am U MHEPTUITHOCT.
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Matepujan n metoau: lNauneHTka Ha Bo3pacT
of 36 roguHn Oelle eBanympaHa 3apagun Hepegos-
HW MeHCTpyaummn (perynupaHun UCKIy4mBO CO XOp-
MOHCKM MpenapaTtu), 3rofieMeHa BIlakHaToCT, He-
MOXHOCT 3a 3abpemeHyBake 13 rognHu HaHasag.
Bo 2006 roguMHa 3a npB naTt KOHcynTupana rmHe-
konor un Ha N AK noctaeseHa Dg: sterilitas primaria,
CAH- late onset. KpaTok nepuog npumana KopTuko
Tepanuja 1n NpoJosKmMna co XOpMOHCKU npenapa-
1. Bo 2013 HanpaseHo IVF — HeycneLlHo.

Pesyntatu: Op OGuoxemuckute  aHanmau
Oelle yTBpOEH BUCOK TecTocTepoH 14,21 mmol/l,
DHEA-S 8.55 mikromol/, aHgpocTteHeaunoH 6,0 ng/
ml, koptnson 805 nmol/l, ACTH 45 pg/ml, 17 OH
nporectepoH 29 micromol/l, rmukemuja 6,1 mmol/l,
nHcynuHemuja 24,5 mikroU/ml, HOMA-IR 6.64.
KnuHMYKM Kaj naumeHTkaTa nocToelle 3rofiemMmeHa
BnakHatocT no uernoto Teno (Ferriman - Gallwey
score 22). HanpaBeHnor KT Ha HagbybpexHu
XIe3am ykaxka Ha braro 3roremeHun HagobyopeXxHu
XKMnes3gn Co KpyXXHa XvMnofdeH3Ha dokarnHa nesuja
Ha nesata HagbybpexHa xnesga. belwe Hanpase-
Ha M MONneKynapHa kapakTepu3auwmja, npu WTo ce
nokKaka MpUCyCTBO Ha MyTauun BO reHoT 3a 21-xu-
apokcunasa — P30L 1172N myTaumm Bo xeTeposu-
rotHa coctojba.

3akny4ok: Ha late onset CAH Tpeba pa ce no-
MUCIIN Kora nocToun CTepUIinMTeT, Kako U onunrome-
HOpeja N XMp3yTrM3aM LOKONKY Ce jaBaT MogouHa
BO >xMBOTOT. Of eceHumjanHo 3Hayewe BO aujar-
HOCTMKaTa e reHeTckaTa KapakTepu3auuvja 3apagu
HaBpeMeHO MOCTaByBak-€ Ha afeKkBaTHa Tepanuja
N KOHCynTaumja co CeEMejCTBOTO U OTKpMBawe Ha
HocuTenuTe Ha bGonecra.

KnyyHu 36o0poBu: KoHreHuTanHa agpeHanHa
xvnepnnasnja ( KAX), xvnepaHgporeHunsam, cre-
PUNWTET, FTEHETCKN aHanmamn

CONGENITAL ADRENAL HYPERPLASIA -
LATE ONSET (CASE REPORT)

l. Bitoska, T. Milenkovik , B. Krstevska,

S. J.Misevska, B. Todorova, I. Mladenovska,
K. Adamova

University Clinic of Endocrinology, Diabetes and
Metabolic Disorders, Skopje, Macedonia

Introduction:The term Congenital adrenal hy-
perplasia (CAH) encompasses several autoso-
mal recessive diseases resulting from mutations
of genes for enzymes mediating the biochemical
steps of production of cortisol from cholesterol by
the adrenal glands. Deficiency of 21-hydroxylase,
resulting from mutations or deletions of CYP21A,
is the most common form of CAH, accounting for
more than 90% of cases.

Aim: To represent a patient with hyperandrogen-
ism and infertility who may suffer late onset CAH.



