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PUCK PA3BUTUA ONYXO/IU FTOHAZ, Y NALUEHTOB C AUCTEHE3MEN FTOHA/,
M KAPUOTHUINOM 46,XY

/Nlatbiwes O.10., CamcoHoBa /1.H., Kacatkuna 3.11., OkmuHsAH I'.P., Kucenésa E.B., Tumodeesa E.C.

Poccutickas meduyuncrkasn akademust nocieOuniomHo2o oopasosanusi, 2. Mockea

PE3IOME

Hapymenne gopmupoBanus nona ¢ kapuoturoM 46, XY WM HaTMYUEM B KapHOTHUIIE MaTepHana Y-Xpo-
MOCOMBI pacCMaTPHBACTCs B Ka4eCTBE (haKTOpa PHUCKa OITyXOJIM TOHAJ U3 TePMUHATHBHBIX KIETOK: TOHA-
J10671aCTOMBI U TUCTepMUHOMBI. OJJHAKO XapaKTep PHUCKa MPH Pa3IUYHBIX BapHaHTAaX HapymeHHs ¢op-
MHPOBAHUS [0J1a OKOHYATENIFHO HE YCTAHOBIICH.

Henp uccnenoBanus — ONPENEIUTh PUCK PA3BUTHUS OIYXOJIM U3 T€PMHUHATUBHBIX KJIETOK IPHU OJHOM M3
BapHaHTOB HapyIICHUS (POPMUPOBAHUS MTOJIa — TUCTCHE3UH SUYeK ¢ kaproTumoM 46,XY.

Marepnan u Metoanbl. B nccinenoBanne BKIo4eHO 11 MarUeHTOB ¢ JUCreHe3uel sIMIeK U KapHOTUIIOM
46,XY. B 4 HabroaeHusX UMeIa MeCTO TOTajlbHasl, B 7 — MapliajibHas JUCTeHe3us simaek. B 9 crmydasx
MPOBE/IeHa FTOHAJA3KTOMHUS € MOCICAYIOIHM I'MCTOIOTMYECKUM HCCIIEI0BaHHEM MaTepHana.

PesyabTathl. Ilo pesynpraTaM T'HCTOJIOTMYECKOTO HCCIEJOBAHUS TOHAAO0JIACTOMAa M AWUCTEPMUHOMA
BBIIBIICHEI B 2 (22%) u3 9 Habmronenuid. [1pu 5ToM ronago6iacTomMa U IUCTEPMHUHOMA UMENIH MECTO B 2
(66%) n3 3 HaOMrONEHUI NP TOTATBHOMN JAUCTCHE3NH SIMYCK, M HE BBISBICHBI HH B OJHOM M3 6 CllydacB
napuuanbHoOi aucreHesn simuek (p = 0,1).

3axmouenne. Takum oOpazom, qucreHesus simdek ¢ kapuotumorn 46, XY sBisieTcst pakTopoM pHCKa pas-
BUTHS OIYXOJIM U3 TE€PMHUHATHBHBIX KJIETOK. IIpH TOTaibHOW (opMe MHMCTEHE3NH SIMYEK PUCK Pa3BHTHS
OIYXOJIM HECKOJIbKO BbIlie. He0OX0MMMO MPON3BOANTH TOHAPKTOMHIO MPU TOTAIBHOI JANUCTCHE3UH SHU-
4YeK B MOMEHT BbIsIBIICHNs 3a0oieBanust. [Ipy maprmuanbHON AUCTEHE3UH SIMYEK U BHIOOPE MY)KCKOTO Tac-
MOPTHOTO NOJIa TPeOyeTCs AUTENIbHOE HAOIIOAEHNE 32 COXPAHEHHBIMH TOHAIaMH.

K/NOYEBbBIE C/IOBA: HapymeHHe (HOpPMUPOBAHMS II0JIa, AUCTEHE3Ms TOHAM, TOHaL00IacTOMa, ANCTEeP-
MHHOMA.

17-6eTa-THOPOKCUCTEPOUANCTHAPOT HA3HI,
TosbKO 1 ciyyait Ha 147 000 HOBOpOXXaeHHBIX [1, 2].

BBegeHue COCTaBJIISIET

Hapymenue ¢opmuposanns nona (HOIT) — rpynna
BPOX/ICHHBIX 3a00JE€BaHMH, XapaKTEePHBIM IPHU3HAKOM
KOTOPBIX SIBJISIOTCS MATOJOTHYECKOE CTPOSHHE HaPY KHBIX
U (WIM) BHYTPEHHHX IIOJIOBBIX OPTaHOB M (WJIM) I1aTOJIO-
THYECKUE HM3MEHEHUS CTPYKTYphl IOJIOBBIX XPOMOCOM.
PacmpocTpaHeHHOCTh AAHHOW MATOJIOTMM B MOMYJISLUU
BBICOKas ¥ cocTaBisieT 1 cirydaii Ha 4500—5000 HOBOPOXK-
JeHHBIX. [Ipy 3TOM pacpocTpaHEeHHOCTh pa3HBIX BapHaH-
toB H®II cymectBenHo pasmmuaerca. Tak, cunapom lle-
pemeBckoro—Ynspuxa—TepHepa BCTpedaeTcsl ¢ 4acToToM 1
cirydait Ha 2000-3000 HOBOPOKAEHHBIX IEBOYEK, a YACTOTA
H®II, obycnoBnenHoro aedexrtoM GepMEHTHOH CHCTEMBI

< Came JI Huko.
e-mail: elvkasatkina@yandex.ru

, Tell. 8 (495) 493-93-53;

HecMmoTpst Ha moslydeHHbIE B MOCJIEAHUE OBl HAYy4-
Hbl€ JaHHbIE, MHOTHE KJIIOYEBBIE BOIPOCHI, KACAIOLIUECS
7edyeOHOM TAKTHKM B OTHOIIGHWHM TaKWX MAaIMeHTOB,
OCTalOTCSl AUCKYCCUOHHBIMU. OCHOBHBIMU 3aJadyaMH, KO-
TOpbIE HEOOXOIUMO PEMINTh NPH OOCIEAOBaHWU U JIede-
HHUHM TAIMeHTa ¢ HapymeHueM (OpPMHUpPOBaHMS I10JIa, SB-
JISTFOTCS BBIOOD TI0J1a BOCIIUTAHUS, ONIpEesICHIE TPHINHBI
HapymeHuss (pOpMHPOBaHUS TOJNa, XUPYprudeckas Kop-
PEKIHsT HapyKHBIX M BHYTPEHHHUX IOJOBBIX OPTaHOB, 3a-
MECTHUTENbHAasl Tepanus MOJOBBIMU CTEpOUAaMH, Npodu-
JIAKTHKa Pa3BUTUSA paka U3 MOJOBBIX KIETOK. Bee cocras-
JSIOIUE JUarHOCTHYECKOrO anropurMa TECHO
B3aUMOCBSI3aHBbl.

BerABneHHEe ManueHTOB ¢ HapylleHHeM (opmupoBa-
HUS 10714, KaK MPaBUJIO, IPOUCXOAHUT B IIEPUO], HOBOPOXK-
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JIEHHOCTH. B KadecTBe OCHOBHBIX KIMHMYECKHX MpPHU3HA-
KOB HaJIn4usl y peOeHKa HapyuieHust popMUpOBaHHUs MOJIa
paccMaTpuBaeTCd HENpaBWIBHOE CTPOCHHE HapPY)KHBIX
TeHUTANWH. Y MalbuWKOB HapylIleHHe (OPMHUPOBAHHUS
0JIa MOYKHO TTO03PEBATh MIPHU HATMYUHN MPOMEKHOCTHON
(hOpMBI rHITOCHa UK, KPUITOPXU3MA C HEOTIPEIEIIIEMbIMU
roHazaMu, Jr000H (OpPMBI KPHUIITOPXH3Ma B COUYETAHUH C
o000 hopMoOil TUTIIOCTIAINU W MUKPOTIEHUCOM. Y Je-
BOYECK HapylleHHe (OPMUPOBAHUS TI0JIa TOAO3PEBAIOT
IIPY HAJIMYMH BUPHUIIN3ALMN HAPYKHBIX T€HUTAINH B BUJE
rarnepTpo¢uu KiuTopa, (HOPMHPOBAHUSA OOIIEr0 MOde-
MIOJIOBOTO OTBEPCTHS.

HekoTtopble BapuaHThl HapylieHHs (OPMHUPOBaHHS
mmojia TUArHOCTUPYIOTCS B myOepraTHbI mepuoa. [lomo-
3peBaTh HapylleHHe GOPMUPOBAHUS I0JIa MOXHO B CIYy-
4yae 3aJEepXKKH MOJIOBOTO Ppa3BUTHs WIM NPU HAIUYUU
JByXCTOPOHHEH MaXOBOH I'PBDKH y NEBOYKHU. Takxke IO-
BOJIOM II0JI03pEBaTh HAapylIeHHE (HOPMHPOBAHMS IOJIa
SIBIIICTCA TMHEKOMACTHUsl WM LUKINYecKass reMaTrypus y
ManbyHKa.

B ocHOBY coBpeMeHHO#1 KinaccuUKaluy HapyIIeHHH
(hOpMHPOBaHUS MOJIA TIOJIOKEH IIUTOTCHETHIECKUH TPHH-
mun. B 3aBHCHMOCTH OT pe3yJIbTaTOB LUTOI€HETHYECKOTO
HCCIENOBaHUS BBIAEISIIOT CIEAYIOIIUE TPYNIbl HAPYIICHHS
¢dopmupoBanus nona: ¢ kapuotunom 46,XY; 46,XX; ¢ na-
TOJIOTUYECKU U3MEHEHHBIMU TOJIOBBIMU XpoMocomMamu [3].

I'pynmna HapymeHus GOpMHUPOBAHUS MOJIa C KAPHOTH-
noMm 46,XX mnpezacraBiieHa TpeMsl MOIArPYIIIAMU: JUCTEHE-
3051 TOHa/ (SMYHHUKOB); M30BITOK aHAPOTEHOB; COYETAH-
HbIE aHOMAJMK NpoMexkHOCTH. OCHOBHas HONS B CTPYK-
46,XX
MIPUXOJUTCS Ha BPOXKACHHYIO THIIEPIUIa3HIO KOPHI HAIO-

Type  HapyuieHuss  QopmupoBaHHMs ~— mOJa
YeYyHHKOB. Bce ocTanbHBIE BapHAHTHI BCTPEYAIOTCS HE-
CKOJIBKO peiKe.

I'pynma nanmeHToB ¢ HapymeHHeM (GOpMHUpPOBaHMS
10Ja ¥ TATOJOTUYECKHM H3MEHEHHEM IIOJIOBBIX XPOMO-
COM JIOCTaTOYHO Pa3HOPOIHA M IPEACTaBIeHa HE TOJIBKO
pacipocTpaHEeHHBIMH 3a00JICBaHUAMH, TaKUMH KaK CHH-
npoMm IllepemeBckoro—Ynspuxa—TepHepa WM CHUHIPOM
Knaitndensrepa, HO n OoJsiee peaKUMHU 3a00JIEBaHUSIMU —
CMEIIAHHON JUCTEHEe3Uell sSHU4YeK, OBOTECTHKYISIPHBIM
3abosieBaHneM. B 3Toii rpymnme Takke JOCTaTOYHO BHICO-
KH{ TIPOLIEHT YCTaHOBIICHHUSI OKOHYATEIFHOTO JHAarHO3a.

Hapymenne ¢opmupoBanus 1moja ¢ KapUOTHUIIOM
46,XY mpezacrabisier HauboJiee CIOXKHYIO TPYIIy JUIs
Bepu(HUKalMK OKOHYATEIBHOTO AnarHo3a. /lanHas rpynma
IpeJCTaBIeHa JIBYMs MOJATPYNIAaMH: JUCTEHE3Us] TOHaJ
(sim4ek), HapymeHue OMOCHHTE3a M JIEWCTBHS TECTOCTE-
poHa.

Br16op mona BocMTaHUS SBISETCS OJHOW W3 OCHOB-
HBIX COCTABIIIOIIMX AITOPUTMa BEACHHUS IAIlEHTa C
HapylieHreM (GopMHUPOBaHMS TI0JIA U OIPEAEIIeTCS MHO-

rumu (hakropamu. B 1iemoM BBIOOp MOJIa 3aBUCUT OT IO-
JoBoW A PEepeHINPOBKH M0O3ra, KOTOpas B CBOIO Ode-
peab ompeaenseTcss MpsIMbIM JIEHCTBUEM MY>KCKUX T1OJIO-
BEIX TOPMOHOB Ha IEHTPANBHYIO HEPBHYIO CHCTEMY
(IHC) B mepuon BHYTPHYTPOOHOTO pa3BUTHSA. Y CTaHOB-
JICHO, YTO OTHOCHUTEIFHO HEOOIBIIOTO KOJIMYECTBA TECTO-
CTEpPOHA B IEPUO/] BHYTPHUYTPOOHOTO Pa3BHUTHS 1OCTATOY-
HOo s nuddepennupopku [[THC mo Myxckomy TUIy.
OpfHaKo TOCTOBEPHBIX METONOB OLIEHKHM CTENEHH MacKy-
mmamanui [[THC 1o 3aBepIieHus MONOBOTO pa3BUTHS HE
cymectByeT. OTCYTCTBYET TakXKe IOCTOBEPHAs KOppes-
U] MEXKY CTEIICHBIO MACKYJIMHU3AINH HAPYKHBIX TCHH-
TaIUH U XapaKTepoM MOJI0BOH auHepeHIIUPOBKH MO3Ta.
B cBsi3u ¢ 3TMM npu BBIOOpE 10J1a BOCHIUTAHUS ONUPAIOT-
Csl Ha HECKOJIKO KJIIOYEBBIX MO3MLUI: BEepUPHIMPOBAH-
HBI BapHaHT HApPYIICHUS (POPMHUPOBAHUS IMOJa, ()yHKIIH-
OHAJBHOE COCTOSHUE TOHAJ[, BO3MOXHOCTH XHPYyprude-
CKOM KOpPPEKIHWN HApYKHBIX TCHUTAIUH, COIMAJIbHBIC U
MICUXOJIOTHUECKUE aCHEKTHI )KU3HU CEMBHU.

B nocnenHue roapl npucTagbHOE BHUMaHHE 00paIeHo
Ha mnpoOjieMy pHUCKa pa3BUTHSl paka W3 TepMHUHATHBHBIX
KJIIETOK TIPH HapymIeHUH (opMHpoBaHMs rmoja. HTepec K
JTAHHOH Tpo0ieMe ompeersieTcs, IPEXkIe BCero, HemocpeI-
CTBEHHBIM BIIMSIHUEM HA JICUCOHYIO TaKTHKY. Tak, BKIFOUe-
HHE HO30JIOTMYECKOrO BapHaHTa HapylleHus (HOopMHUpOBa-
HHS 110712 B TPYIIIY BBICOKOTO PHUCKA Pa3BUTHS paka U3 rep-
MHHATUBHBIX KJIETOK OIpeeiseT JieyeOHyr0 TaKTHKy —
yIaJICHHWe TOHAJl B MOMEHT YCTaHOBJICHHS AUar€o3a. Bximo-
YeHHE HO30JIOTHUYECKOTO BapHaHTa HapyieHus (popmupo-
BaHMS I10JIa B TPYIITYy CPEIHETO M HU3KOTO PUCKa TpelyerT,
KaK MUHUMYM, PETYJISIPHOTO HAaOMIOIeHNsT (caMomabiays,
MaJIbIAIMs, yIbTPa3BYKOBOE MCCIIEIOBAaHNE TOHABI) U, KaK
MaKCUMYM, IyHKIIMOHHOW OMOTICUY COXPaHEHHON TOHAJIbI B
MEpUO/ TIOJIOBOTO pa3BUTHSL. [IpW 3TOM HCCIITOBaHHIA,
MOCBAIICHHBIX JaHHOW TpoOieMe, ITOCTaTOYHO Malo, a
KOJIMYECTBO BKIIFOYCHHBIX B aHAIH3 MAIEHTOB, KaK Ipa-
BWJIO, He3HauyuTenbHoe. Tak, L. Wunsch u coast. (2012)
MIpeICTaBUIIN JIaHHbIE O § MarenTax ¢ cuaapomom CBai-
epa [4]; L.M. Johansen u coast. (2012) — o 15 nanmenTtax
CO CMEIIAaHHOW JucreHe3uen suyek [5]. AHaiu3 Makcu-
MaJbHOIO KOJMYECTBA CIIy4aeB — THUCTOJIOTUYECKOE HC-
ciaenoBanue 84 ronaa 34 mnDalMEHTOB C KapUOTUIIOM
45,X/46,XY mnpencrasmwmu Cools et al. (2001). Fumi
Matsumoto U COaBT. MPEACTABHIN PE3YJIBTAThI 00CIEN0-
BaHUS 7 mamueHToB ¢ cuHApoMmoM IllepemeBckoro—
VYispuxa—TepHepa ¢ gparmMeHTOM Y-XpOMOCOMBI, 3 Tia-
LMEHTOB ¢ cuHIpoMoM CBaiiepa u 1 maumeHTta ¢ CUHAPO-
MoM Dpesbe [6].

YcTaHOBIEHO, YTO TPYIITy MaKCHMajlbHOTO PHCKA CO-
CTaBJIAIOT BAapHAHTHl HapyIIeHUsS (HOPMHUPOBAHUS IONIA C
kapuoTurioMm 46,XY wii ¢parMeHToM Y-XpOMOCOMBI B
kapuoTurie. OJHaKO U B TaHHOM reTeporeHHOM rpyre puck
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Pa3BUTHS paka pa3iIM4eH W ONPEAENSeTCS MHOTUMH (haKTo-
paMu: HO30JIOTMYECKMM BapHaHTOM 3a00JIeBaHHs, pacro-
JIOXKEHHEM TOHAJBI 10 U TIOCJIE ONEPaTUBHOTO JICUEHUS.

Psanom uccnenoBareneil npeapyHsTa NONBITKA CTpa-
THQUKAIMY pPUCKA DPA3BUTHS paka M3 TECPMHHATHBHBIX
KJIETOK B 3aBUCHMOCTH OT BapHaHTa HapymieHus Gpopmu-
poBaHus noja. B rpynmy BBICOKO pUCKa BKJIIOUEHBI Cle-
JyIOIe HO30JIOTUYECKUE BapUaHTHI: TUCTEHE3Ms TOHAT;
CHHIPOMBI, 00yclioBlieHHble narojorueii rena WT1 ([e-
uauc—/lpema, ®pesne); HermomHas QGopma CHHIpOMA He-
YYBCTBUTEIBHOCTH K aHAPOTEHAM C PacIOJI0XEHHEM To-
HaJl BHEC MOILIOHKH.

I'pymnna cpenHero pucka pa3BUTHs paka U3 TepMUHa-
TUBHBIX KJIETOK IpeacTaBieHa cuHapomoM lllepemencko-
ro—Yuaspuxa—TepHepa ¢ MpPUCYTCTBHEM B KapHOTHIIE
¢parmMenTa Y-XpOMOCOMBI, HapyIIeHHEM OHOCHHTE3a
tectoctepoHa (nedext ¢epmentHoi cucrembr 17-b-OH-
JETHIPOTeHA3bI), HEMOJIHOW (GopMOH CHHApOMa HEUYB-
CTBHUTEIBHOCTH K aHAPOTeHaM C PacIOJI0KEHHUEM T'OHAJl B
MOIIIOHKE.

MuHuMaJIbHBII PUCK PA3BUTUSA paKa MIPEAINONIaracTcs
IpH TTONHOH (popMe HEeUyBCTBUTENBHOCTH K aHAPOTCHAM,
OBOTECTHKYJISIPHOM HapylIEeHHH (OPMHUPOBAaHUA TI0JIa,
cuanpome llepermeBckoro—Ynepuxa—Teprepa 0e3 ¢par-
MeHTa Y -XpOMOCOMBI B KAPHOTHIIE.

AHanu3 UMEIOIIMXCS Ha CErOJHS JAaHHBIX MOKAa3bIBAeT,
YTO MaKCHMAaJIbHBIA PHUCK Pa3BUTUS paka U3 TepMHHATUB-
HBIX KJIETOK BO3ZHHMKAaET NPU TAKOM BapUaHTE HAPYIICHUS
(hopMHpOBaHMs 101, KaK AUCTEHE3MS TOHA/L NPU HAJIMYUH
B KapuoTHIEe Y-XpOMOCOMBI WM €€ (h)parMeHTa.

Ilon TepMHHOM <«JIMCTeHE3Us TOHAg» TOHUMAIOT
rpynimy 3a0oJjeBaHMH, XapaKTEepH3YIOUIMXCS Hempa-
BUJIBHBIM DPa3BUTHEM TECTUKYJISPHOW TKAaHH, BO3HHMKA-
IOIIMM B pe3yJibTaTe KOJIMYECTBEHHBIX MM KadeCTBEH-
HBIX U3MEHEHHH ITOJIOBBIX XPOMOCOM MM MYTAIlUH Te-
HOB, BOBJICUYEHHBIX B (QopmupoBaHne ToHax. B
3aBUCHUMOCTH OT CTETICHH MOBPEXICHHS FeCTUKYIIPHOU
TKaHH W XapakTepa CTPOCHHS HAPYKHBIX TCHUTAIUN
BBIJICTISAIOT [Ba BApHAHTA AMCTEHE3WH FOHAJI: TOTAIbHYIO
U napuuaneHyro. ToranbHas AUCTeHE3Us FOHAJ C Kapu-
orunoM 46,XY (cunapom Caaiiepa) xapakTepuzyercs
TOTAJIBHBIM ~ HEJOpPa3BUTHEM TECTUKYISPHON TKaHH,
KEHCKUM CTPOCHHMEM HapY)KHBIX U BHYTPEHHUX IOJOBBIX
opraHoB. [Ipu nmapuuasbHOW JUCT€HE3UH TOHAJA HMEET
MECTO pa3Has CTENEeHb HapyIICHWs BHPHWIM3AIMHA HapyX-
HBIX re-
HUTAIMHA, YTO OMNpPENeNseTcsl CTENEeHbI0 HEIO0pPa3BUTUSL
TECTUKYJISIpHOM TkaHW. Haumbonee wacto mnaprmansHas
JUCTeHe3Wst ToHan (GOpMHpYeTCs TpH  KapHOTHIIE
45,X/46,XY, pexe npu kapuoture 46.XY. OCHOBHBIMU
JUAarHOCTHYECKUMH  KPUTEPUSIMH, TTOATBEPIKAAIOIINMHU
HaJIM4ue JUCTeHE3UH FOHAJ, ABISIOTCS NPUCYTCTBHUE MPO-

W3BOJHBIX MIOJUIEPOBBIX NPOTOKOB IO JIAHHBIM YJIBTpa-
3BykoBoro uccienoBanus (Y3U), MPT unu onepatusHo-
ro nocoOus W (WIM) HaJIWYKE MATOJIOTMYECKOTO M3MEHe-
HHS CTPYKTYPBI TIOJIOBBIX XpoMocoM — 45,X/46,XY. Taxk-
K€ A7 AWCTEHE3WM AWYEK  XapaKTepPHbl  HHU3KOE
collepKaHne aHTHUMIOIuIepoBa ropmoHa (AMI) u wHTH-
Ouna B, BBICOKHII ypOBEHb IOHAJOTPOIHBIX TOPMOHOB B
neprol MHHUIyOepTata M myOeprara, HeIOCTaTOYHBIN
OTBET Ha CTHUMYJIIMIO XOPHOHWYECKHUM TOHAJOTPOIH-
HOM. Kpome Toro, TMarHOCTHYECKH 3HAYHMBIM SIBIISICTCS
BBIIBIICHHUE CHHAPOMOB  (Hampumep,
®pesne, Jlennc—/lpema), XxapaKTepU3YIOIIUXCS TUCTEHE-
3uel roHaj. B xauecTBe JONOIHUTEIBHOIO AUATHOCTHYE-

TCHCTHYCCKUX

CKOTO  UHCTPYMEHTa  HCIOJb3YIOT  MOJIEKYJISIPHO-
TeHETHUECKOE HCCIICI0BaHNE — BBIABICHHE MyTallui Tre-
HOB, YYaCTBYIOIIHUX B ()OPMUPOBAHUH TOHA.

Llens wccrnenoBaHUsT — ONPEAENUTH PHUCK PA3BUTHS
paka W3 TepMHHATHBHBIX KJICTOK MPU OJHOM W3 BapHaH-
TOB HapymeHus GpopmupoBanus nona 46,XY — aucrene-
3MU TOHaJ M pa3paboTaTh METOIbI NPODUIAKTHKA OHKO-

JIOTHYECKOT0 3a00IeBaHus.
MaTtepuan un metogapl

B uccnenoBanue BiroueHo 11 manueHToB ¢ aucreHe-
3uei ssmuek u kapuotunoM 46,XY. B kauecTBe OCHOBHBIX
JIMaTHOCTHUYECKUX KPUTEPHUEB MIUCTEHE3UH SIMUeK pac-
CMaTpHBaJld HETIPAaBUIHLHOE CTPOEHHE HAPYXKHBIX T€HUTA-
JIUH WM HECOOTBETCTBUE HAPYXKHBIX T'€HHUTAJIMH KapHo-
TUIYy B COYETAHHWU C OJHUM WM Ooliee M3 MpPEACTABICH-
HBIX KIMHHUKO-JIA00PAaTOPHBIX MPOSBIICHUNA: TPOU3BOTHEIC
MIOJUIEPOBBIX TPOTOKOB, THUIEPTOHAJOTPOIHBIN THUIIOTO-
HaJW3M B NEepHOJ MHUHHUIyOepTaTta WIM mmybepraTa, HU3-
KUi ypoBeHb MHrHOWHA B u (Win) aHTHMIOIIEpOBa TOP-
MOHA, HEJOCTATOYHBIH OTBET HAa CTHUMYJISILHIO XOPHOHHU-
YECKHUM T'OHAJOTPOIUHOM.

Bcem maumeHnTam nmpoBeeHO OIpeneseHUe aHTPOIo-
METPHUYECKUX TMOKa3aTeel M OIeHKAa Hapy)KHBIX T'€HUTa-
mui. [larmeHTaM, HaXOmANIUMCS B MyOepTaTHOM BO3-
pacte, TOTIOIHUTEIHHO OCYIIECTBIUIACH OIIEHKA TOJIOBO-
TO Pa3BHUTUS C WCIOJNB30BAaHHMEM INKajbl Tanner. bruto
BBINOJHEHO Y3U MOIIOHKM M OpraHoB Majoro Tasza Io
TpaAuLIMOHHONW MeToguke. IlpoBeneHO TropMoOHaNIbHOE
o0OcrneioBaHne C OmpeseieHneM COAEPIKaHUs B CHIBOPOT-
K€ KpOBHU JIOTEHHU3UPYIOMETO W (POJUIMKYIOCTUMYIHPY-
FOIIIETO narubuna B, AMI, 17-OH-
MporecTepoHa, OOIIEro TECTOCTEPOHA, KaK 0a3albHOro, TaK
U TOCJ€ BBEJCHUSI XOPHUOHUYECKOTO ToHajoTponuHa. Kpo-
M€ TOrO, y BCEX NAlMEHTOB UCCIIEI0OBAH YPOBEHb XOPHOHU-

TOPMOHOB,

9YEeCKOro TOHAJOTponHHa M anbda-¢eronporenHa. IIpose-
JIeH aHaJiM3 MOYM Uil OOHapyKeHusl mporemHypuu. [Ipm
BBISIBJICHUM INIPOTEHHYPHH  BBIIIOJIHEHO — MOJIEKYJIIPHO-
reHernueckoe uccienosanus rea WTL1l. ¥V nmaumeHtoB c
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TOTaJbHOM (POPMOI JMCTEeHE3UH TOHAJl MPOBEAEHO HCCIIe-
noBanue rena SRY.

Ha ocHOBaHMM BBISIBICHHOH NMPOTEMHYPHH M JaHHBIX
MOJIEKYJIIPHO-TEHETHUECKOTO HMCCIIEAOBAHUSA y TpeX IIa-
IIHEHTOB YCTaHOBJIEH CHHApOM Dpe3be.

ITocne 3aBepuieHust 0OCIENOBAaHHUS M ONPEACICHHA
1oJla BOCHMTAHUS, y 9 MallMeHTOB NPOBEACHO yIajeHUE
TOHAJ| C MOCJEAYIOMINM THCTOJIOTHYECKUM HCCIIEI0BaHHU-
eM MOJy4eHHOro Matepuana. B 8 ciywasx mpoBeneHa
JIBYXCTOPOHHSSI TOHAIPKTOMHUSI, B OZHOM HAOIIOICHUU —
OJTHOCTOPOHHSIS.

Craructiueckas 00paboTka (GpakTHIecKoro MaTepHa-
Jla BBIIOJHEHA C npuMeHeHHeM nporpamMMel BIOSTAT
4.03 (McGraw Hill, 1998) u BriIrouana TpagulOHHBIC
METOJUKH BapUAlMOHHON CTaTUCTUKH. 3HAYUMOCThH pas-
JMYUHA OTHOCHUTENIFHBIX BEIUYUH OLIEHWBAIACH 1O KPHUTE-
puro @umepa. CTaTUCTHYECKH 3HAYUMBIMH CUHTAJINCH
pazmmawnst npu Benmauae P < 0,05.

Pe3y/bTathbl

B uccnenosanue BkioueHo 11 mamueHTOB ¢ Hapy-
menneM ¢opmupoBaHus moma 46,XY — mucreHesmei
au4yek. B 4 HaOIroMeHUAX MMella MECTO TOTaJbHAs JUC-
TeHe3Usl SNYEK, XapaKTepHU3YHoIasca XEHCKUM CTpoOe-
HHEM HapyXHBIX TEeHUTAJIWH, HaJIUYWeM JepHUBaTOB
MIOJIJIEPOBBIX MPOTOKOB, 3aJ€P>KKOH IOJIOBOTO pa3BHU-
THA, TUNEPrOHAJOTPOIHBIM THIIONOHATU3MOM, HU3KHM
ypoBHeM mHTHONHA B 1 AMI'. B omHom u3 4 HaGmrome-
HUI HA OCHOBAaHUU HAJIMYUS NPOTEUHYPUU U IO JAHHBIM
MOJIEKYJIIPHO-TEHETUUECKOI0 HUCCJIEOBAHUS YCTAaHOB-
JeH cuHapom Opesbe. Bee manueHTsl U3 TaHHOW Ipyll-
Bl aalITUPYIOTCS B JKEHCKOM mousie. B 3 ciygasx mpo-
BEJICHO yJaJieHHe T'OHAJl ¢ MOCIeAYIONUM THCTOJIOTHY e-
CKMM HCCIEJOBaHHEM. Y TalUeHTa C CHHIPOMOM
®pe3be roHabl HE YJAIEHBI B CBSI3U C OTKa30M €ro po-
JUTENEH OT ONEPATUBHOTO JICUEHUSI.

B 7 nabnrogeHusix BbIsSBIIEHA MaplyaibHas AUCTEHE-
3UA SMUYEK, XapaKTepU3YIOIAsCcs HEMpPaBWIBHBIM CTpOe-
HHEM TCHUTAINH B COYETAHWU C MPOU3BOIHBIMH MIOJLIE-
POBBIX MPOTOKOB, HU3KHUM ypOBHeM HMHruOmHa B, AMI,
CTUMYJIUPOBAHHOTO TecTocTepoHa. M3 7 ciaydaeB mapuu-
aNBHOM JMCreHe3nu B 2 HaONIOAEHUSIX yCTaHOBJIEH CHH-
npom @Dpesse, B 5 cioydasx TOYHAS MPUYHMHA JUCTEHE3UH
He ompejelieHa. B maHHOW rpynme 3 mamueHTa ajanTh-
PYIOTCSL B MY’KCKOM TIOJIe, 4 — B )KEHCKOM. Y BCeX MaIfu-
€HTOB, aJJallTUPYEMBIX B KEHCKOM IOJIe, U y | manueHra,
aJaNTUPYIOIErocsl B MYXKCKOM IOJI€, IIPOBEAEHO JABYX-
CTOpPOHHEE yJaJI€HUE FOHAJ C MOCIEAYIOMHUM TUCTONOT -
YeCKUM HccliefoBaHreM. Kpome Toro, y oHOTO MarfieHTa
MY>KCKOTO TIOJIa BOCTIUTaHMS MPOBEIEHA OJXHOCTOPOHHSSA
TOHAIPKTOMUS. B 0HOM HaOIIOAEHUM y TMAIEHTa C BbI-

OpaHHBIM MYXXCKHM IIOJIOM BOCIHMTAaHHUSI COXpaHEHBI 00e
TOHAJIBI.

Takum 00pazom, HPOBENEHO THUCTOJIOIMYECKOE HC-
clICIOBaHKE TOHAM 9 MalMEeHTOB, U3 HUX 3 ¢ TOTAIbHOM
IUCTeHe3neid m 6 — ¢ mapuuanpHOi. Ilo pesympraTam
THCTOJIOTHYECKOTO HCCIENOBAHMS OITyXOJIEBBIE 00pa3o-
BaHMs ToHa] BbLBICHH B 3 (33%) u3 9 nabmonenuit. B
CBOIO 04epenb, B 2 (22%) u3 9 HabnroneHuil omyxoseBoe
oOpa3zoBaHue OBUIO TPEJCTABICHO TI'OHAN00JaCTOMOU H
IUCTEepPMUHOMOM, B omgHOM Habmomenuu (11%) — moo6-
pOKavyecTBEHHBIM oOpa3oBaHWEM M3 KieTok Jledimura—
Cepromnu.

Heo6Xx0auMo0 OTMETHTH, YTO U3 3 HAOIIOAEHHI, rae
THCTOJIOTHYECKOE HCCIIEAOBAaHHE MPOBEJCHO IPU TOTaIb-
HOM UCTeHEe3UH TOHaJ, ONMYXOJIM BBISBICHBI B 3 Cllydasx
(100 %). Ilpu sTOoM romamobmacTomMa W IUCTEPMHUHOMA
uMenu Mecto B 2 (66 %) u3 3 HaOMOICHUT.

Hamporus, u3 6 ciiydaeB mapuuanbHOM TUCTEHE3UH
SIMYEK OIYXOJIb HE BBISBIICHA HU B OJIHOM HaOJIIOICHHH.

VY Bcex HAlEHTOB NPOBEJCHO HCCIEIOBaHUE YPOBHS
OHKOMAapKepoB (XOPMOHMYECKOTO FOHAI0TPONMHA U allb(a-
¢eronporenna). IloBblIeHHE YPOBHS XOPHOHHYIECKOTO
TOHAJOTPOIIHA OOHApyXEHO B OJHOM HaONIONCHUH Yy
MalMeHTa ¢ TOTAJIBHOHM AMCTeHe3uel roHaj U roHano0ma-
CTOMO/ TUCTEPMUHOMOM.

O6cyxpaeHue

Hapymenne dopmupoBanus mona sBisercs (akro-
POM pHICKa pa3BUTHA OMYXOJNH W3 TepPMUHATHUBHBIX KIIe-
TOK, YTO BO MHOTOM OIpEIeisieT JICYeOHYI0 TaKTUKY B
OTHOIIICHMM TAllMeHTOB C JaHHBIM 3aboieBanueM. K
HACTOSIIEMY BPEMEHU PUCK POPMUPOBAHUS OMYXOJIHU MIPH
pPa3HBIX BapHaHTaX HapylieHus (QOpMHUPOBaHUS TIOJa
OKOHYATENILHO HE YCTAaHOBJIICH, B JUTEpaType MpelcTaB-
JIeH aHaiau3 HeOONBINUX Tpynn HanueHTOB. I[Ipeamonara-
€TCsI, YTO MAaKCHMAIBHBIA PUCK Pa3BUTHSA OMYXOIH W3
TePMUHATUBHBIX KIETOK HMEET MECTO MpH BapHUaHTaxX
HapymeHus: GOPMHUPOBAHUS T0JIa C KAPUOTUIIOM, COAEP-
YKAIIAM
Y-xpoMocoMy uii ee pparmMeHT.

B nanHOM ucclienoBaHMM MPOBEAEH aHAJIU3 YacTOTHI
OIIyXOJIeH TMPHU OJHOM W3 BAPHUAHTOB HAPYIICHUS (HOPMHU-
pOBaHWMSI TIOJIa — TUCTeHE3NH ssuuek ¢ kapuoturnoM 46,XY.
[To pesymbTaTaM HCCIENOBaHUS, YACTOTa OITyXOJIEBBIX
0o0pa3oBaHUil TPU JUCTEHE3WH SUYEK C KapHUOTHUIIOM
46,XY cocraBmia 33%. Ilpu stom ronagobiacToma ¢
JUCTEPMUHOMOM uMenu Mecto B 22% ciyuaeB. Kpome
TOT0, BCE CIIy4al TOHAJOOJACTOMBI H JHCTCPMHUHOMBI
JIUATHOCTUPOBAHBI TPU TOTIBHON (OpMe NHUCTCHE3UU
TOHAJI.

B pesynbpTaTe roHagobimactoMa U IUCTEPMUHOMA OTpeie-
JeJSUCh B 66% ciy4yaeB TOTaIbHOM IHUCTEHE3UH SUYEK.
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Hanporus, npu napuuaisHOi (opMe ANUCTEHE3UH OITy-
XOJIb HE BBISIBIICHA HU B OZTHOM U3 HAOJIOICHUI.

IIpu cpaBHEHUU AaHHBIX MPOBEIEHHOTO HCCIIENOBa-
HUSI C pe3yJabTaTaMu, MPEACTAaBICHHBIMU B JINTEPATYpeE,
TIOJIYUEHBI COTIOCTaBUMbIe pe3ynsTarsl. Tak, L. Wunsch
U COaBT., I10 JaHHBIM TUCTOJOTHYECKOTO HCCIICIOBAHUS
roHaJ & malUeHTOB C TOTajdbHOW U 12 manueHTOB
C TMapuuaIbHOW AMCTeHe3uell, BHIABUIM TOHan00s1acTo-
My u gucrepmuHomy B 3 (37,5%) m 1 nHaGmogeHun
(8,3%) COOTBETCTBEHHO.

3ak/roueHue

Jucrenesust roHay ¢ kapuoturnom 46,XY BBICTYHaloT
(hakTOpOM pHCKa Pa3BUTUSA OMYXOJH M3 FEPMUHATHBHBIX
KJICTOK — FOHA001aCTOMBI U JUCTEPMHHOMBI, HAUMHAS C
JIETCKOTO W IOAPOCTKOBOTO Bo3pacTta. ['oHagoOmacToma u
IUCTEPMUHOMA BBIABISIFOTCA TPAKTUYECKH y KaKIOTO
MATOTO TAI[UCHTA C JWUCTEHE3WeH sSMYeK M KapHOTHIIOM
46,XY. Takxe OMyxoiau UMEIOT MECTO 00JIee YeM Y IMOJI0-
BUHBl TAIMEHTOB C TOTAJbHOW JUCTHUHE3WEH TOHAa].
Heo6xomuMo MPOBOAKWTL TOHAIIKTOMHIO TPU TOTATBHOMN
JIUCTCHE3NH TOHAX B MOMEHT BEISBIICHUS 3a00JICBAHMS.
[Ipr mapupanbHOW IUWICTEHE3WH TOHAIl TOHAIPKTOMUIO
ClIeyeT TIPOBOANTE TIPH aIalnTalliH MMAIICHTa B KCHCKOM
MoJie B MOMEHT BbISIBIICHUS 3a00seBanus. [Ipy aganranumn
MarUeHTa B My»KCKOM MaclopTHOM I0JIe€ U BO3MOXKHOCTH
HU3BEJIEHUSI TOHAJ B MOIIOHKY HEOOXOJMM KOHTPOJb 3a
COXpaHCHHBIMH TOHAIaMH.
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THE RISK FOR DEVELOPING TUMOR IN PATIENTS WITH GONADAL
DYSGENESIS 46,XY

Latyshev O.Yu., Samsonova L.N., Kasatkina E.P., Okminyan G.F., Kiselyova Ye.V.,
Timofeyeva Ye.S.

Medical Academy of Postgraduate Education Study, Moscow, Russian Federation

ABSTRACT

Disorders of sex development with Y chromosome material has been associated with a high risk for de-
veloping germ cell tumors such as gonadoblastoma or dysgerminoma.

The aim of the study was to investigate the risk of germ cell tumors in patients with XY gonadal dysgen-
esis.

Material and methods. In the study included 11 patients with XY gonadal dysgenesis: 4 with complete
gonadal dysgenesis and 4 with partial gonadal dysgenesis.

Results. Pathologic examination revealed gonadoblastoma and dysgerminoma with gonadoblastoma in 2
of 9 (22%) patients (who had gonadectomy), including 2 of 3 patients (66 %) with complete gonadal dys-
genesis. In our series of patients with gonadal dysgenesis 46,XY the risk of germ cell tumors was high,
especially in patients with complete gonadal dysgenesis. Considering this results, early gonadectomy is
strongly recommended in females patients. The patients with partial dysgenesis with scrotal gonads being
reared as males need monitoring.

KEY WORDS: disorders of sex development, gonadal dysgenesis, gonadoblastoma, dysgerminoma.
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