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NMPUKA3 BOJIECHUKA / CASE REPORT

CMHAPOM NOTNYHE HEOCET/bUBOCTU HA AaHAPOreHe

MunuHa Tarunh lajuh'? CeetnaHa Byjosuh'2 Muommpa MeoBuh'? JburbaHa B. MapunHa'?,
3opaHa ApusaHosuh'? IparaHa Pakosuh'?, lparaH Muuyuh'>

'"YHusep3uTeT y beorpaay, MeguumHcku ¢pakynter, beorpag, Cpbuja;
2KnuHuKa 3a eHoKpuHonorujy, anjabetec u bonectn metabonusma, KnuHnuku uentap Cpbuije,
Beorpag, Cpbuja

KPATAK CAZIP?KAJ

YBoa CviHAPOM HEOCET/bUBOCTU Ha aHAPOTeHe (eHrs1. androgen insensitivity syndrome) npunaga rpynu
nopemehaja cekcyanHor pa3Boja Kojy HacTaje Kao pe3ynTat feMUYHE UK NOTNYHe HeOCEeT/bUBOCTU
Ha 61oNoLLKO AejcTBO aHAPOreHa KOA 0coba Koje Cy reHeTcKu MyLKapLm (XY) ¢ HopmanHo pa3BujeHM
TecTMCMMa U KOHLIEHTPALMjOM TECTOCTEPOHA Y CEpyMy KOja OAroBapa y3pacTy 3a MyLUKY nonynauujy.
Mpukas 6onecHnka [1BageceTjefHoroamLLHba AeBojka ynyheHa je y KnuHuKy 3a eHOKpuHonorvjy, Anja-
6eTtec 1 6onectn metabonmsma KnuHuukor LeHtpa Cpbuje paav eHROKPUHOMOLIKOT TECTHPakba U Sleyetsa
360r TecTMcHe deMrHM3aLMje Koja je AnjarHOCTUKOBaHa y 16. rogmHu. bonecHuua je umana npumapHy
ameHopejy 1 pa3BujeHe [ojKe, anu Huje mana nyouyHy 1 akcunapHy masbaBocT. Criosballkbe reHuTanmje
cy bune xeHckor Tuna. KapuoTun je 61o 46XY. BpeaHOCTM NMOMHUX XOPMOHa Cy buie Kao Kop oapachne
ocobe myLwKor nona. Ha BrwwecnojHoj komnjyteprzosaHoj Tomorpaduju (MSCT) abgomeHa n mane Kap-
nuue 060CcTPaHoO NenBrUYHO Cy bune youeHe TBOpPeBUHe c 0cobrHama TecTuca. YpaheHa je bunatepanta
opxuekTomuja. lMocne onepaumje je yBegeHa XOpMOHCKa CYNCTUTYLIMOHa Tepanuja, a 30or gucnapeyHuje
CaBeTOBaHa je BarMHaaHa gvnartauuja.

3aksbyyak [lnjarHosa CviHAPOMa NOTMyHe HEOCET/bIBOCTY Ha aHAPOreHe ce NMOCTaB/ba Ha OCHOBY K-
HWYKe CNIMKe, XOPMOHCKWX aHanw3a, KapuoTuna, BU3yenv3aLmnmoHuX MeToAa U reHeTCKnX aHanusa. 36or
moryhe mManurHe antepaumje Tectuca y ogpacsiom foby, caBetyje ce bunatepanHa opxneKkTommja Hermo-
CpenHo HakoH nybepTeTa. Moryha je arcnapeyHuja, a 360r KpaTke BarvHe BpLUW Ce BarlHanHa gunara-
Lmja, Koja je 06UYHO 1 JOBOJbHA, @ Y M3Y3ETHUM ClyyajeBUMa 1 XMPYPLLKa eNoHraLyja BarvHe.
KrbyuHe peun: cviHAPOM HEOCET/bMBOCTY Ha aHAporeHe; 46XY; aHaporeHy peLentop; NprmMapHa ame-
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ITopemehaju cexcyanHor pasBoja 06yxBaTajy
TPYITy HacIegHMX 60/IeCTN aHaTOMUje Perpo-
IYKTUBHMX OpraHa Kao pe3y/ITaT XpOMO30M-
ckuxX nopemehaja u HeTUIIMYHOT pa3Boja ro-
Haja. Cnopasymom us3 2006. rofnHe, mpema
HOBOj HOMEHK/IATYpH, ,nopemehaju cexcyan-
HOT pasBoja“ 00yxBaTajy cBe paHuje TepMIHE
- xepMapoUTH3aM, IIceyRoXxepMappOfUTH-
3aM, inter-sex, HeofipeheH 1o, y3 objammerme
fla Cy CBU IIPETXOJHM Ha3VWBY MeXOPATUBHNI
3a 6onecuuke [1].

CHHJpPOM HeoCeT/bUBOCTU Ha aHJIpOTeHe
(enrn. androgen insensitivity syndrome - AIS),
TUIIYaH O0/IMK HeKafa T3B. MYIIKOT IICey0-
xepMabpoayTU3Ma, IpHIaja rpymm nopemeha-
ja cexcyamHor pasBoja Koju HacTaje Kao pesyi-
TaT JeMMMITYHE VIV TIOTITyHe HEOCEeT/BUBOCTI
Ha 6MOIOIIKO JIejCTBO aHApPOTeHa Kof ocoba
Koje Cy TeHeTCKM Mymkapuu (XY) ¢ HopMan-
HO Pa3sBMjeHNM TeCTICHYMA U KOHIIEHTPaIljoM
TECTOCTEPOHA Y CepyMy KOja OfiroBapa y3pacTy
3a MyIIKy nmomynanujy [1, 2]. OBaj peHoMeH
IPBY YT je OMMCA0 aMePUYKM 'HeKonor [Joxn
Mopuc (John Morris) [3] 1953. rogune aHanm-
30M 82 JIoTaj| y MMTepaTypy IpuKasaHa 6ore-
cHuKa (ykpydyjyhu u cBoja aBa). C 063upom
Ha TO Jja Cy CBY OOIECHUIIN MMaJIi TeCTHCe, a
O1IH Cy >KeHCKOT (peHOTHIIA, OBOM CHH/IPOMY

je mao HasuB ,TecTUCHA peMuHM3anMja“ (€HITI.
testicular feminization syndrome).

leHeTcka ncnuTHBama Cy I0Kasana jia je
Y3POK TecTUCHe peMIHNU3aIMje MyTalluja TeHa
3a aHpporeny perentop (AP). Ien sa AP ce Ha-
a3y Ha ;yTOM Kpaky X-xpomosoma (Xql11-13).
Cacroju ce of ocaM ersoHa ¥ KOfypa 4eTupu
¢yHKUMOHaNMHA foMeHa AP: NH2-tepmuHat-
Hu foMeH (NTD), xoju kogupa Hajsehn, 1j. 1.
ersoH; DNK-Besyjyhu nomen (DBD), xoju Ko-
IVpajy 2. 1 3. er3oH; IUraHz-Be3yjyhu jomeH
(LBD), xoju xopupajy 4-8. er3oH; u 3r100HM
peruoH, xoju Besyje LBD u DBD. Y AIS my-
Taluje Cy yIr/laBHOM jIoKanusosaHe y DBD u
LBD. locap, je onucano Buie of, 1.000 myTa-
1uja reHa 3a AP 4uju je pesynrar cMameme
VUIU TIOTIYHMU Ty6uTak ¢pyHkuuje AP, mro 3a
Kpajib) Pe3y/TaT ¥iMa CMarbeH VTN TTOTITYHO
M30CTaB/beH MOCTPEIeNTOPCKN edeKaT Ha
IVJbHA TKUBA VM TTOpeJ; HOpMaHe KOHIIeHTpa-
Iiyje aHpporeHa [2, 4].

MPUKA3 BONECHUKA

JIBaneceTjefHOrOAMIIbA JeBOjKa yryheHa je
y Knunuky 3a eHgokpuHonorujy, aujaberec
u 6onmecty MeTabomsMa KnmHmdkor neHTpa
Cp6uje pajiyt eHTOKPVMHOONIKOT NCINTHBaba
U 7ederba 360T TeCTUCHe HeMUHM3anmje.
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Cnuka 1. [MHOMAHW TUN roja3HOCTK, pa3BujeHe AojKe, N30CTaHaK ny-
614He MarbaBoCTU
Figure 1. Gynoid obesity, developed breasts, absent pubic hair
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CnukKa 2. M30cTaHaK nasyLHe MasbaBocTu
Figure 2. Absent axillary hair

AHaMHe30M U XeTepOaHaMHe30M Ce Ca3Harlo fia je 60-
JTleCHMIA fieTe U3 ApyTe TpygHohe, Koja je IpoTeK/Ia HOp-
MaJTHO. PaHU IICMXOMOTOpHM pa3Boj 6omnecHuIe je 610 6e3
ocobenoctn. Off cBOje cefiMe TOAMHE TIOCTETEHO je o6u-
jama Ha TenecHOj Te>XXMHM. [lojke Cy moderne Jja ce pasBu-
jajy ca 12 ropuna. Ca 15 roguHa obpatuia ce TMHEKOIOTy
jep Hmje mobuna MeHcTpyanyjy. Yiyhena je y Kmuanky 3a
TMHEKONOTHjy U aKymepcTso Knmumdkor nenrtpa y beo-
Ipajgy, Ife joj je y 16. romyHy oCTaB/beHa IjarHosa Te-
cTucHe peMMHN3aNyje TUINIHOT 06mmKa. OTafa je HUKO
HMje MEAVIVHCKM HaJI/Iefao 4o weHe 21. rogune.

Y 21. roguHM ce 360T XUIEPTEH3Nje jaBuIa eHIOKPH-
HOJIOTY Y periOHa/IHOj GOITHMIIY, KOjU jOj je IIpeIcao aH-

Ta6ena 1. XopMOHCKe aHanv3e 1 TyMOPCKM MapKepu 6onecHuue npe
opxueKkTomuje

Tabele 1. Hormonal analysis and patient’s tumor markers before go-
nadectomy

XOPMOHCKU 1 PedepeHTHe
TYMOPCK/ MapKepu Pe3yntatu 6onecHuue BPEeAHOCTA
Hormonal and Patient’s results Reference
tumor markers range
FSH Ha 15 MuH. 4.8/4.9/4.6
FSH at 15 min. 139 1U/1 251510/
LH Ha 15 Mu1H. 9.9/11.2/9.9
LH at 15 min. M9 U/ 2.5-16 11
E2 Ha 15 MUH. 223/247/253.9
E2at 15 min. /380.9 pmol/l 34-226 pmol/i
THa 15 MuH. 20.4,17.5;18.1;
Tat 15 min. 18.9 nmol/! 8.2-34.8 nmol/l
17-OHPg 0.73 nmol/I 0.94-6.57 nmol/I
SHBG 17 nmol/l 9-54 nmol/I
DHEAS 5.4 umol/I 5.4-9.1 umol/I
AHApOCTEHEANOH .
Androstenedione 2.2 ng/ml 0.26-2.34 ng/ml
MponakTuH
Prolactin 368.5 miU/I 121-545 miu/I
Dorecrepon 0.33 nmol/l 0.3-1.9 nmol/l
rogesterone
ACTH 43.5 ng/l 10-90 ng/I
Koptuson
Cortisol 435 nmol/I 131-642 nmol/I
TSH 2.1 miu/I 0.3-5.5 miU/I
T4 17.3 ng/l 7-18 ng/I
DST (1 mg), kopTr3on
DST (1 mg), cortisol 25.9 nmol/I <50 nmol/I
CEA 0,72 ng/ml 3.8 ng/ml
AFP 1.06 IU/ml <5.8 IU/ml
betaHCG 1.321U/1 <2 1U/ml
Ca-125 7.76 U/ml <35 U/ml
Ca19-9 5.57 U/ml <39 U/ml
Ca15-3 15.86 U/ml <25 U/ml

FSH - donukynoctumynuiyhn xopmoH; LH — nytenHnsnpajyhiv xopmoH; E2
— ectpapuon; T — TectocTpoH; 17-OHPg — 17-xuppokcunporectepoH; SHBG -
rnobynvH Koju Besyje nonHe xopmoHe; DHEAS - fexnppoenmaHapOCTEPOH;
ACTH - agpeHOKOPTUKOTPOMHN XOPMOH; TSH — TupeocTumynuwwyhn XopmMoH;
T4 — cno6opHN TMPOKCKH; DST — NPeKOHONHU AeKCcaMeTa3oHCKI CYNpecroHn
TecT; CEA - KapLHO-eMOpPVIOHanHW aHTureH; AFP — anda petonpotenH; betaHCG
— XyMaHU XOPWOHCKM roHagoponuH; Ca-125 - kaHuep-aHTureH CA-125; Ca 19-9
— KaHuep-aHTureH Ca 19-9; Ca 15-3 — KaHuep-aHTureH Ca 15-3

FSH - follicle-stimulating hormone; LH - luteinizing hormone; E2 - estradiol; T -
testosterone; 17-OHPg - 17-hydroxyprogesterone; SHBG - sex hormone binding
globulin; DHEAS - dehydroepiandrosterone; ACTH - adrenocorticotropic hor-
mone; TSH - thyroid-stimulating hormone; fT4 - free thyroxine; DST - overnight
dexametasone suppresion test; CEA - carcinoembryonic antigen; AFP - alpha
fetoprotein; betaHCG — human chorionic gonadotropin; Ca-125 - cancer antigen
Ca-125; Ca 19-9 - cancer antigen Ca 19-9; Ca 15-3 - cancer antigen Ca 15-3

TUXUIIEPTEH3UBHY TE€PAIINjy, @ HAKOH YBIU/IA ¥ IMjaTHO3Y
TecTHCHe PeMUHY3aLMje YIIYTHO jy je Ha Hallly KIMHUKY
pany ajber MCIIUTIBaba 1 nedemba. IbeHa pohena crapn-
ja cecTpa je umana pefoBHe MEHCTpyanyje fo 15. rogune
U Tedersa KapuyHoMa emmdapnakca. Hyuko y mopomyim
Off KEHCKMX pobaka Hyje ¥Mao puMapHy aMeHopejy. Ha
mpujeMy 6omecHuLa je 6yIa eKCTPEMHO rojasHa o IMHO-
UAHOM TuIy (TenmecHa TexxuHa 127,5 kg; TenecHa BucuHa
170 cm; nHAeKC TenmecHe Mace 42,2 kg/m?; o6uM cTpyka
112 c¢m; o6um KykoBa 131 cm), ca cegedpacTm u py>xu-
JacTUM CTpMjaMa Ha TpyauMa u Tpoyxy. [Iy6mdne n ak-
CWIapHe Ma/baBOCTH HMje 61710. [lojke cy 6ue pasBujeHe
(Cnuxke 1 u 2). Criojpaliirbe reHUTanuje cy 6yie >KeHCKOT
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Tanuuh lMajuh M. n cap. CHAPOM NOTMYHE HEOCET/bUBOCTU Ha aHfpOreHe

Cnuka 3. Hanas komnjytepusoBaHe Tomorpaduje abagomeHa v mane Kapnuue (MSCT) nprikasyje 060CTpaHO NenBNYHO TBOPEBUHE KapaKTepu-
CTUKa TecTuca
Figure 3. Multi-sliced computed tomography (MSCT) shows structures on both sides of the pelvic region, suggestive of testicules

Tuna, 6e3 xauTopoMeranuje. Kapuorun je 6mo 46XY.
BpenHOCTM MOMTHUX XOpMOHa Cy 6ule Kao KOJ, ofpacie
oco6e mymikor nosna (Tabena 1). Ha ynTpassByky mMasne xap-
nuie HUCY O yO4eH) HY MaTepuia, Hu jajHuny. Ha
BUILIEC/IOjHOj KOMIIjy Tepu3oBaHoj Tomorpaduju (MSCT)
abpoMeHa 1 Majie Kapauie 060CTpaHo MeTBUYHO yode-
He Cy IIpOMeHe KapaKTepUCTUKa TEeCTICA, ECHO TOTOBO
y CyOKYTHCY, @ 1eBO Y AVMCTATHOM [apaninjadHoM IIpo-
cropy u TpoyuHoM 3uny (Cnuka 3). MaTepuna u jajHunm
ce HUCY BUJeNY, a BaryHa je 6uaa ckpaheHa.

Bynyhu fia je 6onecuHuna 6mna xeHcKe ceKCyanaHe Opu-
jeHTalyje, y3 IM4HY U CaITIaCHOCT IIOPOANLie yiryheHa je y
KimHyKy 3a rMHEKOJIOT )y M aKyIEepCTBO pajy 060CTpaHe
opxuekTomyje. I1o pujeMy Ha OBY K/IMHVKY; OJTyKOM KOH-
3MIMjyMa Jiekapa, 60/IeCHNIIA je IipeMellTeHa Ha XUPYPLIKY
KIMHUKY, I7i€ je 2012. rogyiHe nogBpruyTa 1aapoCKOICKOj
€KCIIOpalLiyji1, TOPb0j U I00j MEIMjaIHO] TAIIapPOTOMM)U
¥ OGuIaTepasIHoOj OPXMEKTOMUjY ECHOT TeCTyca (Bemdn-
He 50x20x28 mm) u neBor TecTuca (Bemmanne 40x20x22
mm), ca IIACTVIKOM JJeCHOT VIHTBMHA/IHOT KaHasIa. [TaToxu-
CTOJIOLIKY Haja3 je riacuo: Scleroatrophia testis bilateralis,
Leydig cell hyperplasia, 6e3 eneMeHara TyMopa.

HaxoHn oneparyje npuMemeHa joj je Tepanuja TpaHcaep-
MaJTHVM eCTPAaAVOICKUM (IacTepyMa, & HAKOH LIECT Me-
Celly U opaJiHa Tepamuja IporectepoHoM (200 mg TOKOM
ceflaM laHa y MeceIly), Y3 CMamberbe TeJleCHe TeXIHe U Ha-
CTaBaK JIederha aHTVXUIIEPTEH3VBHYM JIEKOBMMa. [ofyHy
JlaHa TIOC/Ie OIlepalyje IPBM YT je MMaja CeKCyasHe Off-
Hoce, Koju ¢y 6umy 6omam. 360r 60/He AycIIapeyHuje ca-
BETOBAHe CY jOj BArMHA/IHA yIaTalyja 1 IpYMeHa ecTpa-
JIVIOTICKOT KpeMa JIOKa/IHO BarMHa/THO [{Ba Iy Ta Hefle/bHO.

ANCKYCUIA

ToxoM eMOpPHOHATHOT pa3Boja MOCTOjU CEKCYaTHO VH-
nudepeHTHa dasa y K0joj eMOPMOH MMa OTeHIMjasl Ja

| doi: 10.2298/SARH1504214T

pasBuje 610 MyILIKe OYIO0 YKeHCKe PeIpOAYKTUBHE Opra-
He. HemocpenHo y3 npuMuTtuBHe NHApEpPEeHTHE TOHA e
HaJase ce JjBa IpMMUTKBHA KaHana: Bondos kana, ko-
ju MOXKe Jla ToBefie 10 pa3Boja MYIIKOT PepOLYKTYBHOT
TpaKTa, 1 MuiepoB KaHasl, KOju MOXKe fIa JOBefle 1O pas-
BOja YKEHCKOT peIPOlyKTUBHOT TPaKTa.

AHJpOreHy Cy CYIUTMHCKM 3HaYajHM 33 MYILIKY CEKCY-
anHy mudepeHIMjaljy TOKOM pasBoja geTyca, 3a pasimKy
Off YKEHCKOT (peTa/THOT pa3Boja, KOjy He 3aXTeBa II0CTOjarbe
ectporena. CekcyanHa gudepeHIMjaLuja MOYNbE CEKCY-
aJIHOM JieTepMIHALIMjOM FOHAZIa UM Kao TeCTICa VU Kao
jajHMKa, KOja 3aBMCH Off TOTHMUX XpoMo3oma X 1 Y. Ako je
eM6puon XY, npucyctBo rexa SRY (peruon Y-xpomoso-
Ma Koju oapebyje mon jemuake) ycmepuhe pasBoj roHazia
y TECTHCE, a Y CYIIPOTHOM, TOHa/Ie Ce pasBujajy Kao jajHu-
. Jlajgurose hemmje Tectyca y ieBeToj Hefie/by recTaryje
MIOYMIbY Jla CTBApajy TECTOCTEPOH, KOju IIOACTUYE Pa3BOj
Bondoux kaHana, 13 KOjUX ce CTBApajy eMUANIVIMIC, Vas
deferens, cemene kecutie 1 ejakynaropuu kanamhu. Cepro-
nujese hemje nponssopne anTn-Munepos xopmoH (AMH),
KOjM U3a3MBa perpecujy MunepoBux KaHana.

Tonape xoje ce pasBujajy y AIS cy rectucu. AMH nsa-
3MBa perpecujy MmiepoBux KaHala 1 U30CTaHaK pa3Boja
MaTepulle, jajoBojja U TOPIbUX fleloBa BaruHe. Jlajaurose
henuje TecTuca cTBapajy TecTocTepoH, anu 360r MyTa-
Iije aHAporeHor penenropa (AP), oH He ocTBapyje cBoje
OMOJIOIIKO JiejcTBO U HeMa pa3Boja Bondosux kanama y
edepenTHe oprane. AP npumasa nopoauiy HyKineapHux
pelieniTopa U eKCIpyuMyje ce y peTanrHOM TKUBY ¥ OCMOj
HeJle/b! TecTaljyje, Ipe TMoYeTKa JIyYyerba TeCTOCTEPOHA.
EHporenn aHporeHy, TeCTOCTEPOH U OTEHTHU)Y JVIXY-
aporecroctepor (DHT) (5a-penykrasa TUI 2 KOHBEPTY-
je Tectoctepon y DHT) mory fia ocTBape cBojy 6moro-
HIKY aKTMBHOCT CaMO HaKOH Be3luBamba 3a AP y qumbHNM
TKMBUMa. Pa3Boj mpocTaTe 13 yporeHUTaaTHOT CMHYCA U
MacKyIMHMU3allMja IPUMOPAUjaTHUAX CIO/bALIBIX TeHN-
TajMja y IeHUC U CKPOTYM 3axTeBa akTuBHOCT DHT [5].



Srp Arh Celok Lek. 2015 Mar-Apr;143(3-4):214-218

CunpipoM HeoceT/bUBOCTU Ha aHpporene (AIS) ce
TPaAUIMOHATHO KITacUNKYyje Ha OCHOBY TeHUTATHOT
¢denoTuna y tpu noprpyme: komineran AVIC (CAIS),
napuyjanan (PAIS) u 6nar uiau muauManan (MAIS).
MALIS je najomaxa reHercka aHoManuja AIS y 46XY, a
¢denoruncku Hajgama of CAIS. Ocobe MMajy Mymku
(deHOTHUII, 06MIHO A300CTIEPMI)Y, @ OTIMCAHM CY U PETKH
cmydajeBy GepTIIHNX MYIIKapala ¢ 0BUM Iopemehajem.
PAIS je pesynrar genyMu4He HEOCET/BMBOCTY Ha aHAPO-
reHe y 46XY v mpeficTap/ba IMPOKY ManeTy GeHOTUTICKe
IIpe3eHTalMje ca Pa3IMYUTUM CTeIIeHOM BUpPUIN3aluje.
ITpeBanenunuja CAIS je jenan o6omenu Ha 20.400-99.100
ocoba Koje ¢y reHeTcky Myukor nojia. Ha pohewy CAIS
ce MO>Xe TIPe3eHTOBATM Kao MHTBMHATHA XepHUja 1IN
OTOK Be/IMKe yCHe BaruHe KOfj Hau3IIe]] JKeHCKOT HOBO-
pobendeTa. bunmarepanHa MHIBMHATHA XepHMja je peTKa
KOJI )KeHCKe HOBOpoDheHUYany 1 y TaKBOM CITy4ajy MHIIU-
mennuja CAIS je 1-2%. Nujarnosa CAIS ce najuemhe
IOCTaB/ba y MybepTeTy, Kao U KOfi onycane 60/ecHMIE,
Kaja 360r mpuMapHe aMeHopeje 0cobe ¢ HOpMaTHUM
CIO/BHMM JKE€HCKVM TeHNTaNujaMa TpaXke MegUIMHCKY
nomoh. Opnpacite >xeHe ca CAIS cy Buller pacra, LITO ce
objanrmapa reHETCKVM YTHUIIajeM perMoHa Ha IyToM Kpa-
Ky Y-XpoM030Ma, KOju je OirOBOPaH 3a KOHTPOITy pacTa.
JKene ca CAIS 11 of10>XeHOM TOHa/IEKTOMMjOM CY BUIIET
pacTa 360r peTaTMBHOT HeloCTaTKa ecTporeHa. VMajy
pasBujeHe [OjKe, Kao pe3yaTaT apoMaTusalnyje aHgpo-
rexa. Hemajy 3Hake afipeHapxe, Tj. He IIOCTOjU IyOMYHa
U aKCUIapHa MajbaBOCT M HEMajy aKHe, a Kao pe3ynTar
HEOCET/bUBOCTH Ha aHJPOTeHe YMECTO jajHuKa UMajy Te-
CTHUCE, HEMAjy MaTePUIy, HUTI ITPOKCUMMAJIHY [ieo BaryHe
Koja ce CJIello 3aBpliiaBa i Hajuernhe je ckpaheHa, kao Koz
omucane 6onecuuue [2].

Omnmcanu cy cliopajiyHu C/Iy4ajeBu I7ie He [0/1asu 10
HOTIIyHe perpecuje MunepoBux KaHasa, Te ce pa3Buja
jemaH mnm oba jajoBOfia, a M3Y3eTHO PETKO ¥ MaTepulia.
Moryha o6jammema cy: 1) Heonropapajyha cunTesa mmm
aKTUBHOCT AMH; 2) MUHTpayTepyCHO U3/Iararmbe JUeTUI-
CTUNOECTPOIY, KOje CMamyje 0ceT/bUBOCT MumepoBux
kaHana 3a AMH; 3) nopemehaj nponasa augporen—-AP
Ha HyK/IeapHOM HMBOY; WIN 4) paHO CIYIITambe TeCTHCA,
TaKo Aa je MuiepoB KaHas BaH goMaiuaja AMH [6].

Ocobe ca CAIS Hemajy mpocTaty, HUTH ce Bongosu
KaHa/II pa3BMjajy TOKOM pasBoja eTyca, Ia ce He CTBa-
pajy enmuauanMuc, vas deferens, ceMeHe Kecuile 1 ejaKyma-
topHy KaHanhn. Knmandka cnmka koja mo6yhyje cymmy
Ha CAIS 3axTeBa ofpehuBame u noTBpay XY kapuorumna
[4]. Kon oppacnux ocoba ca CAIS KOHIIeHTpaluja TecTo-
CTepOHa 0OMYHO je HOpMasIHa MM IOBMIIEHA Yy OTHOCY
Ha ofipacyie ocobe MYIIKOT I0/Ia, KOji Kao CYICTparT 3a
apoMaTasHy aKTMBHOCT JOBOAM fIo moBehaHe KOHIIEH-
Tpanuje ectporena. Huso FSH je y okBUpy HOpMa/lIHMX
BpegHOCTY, a HUBO LH 06u4HO 61aro NOBKIIEH YCTIen
XUIIOTa/aMO-XNTO(U3He pe3NCTeHI[Uje Ha aHpOTeHe.
IMosuene Bpegnoctu LH nopctuyy Jlajourose henuje,
CHHTe3a 1 JTyderbe TECTOCTEPOHA Ce 1I0javyaBajy, a mocre-
AMYHO ¥ KOHI[eHTpalyja ecTpajguona. AKo QyHKIUja u
cTpykTypa CepronujeBux henmja Huje omrrehena, koH-
nenTpauuja AMH je Hopmanna. Kon npukasane 60mecHu-

Ie 3abermeXkeHa je HopMasTHa KOHIJeHTpallja TeCTOCTepo-
Ha, JIOK je KOHIleHTpauyuja LH 6ua je Ha rOpib0j rpaHnIy
HOpMaJie, Kao IITO je IpyuKasaHo y Tabemu 1. Objanimemne
3allITO y CIy4ajy Haule 6onecHune HuBo LH Huje BULIN
6u 6m1o ocrojame oxpeheHor cTeneHa XunoTanaMo-xu-
no¢dusHe 0CeT/BUBOCTU Ha aHIPOTEHe, LITO je Majo Be-
POBaTHO U Ji0Caj, Huje onycaHo. BepoBaTHuju pasor je
eKCTpeMHa T'0jasHOCT bomecHnIle ¥ HoBehaHa KommdmHa
MAacCHOT TKVMBA, a CAMMM TUM 1 ToBehaHa pacronoXuBoCT
€H3JMa apoMaTase, KOjy ce IPMMAapHO Hajlase Y MaCHOM
TKWBY, I1a je Moryha moBehaHa kKOHBep3uja TecTOCTEPO-
Ha y ecTporeHe. Ecrporeny npexo HeraTuBHe IOBpaTHe
CIIpere Ha HUBOY XMUIOTaaMyca ¥ XUnoduse 10Boje 10
cMameHe KOHIIeHTpallije TOHaJOTPONMHA, TIpe cBera LH,
U CMambeHe CTUMY/Ialije Tydema TeCTOCTEPOHA, YeMY Y
IIPUJIOT TOBOPEe HOpMarHa (Y OfHOCY Ha MYIIIKaplie), a He
IIOBMIIIEHA KOHILIEHTpallyja TeCTOCTEPOHA U IOBMIIEHA
KOHIIeHTpallMja ecTpajiosna Koy IIpyuKasaHe 60mecHuIe
(Tabena 1) [7].

Hujarnosa CAIS ce, kao y HallleM CITy4ajy, IOCTaB/ba Ha
OCHOBY K/IMHMYKe CTIMKe U XOpMOHCKMX aHamm3a (Tabe-
na 1) xop ocoba ca XY xapuotunom. IlorBppa gujaruose
CAIS pobuja ce TeHeTCKOM aHaIM30M VI HaJTa30M MY TaIy-
je reHa 3a AP, 3a mTa Huje 610 TEXHMYKUX MOTYhHOCTIHL.

Iudepeniujanuo gujarHocTUYKM y 063up fonase:
KOMIIIETHA, Tj. ,lIpaBa‘, XY roHajiHa JycreHe3a II03HaTa
kao Cajepos (Swyer) cunapom, Majep—Pokuranckn-
Kycrep-Xaycrepos (Mayer—-Rokitansky-Kuster-Hauster)
CMHJIPOM, HefloCTaTakK 17B-XuapoKCUCTEpONA-eXUipo-
reHase tu I1I, 5a-pepykrasa Tun 2 gepurut (5-ARD)
un KAH 360r gedunura 17-xugpokcunase (17-OH) nnn
36or gedunnra 17,20-nmmase [1]. 46XY ocobe ca CAIS
UMajy >KeHCKe CIIo/bHe TeHUTasIuje, OfPacTajy ¥ BacIy-
TaBajy Ce Kao JIeBOjunlie ¥ HeEMAjy AUIEMY O XKEHCKOj
cexcyanHoj opujenTanuju. Ilo mocrapmpamy [ujarnose
CALIS, caBeTyje ce ICUXOJOIIKO CaBeTOBambe I 3a 6ore-
CHMKa U 32 Hopopu1y. JoHaekTOMMja ce caBeTyje HaKOH
nybeprerTa, 110 3aBpIleHOj peMUHU3ALUjU, C 003UPOM
Ha TO fia je heMMHU3aINja elIOM IOCTeNIIa TeCTUKY-
NapHe, a eNoM IepudepHe KOHBEP3Uje TeCTOCTEPOHa
y ecTporeHe. AKO ce TOHaJleKTOMUja ypaju Ipe mybep-
TeTa, caBeTyje ce MHAYKIMja mybepTeTa eCTpOreHnMa.
Pusmk 3a ManurHy antepanujy Tectyuca npe nybepreTa
je Manu, a'y ofpacnioj gobu je no 30%, ma ce Kao upean-
HO BpeMe 3a TOHaJeKTOMUjy Ipefijlake paHy Offpacin
Hepuoy, HeIoCpeaHO HaKoH my6epTeTa. [Tocie roHamex-
TOMMje caBeTyje ce IIpMMeHa XOPMOHCKe CYIICTUTYLIMOHe
tepanuje (HRT) caMo ecTporeHuma, moumrto 60mecHuIle
HeMajy MaTepuIly, a HeKV ayTOPY CaBeTyjy KOMIUIETHY
CYNCTUTYLM)y eCTPONIPOTeCTareHnMa, y3 obpasnoxe-
e J1a Ce PellelITOPM 3a IIPOreCTePOH He Hajlase caMo y
MaTepuIy, HETO y LIeJIOM Teqy, a II0Ce6HO Cy 3HaYajHN ¥
Mosry. HakoH ronafiekroMuje, My cMo 60/IeCHUIN Tpe-
IMCA/IM Tepannjy eCTPajoIoM TPaHCAEePMaTHO TOKOM
IIeCT Mecelly, a 3aTUM je JlofaTa Tepamnuja IPUPOSHIM
IIPOTeCTEPOHOM, KOjU 33 Pas3/IMKy Off IIporecTareHa Hema
edekar peTeHIuje TEYHOCTY U MIMa HAjIIOBO/BHU)U Kap-
muoMeTabonuuky npoduin [8, 9]. VIsocTaHak MeHCTpya-
Ijuje TOKOM IpyuMeHe koMbuHoBaHe HRT je uckpyunno
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IOCTOjarbe MaTepulie KOJ, Hallle 60IeCHIIIe, LITO je MHa-
Ye peflak eHTUTeT Kof ocoba ca CAIS.

Kop ocoba ca CAIS, xao u kop ipukasaHe 60neCHMIIE,
Moryha je gucnapeyHuja 360r KpaTke BaryuHe, 3a IITa je
00JIYHO JOBOJ/BPHA BarMHa/IHA UJIaTallMja, a y U3Y3e€THUM
C/Iy4ajeBMMa M XMPYpLIKa efloHranyja BaruHe. Hajpehn
Ipo61eM OBUX XKeHa je TO IITO, YKOJIMKO JKeJle, He MOTY
Jia MMajy CBOje IIOTOMCTBO [4].

Hujarnosy CAIS je HeOIXOZHO IOCTaBUTH Y 16. ropu-
HJ, a 3aTUM YPafUTH OPXMEKTOMMUjY PaHO HaKOH Iybep-
TeTa, 300or Moryhe MayirHe antepalyje TeCTUCA, ¥ YBECTU
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Complete Androgen Insensitivity Syndrome

Milina Tanci¢ Gaiji¢'?, Svetlana Vujovi¢'? Miomira Ivovi¢'?, Ljiljana V. Marina'? Zorana Arizanovi¢'?,

Dragana Rakovi¢'? Dragan Mici¢'?
'University of Belgrade, School of medicine, Belgrade, Serbia;
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SUMMARY

Introduction Androgen insensitivity syndrome (AIS) belongs
to disorders of sex development, resulting from complete or
partial resistance to the biological actions of androgens in per-
sons who are genetically males (XY) with normally developed
testes and age-appropriate for males of serum testosterone
concentration.

Case Outline A 21-year-old female patient was admitted at our
Clinic further evaluation and treatment of testicular feminiza-
tion syndrome, which was diagnosed at the age of 16 years. The
patient had never menstruated. On physical examination, her
external genitalia and breast development appeared as com-
pletely normal feminine structures but pubic and axillary hair
was absent. Cytogenetic analysis showed a 46 XY karyotype.
The values of sex hormones were as in adult males. The multi-
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sliced computed tomography (MSCT) showed structures on
both sides of the pelvic region, suggestive of testes. Bilateral
orchiectomy was performed. Hormone replacement therapy
was prescribed after gonadectomy. Vaginal dilatation was ad-
vised to avoid dyspareunia.

Conclusion The diagnosis of complete androgen insensitivity
is based on clinical findigs, hormonal analysis karyotype, visu-
alization methods and genetic analysis. Bilateral gonadectomy
is generally recommended in early adulthood to avoid the risk
of testicular malignancy. Vaginal length may be short requiring
dilatation in an effort to avoid dyspareunia. Vaginal surgery is
rarely indicated for the creation of a functional vagina.

Keywords: androgen insensitivity syndrome; 46 XY; androgen
receptor; primary amenorrhea
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