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Lenv pabomer — uccredoganue MOPGON02ULECKUX U UMMYHODEHOMUNUYECKUX BAPUAHTNOE CIMPOEHUS OUCSEHE3UPOBAHNBIX
2onao (AI) u kapuomunuueckux ocobennocmetl nayueHmoxk c¢ cunopomom Llepewesckoco—Tepnepa (CLUT). H3yuen onepa-
YUOHHBII Mamepua YOaieHHbIX 20HaA0 u suunuxos 16 nayuenmox ¢ J[I" npu CLUT u 11 nayuenmox konmponsbHou epynnwl Oe3
CIIT, auynuxu Komopwix 0blIu yOanieHbl no nogody napaosapuanrbivix xucm. Ilpogedeno mopghonoeuneckoe ucciedoganue
C UMMYHOSUCTOXUMUYECKUM MUNUPOBAHUEM MKAHU 20HAO ¢ onpedeneHuem skcnpeccuu: Ki-67, Vimentin, Desmin, Inhibin
A, ER («DAKO»), AR («SpringBiosciencey). Llumocenemuueckum memoodom uzyuen xapuomun u naiuuue SRY-eena ¢ nomo-
wwto TTLP-peaxyuu numgpoyumos kposu. B pezynomame ycmanosnenvl mopghonozuueckue sapuanmot I npu CLLT: wmpex-
2oHaovl (8 bonvnuvix), JI" ¢ osapuanvhou cmpomoti (6 6onvhuix), /I ¢ popmuposanuem conadodonacmom (2 6onvnoix). Ipu
amom 6 aumgpoyumax kposu nayuenmox ¢ CLUT obuapyscusanucey kapuomunovi: 45X, 45X/46XY, 45X/46XX, 45, X, t (4, 19)
(pl14, q13.3), 45, X[5]/46, Xi(X)(q10)[20], 45, X[31]/46, Xi(X)(q10)[19], 46 Xpsui(Y)(q10)[6]/45, X[3]/46 XY[20]. Buiagnenv
Cmamucmuiecku 3HaYuUMble 00CHMOBEPHbIE KOPPETAYUL MeAHCOY Kapuomunamu 1um@Poyumos Kposu u uMMyHOGeHomunamu
KIemoK Cmpombl NOL06020 msica, puopobnacmos u cepmunamusnvix kiemox I Haubonvuiee snauenue 0is pazeumus mo-
20 UNU UHO2O MOPEPONOSULECKO20 6APUANTNG UMENU MAPKEPYL, OTMHOCAWUEC HENOCPEOCTEEHHO K GbIJCUBAHUIO (POLTUKYIO08:
Inhibin A, AR, ER. J]I" nayuenmox ¢ osapuanvHoi cmpomou omaudanucy Haubonvutell sxcnpeccueit ER (p < 0,05). SRY-cen
obnapyscuncsa y 1 nayuenmru ¢ omcymemeuem Y-xpomocomel. YV 08yx nayuenmox natidena eonadobnracmoma 6 JI" oe3 na-
aunus SRY-eena 6 numpoyumax xpoeu. Ilonyuennvie dannvie céuOemenbCmeyion 0 pazHooopasuy MopGorocuteckux u um-
mynopenomunuueckux eapuanmos JI" npu CILUT, komopwie ne 6ce20a KOppeauposan ¢ Kapuomunom Iumpoyumos Kposu
NayueHmox, Ymo Omyacmu MOJICen Ompadicams 03IMOACHOE HeCcOBNAdeHUe Kapuomuna aumgpoyumos kposu u mxanu I 3a
cyem mMo3auyusMa 2eHo8.

Knwuesvie cnoea: cunopom lllepewesckoco—Tepnepa; ouceenesuposanivie 20HAObL; UWMPEK-20HAObL, 20HA00NA-
cmoma; Inhibin A, AR, ER; kapuomun; SRY-cen.
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MORPHOLOGICAL FEATURES OF FEMALE GONADAL DYSGENESIS AND KARYOTYPE
IN PATIENTS WITH SHERESHEVSKY—TURNER SYNDROME

'T.M. Sechenov First Moscow State Medical University, Moscow, 119991, Russian Federation; >Academician V.I. Kulakov
Research Center of Obstetrics, Gynecology and Perinatology, Moscow, 117997, Russian Federation

The aim of the work — the study of the morphological and immunophenotypic variants of the structure gonads in gonadal
dysgenesis (GD) and karyotypic characteristics of patients with the Shereshevsky—Turner syndrome (SHTS). There were
investigated the tissue samples of the removed gonads and ovaries from 16 SHTS patients with GD and 11 patients from the
control group without SSHT whose ovaries had been removed due to parovarian cysts. The morphological study was executed
with immunohistochemical typing of gonadal tissue with the detection of expression: Ki-67, Vimentin, Desmin, Inhibin A, ER (
«DAKO»), AR ( «SpringBiosciencey). The karyotype was investigated by means of cytogenetic method, whereas the presence
of the SRY-gene — with aid of PCR-reaction in blood lymphocytes. As a result, there were established morphological variants
of GD in SHTS: streak-gonads (8 patients), GD with ovarian stroma (6 patients), GD with the formation of the gonadoblastoma
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(2 patients). At that in the blood lymphocytes of SHTS patients there were discovered following karyotypes: 45X, 45X/46XY,
45X/46XX, 45, X, t (4, 19) (14, q13.3), 45, X[5]/46, Xi(X)(q10)[20], 45, X[31]/46, Xi(X)(q10)[19], 46 Xpsui(Y)(q10)[6]/45,
X[3]/46 XY[20]. There were revealed statistically significant correlations between karyotypes of blood lymphocytes and
immunophenotypes of cell of the genital cord stroma, fibroblasts and GD germinal cells. Markers directly relating to the
survival of follicles: inhibin-a, AR, ER were of the greatest importance for the development of someone or other morphological
variant. GD in patients with ovarian stroma were differed in the greatest expression of ER (p < 0.05). SRY-gene was detected
in the 1 patient with the lack of Y-chromosome. In two patients gonadoblastoma was found in GD without the presence of the
SRY-gene in blood lymphocytes. The data obtained testify to a variety of morphologic and immunophenotypic variants of GD
in SHTS, which are not always correlated with the karyotype of blood lymphocytes of patients that may partly reflect a possible
discrepancy between the karyotypeofblood lymphocytes and DG tissue due to gene mosaicism.

Keywords: Shereshevsky—Turner syndrome; gonadal dysgenesis; streak-gonads,; gonadoblastoma; Inhibin-a, AR, ER;

karyotype; SRY-gene.
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Cunnpom IlepemeBckoro—Tepuepa (CILIT) — onna
13 HanOoJjee paclpOCTPAHEHHBIX T'€HETHUYECKH JeTePMHU-
HUPOBAaHHBIX IMATOJOTHIA Pa3BUTHS CPEIU JUI] KESHCKOTO
roJia ¢ yacTotoil Becrpeuaemoctu 1:1500—2000, mitst koTo-
poii XxapaKkTepHa AUCI€HEe3Usl TOHAJl U OTCYTCTBUE MOJIHOM
WA 9aCTU OJTHOM u3 X- unu Y-xpomocom [1—4].

Hurorenernueckue anomanuu pu CILT 6b11m BriepBbie
ormcansl B 1959 1. C. Ford n coasr. [Tocine aToro Taxxe ObL1H
UACHTU(DUIIUPOBAHBl U IPyrHe KapUOTHIIbI, XapaKTepHbIE
JUIA 3TOTO CHHIPOMA, MIOMUMO Kjaccudeckoro 45X, — mo-
3aWYHbIC, BKIIFOYAIONINE B ce0S 4acTh KIIETOK, MMEIOIIUX
Y-xpoMOcOMy WIIH €€ 4acTh, a TaKKe X-xpomocomy [2, 5].

[Ipu CIIT oOHapyKHBarOTCsl TUCTEHE3NPOBAHHBIE T'O-
Hajel (JII') TMna mrpek-roHaja, KOTOpbIE MPEACTaBISIOT
c000ii (HUOPO3HBIE MOIOCKH pa3MepoM 2—3 CM C HAJINYH-
€M YYacTKOB JKHPOBOW TKaHU M OTCYTCTBHEM (OJUTHKY-
noB [6—8]. OcTaeTcsi CIOPHBIM BOIIPOC Pa3BUTHS JIPYTUX
Mopdornoruyeckux BapuanTo I mpu CLUT u crenens nx
KOPPEISLNN C KAPUOTHIIOM B AJIpax JTUM(OLUTOB Iepude-
puueckoii kposu [4, 9, 10].

Lenbio naHHOM pabOTHI ABIAETCS UCCIEAOBAHHE MOP-
(OIOTNYECKUX U UMMYHO(EHOTHUIIMYECKUX BapHAHTOB
crpoenusi JII' u KapuOTUIIMYECKUX OCOOEHHOCTEH y maIu-
enTok ¢ CIIT.

MarepuaJj 1 MeTOAbI

[IpoBeneHo ucciaegoBaHUE ONEPALIMOHHOIO MaTepuaa
ynaneHHbix roHan 16 manuenTok ¢ CLIT B Bo3pacte 10—
24 met (cpemguuii Bo3pacT 17 = 7 net) u 11 manmeHTOK KOH-
TPOJIBHOM Tpynimsl B Bo3pacte 13—I18 et (cpeqHuii Bo3-
pact 15,5 = 2,5 roga) ¢ pyHKIIMOHUPYIOUTUMU SUYHUKAMHU
U HOPMaJIBHBIM UX CTPOCHHEM, Yy KOTOPBIX OOHApy>KEHBI
rapaoBapHaIbHbIE KUCTHL. 3a00p W UCClieIoBaHNE MaTepH-
ajla poBoauINch Ha 0a3e HayuHoro neHTpa akyuepcrsa,
TUHEKOJIOTMU U MEepUHATOJOruu uM. akaaemuka B.U. Ky-
nakoBa M Kadeapsl NaToJIOTHYECKOW aHATOMHUHM HM. aKaJl.
A.N. Crpykosa IlepBoro MocKkoBCKOT0 rocy1apCTBEHHOTO
MeIuIuHCKoro ynusepceurera uM. .M. CeueHoBa.

Huarnos CILT ycranaBnuBajics Ha ocHoBe: |) aHam-
He3a — KaJIOObl Ha OTCYTCTBHE MEHCTPYalHil Uil Helo-
CTATOYHOE Pa3BUTHE MOJIOUHBIX JKeJe3; 2) pe3yJbTaToB
KJIMHUYecKoro oocnenoBanust [11]: cpenamii pocT namues-
Tok coctaBui 141,8 £ 1,3 cMm, macca Tena — 47,3 + 2.4 kT;
CTEIeHb MOJI0BOro co3peBanHus 1o mkajue J.M. Tanner: Ma
(mammae) — 2 + 0,1; Pb (pubis) — 2,3 + 0,1; Hanuume
pPa3NUYHBIX CTUTM TUCAIMOpHOTEHEe3a, HaOII0IaeMbIX MTPH
CILT; 3) nabopaTOpHBIX MOKa3aTeNei: yBeInYeHne KOTH-
YecTBa TOPMOHOB B CBIBOPOTKE KPOBHU: (DOIITUKYIOCTHMY-
nupyomero ropmona (OCI') — 75,3 + 7,6 ME/xn, moreu-
Hu3upyroniero ropmona (JII') — 23,2 + 3,2 ME/n, ¢ oxHO-
BPEMEHHBIM CHU)KEHHUEM YPOBHS 3cTpaauoia — 12513 +
18,2 mMonb/mn W aHTUMIOIUIEpoBa ropmona (AMI) —
5,13 £ 1,3 (ar/mi); 4) HHCTPYMEHTAIBHOTO 00CIEIOBAHUS:
Y3U opraHoB Majioro Ta3a — yMEHbILIEHHUE Pa3MEPOB MaT-
KM 1 OOHapy KeHue Aucrene3npoBaHHbIX roHan (AI7). Becem
nanueHTkam ¢ I, BKJIIOUEHHBIM B UCCIEIOBaHUE, POBE-
JICHa Pe3eKIIHs MAaTOYHBIX TPYO U TOHA].

Mopdonorudeckoe ucciaeqoBaHue (Makpo- U MHKpO-
CKOIIMIO) IIPOBOAMIIN HAa MaTepHalie ylaJeHHbIX ToHa (1c-
cienoBancs Bech Marepuan). Tkanp ¢ukcupoBaiu B 10%
HeliTpansHOM popMmaiiHe U 3anuBaiu B mapadun. Cepuii-
HBIe NapauHOBBIE CPE3bl TOJMMIMHON 4 MKM OKpalluBaiIn
reMaTOKCUIIMHOM M 303MHOM. [IpoBoaMIIM HMMYHOTHCTO-
xumuueckue (MI'X) peakiiuu ¢ HCIOIb30BaHUEM MOHO- U
MOJIMKJIOHAJIBHBIX aHTuTeN: Ki-67 (monoclonal mouse,
clone MIB-1, Dako, Denmark), Inhibin A (monoclonal
mouse, clone R1, Dako, Denmark), Vimentin (monoclonal
mouse, clone V9, Dako, Denmark), Desmin (monoclonal
mouse, clone D33, Dako, Denmark), Androgen Receptors —
AR (polyclonal rabbit and mouse, 1:100, Dako, Denmark),
Estrogen Receptors — ER (monoclonal mouse, clone 1D5,
Dako, Denmark). Peaknuu cTaBuiv 1o OOIIEHPHHSITHIM
METOJMKAM C UCIIOIb30BAHUEM IOJIOKHUTEIBHBIX U OTPH-
[aTeIBHBIX KOHTPOJICH.

Pesynbrater UT'X-nccnenoBanuii OLEHUBAINCH B MPO-
[EHTax U 0ajiax MOoJyKOJWYeCTBEHHBIM MeToxoM: 1) Ki-
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67 — NPOLEHTHOE COOTHOIICHHE KJIETOK Ka)KJOro THIla,
IKCIIPECCUPOBABIINX MapKep, K OOLIeMy YHCIy KIETOK
aroro tuna; 2) Vimentin, Desmin, Inhibin A — B 6annax
or 0 10 6 B 3aBUCUMOCTH OT KOJMYECTBA CBS3aBIIMUX-
csi ¢ TaHHBIMU Mapkepamu antuted, rae 0 — 41—100%;
3) sKcnpeccus aHAPOTEHOBBIX M 3CTPOIE€HOBBIX PELENTO-
poB paccuuThiBasach 1o gpopmyie His to score (Allen D.K.
Histopathology Reporting: Guidelines for Surgical Cancer,
London: Springer-Verlag; 2013: 233).

V nanuentox ¢ CHIT ompenensiiu KapuoOTHUII B sApax
mumdonutoB (JID) mepudepuueckoit KpoBH ITUTOTCHETH-
YECKMM METOJIOM ITyTeM KyJIbTUBUPOBAHUS B IUTATEIbHON
cpene, UEeHTpUPYTUPOBAHUS U OKPAILUBAaHUSA XPOMOCOM
MeTtonoM Seabright mo odmenpunsTeiM MeToaukam (I1po-
ko(seBa-benbrosckast A.A., 1969; Quilter C.R., 1998; Ky-
nemroB H.IT., 1991).

Hannume SRY-rena BBISABISIIM METOIOM MOJIHUMEpa3-
HoW menHo# peakuuu (ITLIP). MaTtepuanaom st MOJIEKY-
JSPHO-TEHETHYECKOTO HCCIICIOBAHUS CIIY KHIJIA 00pa3iibl
JHK, Beinenennbie u3 BeHo3Hoil kpoBu. IHK Beiaensnu
MeTOAOM (EeHONI-XJIOpOPOPMHON JeNPOTENHU3ALUN C UC-
nojp3oBanreM Habopa peakTuBoB «lIpoba-HK» («JHK-
Texnonorus», Poccust). TILP mpoBoaunu mpu moMomn
IIPOrPaMMHUPYEMOr0 JAETEeKTUPYIOUIEro aMIIuguKaTopa
AT-96 («IHK-Texnomnorus», Poccusi). B pabore mcnoib-
30BaHa MeToauka rnocraHoBku I1L[P ¢ ogHolt mapoit npaii-
MEPOB U MEUYEHHOrO ()IYOPECICHTHONH METKOW OJIUTOHY-
KJIGOTHJIHOT'O 30H[a, UMEIOLINX KOMIUIEMEHTAapHbIe MecTa
CBs3bIBaHMS Ha rene SRY.

CrarucTuyecKnii aHalin3 pe3yIbTaToOB BBIIMOJIHEH C TO-
MOIIbIO MakeTa mporpamm Statistica 7.0 u Microsoft Office
Excel 2013. B paboTe npencTaBieHbl pe3yabTaThl KOppes-
LIMOHHOT'O aHAJIW3a JAaHHBIX o MeToxy CrnupMeHa U Iuc-
nepcuonHoro ananusa (ANOVA).

PesyabTarsl

[Tpr MaKpOCKOIMMYECKOM UCCIICIOBAHUHU TOHAIbI TTallU-
€HTOK uMenu BuA (GuOpO3HBIX TsXKel Oenoro IBera, pas-
mepamu ot 0,9 = 0,05 mo 1,7 = 0,1 cm unu A" oBouaHOM
(hopMbI, TIOTHOW KOHCHUCTEHIIMH, OEJI0-XKEJITOro IBETa,
pasmepamu 1 x 1,5 x 2 cm.

[Ipy MHKPOCKONHYECKOM HCCIIEIOBAHUU OBUIM BBI-
SIBIIEHBI TpU BapHaHTa mnaTojorudeckoro crpoeHus I’
y nanuenTok ¢ CIIT: mrpek-ronansr (y 8 manueHTOK),
npeacTaBisitomue coboil Tsxu (GuOpPO3HO-KUPOBOH TKa-
HU C OTCYTCTBHEM (QOJUIUKYIOB (pHc. 1, a; cM. 3-10 nonocy
o6noxku); ' ¢ oBapuaibHO# cTpoMol (y 6 MAIMEHTOK),
r7e MOMHMO Y4YacTKOB (PMOPO3HO-KHPOBOM TKaHH OOHa-
PYKHUBAJIUCh yYaCTKU SMUYHUKOBOH CTPOMBI (puc. 1, 6; cM.
3-10 monocy obnoxkwn); I ¢ ronagodmactomamu (y 2 mna-
nueHTokK) (puc. 1, 6, 2; cM. 3-10 MoyOCY OOJIOKKH), B KO-
TOPBIX Cpeau Tskeld (GUOPO3HOW TKaHU OOHAPYIKUBAIUCH
KpYyITHBIE CKOTUICHHS THE3]] OITyXOJIEBBIX KJIETOK C TelbIla-
mu Konna—D3xkcHepa. Y manneHToK KOHTPOIBHOM I'PyIIIIbI
(n = 11) B OuonTaTax OMPEICISIIOCh HOPMAJIBHOE SIMYHU-
KOBO€ CTPOEHME C TUIIMYHOW OBApUAJIBHOM CTPOMOM, Ha-
JTYueM (QOJIITHKYIIOB U JKEJITOTO Tela.

B pesynsrare UI'X-uccnenoBanus y rpynmsl HanueH-
ToB ¢ CIIUT u rpynmnbl KOHTPOJISI BBISIBJICHBI CIIEAYIOLINE
ocobeHHoCTH: HamboJee BbICOKasi dKcrpeccust Ki-67 Ha-
Osroanach y MAlMEHTOK C roHamobiacToMoil Ha (oHe
AD' B omyxoneBbIx kjieTkax (40%), B OCTalbHBIX IpyImax
9KcrpeccHsi Oblla eIUHUYHOH. B KOHTpoNbHOH Tpymre
skcripeccusi Ki-67 B KJIETKaX ME3CHXUMAJIBHOTO U IITUTE-
JIMAJILHOTO TIPOUCXOKIEHUs cocTasisina 5,2% (puc. 2, a).
B uccnenoBanHbix oOpa3nax Hanbosee BBICOKAs dKCIIpec-
cus Inhibin A BwisiBnsinack B JII' ¢ ronamo01acToMoi, rie
JTAHHBIN Mapkep OOHapy>KMBAJICSI B OCHOBHOM B OITyXO-
neBbIx kneTkax. B JII' ¢ oBapmanbHOR cTpoOMO €ro 3kc-
npeccus Oblja CpaBHUTEIBHO MEHbIIE, YeM y MalUeHTOB
KOHTPOJBHOHN rpymmsl (puc. 2, 6). Beicokas skcnpeccus
Vimentin Obuia BeIsiBIeHA BO Beex Tpex rpymnmax ¢ CILT ¢
HanOOJIBIIMMH 3HAYCHUSIMU B IITpek-roHanax u I ¢ ro-
Ha1007acTOMOI 110 CPaBHEHMIO C TPEThEll M KOHTPOIbHON
rpynnamu (puc. 2, 6). Dxcnpeccusi Desmin Obliaa BBICOKOU
Bo Bcex Tpex rpynmax ¢ CIIUT no cpaBHenuto ¢ ero ypos-
HEM B TpyIIe KOHTPOJISI, OJHAKO Hambosiee BhIpaKeHHAsS
Habmonanace B JII, comepkaliyx roHajgo0gacToMmy, BO-
KpYT KarcyJisl onyxonu (puc. 2, 2). Haubombias skcmpec-
cusi AR HaOnrofanacey B rpyIie NanueHTok, umesimx I
C TOHAJ00JIACTOMOH, Y KOTOPBIX €r0 YPOBEHb B HECKOIb-
KO pa3 IpeBbIIIaJ MMOKa3aTeJn APYTUX Irpyni (puc. 2, 0).
Dkcnpeccus ER Obina 6onee Boicokoii B JII' ¢ oBapuaibHOiM
cTpoMoii 1o cpaBHeHuto ¢ apyrumu rpynnamu CIIT, rae
OHA MPaKTHYECKH OTCYTCTBOBaJIA (pHUC. 2, e).

Kapuotumnsl, o6HapyxeHHble B JID kpoBU y manueHToK
co mrpek-ronagamu: 45, X —y 6, B Tom unciue 45, X, t (4,
19) (pl4, q13.3) — y 1 u 45,X/46,XY — y 2 manueHToK.
B rpynne ¢ JI' u oBapuaiabHOH cTpoMoi 4 mManMeHTKH
nmenu kapuotun 45,X u 2 nanuentkn — 45, X[5]/46, Xi(X)
(q10)[20] u 45, X[31)/46, Xi(X)(ql0)[19]. KapuoTumsl, 06-
Hapy>KeHHbIE y TAIMEHTOK C ToHaao0macTtoMaMu Ha (one
AT 46 Xpsui(Y)(ql0)[6]/45, X[3]/46 XY[20] n 45,X[19]/46
XY[11]. KaproTumnsl nagueHTOK Tpynnbl KOHTPos: 46,XX
(cm. Tabauiy).

B pesynbrare npoenennoro IIIIP-ananuza y nauu-
eHTok ¢ CIIT SRY-ren Ob1a BoIsiBiIeH B JI® kpoBH B miep-
BOM rpynmne y 1 manueHTKu ¢ KapuoOTHUIOM 0e3 Haludus
Y-xpomocomsl (45X) u 6e3 popmupoBaHus TOHAI00I1ACTO-
MBI, BO BTOpO#l u TpeTbelt rpynmnax SRY-ren B JI® kposu
He Obu1 HalineH. OHAKO y ABYX MAIMEHTOK TPETher TpyT-
TbI, UMEBIIUX Y-XpPOMOCOMY, HO He SRY-reH, 0OHapyKEHBI
MHOXECTBEHHBIE OYard roHag00JacToOM.

Koppeasinus me:xny mopdgoJiorueil 1 KapuoTHIIOM

IIpoBeneHHBIN KOPPENSALNOHHBINA aHAIN3 MEXKIY MOp-
¢domorueit roHaJ U KapuoTHIoM mnanueHToB B JI® kpoBu
MOKa3aJ CTATUCTUYECKH 3HAYMMBbIE KOPPEJSALUU B Cllydae
sKcnipeccuu [nhibin A B KJIETKaX CTPOMBI MOJOBOIO TsKa
(r=0,5; p <0,05), Ki-67 B repMUHATUBHBIX KJIETKaX (r =
0,85—0,86; p < 0,05), pudbpodnacrax (» = 0,70—0,76; p <
0,05) u sunorenuonutax (r = 0,60—0,62; p < 0,05), a Tak-
ke Vimentin B pudbpodnactax (r = 0,70—0,75; p < 0,05) u
KJIeTKax moJyioBoro Tsixka (r = 0,58—0,64; p < 0,05).
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] Wrpex-rovans

Al ¢ oBapuvanbHON CTPOMOW

O0cy:xnenue

[lonyueHHble HaHHBIE PACIIUPSIOT MPEICTaBICHUE
o Mopdonoruueckux Bapuantax HAI" mpm CHIT [12, 13].
B pesynbrare mpoBeAEHHOTO HCCIIEIOBAHHS OBLIO yCTa-
HoBJeHo, uTo npu CILUT moryTt HaOmromaTbes pa3iuyHbIe
MOp$OJIOTHYECKUEe BapUaHThl CTPOCHHS I'OHaJd, KOTOPBIM
MOTYT COOTBETCTBOBATh PA3JIMUHbBIE KAPUOTHIIBI: IITPEK-
roHagel — 45X u 45X/46XY, A" ¢ oBapuaibHOH CTpO-
Mot — 45X wm 45X/46XX, JII' ¢ roHamobiacToMo —
45X/46XY. BonbIIMHCTBO aBTOPOB, KaK MPaBHUIIO, BbI-
nensitor onuH tun A mpu CIOT — mrpek-ronaas u
OTZEIBHO BBIACISIOT BO3MOXXHOCTH Pa3BUTHUS OMYyXO-

D AI' ¢ roHapo6nactomamu

@ KoHTponbHasa rpynna

Ob6o3HayeHusi: A0l — adurnoyumsl;
®BJ1— ¢pubpobnacmel; ML — anad-
KOoMbIweYHble Knemku;, Kn. T —
KIiemku cmpombi 1os1o08020 msixa,; On.
KI1. — Oryxosieable KIemku.

Inhibin A, Vimentin, AR, ER naun6onee 3pensmu 0111 [ ¢
OBapHAJILHOW CTPOMOM, YTO MBI U HAOJFOAJIN TIPU TUCTOJIO-
TUYECKOM UCCIIeTIOBAHUH.

[Ipu BeIsiBIeHUU SRY-reHa ObLIO cAeTaHO Ba)KHOE Ha-
OyfofIeHNe — TIPU OTCYTCTBHHM Y-XPOMOCOMBI Y OJTHOM
U3 MaIMeHToK ¢ kapuoturnom 45X BeisiBieH SRY-ren 0e3
(hopMupoBaHUsT TOHAO0IACTOMBI, @ Y JIBYX HAI[UCHTOK,
Ha000pPOT, XOTS U OOHAPYKUJIU TOHAI00JACTOMY, OJHAKO
SRY-ren B JI® kpoBu He HaliZeH, YTO, IO HEKOTOPBIM JIaH-
HBIM, MOXET SIBIISITHCSI PE3YJIETATOM TPAHCIOKAIIMH TOMO-

Kapuomunsi numgoyumoe kpoeu npu cuHopome Lllepewes-
ckoeo—TepHepa

neit mpu naHHoM cuHapome [2, 12, 13]. Ognako Hame
HCCIICIOBAHNE TIOKA3BIBACT, YTO TOHABI BO BCEX TPEX

mcTonornyecknii Tmn

Kapuotun (B agpax J1®
nepudeprnyecKkon KpoBm)

BBIJICJICHHBIX THIIaX UMEIOT HE TOJIBKO ONpEciICHHbIE
TUCTOJIOTUYECKHE O0COOCHHOCTH, HO M MOJICKYJISPHBIC
npopuin. UMMyHodeHOTUIINYECKHE XapaKTePUCTUKH
B Ipynmnax ObUIM CIEIYIOIIUMU: Y MAUEHTOB C FOHAa-
nobiactoMamu Ha ¢one JII' moBbIIEHHAS SKCIIPECCHS
MapkepoB Ki-67, Inhibin A, Vimentin, AR otoOpaxana
HapsIy C HE3PENOCThIO TKaHW TOHaM [3, 7] aKTHUBHBIH
nponudepaTuBHbII Ipouecc, Cyast 10 MUTOTUYECKOMY
WHJICKCY, @ TAaK)Ke CTEMeHb 3aBHCHMOCTH pOCTa T'OHA-
JI0OJIACTOMBI OT BIUSIHUS TOPMOHOB (MHT'MOMHBI M aH-
nporensl). [lo pesynbraram oneHKH skcrpeccun Ki-67,

O ¢ dopmmpoBaHnem
roHagobnacTtom

LTpek-roHaabl 45X

45, X, t (4, 19) (p14, q13.3)
45X/46XY
45, X[30]/46, XY[20]

[OI c oBapuanbHon ctpomon 45X

45, X[5]/46, Xi(X)(q10)[20]
45, X[311/46, Xi(X)(q10)[19]

46 Xpsui(Y)(q10)[6/45, X[3]/46 XY[20]
45, X[19)/46 XY[11]
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OpI/IFI/IHaHLHLIe CTaTbu

JIOTMYHBIX yYaCTKOB IIOJIOBBIX XPOMOCOM IpH MeHoTHYe-
cKoM geneHun [1].

Heo0xonnMo 0OTMETHTB, YTO Y 3TUX NAI[UEHTOK HEJIb35
WCKJIFOYaTh BO3MOKHOCThH HECOBIIAICHUS KapHOTHUIIA JTUM-
¢dhomuroB kposu u Tkanu /I B padote G. Zelaya, R. Marino
U COABT. BBIABUHYTO MPEJITON0KEHHUE, UTO BCE MAIL[UEHTHI C
CIIT nmetor mo3zanunblii kapuoturn [2]. Ilo nanHbIM Ha-
OnrofeHuit HTUX aBTOPOB, 99% ciyyaeB BHYTpUYTPOOHOH
rubenu miona ¢ kapuorunom 45X Habmrogaercs Ha 28-i
HEZIEeNIe TECTAIlMOHHOIO CPOKa, YTO MO3BOJISAET MPEAINoIIo-
JKUTH HAJINUWE OTPEACIICHHOTO MPOIEHTa MO3anYHOTO Ka-
puotuna y BepkuBIINX manueHToB ¢ CIIT mo kakoi-mndo
OJTHOM MJTM HECKOJIbKUM KJIETOUHBIM JUHUAM [2].

3ak/ioueHue

BriiBneno 3 rucronormueckux tmma JI: mTpek-
ronassl, JII" ¢ oBapuanbsHOil crpomoii, 11" ¢ ronago6macro-
MOW ¢ pa3jIU4YHON JKcrpeccueil mapkepoB Ki-67, Inhibin
A, AR, ER. Tak, onyxoJieBble KJIETKH TOHaJI00IaCTOMBI,
pazBuBLIeiics Ha (one /I, xapakTepu30BajIuCh BBICOKOM
skcnipeccueit Ki-67, Inhibin A, AR, nns 1T ¢ oBapuanbHOI
CTPOMOI1 OblIa XapaKTepHa BbICOKas skcrpeccus ER B OT-
Ju4ue oT BYX Apyrux rpynn nanuentok ¢ CHIT, rae skc-
npeccust £R mouTy MOJHOCTBI0 OTCYTCTBOBAJIA.

KaxxioMy rucTONIOTHYECKOMY THITY COOTBETCTBOBAJIO
HECKOJIBKO Pa3JINYHBIX KAPUOTHIIOB: IITPEK-TOHAIaM —
45X, 45X/46XY, BKItOYasi KAPUOTHUIIBI C XPOMOCOMHBIMHU
nepectpoiikamu: 45 X, t (4, 19) (pl4, q13.3); A" c oBapu-
ajpHOM cTpomoit — 45X, 45X[5]/46, Xi(X)(ql0)[20] n
45X[311/46Xi(X)(ql0)[19]; A c dopmupoBaHuem roHa-
nobmactom — 46 Xpsui(Y)(ql0)[6]/45X[3]/46XY[20] u 45
X[19)/46 XY[11].

IIpucyrcrBue SRY-rena B nuM@onuTax KpoBu He BCer-
Jla IPUBOAMIIO K Pa3BUTHIO 'OHAL00aCTOM y MAIIUEHTOK C
CLUT, a mpu orcyTcTBUM SRY-reHa B 1uM(OLUTaX KPOBU Y
HEKOTOPBIX MAalMEHTOK HAOII0AaN0ch (POPMUPOBAHHE OITY-
xouH B ToHa1aX. OJTHaKO €CTh BEPOSTHOCTD TOTO, YTO KapH-
OTHUII TUM(OLUTOB KpoBHU U TKaHu I MOXKeT He coBmaaTh
3a CYeT MO3aMuIiM3Ma I'eHOB, IO3TOMY HEOOXOAMMO JajbHEH-
1Iee UCCIIEJ0OBaHNE C KapuoTunupoBanueM tkanu I

®dunaHcupoBanue. VccienoBannue He UMENIO CIIOHCOP-
CKOH MOAAEPKKU.

KoHpaukT uHTEpECOB. ABTOPHI 3asIBISIOT 00 OTCYTCT-
BUU KOH(JINKTA HHTEPECOB.
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