tropinomas, and 10 mixed tumors of the hypophysis. Operative
interventions via a transseptal approach developed by the
authors were carried out in all the patients. Complications
of such operations are analyzed and methods of their treatment
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presented. The results lead the authors to a conclusion that
selective microsurgery should be a method of choice in the
treatment of hypophyseal microadenomas.
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KJIMHNKO-UMTOINEHETUNHECKOE OBCJIEJOBAHUVE TMALMEHTA
C KAPUOTUMOM 46, XX, ASOOCMNEPMVEN W BECMJ/IOQMEM

HUWM knuHUYeckon reHeTukn MeamKo-reHeTU4ecKoro HayyHoro ueHtpa PAMH, 3HOOKPUHOMOMMYECKW HayuHbIA
ueHTp PAMH, Mocksa; Mepguko-reHeTudeckass KoHCy/ibTauus, BopoHex; LleHTp ncuxuyeckoro 3goposbss PAMH;

HVW yponorum MuHsgpasa P®, Mocksa

VIHTeHCMBHOE KapTuMpoBaHWe Y XPOMOCOMbI B MOCAEAHVE TOfbl
No3BOSIW/IO ONpefeNnTb SIoKan3aLumio psga SlIokycoB, OTBETCTBEH-
HbIX 3a AMddepeHLMpPoBKY MyXCKOro nona. Ha Y xpomocome
onpefienieHa fnokamMsaumsa TectTucaeTepmMuHupyoLlero daxkropa B
NpoKCMMasibHON 061acT NceBAo0ayTOCOMHOINO yvacTka KOPOTKOro
nneva; AgUcCTasibHee 3TOr0 reHa, npegnosaraloT, PacrosiokeH reH,
OTBETCTBEHHbIN 3a yHKUMIO akTopa hepTunbHocTM  5P-2.
Mexay 9yxpoMaTtuHOM ¥ reTepoxXpoMaTUHOM [/IMHHOIO neva
nokanusosaHbl nokycbl (Arp, BP-3, Huxe — 5P-4), oTBeTCcTBEH-
Hble 3a KOHTpO/sb cnepmartoreHesa [2, 10].

Coo6LLeHna 0 pesynbTaTtax MHOrOCTOPOHHEro ob6cnefoBaHus
K/IMHUYECKMX C/yvyaeB C HapylleHuem crnepmartoreHesa, dep-
TUIBHOCTU 1 aHOMaIMsAMM Y XPOMOCOMbI WMMEIOT OnpefesieHHyo

MauneHT B., kapuotun 46, XX, My>XCKOl heHoTun.
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LEHHOCTb He TOMIbKO A1 MNOCTaHOBKM AuarHo3a 1 MporHosa,
HO ¥ A1 HakonjeHus 6onee MOMHON WHOpPMaUMKn O reHe-
TUYECKON perynisaumMmnm penpoayKTVBHbIX MPOLEecCcoB U pa3paboTkm
noaxofoB K KOPPEeKUUM UX HapyLleHuiA.

MpuBoguM Hawle HabnofeHve.

MauymneHnT B. 25 net, xeHaTr 3 roga, 6GepemMeHHOCTU Yy
XeHbl (KIMHWYeckn 3[0pOBOM) He HacTynano. O6partunca B
Meauko-reHeTUYeCcKyto KOHCy/ibTaumio (BopoHex) no nosogy 6ec-
nnogHoro 6paka u 6oneit B MoveucrnyckaTeslbHOM kaHane 1 B
naxoBoi 06/1acTv; B criepMorpaMmMe BblsiB/leHa a300CcnepmMus.

Ko BpemeHu ero poxgeHuss matepy — 21 rog, oTuy — 26 nert.
M3 aHamHesa W3BECTHO, 4TO Yy npobaHia B JeTcTBe Obin
4acTo OCTpble pecnupaTopHble 3aboneBaHVsl, anneHaaKToOMuUs B
11 net, TpuxomoHMa3 W npoctatut B 24 ropga, Tpoduyeckne
A3Bbl 06eux roneHei. Nonosoe co3pesBaHve B 13—14 net (nosiBu-
NUCb NPUNYX/I0CTb U 6OMIE3HEHHOCTL TPYAHBLIX Xenes). Hadvano
nonoBoii XnM3Hu npobaHaa c 21 roga. B cynpy>Xeckon >KU3HW
KOUTYC exefHeBHblii. [lepBas mnonawuusa, co CcfoB npobaHaa,
c 18 net, 6peetca c 16 net exenHeBHO. OOGBLEKTMBHO: NpobaHz
npaBUNbHOIO  TENOCNOXEeHUA  (CM. PUCYHOK), pocT 174 cwm,
Macca 69 Kr, OKpY>XHOCTb rpyau 92 cm. ronosbl 58 cm, wmpuHa
nney 42 cm, Taza 34 cMm. MbilleyHas cuctema aT/1eTUydecku
passuTa. BTOpMYHOE M0/I0BOE OBOJIOCEHME MO MY>XCKOMY Twny,
BbIP@XEHO YMEepeHHO, Ha rosioBe — 3a/lbICVHbl, TMHEeKOMacTusi OT-
cytcteyeT. LlutoBuaHaa xenesa | cTeneHn — 6e3 HapyLleHus
ee pyHkumn. Hesponoruyeckuii crtatyc 6e3 0cobeHHOCTel, Ho
OTMEeYaeTCs HEKOTOPOe CHWXeHWe uHTesnnekta. Co CTOPOHbl BHYT-
PEHHUX OpraHoB NaTosIorMN He BbISIB/IEHO, BapUKO3HOE paclumpeHune
BEH HWXHMX KOHeyHocTell. [lpu ynbTpasByKOBOM WcCC/lef0BaHUu
OpraHoB Masloro Tasa MOYKM W MOYeBON My3blipb 6e3 naTos1ormu.
Pasmep npeactatenbHoin kenesbl  2,8X3,4 cM  (HECKO/IbKO
YMeHbLUEH). 3OXO-CTPyKTypa HeoAHOpoAHas, TKaHb AnthdysHO
yMIoTHEHa. HapyxXHble Mos10Bble OpraHbl: M0JI0BOI UneH [/IMHOM
10 cM C XOpoLWO pasBUTbIMU KaBEPHO3HbIMW Teslami, MOLLIOHKa
NUrMeHTUPOBaHa, CK/1a4yaToCTb BblpaXkeHa, TYprop ee HopMaUib-
Hblii, OBOJIOCEHWE Ha JI06Ke — N0  MYXXCKOMY Tuny. HAUYKM B
MOLLOHKe, rnnonsiasvpoBaHbl, pasMepbl 2,0X1.5X1.0 cm, naoTHO-
3/1aCTUYECKON KOHCUCTeHUUW. B cekpeTe npeAcTaTeslbHON enesbl
06HapyXeHbl efVNHNYHbIE NIEeNKOLNTbI. YPOBEHb TOPMOHOB B KPOBWU:
ar 31,9 EA/ (Hopma 2—10 EAO/n), ®Cr 355 EA/MN
(3—12 EQA/n), TectocTepoH 5 HMOMb/N  (9—23 HMOSbL/N).

AHanu3bl  cnepmMorpamm:
20.09.90 3.09.91 6.09.91
Bpema nonosoro Bo3aep-

XaHUs, OHU — 9 3
O6bem, M 15 2.2 31
pH 8,0 8,3 8,3
LiseT Cepo-6enblii
Konuuectso cnepmarosou-

nos B 1 mn 0 0 0
AKTUBHOMOABWXHbIE 0 0 0
MasionozBuxHble 0 0 0
HenoasmxHble 0 0 0

KneTku anutenusi n neunTun-
HOBbIE 3epHa
KneTkn cnepmartoreHesa

EAnHWYHBIE B none 3peHus
EfVHWYHBIE Hespesible M0/10Bble
KNeTkn



Brnoxumunyeckme nokasarenu Kposu: rnwokosa 4,9 MMOnb/A,
MoueBuHa 6,5 mmonb/n, ACAT 27,8 Hmonb/n, AnNAT 55,6 HMONb/N.
CopepxaHve nosoBoro xpomatuHa !8 %. [Baxabl NPoOBeAEHHbIN
B pasHbIX LIMTOreHeTMYecKux nabopaTopusax aHains nnuMdounTos
nepudepryeckoli KpoBu B Ky/ibType in Vitro BbISIBUN KapuoTun
46,XX. B Hawei nabopatopum 6bIIO0  NpOaHaIM3MPOBAHO
11 meTadhasHbIX MJaCTMHOK. BO BCex KneTkax ycTaHOB/IEH Kapuo-
Tin 46,XX,15p +.

MpoBefeHO MOJIeKyNAPHO-LUUTOreHeTUYeckoe 1ccnefoBaHve Ka-
protTuna ¢ NOMOLLbI0 MeToAa M30TOMHOW rmépuansaunm Hykneu-
HOBbIX KMC/OT in situ: ¢ ucnosib3oBaHMeM Y Xpomocomocne-
umncpmyHbX AHK-30HA0B, MapKUpYyOLMX LEeHTPOMEPHbI y4acTok
Y xpomocombl (AHK-30HA; Y 97) u gnaMHHoe nnevo Y XpoMo-
COMbl — yyacTok ¢2.21 (AHK-30HA: pBRHY 2.1). Mo 3atum wuc-
nosib3oBaHHbIM Hamn [HK-3oHAam He 6bl10 06HApYXXeHo MmaTte-
prnana Y XpOMOCOMbl Ha XpoOMOcoMax Habopa.

AHanu3 pofocnioBHONV npobaHja csBuaeTenbcTByeT 06 OTCyT-
CTBUM KPOBHO-POACTBEHHOrO 6paka Mexay poauTenamu. [1po-
6aH4 M3 napbl AU3UTOTHbIX 6AM3HELOB, CUGC He XXeHaTr, ero
petopogHas (PyHKUMS He u3BecTHa. CBefleHWii 0 PpOACTBEHHU-
Kax oTua npobaHg He umeeT. Mo /MHUKM maTepu y npobaHja —
4 paam m TetTw, y Bcex — no [ABoe feTeil; | pebeHok y fde-
OywKkM ¢ 6abyLlkoil ymep B MnajeHyecTse.

MpegnonaraloT, 4TO OAHOW M3 MNPUYMH BO3HWUKHOBEHUS Ta-
KO cuTyaumm — pasBuTue wHAMBMAA C  KapuoTunom 46,XX u
MYXXCKMM  (DEHOTUNOM — MOXET ObITb  TpaHC/IOKauus  [eHOB,
KOHTPO/IMPYIOLNX  PasBUTUE MYXCKMX MNOMOBLIX MPU3HAKOB 1
crnepmaroreHes 1 JIOKa/IM30BaHHbIX Ha KOPOTKOM fjiede Y XpOMO-
COMbl Ha X XPOMOCOMY Mpy KOHbIOraLun MosioBbIX XPOMOCOM B
3uroteHe npocpasbl | Melio3a. Hawm MonekynsipHo-umToreHe-
TU4eckne wnccnefosaHna c ucnosb3oBaHnem [HK-3oHooB npwu-
LEeHTPOMEpHOro paiioHa 1 A/IMHHOrO njedya Y XpPOMOCOMbI CBuUAe-
TENbCTBYIOT 06 OTCYTCTBUM MeTKM Ha [aHHble JIOKyCbl B
KapuoTune.

Cneunanuctbl, usydarolime AaHHYyl0 HO30/10rMyeckyto opmy
noAyepKnBaloT reTeporeHHOCTb ATUOMoMMK cuHApoma 46,XX ¢ MyX-
CKUM (heHOTMNOM (Ha3blBaeMoe Takxke cuHapoMom e ns La-
nenns) [1, 3—6]. B oTeyecTBEHHOI nuTepaType 3TOT CUHAPOM XX
HernpaBoOMepHO OTHOCAT K cuHapomy KnaitHdbentepa. KnnHuue-
ckas KapTuHa ero cxogHa C TakoBoOW cuHapoma KnaliHdentepa
(47.XXY): no xapakTepy MacKy/IMHU3aLuMn, MYXCKOW MNcuxo-
CeKCyaslbHO OpueHTaunn, pasBUTUIO BTOPUYHBIX NOJOBbLIX NPU3Ha-
KOB (OT HOPMa/IbHOrO pPasBUTUSA [0 C€Nabo BbIPaXKXEHHOrO),
rmnonnasum  avdek. 1o AaHHbIM - NUTepatypbl, MNpyu  CUHApoMe
fe na LWanenna oTMevyaeTcs [MHEKOMAacTUsl, 4acTo 60sbHble
MMEIT MEHbLUMA POCT MO CpaBHEHW0 CO CPefHUM  POCTOM
3[10POBOr0 MY>XUMHbI U, ECTECTBEHHO, C TAKOBbIM 60/IbHbIX C CUHAPO-
mMom KnaliHtpentepa [3—5, 7], ¥ yMeHblleHve pa3mepa 3y-
60B, BapuKO3HOE paclumMpeHve BeH. YpoBeHb HY aHTureHa
MOXeT WMETb MNPOMEXYTOYHOE MeXJy TakoBbIM Y HOPMaUlbHbIX
MYXXUMH UM OKEHLMH. YMCTBEHHOe pasBuTe — OT HOPMasibHOro
[0 HECKO/IbKO CHWXEeHHOro. MopdoTnn — rMHOUAHbIA. JInéuago v
nofioBasi >XMU3Hb — He HMKe HopMmbl. CodepxaHve aH4poreHoB
KonebneTca OT HOPMaslbHOrO YPOBHS [0 MOHWKEHHOrO, KOHLEeHTpa-
uma PCI u JIIT nosbllleHa, YpOBeHb acTpaguona u npo-
naktMHa B npefenax HopMmbl. CpeAHAs 4acTb POXAEHUS Masib-
4nkoB C Kapuotunom 46,XX cocTtasnfetr | Ha 20 000—
24 000 HOBOPOXAEHHbIX Masnbunkos [1, 3, 6, 9].

B uenom cpegH MyXuuH C Kapuotunom 46,XX BCTpe-
yalTca  UHAMBMABI  C  HOPMa/lbHO  PasBUTLIMU  HaPYXXHbIMU
FEHUT/MAMU U HOPMasIbHbIM  (DEHOTUNOM, C aHOMaslbHbIMU Ha-
PYXHbIMUA  TEHUT&IMAMU U C  WUCTWHHbIM  repMacpoanT3Mom.
[aHHble 3HAOKPUHOIOTMYECKOro 06Cnef0BaHNs NPOTUBOPEUMBbLI 1
noka He MOTYT CAYXWUTb kpuTepueM Ana anddepeHLmanbHoro
AvnarHosa PesynbTartbl UcCnefoBaHuii B nocnefHee aecsAtuneTne
C MOMOLLbI0 MeTOA0B MOJIEKY/IAPHOW LMTOreHeTUKN CcBuaeTe b-
CTByeT O TOM, YTO NauueHTbl ¢ kapuotunom 46,XX 4yeTko pasge-
nAlTCA  Ha 2 rpynnbl. Y nauveHtoB 1-i  rpynnbl  OTCYT-
CTBYIOT JIOKYCbl, cneuuguyHble ans Y xpomocombl. K Takol rpyn-
ne, no Ha6nmwgeHuam N. Abbas wn coaBT. [1l], OoTHOCcATCA na-

UMEHTbl C aHOMa/IMAMWU  TFeHUTa/IMA WA € WUCTUHHBIM  repma-
poaUTUIMOM. KO  2-i  rpynne — naumeHTbl C  KapuoTUnom
46,XX,  MY>XCKAM (DEHOTUMOM W HOPMasIbHbIMW  FEHUTaTUAMNA,

B KapuoTurne KOTOPbIX BbISABNSAKTCA JIOKYCbl
AOHK

Y Habnwgasllerocs Hamy nauveHTa He OTMeYeHO Hapy-
WEeHUA  HapyXHbIX reHUTanuii W He BbIBNEHO [ABYX Y-cne-
undpmuHbix  nokycoB AOHK (gna  ueHTpomepHoro ydactka Y

Y-cneuudpmyeckoii

xpomocombl-AHK-30H4 Y 97, Ana AnvHHOro nneva Y XpOMOCOMbI
Ha ydactke q 2.21 —AHK-30HA pBRHY 2.1).

Mpn uMCTVHHOM repmadpoauTU3ME MNOMOBble Xenesbl
cTaB/fieHbl OBOTECTUCOM, T. €. Ha CepuiiHbIX cpe3ax roHagbl
BbISIB/IAIOTCA U MYXCKME U XXEHCKMe 3neMeHTbl. Buoncus moxeTt
He AaTb MOMHON KapTWHbl TMCTOCTPYKTYPbl roHag. Mcnosnb3oBaH-
Hblli B HalMX WCCNeAOBaHUAX KOMMMYECTBEHHbI Kapuosornye-
CKMii aHanM3 ocafka KNeTtok 35KynAta Ha Haauyve NosioBbixX
KNeToK pas/uyHbIX CTaguii pasBuUTUS MO3BOMWA BbIABUTL Takue
KNeTkn, HO B eAWHWYHOM uucne. B OCHOBHOM 3TO Obiin eau-
HWYHblE CcnepMaTuibl — pPaHHWX ¥ MO34HUX CTaaui pas3BuTUS,
Yallle — B gereHepauuu.

Mo gaHHbIM NUTepaTypbl, Y nauyneHtoB ¢ kapuoTtunom 47.XXY
n 47.XYY OTMEYeHO HapylleHue crnepmaToreHesa B pas/IMYHOW
CTENeHN: OT MOPakKeHUs eAVNHWYHbIX W3BUTbIX CEMEHHbIX KaHaslb-
ues (MCK) (c atpochueli cnepmaTtoreHHoro anuTenus) Ao npakTu-
4yeckn MOJSIHOTO OTCYTCTBMSA MOMOBbIX kneTok B WCK. asoocnep-
Mun, pakTnyeckn — Hanmuma B MICK Tonbko kneTok Cepro-
m i3—9J.

Mpu oTcyTcTBMM 6GuonTata sAudka y o6cnegyemMoro  Hamu
naumeHTa faHHble KO/MYECTBEHHOIO KapuosiorMyeckoro aHaamsa
cocTaBa He3pesbiX MO0BbIX KNETOK pas/MyHbIX cTaguii nx passu-
TS U3 39KYNATa MNO3BOMAAKT NPeAnonioXUTb, YTO Y nauueHTa,
no-BMAUMOMY, WUMEKTCA efVHWYHble He3pesble MNOMoBble KNeTKn
B WNCK, HO OHM He andhdepeHumpyoTcs [0 Cnepmaro3ouaos.

OuyeBUHO, YTO HeobXOoAMMbl HOBble HaGMOAEHUS ¥ Hakom-
neHve wvHcpopmaumm 0 BCECTOPOHHEM 06CnefoBaHUM  MYXUUH
¢ kapuotunom 46,XX npu oTcyTcTBUM Y  cneumcpmyeckmx
nocnegosarenbHocteli AHK, 4TOo nO3BOAMT NpUGAU3UTL UCChe-
nosateneli K paclinmpoBke MexaHV3MOB reHeTUYeCcKOro KOHTPOsIA
3a AudpdpepeHumpoBkoli nona. Llenblo HacToswero coobLieHns
6bIN10 TaKkKe NpMBAeYb BHUMAaHWE LUMPOKOrO Kpyra KIVHULMCTOB
(neguatpoBs, rMHEKOI0roB, aHApPOsoroB, YPOsIOroB, 3HAOKPWUHOMO-
roB) K reHeTuyeckun 06YCMOBNEHHbIM HapyLIeHVUAM penpoayKummn
015 NOBbILWEHNS TOYHOCTU AMAarHOCTUKM TPpyAHO AudbchepeHumpye-
MbIX MATOMOrMYECKUX COCTOSHUA 1 ANS WUCKIHOYEHUS HeoBOCHO-
BaHHOrO HasHayeHus TakMM nauveHTam ropmoHoTepanum Wam
XUpypruyeckor koppekuun. OueBMAHO, 4TO npu 06CnefoBaHUM
naumeHToB, cTpajatllmx 6GecnnogveM HesACHOro reHesa, B 4MC/O
crneuvanncTos, MNPOBOAAMX — AMarHocTMyeckoe obcnefoBaHuve;
obsasaTenbHO cnegyeT BKAKYATb [EHETUKOB W LIMTOTE€HETUKOB,
crneunanncToB, n3dupaTesibHo U3yyaroLwmx NpobnemMbl reHeTUKN Ha-
pyLUEHUIA penpoayKLun.

B npuBefeHHOM Hamu cnydvae BbISBMEHHbI y Hallero na-
uMeHTa BbICOKWl ypoBeHb JIIT u ®CI cBMaeTenbCTByeT 0 nepsBuy-
HOM nopaxeHun aunyek. MPOrHo3 AeTOpOXAeHWs HebnaronpuaT-
Hblli. BoccTaHoBneHne depTubHOCTM Yy nauveHTa 6ecnepcnek-
TMBHO. HecmOoTps Ha OTHOCUTENbHO HWU3KUIA YpPOBEHb TecTocTe-
poHa B KpOBW, aHAPOreHH3auus opraHusma xopollas, 4To gaet
BO3MOXHOCTb MpobaHay 06XxoanTbcst 6e3 fevyeHns aHaporeHamu.

MauneHTy 6bI10 pekoMeHAO0BaHO NpPoBefeHUe WCKYCCTBEHHOM
MHCEMUHaLuK cynpyre.

OT0 wuccneposaHne Obl10 YAaCTUYHO BbINO/IHEHO Ha CPeAcTBa,
npegoctassieHHble THTI1 «FeHom yenoBeka», Tema 461.
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