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KAIHIMHUIA BUNAAOK AUCTeHe3il TOHAA
Y CKAQA] KOMOIHOBAHOTO XPOMOCOMHOIO
MO3aiLM3My B AIBYMHU

O.A. byapeiiko

AY «I[HCTUTYT OXOpPOHU 3A0POB’S AiTel Ta NIAAITKIB
HAMH Ykpainun», Xapkis

IIpencraByieno KJIiHIYHUN BUIMAZOK CKJIAJHOTO TOPYIIeHHS (OpPMyBaHHS CTaTi BHACTIZIOK XPOMOCOMHOTO MO3Ail[3My
(46XX[17]/46XY[5]/45X0[8]) i3 moeananusm aucreHesii ronaji Ta CHHIPOMY TeCTUKYJISIPHOI (heMinizalii B AiBUnHU- /I TKA.
ITpoanarizoBaHo 0coOMMBOCTI nepeHIiITHOT AIArHOCTHKY B MAIIEHTKH 3T1/IHO i3 CyJaCHUMMU YSIBJICHHSIMHE [TPO €TiOJIOTi0 i maTo-
reHes MaToJIOr, MiIXOU 10 AIaTHOCTUKY 3 TIO3UIIH OCTaHHLOIO KOHCEHCYCY 3 Ha/[aHH AOIIOMOTH AITSAM i3 HeBUSHAYEHICTIO CTATI
Ta OOTPYHTOBAHO BUGID HAWONTUMAJBHIIIOT TEXHOJIOTIT JIKYBaHHSI.

Komoyosi cioBa: jiucrenesist ronaji, CMHIPOM TeCTHKYJIIpHOI (peminizartii, mopyurernst (hopMmyBaHHs CTATI.

CTaHOBJIGHHSI PETPOYKTUBHOI CUCTEMU B JiTel
3aBK/1 OYJI0 OJIHUM 13 HAMCK/IQJAHIIINX HAIPSAMIB
IATSYO01 CHIOKPUHOJIOTI, aJyKe BUPIIIEHHS iarHOCTIY-
HUX 1 JTIKYBaJIbHUX 3aBJIaHb Y 11iil rayysi TicHO TIOB’s13a-
He 3 nMTaHHAMK eMOpiostorii, disioorii, 6ioximii, 1pe-
Ta MOCTHATAIBHOI €HIOKPUHOJIOTI], 3aTaTbHOI TEHETUKH,
IIUTOTEHETUKH Ta MEMKO-TEHETUYHOTO KOHCYJIBTYBaH-
Hs1. Ocob6/MBI TPYHOII BUHUKAIOTh Y KJIHIYHIN [TpaK-
THUI Y BUIAJIKAX TOPYyIieHb (GOPMyBaHHS CTaTi, CePesl
SKUX HAWTIOMIUPEHIlI — [UCTeHe3id TOHAJ 1 CUHIPOM
TECTUKYJISIPHOI (heMiHizallii, 1110 TOCi/IaloTh BiIIOBIIHO
Tiepiiie i TPeTe Micils cepell TPUYUH TIePBUHHOI aMeHO-
pei B 0cib 13 sKiHOUUM (hEeHOTUTIOM.

[Tomupenicts nucrenesii ronan (cunapomy Ilep-
mreBcbkoro— Tepuepa (CIHIT)) cranosuts 1 : 2500—
3000 HOBOHAPO/IKEHUX JIIBUAT, TO/Ii SIK CUHJ[POM TeC-
tukysspuoi dpeminizarii (CT®D) — pigkicuinia nato-
Jsiorig, iioro yacrora — 1 : 50 000—70 000 >xuBHUX HO-
BOHApO/KeHnX. [lpu 1mbomMy yacToTa BUHMKHEHHS
CT® — 6sm3bK0 5 % Bift ycix hopm repmadpognTs-
My i 15—20 % cepen ycix BUMaAKiB XUOHOTO YOJIOBi-
yoro repmadpoauTusmy [1].

HesBaxawouu Ha J0CUTb 0OMEKEHUI KOHTUHIEHT
XBOPUX 13 TAaKOTIO MATOJIOTIEI0, MUTAHHS iX JIIKYyBaHHSI

Ta JUCIAHCEPHOTO CIIOCTEPEKEHHS Hapa3i OCTaTOYHO
He BUPIIIeH] 1 3aJUIIAI0OThCA AYKe CKJIATHUM 3aB-
JIAHHSAM YHACIIZIOK CKJIQTHOCTI B IOCATHEHHI KOMIIECH-
cailii TOpMOHAJIBHUX TTOPYIeHDb, HASBHOCTI aHOMATh-
HOI aHATOMiYHOI OyZOBM CTaTEBMX OpraHiB, He3al0-
BOJIEHOCTI CBOEIO CTATTIO, HEMOKJIUBICTIO AITOPOIHOI
(yHKI1ii i, BHACIZIOK 11bOTO, TSKKUX TICUXOJOTTUHUX
PO3JIAJIiB Ta CXUJIBHOCTI /10 COTiaIbHUX KOH(DJIIKTIB,

3araJibHi BiZIOMOCTI

TonazHe i rexitaibHe audepeHiioBanHs BigOyBa-
€ThCs B I€pioJi paHHbOro emoOpioreresy. PosButox
CTATEBUX 3aJ103 3yMOBJIEHUIT HAOOPOM CTATEBUX XPO-
MocoM (XX i XY), 1110 BU3HAYAIOTh TEHETUYHY CTaTb.
Bonu ixinioooTs TpancdopMaliiio nepBuHHOI 6io1o-
TeHIia/IbHOI TOHAAW B TECTUKYJ a0 S€YHUK, 10 B
KiHIIeBOMY PaxyHKy (opmye ronajany cratb [3]. Ha
7—10-My TrKHI 3 TEPBUHHOT GiOMOTEHI[IAIBHOT TOHA-
1 POPMYETBCST TECTUKYJIa ab0 SIEUHUK, 110 BU3HAYA-
€TbCS BIIMBOM TE€HIiB, PO3TAIIOBAHUX HAa CTAaTEBUX
xpomocomax. Bixcytnicts Tena SRY y aiteit i3 HOp-
MaJILHUM YOJIOBIYUM KapiOTUIIOM TPU3BOIUTD /IO JIUC-
reHesii tecrukys. Hagsuicts rema SRY y xiteii i3

CratTs HaajiiwAa Ao peaakuii 10 yepsHs 2015 p.

byaperiko OAeHa AHATOAIIBHA, A. MEA. H., CT. HayK. CriBp.
E-mail: Ibudreiko@ukr.net
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HOPMAJBbHUM JKIHOUMM KapiOTUIIOM IPU3BOIUTH 10
(opmyBaHH IEPBUHHOI TOHA/N B TeCTUKYJIH ( X X-40-
JIOBIKM).

Jludepenttialiis BHyTPillIHIX i 30BHIIITHIX TeHiTaJI I
(benorunosa crath) BimOyBaeTbest Ha 9—14-my
TUKHI. Y IJIOZa YOJIOBiYOl cTaTi Iie 3aJIeKUTh Bif
(byHKIIIOHAIBHOT aKTUBHOCTI eMOPIOHAJILHUX TECTH-
Ky Y 1eit iepios hopMyOThCst pi3Hi BapiaHTH XU0-
HOTO 40JIOBIYOTO i JkiHo4yoro repmadpoautusmy. [le-
(exT cexpellii aHTUMIOJIEPOBOTO FTOPMOHA Y XJIOMYH-
KiB IPU3BOJIUTH /IO YTBOPEHHS B HUX MATKU i (haJiio-
niesux Tpy6 y noeaHanHi 3 Gesriausam, gedekr 6io-
CUHTE3Y TECTOCTEPOHY U IUTIAPOTECTOCTEPOHY — 10
(dbeminHocTi abo GicekcyaibHOI OyJ0BM 30BHINIHIX
reHiTaliil 32 HOPMaJIbHO PO3BMHEHUX TECTUKYJ. Y
MIBYATOK EKCTPArOHAZHA CEKpeIlisi TeCTOCTEPOHY
(Ha Ty BpPOpKeHOi AucdYHKIT KOpU HAJHUPHUKIB)
BUKJIUKAE aHPOTEHI3alli0 30BHINTIHIX TeHIiTamil 3a
HOpPMAJIbHO cPOPMOBAHMX d€UHUKIB. OTKe, MyTaIlis
TeHiB, MO KOHTPOJIOIOTL TIPOIECH CTaTeBOTO jude-
PEHITIIOBaHHS, Y TOEAHAHHI 3 MYTaIliIMU aBTOCOMHUX
TeHIB CIIPUSAE BUHUKHEHHIO PI3HUX KJIHIYHUX CUH/I-
POMiB i3 TIOpy1IeHHAM (opMyBaHHs cTati [7].

Cunzpowm lllepemeBcokoro—TepHepa (aucreHesis
TOHAJ]) — 3aXBOPIOBAHHA, 3yMOBJICHE aHOMAJIIEIO CTa-
TEeBUX XPOMOCOM, YHACHIIOK SIKO1 Pi3KO TMOPYIIYETHCS
PO3BUTOK TOHAJ Y PaHHiii eMOpioHAJIbHUI 11epio] i
Ha/IaJTi HACTA€E MEPBUHHUN TIOTOHAM3M [2].

Emionozist i namozenes. B ocHOBI 3aXBOPIOBaHHS
JIEKUTH aHOMAJTISl CTATEeBUX XPOMOCOM. 3aMiCTh BJlac-
TUBOIO ’KIHOUOMY OpraHismy HabOpy CTaTeBUX XPO-
MocoM XX y XBOpUX € Jidlle ofHa X-XpOMOCOMa
BHACJIIZIOK BTPATH JIPYTOI CTATEBOI XPOMOCOMH B TIPO-
1eci Meiio3y. ¥ 1bOMY 3B’A3Ky BUHMKAE HCIOBHUIA
xpomocomHuil Habip (kapiortun 45, X). IIpore MOXK-
JguBi pi3ui Bapiantu wmozairusmy: 45, X/46, XX
45, X /46, XY, 45, X/47, XXX Ta in.

CrpykrypHi anomaiii X-XpoMOCOMU TIPU3BOJIATD
210 ABOOIUHOI sucrenesii ToHa/. 3a HAABHOCTI JiMIIe
onHi€el X-XPOMOCOMU OBOITUTHU SIEYHUKA TTiAIAI0THCS
JlereHepartii 1me 10 HapoKeHHs. Bpo/keHa Hepo3BuU-
HEHICTb CTaTeBUX 3aJ103 BUKJIMKAE TIEPBUHHUI THIIO-
reritaniam. Panns BTpata (yHKINI SA€YHUKIB TIpH
CHIT cymnpoBO/KYETBCA BUCOKOIO TillOTATAMO-TillO-
(izapHOIO peakIlielo, 0cOOIMBO TiePIPOLYKIIE0 Goti-
kysoctumystioiouoro ropomona (MDCI). Cmouartky
SIEYHUKN PO3BUBAIOTHCS HOPMAJIBHO, ajie SUIEKITITH-
HU (OOIUTH ), K TIPABUJIO, IEPETIACHO PEMYKYIOTHCH,
1 BeJUKa YacTWMHA OBapiaJbHOI TKAHWHU JIeTEHEPYE
tie 10 HapoukeHHs. CTpoma sieHUKIB 3a3Hae hibpo-
3y, 1 BOHU TIEPETBOPIOIOTHCS Ha «streak»-roHam — cro-
JIYYHOTKAHUHHI TSIKi, @ MaTKa CTa€ TilOIIa30BaHOIO.

Kniniuni eusigu. Y maii€eHTiB PaHHLOTO JUTSUOTO
BIKY XBOPOOY /1larHOCTYIOTh 32 HasBHICTIO JliMbaTiy-
HOro HaGPSAKY KMCTEH i CTOII 1 MaJIOl0 MACoIO Tijia Ipu
HapOJKEHHI.

Haiizarasphina puca xsopux i3 CIIT — Husbkopoc-
JICTB, SIKa TTOMITHA BiXe B 4—5-piuHomy Bitti. /{o mporo
BIKY TeMIIM 3POCTAHHSI Bi/[HOCHO pUtHATHI. Husbkuii
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3PICT y TaKUX TAIIEHTOK MOEMHYETHCS 3 KiCTKOBUMU
AHOMAJIISIMU: JIEBIallist JIIKThOBUX CYIJI00iB, BUKPUBJICH-
H$1 KICTOK FOMIJIOK, 3MiHa KicTOk XpeOra (KOPOTKa II1st),
MIMPOKa TPyAHA KJITKA, BAJIbI'yCHE BUKPUBJIECHHS JIK-
THOBUX CyIJI006iB, yropoueHHst IV 1 V majibiiB pyk i
OIIYKJIi HITTi HA TAJIBIAX PYK, ISATUH TaJlellb HEPIKO
BUKPUBJICHUH, HEIOPO3BUHEHHS JIMIBOBOTO CKEJIETa,
MaJIEHbKA 11[eJIelIa, «TOTUYHes T1iHeOIHHS.

Kpim ToTO, y XBOPHUX € €MiKaHT, HU3bKO PO3TAIIO-
BaHi a6o aedopMoOBaHi ByXa, I1ITO3, KPUJIOIOAIOHI
CKJIQJIKU Ha ITUi, HU3bKa MeKa POCTY BOJIOCCS Ha IITHI,
HAIJIUTIIKOBI MIKiPHI CKJIAAKU HA TOTUIUII, A1TTHKA
rinmeprirMeHTallii, ki 3 BIKOM BUABJISIOTHCS BUPa3Hi-
1re, MUTONnoAiGHa rpy/Ha KJIiTKa i3 MHUPOKO PO3CTaB-
JIEHUMU COCKaMU.

MosxauBi Basi PO3BUTKY BHYTPINIHIX OpraHis:
HE3POIIEeHHS MIiKILTYHOYKOBOI TEPETOPOIKH, apTe-
piasbHOI (6OTANIOBOI) MPOTOKM, CTEHO3 JIereHEeBOI
aprepii, KoapKTaIlig aOpTH, OKJII03is HUPKOBUX apTe-
piif i3 MOAATLITUM PO3BUTKOM apTepiajbHOI Tirep-
TeH3ii, BaJil PO3BUTKY HUPOK (TOMABINHI JOXaHKU,
rirnoriasis HUPKH, IAKOBONOAIOHA HuUpka). Y me-
SKUX XBOPUX € BPOJIKeHi siechekTu oprana 30py (1Tos,
JATTBTOHI3M, KOCOOKICTH TOIIO). XapaKTepHi peru-
JMBHI cepeHi oTUTH, YacTo OyBalOTh TYTOBYXICTb i
MOPYIIEHHS CIPUIHATTS TPOCTOPY.

I3 6iIBIIOO YACTOTOIO, HisK Cepel 30POBUX JliBYa-
TOK, BIJI3HAYAIOTHCST: 300 (YHACIIOK JiM(pOIUTaAPHO-
TO TUPOIMUTY); 3amajbHe yPa)KCHHS KUIICYHUKA 3
60JIIMU B JKMBOTI, TeHe3MaMM, KPUBABOIO [iapecio;
IMOBTOPHI NMIJIYHKOBO-KUIIIKOBI KPOBOTEY y 3B’sI3KY 3i
IIIIYHKOBO-KUIITKOBUMHU TeJIeaHTieKTa3isIMu.

BropunHi crareBi o3Haku BigcyTHi abo caabKo
BUpaskeHi (Mi3epHe OBOJIOCIHHS Ha JIOOKY 1 B axBo-
BUX JIUISTHKAX, BIZICYTHICTD MOJIOUHUX 3aJ103, aMEHO-
pest). BizgHavyaioTh TIMONIA3i10 BEJUKUX 1 Majux
cTateBUX TyO, MaTKH, BY3bKy IMixBy. SleuHUKH He
BU3HAYAIOTHCA. 32 HASIBHOCTI Y XBOPUX 3a4aTKiB TKa-
HUHM siedka (XpoMocoMmHMiT Habip 45, X/46, XY)
3’SIBJISIOTBCS 0O3HAKM BipuJisaitii (rineprpodist kiito-
pa, TipcyTH3M, TillepTpUx03). Y XBOPHUX i3 MO3ailn3-
MoM (kapiorut 45, X /46, XX) MosxmBe Jestke 361/1b-
MIEHHS MOJIOYHUX 327103 1 HaBITDh MOSIBA MEHCTPYyalb-
HOINOJIOHUX KPOBOTEY.

CunzgpoM TecTHKYJISApHOi (peMiHizamii, aGo cuH-
npom Moppica (androgen insensitivity syndrome
(AIS)) craroBUTH CO60I0 TOBHY 200 YaCTKOBY HEUYTJIH-
BICTb TKAHWUH OPTaHiB-MillleHel 10 aHIPOTEHIB, 3yMOB-
JIEHY TIOPYIIEHHAM 3IATHOCTI PEIENTOpa /10 3B’ sI3yBaH-
HS1 aHJPOreHiB abo moctperentopauM jgedexrom. [le
3aXBOPIOBAHHS BXOAUTD JI0 TIOHATTA X Y -peBepcis cTaTi
i HAJIEXKUTD /10 XUOHOTO YOJI0BIYOro repMahpOAUTI3MY
— CTaHy, 3a SIKOTO B OCOOM 3 T€HETHMYHO YOJIOBIUOI0
CTATTIO CIIOCTEPITAETHCS JKIHOUMI (PeHOTUII, YoJI0BiYa
FOHA/HA I TOPMOHAJIbHA CTATh [4, 5].

Enidemionozis. Yacrora HapOIKEHHS XBOPHUX i3
CTD — 1:50 000—70 000 HOBOHAPOIKEHUX.

Knacugixauyis. MKX-10: E34.5 Cunapom anzapo-
TeHHOI Pe3UCTEeHTHOCTI.
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Omucano nonaz 400 myraitiii rena, Bi/{loBiaibHO-
TO 3a CUHTe3 pelenTopa /A0 aHaporeHiB. IcHye nBa
OCHOBHUX KJIIHIYHUX BapiaHTH CUHJpoMY: I — roBHa
dhopma — cungpom Moppica (nCTD abo cAIS) (mos-
HUI GJIOK PEelenTOPHOTO anapary il oBHA HEYyTJIU-
BiCTh TKaHUH /IO BIJIMBY aHJ[POTEHIB), 3a SIKOI 30B-
HilIHI cTaTeBi OpraHu MalOTh KiHOYMU TUI OYI0BY;
IT — #enosHa ¢opma (HCTD abo pAIS) (y Bumaakax
BUXIJIHOTO HEMOBHOTO GJIOKY PEIENTOPHOTO altapaty
a0o 1IpU CIIOHTAHHIN aKTUBALi] YACTUHU PELETOPIB y
mybepraTHUIl 1epiot), 3a SIKOI 30BHIIIHI cTaTeBi opra-
HU MaIOTb Pi3HY CTYIIiHb MacKyJIiHi3allii.

Emionozist i namozenes. B 0oCHOBI 3aXBOPIOBaHHS
Jekarh MyTarii TeHa perentopa anjaporeHis (AR),
SKI 3yMOBJIIOIOTH PE3UCTEHTHICTD /10 TECTOCTEPOHY I
purigpotectoctepony. Crymiab nedekTy perentopa
BUSABJISETHCSA BiJl TOBHOI BTPATU HOTO aKTUBHOCTI 10
3MIHM SIKOCTI 3B’SI3Ky 3 TOPMOHOM a00 IIOPYILEHHS
3B’sI3yBaHHs KOMILIEKCY CTEepPOiflHUil TOPMOH — pe-
terrrop 3 JIHK. CT® ycrnankoByerbest 3a X-34erieHum
pelLeCUBHUM TUIIOM, IIPH 11bOMY Y 0J1113bK0 60 % 1rarti-
CHTIB HagdBHUN CIMEMHUN aHaMHe3 1 B OfHii cim’l
MOKYTb CIIOCTEPIiraTucst pi3Hi (eHOTUIriuHi BUSABU
xBopobu [8]. ¥V mporieci emOpioreHe3y TOHAaIM Mpu
CT® mubepeHIiOOTLCS K MOBHOIIHHI (hyHKITIO-
HaJbHi geuka. OnHak dyepes pedext rera AR y xBo-
pUX BIICYTHS UYYTJUBICTH 10 AHPOTEHIB, BiATIOBI-
JaJIbHUX 32 (OPMYBAaHHSI 4Y0JIOBIUOro (heHOTHIy
(40710BIYO1 ypeTpH, epeaMiXypoBOi 3a103H, CTATEBO-
ro uieHa it MomoHku). IIpu 1mbomMy 4yTIaUBICTBH 10
ecTporeHiB 36epeskeHa il 3aKOHOMIPHO (hOPMYETHCS
JKiHOUMiA (DEHOTHIT 32 BiJICYTHOCTI, SIK TIPABUJIO, TIOXi/I-
HUX MIOJJIEPOBUX IPOTOK (MaTKOBUX TPyO, MaTKu i
BEPXHBOI TPETUHU TIIiXBU) 4Yepe3 Te, 110 (DyHKIIis
npoaykitii MIS-cy6crantii kiaituaamu Ceprosi He
crpaxkzae (y HU3I BUMAAKIB PYAUMEHTH MATKOBUX
TPpyO MOXKYTH 36€piraTucs).

Kniniuni eusieu. Kininivaa kapTuHa OBHOI (hopMu
CT® xapakTepusyeThbesi:

* HAgIBHICTIO 30BHIIIHIX CTaTEBUX OPraHiB KiHOUOTO

THUITY;

* TIXBOIO, 1[0 CJITIO 3aKIHYYETHCS;
* 100pe PO3BUHEHUMHU MOJIOUHMMU 3aj103amu (TiHe-

KOMACTIiA);

* BIJICYTHICTIO MaTKHU, MAaTKOBUX TPyO 1 IpocTaTu;
* BIJICYTHICTIO COMAaTUYHUX aHOMAJili PO3BUTKY;
* BIJICYTHICTIO JIOOKOBOTO I IIaXBOBOI'O OBOJIOCIHHS.

Hemnosua (opma 3aXxBOpIOBaHHSI Ma€ CXOKICTh i3
ITOBHOIO, TPOTE XapaKTEPU3YETHCA CTATEBUM OBOJIO-
CIHHSM 1 BIiJICYTHICTIO MacKyJiHizalii (BipuJizaitii)
30BHIIIHIX cTaTeBUX OpraHis. BapiabenbHicTh KIIiHIY-
uux Gopm CTD ayxe Besuka (Biz deHOTHITIYHOT
JKIHKU /10 (DEHOTHUIIIYHOTO YOJIOBIKA 3 MEPBUHHUM
Oe3IIiAAAM) 1 3aJeKUTh Bij CTYIEHS BUPA3HOCTI
neeKTy perenTopiB /10 aHAPOTEHIB.

Jliaznocmuxa:

1) BuUBYEeHHsS aHaMHe3y 3aXBOPIOBAHHS, OIIHKA
30BHIIHIX CTaTEeBUX OPTraHiB, OPXiZI0- I TeHITOMETPis
Y XJIOTIIIB, BUMiPIOBAaHHS apTePiabHOTO TUCKY;
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2) UTOreHeTUYHE JIOCJIi/PKEHHS: KAPIOTUITYBaHHS
i FISH-anani3 intepdasHux KJIITUHHUX sS7ep Y
rnperaparax KyJabTypu JiM@OIUTIB 1epudepuatoi
KPOBI;

3) Y3/ kamurku, naxoBux obsacreil i oprauis
MaJIoro Ta3a;

4) 3a moxksmBocti — MPT Ta/a6o snanapockoris
TIOPOKHUHYU MAJIOTO Ta3a 1 YepPeBHOI MOPOKHUHU i3
[poBegeHHaM 6ioricii roHa i mozaabIiumM MopgoJIo-
TIYHUM IX JOCJIKEHHSIM;

5) ropMOHaJIbHe 00CTEKEHHST — BU3HAYECHHS BMiC-
Ty TOHAJIOTPOTIIHIB i CTATEBUX CTEPOI/IiB Y CUPOBATIIL
KPOBI, TpUIeHHA AiarHOCTHYHA 1IpoOa 3 XOPIOHIYHUM
TOHAIOTPOTIIHOM.

Jupepenyiimny diaznocmuxy CTD HeoOXigHO TPO-
BOJIUTH 3 JIMCTEHE3I€10 TOHAJ], CHHIPOMOM He3aBepiiie-
Hoi MackyJiinizaiii (nedekT reHa TecTOCTEPOH-I-0L-
penykrasu) i 3 inmmmMu (opmamu XY-peBepcii craTi.
3a HemoCTaTHOCTI (DEPMEHTY TECTOCTEPOH-5-0l-PELyK-
Ta3u piBEHDb [IUTIPOTECTOCTEPOHY B CHPOBATIII KPOBi
XBOPUX TIOPIBHAHO 3 BIKOBUMHM HOPMATUBAMU IS
XJIOIYMKIB 3HAYHO 3HUKEHUI, TPOTe 3HAUEeHHSI TeCToC-
TEPOHY He BUXO/ATH 32 MeKi HOPMaJIbHUX TTOKa3HUKIB.
[Tiz yac 30BHIMHBOTO OTJIALY, HA BIIMIHY Bi/l XBOPHX i3
CTO®, BusHauacTbCA 3HAYHE CTATEBE OBOJIOCIHHA. Bif
xBopux 3 XY-aucreresieio ronan xsopi i3 CTOD Bix-
PI3HAIOTHCA HASBHICTIO MOJIOYHUX 347103 TIPU Mi3€PHO-
MY OBOJIOCIHHI, CJTIIIO 3aMKHEHOIO TTXBOIO, BIZICYTHICTIO
MaTKHU, HAsSBHICTIO TECTUKYJ Yy YEPEBHIM TOPOKHWHI
ab0 MO0 XOjly TAXOBUX KaHAJB, a TAKOX HU3bKUMU
nokasuukamu pisHs DCI 3a BiAHOCHO BHUCOKOI KOH-
HeHTpailii JoTeinizyouoro ropmona (JII).

Dopmynrosanns diaznosy. Y cepiri 2006 p. €Bpo-
TelichbKa acolliallis eHI0KPUHOJIOTIB ITPUITHSIA KOHCEeH-
CycC i3 HaIaHH4 TOTIOMOTH JIITSIM 3 HeBU3HAUEHICTIO CTaTi
[6]. B ocHOBY KOHCEHCYCY MOKJIAICHO HOBY HOMEHKJIA-
Typy i Kiacuikailiio 3aXBOPIOBaHb, M0 CYITPOBOLKY-
I0TbCS IHTEPCEKCYaIbHOIO OY0BOIO 30BHIIIHIX cTaTe-
BUX OPraHiB. 3arporiOHOBAHO BiIMOBUTHUCS BiJl TEPMiHA
«repMapoIMTU3M» SIK ETUYHO HEIPUIHSATHOTO 1 3aMi-
HUTH HOTO TEPMIHOM <IOPYIIeHHST (DOPMYBAHHS CTaTi»
(ITDC). Mo rpynu [IDOC crix 3apaxyBatu HOBOHAPO-
JUKEHUX, [0 MAlOTh: a) IHTEPCEKCYaJbHy OyIOBY
30BHIIIHIX CTaTEeBUX OPraHiB; 6) i30JIbOBAHY KAJIUTKOBY
rinocmaiio abo rinocHaio B HOEAHAHHI i3 KPUIITOPXi3-
MOM, MiKPOIIeHICOM; B) HEBI/IIOBI/IHICTh (DeHOTUITIUHOT
cTaTi KapioTUIly AUTHHU.

Homenknatypa i knacudikaiiisi 3aXBopIloBaHb 110-
OyzoBaHa 3 ypaxyBaHHSIM TeHETUUHUX i MOpOIOTiu-
HUX OCHOB 11aToJIOTII cTaTi. Tak, «XxuOHU 4oI0BIunii
repMapo/INTU3M» BU3HAUEHUN Terep sk «46, XY
nopyuieHHst (hOpMyBaHHsI CTaTi»; «XUOHUI KIHOUUI
repmadpouTuaM» — gK «46, XX nopymenusa ¢op-
MYBaHHS CTaTi»; <«CIPaBXHiil repMagpojanTU3IM»
3aMiHEHUIT HA «OBOTECTUKYJISIDHE MOPYIIeHHsT (op-
MYBaHHS CTaTiy; TMAI[iEHTH 3 AHOMAJIEI0 CTAaTeBUX
XPOMOCOM 1 iHTepceKcyanbHO0 OYHI0BOI0 30BHINIHIX
reHiTaiil 06’ e[HaHI B TPYILY «CE€KC-XPOMOCOMHI IOPY-
1meHHs (hOpMyBaHHS CTaTi».
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Jlixysanns xopux 3 I1DOC, sKki BUXOBYIOTbCS B
SKIHOUIM cTaTi, CKIAZAETHCS 3 IBOX €TalliB — ollepa-
THUBHOTIO i KOHCEPBATUBHOTO. BUCOKNIT PU3UK PO3BUT-
Ky HEOILIACTUYHUX IIPOIECIB JUKTYE HEOOXIAHICTH
IBOOIYHOTO BUIAJIEHHSI HEIIOBHOI[IHHUX TOHA/ i3 T10-
JMAJBITUM TIPU3HAYEHHSM 3aMiCHOI TOPMOHAJBHOI
teparii (3I'T) nmpernapatamMu KiHOYMX CTaTEBUX CTe-
poiznux ropmoniB. ¥ xBopux i3 CT® wnaiikpamuuit
ebexT a€ 3amicHa Tepariis pernapaTaMu, 1o MiCTSATb
€CTPOTEHU ¥ TecTareHu, OCKIJIbKNA OCTAHHI K €IMHUN
3 CHIOTEHHUX aHTArOHICTIB €CTPOTEHIB MePEeITKOKa-
I0Th PO3BUTKY €CTPOTEH3AJICKHOI TilepIiasii TKaHm-
HU MOJIOYHOI 3aJI03W B YMOBaX PE3UCTEHTHOCTI 10
AHJ[POTEHIB y TAKMX XBOPHX. 3a BiZICyTHOCTI HEOOXijT-
HOCTIi 3a0e31edeH s UKIIYHUX [IPOIIECIB B €HIOMET-
pii B IIi€l Tpynm XBOPUX MOKJIUBE 3aCTOCYBAHHSI
mouopazuoi 3I'T. Ilpusnavatoun 3I'T xBopuM i3
CTO, HeoOXiHO aM’aTaTH, 1[0 IIbOMY KOHTHHIEHTY
XBOPUX TaKe JIIKyBaHHS CJIifl TTPOBOIUTHU JCCATUIIT-
TAMU — i3 HiJJTITKOBOTO BiKYy /10 (hiziosoriyHoi MeHo-
naysu. Y 1pboMy 3B's13Ky GakaHO MPU3HAYATH Haii-
Oibm MeTaGoJIIYHO HelTpajbHi IperapaTt, Iio
MAafTh JIOCTaTHII ecTporeHisyounii edexr. [Toxi6-
HUMU SKOCTSIMU OLJIBILIOI0 MIPOIO BOJIOAIIOTH IIperia-
patu, 10 MICTATh <HATypaJibHi» €CTPOTeHHU, a He
KOMOIHOBaHi OpasibHi KOHTPAIEITHBHL.

[l mocATHEHHS YCIIIHOTO Pe3yJIbTaTy JiKyBaH-
Hs naiientis 3 IIOC ciiig o6cTesKyBaTh y Clieliaiizo-
BaHUX I[EHTPaX 3a y4acTio JOCBiguyeHoi Gararorpo-
(inbHOT KOMaHAU, 10 SIKOI BXOJAUTH Ile/liaTp-eH/0-
KPUHOJIOL, TeHETHK, Xipypr Ta/abo ypoJior, FHeKOJIOT,
neuxiatp abo MCUXOJIOT.

Kniniyuauii BUunagok

Xsopa Hadis I, yiepiiie 3BepHYJIACS 10 EHIOKPH-
nostora kiiHiku /1Y «IO3111 HAMHY» y motomy
2014 p. y Biti 16 pokiB 4 Mic 3 OCHOBHOIO CKaproio Ha
BijicyTHICTH MeHCTpYaIliil. I3 11boro mpuBoy mepedy-
Baja IijI CIIOCTEPEKeHHAM TiHEKoJoTa 3a MiciieM
nposkuBanus 3 12-pigyHOro BiKy, HPOTIATOM TPbOX
POKiB OTpUMYBaJa 3aTaJbHY CTUMYJISIIINHY Tepariiio
6€e3 CyTTEBOTO MO3UTUBHOTO e(heKTY.

Orpumaisia KOHCYJbTaIlilo Tpodecopa AUTAIOTO
TiHEeKO0JIOTa, MiCJad YOTO BUHUKJIO MPUITYIIEHHS TIPO
HasBHicTh y giBunan CT®. Y xostai 2013 p. mix
yac oOcrexkeHHs B MeAUKO-TeHeTUYHOMY IIeHTPi
M. XapKoBa BCTAHOBJIEHO CKJIAJHUI XPOMOCOMHUMN
mozainmam (46XX][17]/46XY[5]/45X0[8]). Ilpm
Y3/l manoro Taza BUSABJICHO OKPYTJE YTBOPCHHS
21,7 - 8,7 MM (pyaumMeHTapHa MaTKa?), 3 060X GOKiB
aKoro poaramoByBasuca roHaau 19,1 - 8,4 mm i
14,0 - 8,7 mm (nucreneruuni seynuru?). [lemo
HUKUe 3Hakzeno yrBopenns 189 - 19,2 mwm i
29,2 - 21,5 MM, 1[0 3a CTPYKTYpPOK HAUOIMNBIIO0
Mmipoto Gynn cxoxi Ha Tectukysu. Il yac gabopa-
TOPHOrO 0OCTEKEHHS BUABUJIN IABUIIECHII PiBEHb
tecrocrepony (15,6 umounb/ ), JIT' (31,5 MmMO /M)
3a nopmaibaoro pisast OCI (5,5 MMO /M), ecTpa-
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miony (24,5 ur/mm; 26,5 1r/mi), HOPOJAKTUHY
(8,92 ur/mur) ta nporectepony (0,999 ur/mur).

Panniil aHamMHe3 He OOTSIKEHMIA, HAPOMIACS Bij
I1I BaritHOCTI, (higiomoriuamx 1mosori y Tepmin 39—40
THKHIB i3 Macoio Tia 2400 1, 3poctom 58 cMm. Byna Ha
TIPUPOJITHOMY BUTOJIOBYBaHHI, IICUXOMOTOPHUN PO3-
BUTOK BiJINOBijIaB BikoBuM HopMatuBam. Cepes iH-
dekIiiiHuX 3aXBOPIOBaHb IlepeHecsa BITPSIHY BicITy.
CraikoBicTh OOTSIKEHA 32 CEPIIEBO-CYJAMHHOIO T1aTO-
JIOTIEIO.

3pobJieHO BUCHOBOK IIPO HASIBHICTH Yy AIBYMHU
CKJTaHoI acoriartii aucreresii ronan ta CT®, xBopy
HAIPaBUJIM B KJIIHIKY IHCTUTYTY /IJI9 YTOYHEHHS TaK-
TUKU JIIKYBaHHSI.

ITporsirom poky AiBuMHa nepebyBasa mijg amOyJia-
TOPHUM cIlocTepeskeHHAM. Bij onepatuBHOTrO BTpY-
yanus ta 31T naiientka i 4wieHu poJluHu TUMYACOBO
BimmoBuscs o 18-piunoro Biky. OTpuMyBaja BiTa-
MiHOTEpaIrio, rernaTonpoTeKTOPH, CY/INHHI ITperapaTy.

ITix yac HeoxHOPa30BMX JAOOPATOPHMX AOCIIi/L-
JKeHb BU3HAYaJIM CTilike mijBuiiienns pisus JII (ase
ne MCT), recrocrepony ta JATEA-cynbdary ma tii
BIZICYTHOCTI TMATOJIOTIYHUX 3MiH PIiBHIB €CTPaioy,
nposaktuny, 17-OH-niporectepony, AKTT Ta xopTtu-
30J1y.

CtocoBHO Bigyasrizailii BHyTPIlIHIX CTATEeBUX Opra-
HiB, To HeoziHOpa3ose Y 3/l ta MPT opraunis masnoro
Ta3a BUSABUIIMCS JICIO CYyTIePEUIMBUMU: Pi3Hi (haxiBiii
BUABJIAIM ab0 oxHy, abo [BI Hapu roHaj, TOMi K
HasBHICTh MATKH 32 Pe3yJIbTaTaMU OKPEMUX JOCJIi/I-
JKeHb BUKJIUKaJIa CyMHIiB. /[iBUMHA Ma€ TOCUTH BUCO-
KUU 1HTEJEKT, HABYAETHCS y BUIOMY HaBYATbHOMY
3aKJaji, COIiaJbHO aJalTOBaHa, HE MA€E CYMHIBIB y
CBOIli cTaTeBiii ienTUdiKaIii.

Y ciuni 2015 p. (17,5 poky) muruna GyJa oOcTeReHa
B yMoBax Bijytiienus enzokpunosiorii 1Y «IO3/111
HAMHY». Ilorpanuia B iHCTUTYT 31 CKapramu Ha
BiZICYTHICTb MEHCTPYaIliif, CTOMJIIOBAHICTh, TIEPIOIAY-
HUil OLJIb y CIIMHI Ta METEO3aIEKHUN TOJIOBHUN GiJib.

[liBunna Bucokoro 3pocty (178 cMm), 3 HOpMaJIb-
noio macoio tisa (39 kr, IMT — 18,6 kr/m?), acreniu-
HOI OyI0BU Tijla, i3 )KIHOYMMHM IIPOIOPIISAME, I'YCTUM
XBUJISICTUM BOJIOCCsiM Ha rosiosi. IIkipa 6utifo-po-
JKeBa, YMCTa, JOCTAaTHbHOI BOJIOTOCTI, IiJl ITaXBaMU Ta
Ha JI0OKYy — mooauHoKe Bosiocesi. CrareBa hopmyia
A2P2Ma4 (3a Tannepom), MeHCTpyallii BifiCyTHi.
KoJibrionurosiorisi — 03HaKu Till0eCTPOreHii.

BGioximiunuii ananis xkpoei: 6u1ipy6iH 3aranbHuil —
14,8 mxmoub /o (npsamuii — 3,3, wenpsimuii — 11,5),
XOJIECTEPUH 3arajibHUi — 4,5 MMOJIb/JI, XOJIeCTEPUH
JIIIONIPOTEIIIB BUCOKOI HIiIbHOCTI — 2,48 MMOJIb/ I,
tpuraitepun — 0,62 MMOJb/J, KoedillieHT aTtepo-
rernocti — 0,81, B-minonporeinn — 5,4 v/1, ACT —
15 On/n, AJIT — 13 Opn/n, amimaza — 32 Ox/m,
saraibHuil 6ok — 81 r/71, anbbyminum — 48 1/,
Ca™ — 2,38 mmoump/a (Hopma 2,3—2,75 MMOJIb/ ),
P — 1,64 mmoun/n (Hopma 1,1—2,0 MmMoJib /1), Kpe-
atuHin kpoBi — 0,092 MMoJib/J1, ceuoBMHA KPOBI —
4,0 mmoup /1. Tmikemist — 5,6—5,7—5,5—4,9 MMoJIn /71,
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TIopmonanoni noxasnuxu: JII' — 36,2 MMO /M,
OCI' — 5,79 MMO/mi, nponaktun — 9,48 Hr/mi
(nopma 4,79—23,3 ur/mui), ecrpagion — 18,74 ir/mu,
[IT'EA-C — 6,26 mkr/ma (nopma 0,651—3,68 Mxr/mir),
TEeCTOCTEPOH — 22,29 HMOJIb/J, TUTIAPOTECTOCTE-
poH — 466,72 nr/mn (mopma 24,0—368,0 nr/mun).
[Micas crumyJisitii XopioroHiHoM (BHYTPIIIIHBOM SI30BO
1500 MO 3 pmui): Tecrocrepon — 25,72 HMOJb/J,
murigporecrocrepon — 514,0 mr/mur.

Cexkccrepoinss’sayBanbHuil  rnodyain  — 74,3
HmoJsb/1 (Hopma 18,0—114,0 Hmoub /1), KOpTU30J —
503,3 wumousn/n (mopma 171,0—536,0 umosb/1),
TTT — 5,1 MMO/mn (nopma 0,27—4,2 MmMO /min),
fT, — 16,6 mmoun/nt (Hopma 12,0—22,0 nimousn /o),
antutina go TIIO — Bixcythi (4,1 Ox/ma ipu HOpMI
<30 Om/mn).

V31 muronoaioHoi 3am03u: 3araJbHUil 00'eM —
9,16 cm? (nopma < 11,1 cm?), npaBa yactka — 4,61 cm?,
JiBa wactka — 4,55 cM®, mepenmmiok — 5 MM, €Xo-
CTPYKTYpa OTHOPIZIHA, €XOTEHHICTh Y HOPMi, TTapeHXi-
Ma 3€PHUCTA, KaIlCyJa He YIIiJIbHEHA.

Ro-zpaghist kucmi: xicTkoBUE BiK BijlOBizae nac-
MTOPTHOMY, 30HHU €11i(hi3apHOTO POCTY 3aKPUTI.

Ilobosa exckpettist 17-KC i3 ceueto — 70,0 MrMOJIB/
100Yy.

3 60Ky BHYTPIIIHIX OPTaHiB 3a JaHUMU 3arajlb-
HOTO KJIHIYHOTO 00CTEKEHHSI TATOJIOTIT He BUSIBJIE-
HO. Y MaIlieHTKU HasgBHI O3HAKNM CUCTEMHOI JHC-
mra3ii CmoayYHOi TKaHWHU, BETETOCYAUHHOI UC-
TOHI]I.

iaznos: nopyiienns (popMyBaHHS CTaTi, CKIQTHII
xpomocomuuit Mo3airmam (45, X [8]/46, XY [5]/46, XX

[17]); mepBuHHA amMmeHOpest; CUCTEMHA IUCIIA3is CIo-
JIy4HOI TKAHWUHU; BETETOCYAMHHA AUCHYHKITIA.

OcobMBICTD IHOTO BUTIAJIKY TIOJISITAE Y CKIIATHOTIAX
JePEHIITHOT IIarHOCTUKN KOHKPETHOI HO30JI0TTYHOT
dopmu [IDC. Y naimieHTKH OYEBUAHO TIEPEBAKAIOTH
denoTHIiuHI (BUCOKUIA 3PICT, BI/ICYTHICTH COMATUIHUX
BaJl PO3BUTKY, NeDiHITUBHI CTa/lii PO3BUTKY MOJOYHUX
3aJ103 IpU CJAOKOMY OBOJIOCIHHI aHPOTreH3aJIeKHIX
30H) i 1aboparopHi (miABUIIEHNIT PIBEHb aHIPOreHiB —
Tectoctepony, aurigporectocrepony ta [AI'EA-C, a
takox JII, ame ve MCI) osuakum CTD. OnnHak HasiB-
HICTb BHYTPIITHIX KIHOUNX CTaTEBUX OPTaHiB He BiJllIO-
Biae wuriniuniii kapruai CTD i Moxke Oyt TOsICHEHA
iCHYBaHHSIM KJIOHY CTaTeBuX XpoMocoM 45 X, 110 3y-
MOBJIIOE OKpeMi KJTiHIUHI O3HAKU UCTeHe3ii TOHA/I.

Bonatiouac ciip 3asHaunTy, 10 HANUTUIIOBIIIOIO
osnakoio CIIT sk BugBy aucrenesii ronaj; € HEMoB-
Huil xpomocomuuii Ha6ip (kapiotun 45 X). Iopsix i3
UM JIOCUTH TIOMIWPEHi Pi3Hi BapiaHTi Mo3ainusmMy
(45,X0/46,XX; 45,X0/46,XY; 45,X0/47, XXX ra in.),
110 3YMOBJIIOE Pi3HI ILJIIXU TTOPYIIeHHs (hOPMYBaHHS
roHaj| B eMOpioHaJIbHUI 1Iepiof] i, BiAIOBIHO, MIXPO-
Kuii criektp ix Mopdodiorii (ovotests i3 1BoX OOKiB,
acuMeTpUYHa JUCreHe3iss TecTUKyJ abo s€YHUKIB,
0/lHOOIYHA areHesist roHaj| Ta iH.), 1o i Moxke OyTH B
OTIMCAHOMY BHUIIAJIKY.

XBoOpill pekoMeHJ0BaHA KOHCYJIBTAllisl Xipypra-
eHJIOKPUHOJIOTA [ PeBi3ii OpraHiB Mayoro Tasa i ue-
PEBHOI TOPOSKHIHY 3 METOIO BUATICHHS TOHA]T 1 HETIOB-
HOI[IHHUX CTPYKTYPHUX €JIEMEHTIB BHYTPIIITHIX cTaTe-
BUX OpraHiB. ¥ I0/IaJIbIIIOMY PEKOMEH/I0BaHa 3aMicHa
Tepartis IpenapaTaMy eCTPOreHiB Ta recTareHis.
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KAMHMYeCKHI cAyyai AMCreHe3nu roHaA B cocTaBe KOMOMHUMPOBAHHOIO
XPOMOCOMHOI0 MO3aMLM3Ma Y AeBYLLKH

E.A. byapeiiko
'Y «MHCTUTYT OxpaHbl 3A0poBbs AeTelt 1 noapoctkoB HAMH YkpauHbl», Xapbkos

IIpencraBien KAMHIYECKUH cIydail CTOKHOTO HapymieHns (OPMHUPOBAHUS TOTA BCAEACTBIE XPOMOCOMHOTO MO3aWIN3Ma
(46XX[17]/46XY[5]/45X0[8]) ¢ couyeranueM [UCreHE3UW TOHAJ U CUHAPOMA TECTUKYJSIPHOUN (heMUHM3AIUKM Y EBYIIKU-
noapoctka. [Ipoananusuposatsl ocobeHHOCTH AN hEPEHITHATBHO JHATHOCTHKY Y TTAIIMEHTKH COTJIACHO COBPEMEHHBIM TIpe/l-
CTaBJICHUSIM 00 9TUOJIOTHHU U TIATOTeHEe3€e [MATOJOTHH, HOIXO/bI K IMArHOCTHKE C O3KIIT TIOCIIE[HET0 KOHCEHCYCa 110 OKA3aHIIO
MIOMOIIIN JIETSIM C HEOIIPE/IETEHHOCTBIO MOJIa 1 000CHOBAH BBIOOP HAMO0Iee ONTUMAIBHON TEXHOIOTHUH JTEIEHNSL.

KmoueBsle ciioBa: [ycrenesust ToHajI, CHHAPOM TECTUKYJIIPHON (heMUHU3AINM, HapylIeHne (hOpPMUPOBAHMS MOJIA.
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Clinical case of gonadal dysgenesis in girl with combined chromosomal
mosaicism

O.A. Budreiko
SI «Institute of Children and Adolescents Health Care of NAMS of Ukraine», Kharkiv

We presented a clinical case of complex disorder of gender formation due to chromosome mosaicism (46XX[17]/46XY[5]/45X0[8])
with a combination of gonadal dysgenesis and testicular feminization syndrome in a teenage girl. Features of differential
diagnostics in patient according to modern concepts of etiology and pathogenesis of such pathology were analyzed as well as
approaches to the diagnosis based on the last consensus that is dedicated to help children with gender ambiguity. The choice of
the most optimal treatment technology is justified.

Key words: gonadal dysgenesis, testicular feminization syndrome, disorder of the gender formation.
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