YAK 616-055.9-052-07-08 (045)

KAIHIYHMI BUTTAAOK

YKpaAiHCbKMUI KypHAA AUTSUOT eHAOKPUHOAOTiT.— ISSN 2304-005X.— 2015.— N° 2.— C. 62—67.

KAIHIYHMI BUMAAOK AMCTeHe3il TOHAA
Y CKAQA] KOMOIHOBAHOTO XPOMOCOMHOIO
MO3aiLM3My B AIBYMHU

-

2

O.A. byapeiko

AY «I[HCTUTYT OXOpPOHU 3A0POB’S AiTEl Ta MIAAITKIB
HAMH Ykpainu», Xapkis

[TpencraBieHo KJIHIYHUI BUIAJOK CKJIQJHOTO IOPYIIEHHS (OPMYBAHHS CTaTi BHACJIZOK XPOMOCOMHOTO MO3AilM3MYy
(46XX[17]/46XY[5]/45X0[8]) i3 moeananusam aucrenesii rOHaJ Ta CHHAPOMY TECTUKYJISIPHOI (heMiHizalii B i BUNHU-TIITITKA.
ITpoananizoBano 0co6IUBOCTI AUEPEHITINHOT IATHOCTUKH B TIAIIEHTKH 3T1HO 13 CyYaCHUMU YSBIEHHAMH PO €TI0JIOTIIO i TaTo-
TeHe3 TaTOJIOTii, IXOM /10 AIaTHOCTUKH 3 TTO3UIIilf OCTAHHBOTO KOHCEHCYCY 3 HAJIaHHS JIOTIOMOTH JIiTSIM i3 HeBU3HAYEHICTIO CTATi
Ta 06TPYHTOBAHO BUGIP HAONITUMABHINIO! TEXHOJIOTT JIIKYBAHHSL.

KoiouoBi cioBa: icrenesist ronaj, CHHIPOM TeCTUKYJISAPHOI (heMiHizartii, mopyiireHtst hopMyBaHHS CTATi.

CTaHOBJIeHHH PETPOLYKTUBHOI CUCTEMH B JIiTei
3aBKaU OyJI0 OAHUM i3 HACKIAAHININX HATIPSMIB
JIUTSTI01 €HIOKPUHOJIOTI, a/[kKe BUPITIIeHHS J[iarHOCTHY-
HUX 1 JIKYBaJIbHUX 3aB/laHb Y 11ili TaIy3i TICHO 110B’s3a-
He 3 MUTaHHAMN eMGpiostorii, disiosorii, Gioximii, Tipe-
Ta TIOCTHATAIBHOI €HJIOKPUHOJIOTI], 3araJibHOI TeHEeTUKH,
IIUTOTEHETUKN Ta MEINKO-TEHETUIHOTO KOHCYJIBTYBaH-
Hs1. Oco6JIMBI TPYAHOIL BUHUKAIOTH Y KIIHIYHI IIpaK-
TUIT y BUTIAJKAX TTOPYIIeHb (POPMYBAHHS CTaTi, Cepest
SKUX HAUTIONINPEHIIT — JIUCTeHe3is TOHAJl 1 CUHIPOM
TECTUKYJISIPHOI (peMiHizallil, 1o MoCi/IaloTh BiAIOBITHO
niepiie i TpeTe Miciisl cepesl TPUUUH TTepBUHHOI aMeHO-
pei B oci6 i3 xiHounM (heHOTUIIOM.

ITomupenicTs aucrenesii ronan (cuaapomy Illep-
meBcbkoro— Tepuepa (CIIT)) cranosuts 1 : 2500—
3000 HoBOHAPOKEHUX JIIBYAT, TO/I SIK CHHIPOM TeC-
tukyJstproi dewminizamii (CTd) — piakicuimia maro-
Jsiorig, fioro yactora — 1 : 50 000—70 000 >kuBUX HO-
BOHApoKeHuX. lIpw 1bOMy dYacToTa BUHUKHEHHS
CT® — 6mm3bK0 5 % Bij ycix popm repmMadpoanT3-
My i 15—20 % cepe ycix BUMaAKiB XUOHOTO YOJIOBI-
yoro repMadpoanTusmy [1].

HesBaxkatoun Ha MOCUTH 0OMEKeHU KOHTWHTEHT
XBOPHX 13 TAKOIO MATOJIOTIEI0, TUTAHHS 1X JIKYBaHHS

Ta JMCIIAHCEPHOTO CIIOCTEPEKEHHS Hapa3i 0CTaTOUHO
He BUPpIIeHI ¥ 3aIMMIalThCs y’Ke CKJIQJIHUM 3aB-
JAHHSM YHACTITIOK CKJIQTHOCTI B IOCATHEHHI KOMIIEH-
carlii TOpMOHAJIbHUX TTOPYIIeHb, HASTBHOCTI aHOMAJIb-
HOI aHaTOMiuHOI GY/IOBU CTaTEBMX OpPraHiB, He3a/0-
BOJICHOCTI CBOEIO CTATTIO, HEMOKJIUBICTIO JIITOPO/IHOI
(byHKIIIT 1, BHACTIIOK TTHOTO, TSKKUX TICUXOJOTTYHIX
PO3JIaJIiB Ta CXUJIBHOCTI /10 COIiaJIbHIX KOH(JIIKTIB.

3arajbHi BiZIOMOCTI

TonazHe i reHitaspHe AndepeHIifoBaHHs BigOyBa-
€ThCs B IEPIOJ PaHHBOTO eMOpioreHesy. Po3BUTOK
CTATEBUX 327103 3yMOBJICHNI HAOOPOM CTaTEBUX XPO-
MocoM (XX i XY), 1110 BU3BHAYaI0Th TEHETUUHY CTaTh.
Bonwu ininioors Tpancdopmaiiiio mepBuHHOi 6iomo-
TEHI[a/IbHOI TOHAIU B TECTHKYJ a0 SIEYHUK, 10 B
KiHIIeBOMY paxyHKy ¢opmye ToHaaHy cTtath [3]. Ha
7—10-My TIKHI 3 TIEPBUHHOI HIOMOTEHINATBHOT TOHA-
1 POPMYETHCS TECTHUKYJIA ab0 SE€UHVIK, 1110 BU3HAYA-
€TbCSA BIUIMBOM TEHIB, PO3TAIIOBAaHWX Ha CTATEBUX
xpomocomax. BigcyTricts rera SRY y miteii i3 HOp-
MaJIBHUM YOJIOBIYNM KapioTUTIOM TIPU3BOIUTH IO JIAC-
reHesii Tectukys. Hasgsuicth rena SRY y miteit i3
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HOPMAJIBHUM SKiHOUYUM KapiOTHIIOM TPU3BOIUTH [0
opMyBaHHS IEPBUHHOT TOHA/IU B TeCTUKYJIN (XX-40-
JIOBIKH).

[ludepenttialtis BHYTPIITHIX i 30BHINTHIX TeHITAJI i
(penorunosa crath) BigdyBaeTbcs Ha 9—14-my
TUOKHI. Y ILIOZA YOJIOBIYOl cTaTi Iie 3aJIeKUTh Bil
(byHKITIOHATBHOT aKTUBHOCTI eMOPIOHATBHUX TECTH-
Ky Y 1eii nepioz opMyIoThes pisHi BapiaHTH Xnu6-
HOTO Y0JIOBIYOTO i ;KiHOUOTO repmadpoautusmy. Jle-
deKT cexpellii aHTUMIOJIEPOBOTO TOPMOHA Y XJIOTTUHU-
KiB IPU3BOIUTD JI0 YTBOPEHHS B HUX MATKH i haio-
mieBux Tpy6 y moeaHanui 3 6e3mmiisam, redekt 6io-
CHUHTE3y TECTOCTEPOHY U JUTIIPOTECTOCTEPOHY — /IO
deminnocti abo GicekcyanbHoi OymOBM 30BHIIIHIX
TeHiTaliil 32 HOPMAJTbHO PO3BUHEHUX TECTUKYI. ¥
NiBUATOK €KCTPArOHAMHA CEKPEIlisi TeCTOCTEPOHY
(Ha T/ BPOJUKEHOI MUCGYHKINT KOPU HAJHUPHUKIB)
BUKJIMKAE aH/[POTEHI3aIli0 30BHIINHIX TeHiTaTill 3a
HOPMaJTbHO c(hopMOBaHUX A€UHUKIB. OTXKe, MyTaIlis
TeHiB, 1[0 KOHTPOJIOIOTH MPOIECH CTaTeBOTO audde-
PEHINIOBAHHS, Y TOEAHAHHI 3 MyTaIliIM1 aBTOCOMHMX
TeHiB CIPUSE BUHUKHEHHIO PI3HUX KJIHIYHUX CUH]I-
POMIB i3 TTOpyIIeHHIM opMyBaHHS cTaTi [7].

Cunnpom lllepemeBcokoro—Tepuepa (aucreHesis
rOHAJ) — 3aXBOPIOBAHHS, 3yMOBJICHE AaHOMATIEIO CTa-
TEBUX XPOMOCOM, YHACTI/IOK SKOI Pi3KO MOPYITYETHCS
PO3BUTOK TOHaJ y paHHiil eMOpioHaTbHWIT mepion i
Ha/laj1i HacTae MepBUHHMI rinoroHaansMm [2].

Emionozisi i namozenes. B ocHOBI 3aXBOPIOBAaHHS
JIEKUTHh aHOMAJTisl CTaTEBUX XPOMOCOM. 3aMiCTh BJIac-
THUBOTO KiHOUOMY OpTaHi3aMy HabOpy CTaTEBUX XPO-
MocoM XX y XBOPUX € Julile ofiHa X-XPOMOCOMa
BHACJI/IOK BTPATHU JIPYTOI CTaTEBOI XPOMOCOMM B ITPO-
meci Meiio3y. Y 1bOMY 3B’S43Ky BUHWKAE HETIOBHUN
xpomocoMmuuii Habip (kapiotun 45, X). IIpore MOX-
JuBi pisHi Bapiantm Moszainusmy: 45, X/46, XX;
45, X /46, XY, 45, X /47, XXX Ta iH.

CrpykTypHi anomasii X-XpoMOCOMU TTPU3BOJIATH
710 IBOOIUHOI AMcreHes3il roHa/. 3a HASBHOCTI JIHIIE
oziHi€i X-XpPOMOCOMM OBOIIUTH SIEUHUKA MiJIAI0THCS
JlereHepartii e /10 HapojyKeHHs. Bpo/iskeHa Hepo3BU-
HEHICTh CTAaTEBUX 3aJI03 BUKJIUKAE TIEPBUHHUIT TUIIO-
re"iTaniaMm. Pannus BTpata (yHKII S€YHUKIB TpU
CHIT cympoBOMKYETBCS BUCOKOIO TiMOTAIAMO-TITIO-
(hizapHOIO peakIlieio, 0coOMBO TinepIpoayKILiero (hoJii-
kyaoctumyioodoro ropomora (MDCI). CrouaTky
SIEYHUKU PO3BUBAIOTHCS HOPMAJIBHO, ajle SHIeKITITH-
HU (OOIUTH), SIK TIPABUJIO, TTEPEYACHO PEYKYIOThCS,
i BeJIMKAa YacTUHA OBapiasibHOI TKAHWHM JeTeHEPYeE
e 10 Haposkenns. CTpoMa sseuHUKIB 3a3Hae Hibpo-
3y, 1 BOHU TTEPETBOPIOIOTHCS Ha «streak»-roHaan — cro-
JIYYHOTKAHUHHI TSIKi,  MaTKa CTa€ TiMOMJIA30BAHOIO.

Knintuni eusiu. Y mNalieHTiB paHHBOTO JUTAYOTO
BiKy XBOPOOY /liarHOCTYIOTh 3a HasiBHICTIO JliMparny-
HOro HaOPSIKY KMCTel i CTOII i MaJIoi0 Macolo TiJa Ipu
HaPOJKEHHI.

Hatizaramphima puca xsopux i3 CHIT — Husbkopoc-
JICTh, sIKa TIOMIiTHA BXKe B 4—5-piuromy Bitll. /lo 11boro
BIKY TE€MIIM 3POCTAHHA BiZIHOCHO pUAHATHI. Husbkuii
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3pICT Y TAaKWX MAIIEHTOK TOETHYETHCS 3 KiCTKOBUMU
AHOMAJTISIMU: JIEBIallisl JTIKTHOBHX CYTrJI00iB, BAKPHUBJIEH-
HS KiCTOK FOMIJIOK, 3MiHa KiCTOK XpeOTa (KOpOTKa II1ist),
ITUPOKA TPy/IHA KJIITKA, BaJbI'yCHe BUKPUBJIEHHS JIiK-
TBOBHX CyIJI00iB, yKopouerHs IV i V majpiis pyk i
OITYKJIi HirTi Ha TaJBIIX PYK, I'STHI TAJellb HePiJKo
BUKPUBJIEHUI, HEIOPO3BUHEHHS JIMI[LOBOTO CKEJIETA,
MaJleHbKa 11eJienla, «rOTUYHe» MiHeOiHHs.

Kpim Toro, y XBOpUX € emiKaHT, HU3bKO PO3Talllo-
Bani abo medopmoBaHi Byxa, NTO3, KPUIOIOAIOHI
CKJIQZIKU HA U1, HU3bKA MeKa POCTY BOJIOCCS Ha I,
HAIJIMTIKOBI MIKIPHI CKJIAAKW HA TMOTUJNIL, TIJISHKN
rirepIirMeHTallii, SKi 3 BIKOM BUSBJISIOTHCS BUPa3Hi-
1re, MUTOMOAIOHA TPyIHA KJITKA i3 IIMPOKO PO3CTaB-
JIEHUMU COCKaMU.

MoxauBi Bajii PO3BUTKY BHYTPIIIHIX OpraHis:
HE3POILEHHST MIKIIJIYHOUKOBOI I1€PeropojiKy, apre-
pianbroi (60Ta/IOBOI) MPOTOKU, CTEHO3 JIEreHEeBOl
aprepii, KoapKTalliss aOpTH, OKJII031s1 HUPKOBUX apTe-
piif i3 TOAANBITUM PO3BUTKOM apTepiajbHOI Tirmep-
TeH3il, Bajll PO3BUTKY HUPOK (TOABIWHI JIOXaHKH,
rinoiuiasis HUPKHU, HigKoBomoxiOHa HuUpKa). Y ne-
SKUX XBOPUX € BPOIKeHi /iechekTn oprana 30py (1ITo3s,
JABTOHI3M, KOCOOKICTh TOINO). XapaKTepHi peru-
IMBHI CepeHi OTUTH, 4acTo OyBalOTh TYTOBYXIiCTb i
TTOPYIIEHHS CIPUHHSATTS TPOCTOPY.

I3 6iJTBIITOTO0 YacTOTOIO, HijK CePel 3/I0POBUX JliBUa-
TOK, BiJ[3HauatoThes: 300 (YHACIII0K JiMpOIUTapHO-
rO TUPOINNTY); 3amlajbHe ypakKeHHs KHUIIEYHHUKa 3
GOJMIIMU B JKHUBOTI, TeHE3MaMH, KPUBABOIO iapecio;
MMOBTOPHI IMIJIYHKOBO-KHUIITKOBI KPOBOTEYi y 3B’SI3KY 3i
IITYHKOBO-KUIITKOBUMU TeJI€AHTieKTa3isIMI.

Bropunni craresi osnakm BigcyTHi a60 cirabko
BUpaskeHi (Mi3epHe OBOJIOCIHHS Ha JIOOKY i B MaxBo-
BUX [IIJITHKAX, BIZICYTHICTh MOJIOUHUX 3aJI03, aMEeHO-
pest). BigsmavaioTh TiNoOMIa3iio BEJTWKUX i Majux
cTaTeBUX TyO, MaTKH, BY3bKy MiXBY. SI€UHUKM He
BU3HAYAIOTHCA. 32 HASIBHOCTI Y XBOPUX 3a4aTKiB TKa-
HUHU si€dka (XpoMocoMumii Habip 45, X/46, XY)
3'SIBJISIOTBCS O3HAKU BipuJiizantii (rirmeptpodist KiiTo-
pa, TipCyTU3M, TillepTPUX03). ¥ XBOPHUX i3 MO3ailu3-
MoM (kapiotur 45, X /46, XX) MosxkmBe fesike 36ib-
IIIEHHST MOJIOYHUX 3aJ103 i HABITh M0sIBA MEHCTPYaJTh-
HOMOAIGHUX KPOBOTEWY.

CuHApPOM TeCTHKYJISApHOI (eMmiHizalii, abo cuH-
npom Moppica (androgen insensitivity syndrome
(AIS)) craroBUTH cO6010 TOBHY 260 YaCTKOBY HEUY TJIH-
BIiCTb TKAHWH OpraHiB-MillleHel 10 aHPOTreHiB, 3yMOB-
JIeHy TIOPYIIEHHSIM 3/IaTHOCTI PelenTopa Jio 3B’ s3yBaH-
H aHjporeHis abo nocrpenentopauM aedexrom. Ile
3aXBOPIOBAHHS BXOJUTH 710 IOHATTS XY -peBepcist cTari
# HAJIEKUTD JT0 XUOHOTO YOJIOBIYOTO TepMahpOAUTAIMY
— CTamy, 3a SIKOTO B 0COOM 3 T€HETHYHO YOJIOBIYOIO
CTATTIO CIIOCTEPITAETHCA KIHOUNI (heHOTHTI, YOTIOBIUA
TOHa/[Ha If TOPMOHAJIbHA CTaTh [4, 5.

Enidemionozis. Jactora HapoIKeHHsI XBOPHUX i3
CT® — 1:50 000—70 000 HOBOHAPOIKEHHX.

Knacugpixauyis. MKX-10: E34.5 Cungpom anjapo-
TeHHOI PEe3UCTEHTHOCTI.
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Omnucano monax 400 myTarriii reHa, BimoBifaabHO-
ro 3a CHUHTE3 pelenTopa /0 aHjporeHiB. IcHye nBa
OCHOBHUX KJIIHIYHMX BapiaHTH cUHApoMY: | — moBHA
opma — curapom Moppica (CTD a6o cAIS) (nos-
HUH GJIOK PEIENTOPHOTO amapaTy i MOBHA HEUYTIIN-
BICTh TKAHWH JI0 BIJIUBY aH/POTEHIB), 3a SIKOI 30B-
HIIIHI cTareBi opraHu MaioTh KIHOYMIT TUT OYIOBY;
IT — nenoBHa opma (HCTD a6o pAIS) (y Bumaakax
BUXI/IHOTO HEMOBHOTO OJIOKY PEIENTOPHOTO amapary
a0 pY CIOHTAHHII AKTUBALIIl YaCTUHU PELENTOPIB y
mybepraTHUI 1epion), 3a IKOI 30BHIlIHI cTaTeBi opra-
HU MalOTh Pi3HYy CTYIiHb MaCKYyJIiHi3allii.

Emionoeist i namozenes. B ocHOBI 3aXBOpPIOBaHHSA
JiekaTh MyTallii TeHa perentopa anzaporeHiB (AR),
SIKI 3yMOBJTIOIOTh PE3UCTEHTHICTH JI0 TECTOCTEPOHY 1
nurigporectoctepony. CTymiHb medeKTy pelenTopa
BUSIBJISIETHCS BiJl MOBHOI BTPAaTU HOTO aKTUBHOCTI 110
3MIHU SKOCTI 3B’SI3Ky 3 TOPMOHOM ab0 TOPYIIEHHS
3B’SI3yBaHHS KOMILJIEKCY CTEPOIHUII TOPMOH — pe-
merrrop 3 /IHK. CT® ycmagkoByeThest 3a X-34€II€HIM
PEIECUBHIM THTIOM, TIPH TIhOMY ¥ 61u3bK0 60 % marti-
CHTIB HasIBHUU CIMeHMHUII aHaMHe3 1 B OJHIN cIM'l
MOXKYTb CIIOCTepiraTucs pi3Hi (HEHOTUIYHI BUSABU
xBopobu [8]. ¥V mnpoueci emOpiorenesy romaau npu
CT®O mudepeHIIOIOTLCS SK MOBHOIIHHI (DYHKITIO-
HasibHi sieuka. Onnak yepes gedekt rena AR y xBo-
pUX BiJICyTHS YyTJUBICTb JI0 AHJPOTEHIB, Bi/IIOBI-
NaJbHUX 32 (hOPMyBaHHA 4YOJOBIYOTO (PEHOTHUITY
(40J10BIUO1 yPETPH, TIEPEIMiXyPOBOI 3a71031, CTATEBO-
ro wieHa ¥ momioHku). IIpu 1bomMy 4yTIMBICTH 110
ecTporeHiB s30epeskeHa i 3aKOHOMIPHO (DOPMYETHCS
JKiHOUMH (DEeHOTUT 32 BiICYTHOCTI, K ITPABUJIO, MTOXiJI-
HUX MIOJUIEPOBUX MPOTOK (MaTKOBUX TPYO, MaTKu i
BEPXHBOI TPETHHH IiXBU) uepe3 Te, 1O (YHKIIISA
mpoxaykitii MIS-cy6craniii kmituHamu CepTosi He
crpaxkae (y HU3I BUMAJKIB PYJIUMEHTA MAaTKOBUX
Tpyb MOXKYTH 36epiraTucs).

Knintuni eusisu. Kininiuna kaptuHa 1MoBHOI (popMu
CTO xapakTepusyeThCst:

* HASBHICTIO 30BHIITHIX CTAaTEBUX OPTaHIB KIHOUOTO

THUTTY;

* IXBOIO, 110 CJIIIO 3aKIHYYETHCS;
* J00pe PO3BUHEHNMH MOJIOYHUMHU 3aj103aMu (TiHe-

KOMAacCTis);

* BiZCYTHICTIO MaTKu, MaTKOBUX TPy i mpocrary;
* BiJICYyTHICTIO COMATUYHUX aHOMAJIIH PO3BUTKY;
* BIACYTHICTIO JIOOKOBOIO i IAXBOBOI'O OBOJIOCIHHSIL.

HenoBna dopma 3aXBOpIOBaHHS MA€ CXOXKICTb i3
MMOBHOIO, TIPOTE XapaKTEPU3YETLCA CTATEBUM OBOJIO-
CIHHSAM 1 BiJICYTHICTIO MacKyJiiHi3allii (Bipurisarii)
30BHINTHIX CTaTeBUX OpraHis. BapiabenbHicTh KiiHiv-
uux dopm CTD nysxe Benuka (Big denoruriunoi
JKIHKK /10 (DEHOTHUITIYHOTO YOJIOBiKA 3 TePBUHHUM
Oe3MIiIAM) 1 3aM€KUTh Bl CTyTIEHs BUPa3HOCTI
nedexTy perenTopiB 10 aHAPOTEHIB.

[iaznocmuxa:

1) BuUBUeHHS aHaMHe3y 3aXBOPIOBAHHS, OIiHKA
30BHINIHIX CTATEBUX OPraHiB, OPXilo- I TeHiTOMEeTPis
Y XJIOTIIIIB, BUMIPIOBaHHS apTePiajibHOTO TUCKY;
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2) IUTOreHETUYHE JOCTI/IKEHHS: KapiOTUITyBaHHS
i FISH-ananiz inTtepdasHux KITUHHUX sd1ep Y
npemnaparax KyJabTypu JiMbonuTiB mnepudepudHoi
KpPOBI;

3) Y3/ xamuTku, maxoBux objacreil i opraHis
MaJIoro Tasa;

4) sa moxksmsocTi — MPT Ta/abo namapockorris
MOPOKHUHK MaJIOTO Ta3a ¥ 4epeBHOI MOPOKHUHU 13
npoBefeHHAM Oiorcii roHaz i mogaabIuM MOpgoJIo-
TIYHUM IX JOCJIKEHHSIM;

5) ropMoHabHEe 0OCTEKEHHS — BU3HAUEHHST BMiC-
Ty TOHAJIOTPOIIIHIB 1 CTATEBUX CTEPOIJ[iB Y CUPOBATII
KPOBI, TpUIeHHA AiarHOCTHYHA 1Ipo0a 3 XOPIOHIYHUM
TOHA/IOTPOTIIHOM.

Jupepenuiting diaznocmuxy CTD neobxigHo mpo-
BOJIUTH 3 JMCTeHE3I€10 TOHA, CHHIPOMOM He3aBepie-
HOI MackyJiiHizaiii (1edekr reHa TecToCTEpOH-5-0i-
penykrasu) i 3 inmmmu hopmamu XY-peBepcii crari.
3a HemocTaTHOCTI (PePMEHTY TECTOCTEPOH-5-0l-PELYK-
Ta3u piBeHb JUTIPOTECTOCTEPOHY B CUPOBATII KPOBI
XBOPHUX MOPIBHAHO 3 BIiKOBUMHU HOPMATHBAMM [IJIST
XJIONYMKIB 3HAYHO 3HUKEHWH, IPOTE 3HAYEHHS TeCTOC-
TEPOHY He BUXOATH 32 MEKi HOPMAJIbHUX MTOKA3HUKIB.
[Tiz gac 30BHINTHBOTO OTJISALY, HA Bi/IMIHY Bi/l XBOPUX i3
CT®, BuznauacTbhCs 3HaYHe craTeBe OBOJIOCIHHA. Bin
xBopux 3 XY-mucrenesieo rona xsopi i3 CTD Big-
PIBHAIOTHCS HASIBHICTIO MOJIOUHUX 3aJ103 TIPU Mi3epHO-
MY OBOJIOCIHHI, CJIITI0 3AMKHEHOIO TTiXBOIO, BI/ICYTHICTIO
MaTKH, HAsBHICTIO TeCTUKYJ Y YepeBHIll MOPOKHUHI
ab0 O X0y TIAXOBUX KAHAJIB, a TAKOK HU3LKUMU
nokasuukamu piasg DCI' 3a BiIHOCHO BHCOKOI KOH-
HeHTpallii JoTeinidyioyoro ropmona (JIT).

@opmymosanns diaznosy. Y ceprui 2006 p. €po-
nelicbKa acoliallist eHI0KPUHOJIOTIB TTPUIHSIIA KOHCEH-
Cyc i3 HaJTaHHSI TOTIOMOTH JIITSIM 3 HEBU3HAUEHICTIO CTaTi
[6]. B ocHOBY KOHCEHCYCY TTOKIaIeHO HOBY HOMEHKJIa-
TYpy i Kiacuikaliio 3aXBOpioBaHb, IO CYIMPOBOIIKY-
I0ThCST IHTEPCEKCYaTbHOI0 GYI0BOIO 30BHIIIHIX crare-
BUX OPraHiB. 3alIPOTIOHOBAHO BIJIMOBUTHCA Bijl TEPMiHA
«repMaGpOAUTHU3M» K €TUUHO HEITPUIHATHOTO 1 3aMi-
HUTH HOTO TEPMIHOM <IIOPYIIEHHST (DOPMYBaHHS CTaTi»
(ITDC). o rpymu [TDC caig 3apaxyBaTii HOBOHAPO-
JUKEHUX, M0 MaloTh: a) IHTepCceKcyaabHy OYI0BY
30BHIIITHIX CTaTeBUX OPraHiB; 6) i30IbOBAHY KaJIUTKOBY
rinocnazio abo Tinocnaiio B IOEAHAHH] i3 KpUITOPXi3-
MOM, MiKPOTIEHiCOM; B) HEBIZIMOBIIHICTH (DEHOTUTTIUHO]
CTaTi KapiOTUITY TUTUHM.

Howmenxnatypa i xkaacudikallig 3aXxBopioBaHb I10-
Oy/oBaHa 3 ypaxyBaHHSIM TeHETUIHUX 1 MOpgoJIoTiu-
HUX OCHOB T1atoJiorii craTi. Tak, «xuOHUN 4om0BiYnit
repMapoIUTH3M> BUBHAUYEHWH Terep Sk «46, XY
mopyuieHHst (GOPMyBaHHS CTaTi»; «XHMOHUI JKiHOYMIT
repmacdponutudmMy> — Ik «46, XX mopymerss dop-
MYBaHHS CTaTi»; <CIpaBXKHIH TepMadpoAUTUIMS>
3aMiHEHUH Ha <«OBOTECTUKYJSPHE TOpYIieHHs (hop-
MYBaHHS CTaTi»; MaI[iEHTH 3 AHOMAJIEI CTaTeBUX
XPOMOCOM 1 IHTEPCEKCYaabHOI OYIOBOK 30BHIIIHIX
reHiTasiit 00’ eIHaHi B TPy «CEKC-XPOMOCOMHI TIOPY-
nieHHst (OpMYBaHHS CTATi».
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Jixysannus xsopux 3 [IDOC, gki BUXOBYIOTbCS B
JKIHOUIM CcTaTi, CKJIAJAEThCS 3 JIBOX €TaIliB — orepa-
THUBHOTO 11 KOHCEPBATUBHOTO. BUCOKNIT pU3NK pO3BUT-
Ky HEOILIACTUYHUX IPOIECIB AMKTYE HEeOoOXigHICTDh
JIBOOIYHOTO BUIAJIEHHI HEITOBHOIIHHUX TOHAJL i3 T10-
JIAJTBITUM TPU3HAYEHHSAM 3aMiCHOI TOPMOHAJbHOI
tepanii (3I'T) npenaparamMu KiHOYMX CTATEBUX CTe-
poignux ropmonis. Y xBopux i3 CT® wuaiikpaiuii
eexT 1ae 3aMicHa Teparris mpernapaTaMi, IO MiCTSITh
eCTPOTeHM U TecTareHu, OCKLIBKY OCTAaHHI K €IUHUN
3 €eHJIOTeHHUX aHTATOHICTiB €CTPOTEHIB TePEIIKO/KA-
I0Th PO3BUTKY €CTPOTEH3aJIeKHOI Tiepriiasii TKaHu-
HU MOJIOUHOI 3aJI03M B YMOBaxX PE3UCTEHTHOCTI [0
aH/IPOTEHIB y TAaKUX XBOPUX. 3a BIICYTHOCTI HEOOXiI-
HOCTI 3a6€3MeYeHHsT HUKIIYHUX IPOLECIB B €HAOMET-
pii B IIi€l TPymu XBOPUX MOKJINBE 3aCTOCYBAHHS
monodasnoi 3I'T. Ilpusnavaioun 3I'T xBOpuMm i3
CT®, HeoO6XiHO MaM’sITATH, IO [IbOMY KOHTHHTEHTY
XBOPHUX TaKe JIKYBaHHS CJIiJ{ TIPOBOJUTU JI€CATUJIT-
TSIMU — i3 MJTITKOBOTO BiKY /10 (hi3i0I0TiuHOT MEHO-
maysu. Y 1bOMY 3B’sI3Ky OaskaHO MpHU3HAUATH Haii-
6inbil MeTaboJIYHO HeHTpalbHI IpernapaTu, IO
MaroTh JOCTaTHIl ectporenisyrounii edekr. IToxi6-
HUMM SIKOCTSIMU OiJIBIIOI0 MiPOIO BOJIOIIOTH IIpera-
patu, 10 MICTATh <«HATypaJbHi» €CTPOTeHU, a He
KOMOIHOBaHI OpaJibHi KOHTPALEIITUBL.

JLns1 1OCSITHEHHS YCIIIITHOTO pe3yJIbTaTy JiKyBaH-
wst narienTis 3 IIDC e o6cTesKyBaTH ¥ CIIeIiamizo-
BaHWX IIEHTPaX 3a ydyacTiO JAOCBigueHoi HGaraTonpo-
GinbHOT KOMaHAM, /0 SKOI BXOAWUTH MeiaTp-e€HI0-
KPUHOJIOT, TeHEeTHUK, Xipypr Ta,/a00 ypoJIor, TiIHEKOJIOT,
neuxiaTp abo MCUXOJIOT.

Knigiyauii BUnaziox

Xesopa Hadis III., yriepiiie 3BepHYJIACS 1O €HIOKPH-
nouiora kiinikn /1Y «IO3AI1 HAMHY» y moromy
2014 p. y Bii 16 pokiB 4 Mic 3 OCHOBHOIO CKaproio Ha
BizicyTHiCTh MeHCTpyailiii. I3 1poro pusomy nepedy-
Bajia TiJ[ CIIOCTEPEKEHHSIM TiHEeKOJoTa 3a MicleM
TMpokuBaHHSA 3 12-piyHOTO BiKY, TPOTATOM TPHOX
POKIB OTpUMYBaJa 3arajibHy CTUMYJIAIIAHY Tepalliio
6€3 CYyTTEBOTO MO3UTUBHOTO e(heKTY.

OTpumasia KOHCYJbTaIliio mpodecopa IUTIIOTO
TiHeKoJIora, TiCJs YOTO BUHUKJIIO TPUTTYIIEHHS 1TPO
nagBHicTh y aiBuman CTO. Y xostHi 2013 p. mmix
gac ob6CTesKeHHST B MeAWKO-TeHETHYHOMY TEeHTPI
M. XapKoBa BCTAHOBJIEHO CKJIQJHUN XPOMOCOMHUMI
mosainusm (46XX[17]/46XY|[5]/45X0[8]). Tlpu
Y3/l manoro tasza BUSABJIEHO OKPYTJEe yYTBOPEHHS
21,7 - 8,7 MM (pyaumenTapHa Matka?), 3 060x O0KiB
gaKoro poaramoByBamucsa roHagu 19,1 - 84 mm i
14,0 - 8,7 mm (aucreneruuni sgeununku?). [lemro
HUXKYe 3HalifeHo yTBopeHHs 18,9 19,2 MM i
29,2 - 21,5 MM, 10 3a CTPYKTYPOIO HaHGiIbIIOIO
Mipoto Oyim cxoxi Ha Tectukyan. Ilig ac gabopa-
TOPHOTO OOCTEKEHHS BUSIBUJIM IiABUIIEHUN PiBEHb
tecroctepony (15,6 umoun/a), JIT (31,5 MMO /M)
3a HopmasibHoTO piBHI DCT (5,5 MMO /M), ecTpa-
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miony (24,5 ur/mu; 26,5 1r/mi), TPOJAKTUHY
(8,92 ur/mur) Ta nporecrepony (0,999 ur/min).

Panniit anamnes He 0OTsSKEHUH, HApOAUIACH Bij
IIT BaritHOCTI, (higionoriunnx mosoriB y Tepmia 39—40
TIZKHIB i3 Macoio Tia 2400 1, 3poctom 58 cm. Bysa Ha
MPUPOJHOMY BUTONOBYBAHHI, IICUXOMOTOPHUN PO3-
BUTOK BiINIOBi/IaB BikoBUM HOpMmaTuBaM. Cepes iH-
(bexIiiHNX 3aXBOPIOBAHb IlepeHecsa BITPSIHY BicCILy.
CriazikoBicTh OOTsIKEHA 32 CEPIEBO-CYANHHOIO TTATO-
JIOTIE€IO.

3pob6JIeHO BUCHOBOK TIPO HASBHICTH Y JIBYMHI
ckJaHOI acoriamii qucrenesii ronan ta CTD, xBopy
HAIPaBUJIM B KJIHIKY IHCTUTYTY JIJIs1 yTOUHEHHS TaK-
TUKH JIIKYyBaHHSI.

[Ipotsirom poky miBumna nepebysana mig amOya-
TOPHUM cIiocTepeskeHHaM. Bix omepatuBHOTO BTPY-
yanusa ta 31T namienTka i 4wienu pogrnHu TUMYACOBO
BimMoBuncs 1o 18-piunoro Biky. OTpumyBasia BiTa-
MiHOTeparlio, reraTonpoTeKTOpH, CYy/IMHHI TIpernapaTu.

IMix yac HeOXHOPA3OBUX JIAOOPATOPHUX HOCJIiJ-
’KeHb BU3HAYaJIU CTiifke migBuienns pisus JIT (are
He ACT), recrocrepony Ta JIT'EA-cynbdary na i
BI/ICYTHOCTI TATOJIOTIYHUX 3MiH PIiBHIB €CTPaJIioJy,
nposaktuny, 17-OH-niporectepony, AKTT ta xoptn-
30JTy.

CToCoBHO BisyaJizallii BHyTPillTHiX CTaTEBUX Opra-
HiB, To HeoxHopazose Y 3/] Ta MPT oprauiB manoro
Ta3a BUSABUJINCA JETO0 CYTIepPeYJTMBUMM: Pi3Hi (haxiBili
BUSBJsIN abo oHy, abo [BI Tapu TOHa, TOAI SK
HasBHICTh MAaTKM 32 pe3yJIbTaTaMu OKPEeMUX JOCJIi/I-
JKeHb BUKJIMKaJIa CyMHIB. /[iBunHA Ma€ I0CUTH BUCO-
KU 1HTEJIEKT, HABUYAETHCS Y BUIOMY HABYATBHOMY
3aKJIa/ll, COIIaIbHO A/IalITOBAaHA, HE MA€ CYMHIBIB y
CBOIl cTaTeBi ieHTHdIKAIil.

¥ ciuni 2015 p. (17,5 poky) autuna Gysa obcTexReHa
B yMoBax Biaminernst eagokpunoorii 1Y «IO3/I1
HAMHY». [loTpanuna B iHCTUTYT 3i cKapramMu Ha
BI/ICYTHICTb MEHCTPYaIliil, CTOMJIIOBAHICTb, IIEPIOANY-
HUi G1Jb y CIIUHI Ta METEO3aJIeKHIIT TOJIOBHUH OiJIb.

[iBunnaa Bucokoro 3pocty (178 cm), 3 HOpMaJIb-
Hoto Macoio Tia (59 kr, IMT — 18,6 kr/m?), acteniu-
Hoi 6y/I0BHU TiJsa, i3 KIHOUMMU TTPOTIOPIIISIME, TYCTUM
XBWJIACTUM BoJsioccssM Ha rosiosi. IlIkipa 6:1igo-po-
JKeBa, YMCTa, JOCTATHbOI BOJIOTOCTI, Iij] TTaXBaMU Ta
Ha JIOOKY — mooauHoKe BoJiocest. CrateBa opmyia
A2P2Ma4 (3a Tamnepom), MeHCTpyarlii BiICyTHi.
Kosbrornurosiorist — o3HaKH TilmoecTporeHii.

Bioximiunuii ananis kposi: 6inipy6in 3araabHuil —
14,8 mrmosb/in (npsimuit — 3,3, Henpsimuii — 11,5),
XOJIECTEPUH 3araJbHUN — 4,5 MMOJIb/JI, XOJIeCTEPUH
JIITOTIPOTEI/IIB BUCOKOI TMIJIBHOCTI — 2,48 MMOJTB /11,
tpuraitepuau — 0,62 MMousb/J, kKoedilieHT aTepo-
rennocrti — 0,81, B-mpinonporeinn — 5,4 r/n, ACT —
15 On/n, AJIT — 13 On/n, aminaza — 32 Opx/u,
saranpHuil 6imok — 81 r/n, anpbyminu — 48 1/,
Ca** — 2,38 mmosb/n (Hopma 2,3—2,75 MMOJIb/ 1),
P — 1,64 mmonp/m (HopMa 1,1—2,0 Mmmomb /), Kpe-
atunin kposi — 0,092 mMmosb/J1, ceyoBUHA KPOBI —
4,0 mmosb /. Tnikemist — 5,6—5,7—5,5—4,9 MMOJIb /J1.
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lopmonanvui nokasnuxu: JII' — 36,2 MMO /mu,
DOCT — 5,79 MMO/mi, nponaktun — 9,48 Hr/mi
(nopma 4,79—23,3 ur/ma), ectpajion — 18,74 nir/mu,
IT'EA-C — 6,26 mxr/mut (HopMma 0,651—3,68 MKr/mir),
TecTocTepoH — 22,29 HMOJIB/JI, TUTiAPOTECTOCTE-
porn — 466,72 nr/mn (mopma 24,0—368,0 mr/mi).
[Micaa ctumyJiAiiii XOpioroHiHOM (BHYTPIIITHBOM $I30BO
1500 MO 3 gui): Tectocrepon — 25,72 HMOJIb/ T,
murigporectocTepor — 514,0 mr/MiL.

Cekccrepoinss asyBanpunii  rnobymin  — 74,3
HMoJib/71 (HopMma 18,0—114,0 HMOIB/T), KOPTU30T —
503,3 mmosnb/n (mopma 171,0—536,0 wHmoIb/11),
TTT — 5,1 MMO/ma (sopma 0,27—4,2 MmMO /M),
fT; — 16,6 nmouab/n (Hopma 12,0—22,0 mmouib/),
antutina no TIIO — BincytHi (4,1 On/Mu1 ipu HOpMi
<30 Om/mm).

V3 wurononibnoi 3an03u: 3araabHuil 00’eM —
9,16 cm® (Hopma < 11,1 cm®), mpaBa yactka — 4,61 cm®,
JiiBa yactka — 4,55 cM?, mepemuiiok — 5 MM, exo-
CTPYKTYPa O/THOPI/THA, EXOTEHHICTh Y HOPMI, ITapeHXi-
Ma 3epHUCTA, KaTcyJia He YITiTbHeHa.

Ro-zpagiss kucmi: KicTkoBUl BiK BifnoBizae mac-
MMOPTHOMY, 30HH €11i(hi3apHOTO POCTY 3aKPUTI.

Ilobosa exckpettist 17-KC i3 ceueto — 70,0 MKMOIIB/
100y.

3 00Ky BHYTPIIIHIX OpraHiB 3a JaHHMU 3arajb-
HOTO KJIHIYHOTO 06CTEKEHHST MATOJIOTI1 He BUSBJIE-
HO. Y Talll€eHTKU HAgBHI O3HAKU CHUCTEMHOI JIUC-
mirasii CroJy4YHol TKaHWHU, BETeTOCYAMHHOI JINC-
TOHII.

/liazno3: iopyienHst GOpMyBaHHS CTaTi, CKJIQTHUN
XpoMocoMHuit Mozainuam (49, X [8]/46, XY [5]/46, XX

[17]); mepBuHHA aMeHOPEsT; CIICTEMHA TUCTLIA3is CIo-
JIYYHOT TKAHWHU; BET€TOCYAANHHA TUCHYHKITIA.

OcobJIMBICTD IHOTO BUTIAAKY MOJISATAE Y CKJIIHOIIAX
JhEPEHIIiITHOI IarHOCTUKY KOHKPETHOT HO30JIOTIUHO]
dbopmu [1DC. Y mamieHTKH OYEBHIHO IMEPEBAKAIOTDH
(beroTHIiyHI (BUCOKMIT 3PiCT, Bi/ICYTHICTD COMATHYHUX
BaJI PO3BUTKY, JIeDiHITUBHI CTalii PO3BUTKY MOJIOUYHUX
3aJ103 TIpU CJAOKOMY OBOJIOCIHHI aHAPOreH3aIesKHUX
30H) i TaGoparopHi (IiABUILEHWIT PIBEHD aHAPOTEHIB —
TecTocTepony, aurizporectoctepony Tta JII'EA-C, a
takox JII, ane ne DCI') osnaku CTD. OxpHak HasiB-
HICTb BHYTPIIITHIX )KiIHOUMX CTaTEBUX OPTaHiB HE Bi/IO-
Bigae kiniuniii kaptuai CTD i Moske 6yTu MosicHeHa
iCHYBaHHSIM KJIOHY CTaTeBUX XpoOMOcoM 45 X, 110 3y-
MOBJTIOE OKPeMi KJIiHIYHI O3HAKY JIMCTeHe311 TOHA/I.

Boanouac ciix 3asHaunTy, 1[0 HANUTUIIOBIIIOIO
oznakoto CIIIT six BugaBy jucrenesii roHaji € HEIOB-
HUiT xpoMocomunil Habip (kapiotun 45 X). Iopsn i3
1M JIOCUTH TIOIIMPEHi Pi3Hi BapiaHTi MO3ailU3My
(45,X0/46,XX; 45,X0/46,XY; 45,X0/47, XXX Ta in.),
ITI0 3yMOBJIIOE Pi3Hi IIJITXU MTOPYIIeHHT POPMYBaHHSI
roHaji B eMOpioHaIbHMIL [Iepio] i, BIAIOBiAHO, 1IUPO-
KWl criekTp ix mMopdotorii (ovotests i3 aBOX 6OKiB,
acvMeTpUYHa JuUcreHesis tectukysn abo sSEYHMKIB,
onHoOIuHa areHesis roHaj Ta if.), Mo i Moxe OyTu B
OTIMCAHOMY BUTIAJKY.

XBopili pekoMeH/0BaHA KOHCYJIbTAIlisA Xipypra-
€HJIOKPUHOJIOTA JIJIsI PEBi3ii opraHiB MaJIoro Tasa i Je-
PEBHOI MOPO’KHUHU 3 METOIO BUIAJIEHHS TOHA/T i HETTOB-
HOI[IHHUX CTPYKTYPHUX €JIEMEHTIB BHYTPIIIIHIX CTaTe-
BUX OPTaHiB. Y TOIAJIBIIIOMY PEKOMEH/I0BaHA 3aMiCHA
Tepariis mpernaparaMu eCTPOTeHiB Ta recTareHis.
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KAMHMYeCKnit cAyvai AMCreHe3um roHaa B coctaBe KOMOMHMPOBAHHOIO
XPOMOCOMHOI0 MO3auliM3Ma Y AeBYLLKH

E.A. byapeiiko
'Y «MHCTUTYT OXxpaHbl 3A0pOBbst AeTeit 1 noapocTkoB HAMH YkpauHbl», Xapbkos

[IpencraBien KAMHUYECKUH CIy4ail CI0KHOTO HapylieHus (OPMUPOBAHUS I0JIa BCIEJICTBHE XPOMOCOMHOTO MO3anIN3Ma
(46XX[17]/46XY[5]/45X0[8]) ¢ coueraHMeMm [AUCT€HE3UN TOHAA U CHHIPOMA TECTHUKYJSPHOH (heMUHU3AIMN Y JEBYIIKHU-
noapoctka. IIpoananmnsuposanbl ocobennocTn auddepenmanbHONi AMArHOCTUKY Y MAIMEHTKN COTJIACHO COBPEMEHHBIM TIPE/I-
CTaBJICHUSIM 06 9THOJIOTHHU ¥ TTATOTEHE3€ MaTOJIOTUH, MOAXO/bI K JHATHOCTUKE € MO3UIMHN MOCJAEAHEr0 KOHCEHEYCa MO OKA3aHHIO
MOMOIIIH IETSIM C HEOIPEIETCHHOCTHIO MoJIa M 000CHOBaH BHIOOP HanboJIee ONTUMATLHON TEXHOJIOTUY JIEUCHHYS.

KmioueBsie cioBa: /yicrenesust TOHa/l, CHH/IPOM TeCTHUKYJISIPHON (heMUHM3aINK, HapylieHne (GpopMUPOBAHUS MT0JIA.
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Clinical case of gonadal dysgenesis in girl with combined chromosomal
mosaicism

O.A. Budreiko
Sl «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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