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PE3IOME

K HacneacTBEHHbIM SHAOKPUHHbBIM 3a6011€BaHNAM, aCCOLMMPOBAHHBIM C OMyXOnAMM rnnodusa, OTHOCATCA
MHOXeCTBEHHble SHAOKPUHHbIe Heonnasum 1 Tmna (MOH-1), MHOXeCTBEHHble SHAOKPUHHblE Heonnasun 4
™mna (M3H-4), cemeliHble n3onnpoBaHHble ageHoMbl rnnodusa, KapHu-komnnekc, DICER1T, a Takxke cuHgpom
MakKbloH-Onbpaiita. Pa3sutne cuHgpoma M3H-1 (cuHapom Bepmepa) cBA3aHO C MyTaLMAMM reHa-cynpeccopa
MEN-1 (Menin, 11q13), BblgensioT 3 ero Gpopmbl: KNMMHUYECKUNE, CEMENHbIE 1 reHeTudYeckme. Hanbonee yactbimun
rOpPMOHanbHO-aKTVBHbIMY ONYXONAMU rnnodunsa ABAATCA NPONaKTUHOMbI — 60 %, coMaToTponuHombl — 20-30
%, a TaK»Ke CMeLLaHHble afieHOMbI, NpoayLMpytoLme o6a ropmoHa. Peiko BCTpeuatoTca onyXonm cekpeTupyiowme
ropmoH pocta (10 %), agpeHOKOPTUKOTPOMHbIA ropMoH (AKTT) (5 %) n ewé pexe — TUPEOTPONUHOMbI, 1
roHafloTPOMMHOMbI. KnnHnyeckaa cumnTomMaTka onpeaenaeTca XxapakTepom pocTa (MHTpacennapHbIin,
cynpacenniApHbIf), ee pasmepaMu 1 BblpaXKeHHOCTbIO CAABJIEHNA OKpYXKaloLwmx TKaHen. KapHu-Komnnekc -
penKoe HacneacTBeHHoe 3aboneBaHe. YCTaHOBIEHa reHeTMYecKkasa npupoga 3Toro crHapoma (MyTtauuu 17q22-24
1 2p16). Onyxonu runodusa BbIABIATCA y 60NbLIMHCTBA NAaLMEHTOB ¢ KapHU-Komnnekcom. AgeHombl runodusa B
nopasnaoLme 60/bLINHCTBE CyYaeB COMATOTPOMHbIA ropmoH (CTT) nnn CTI/nponaktuH (MPJ1)-cekpeTnpytoLwe.
Y 10 % nauyMeHTOB NPOABMAITCA akpoOMeranmen, n3-3a yCUneHHOM cekpeL el ropMoHa pocTa. Y 60MbLlInHCTBa
60nbHbIX (B0 80 %) 6eccumnTomMHoe yBennyeHne yposHa CTI, nHcynnHonofobHbIn dakTop pocta-1 (UPD-1).
CuHapom MakKbtoHa-Onbpaiita (MAS) reHeTnueckn obycnoBneHHoe BpoxaeHHoe 3aboreBaHue, U3-3a MyTaLmm
B reHe GNAS, B 5Kk30He 8, xapaKTepusyeTca Hanmumem Npu3HaKkoB Ancnnasmmn Gubpo3Ho-KNCTO3HOro XapaKTepa
KOCTHOW TKaHW, MUrMEHTHbIMW MATHAMM KOXXHOTO MOKpoBa (Mo Tuny KodernHom rywm), HapyLeHnin GyHKLuia
OpraHoB BHYTPEHHeN ceKpeLnm, HapyLeHnem GyHKLMM runodusa, LWMTOBNAHON U OKONOLLMTOBULHBIX XKenes,
HagnoyeyHnKoB. Hanbonee yacTbiM NPOABNEHNEM ABNAETCA FOHALOTPOMMHO3aBUCMMOE NpeXxaeBpeMeHHoe
MosioBoe co3peBaHune, KOTOpoe NPenMyLLECTBEHHO HabNIoJaeTCA Y AeBOYEK.

KniouyeBble cnoBa: HacneacTBeHHble 3HAOKPUHHbIE 3aboneBaHus, onyxonun runocuasa,
MHOXeCTBe€HHble 9HOOKPUHHbIE Heonna3uu.

ENDOCRINE HEREDITARY DISEASES ASSOCIATED WITH PITUITARY TUMORS
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SUMMARY

Hereditary endocrine diseases associated with pituitary tumors include multiple endocrine neoplasias
type 1 (MEN-1), multiple endocrine neoplasias type 4 (MEN-4), familial isolated pituitary adenomas, Carney
complex, DICER1, and McCune-Albright syndrome. The development of MEN-1 syndrome (Vermeer’s syndrome)
is associated with mutations in the MEN-1 suppressor gene (Menin, 11q13); there are 3 forms of it: clinical,
familial, and genetic. The most common hormone-active tumors of the pituitary gland are prolactinomas -
60 %, somatotropinomas - 20-30 %, as well as mixed adenomas that produce both hormones. Rarely are
tumors secreting growth hormone (10 %), adrenocorticotropic hormone (ACTH) (5 %), and even less often —
thyrotropinomas and gonadotropinomas. Clinical symptoms are determined by the nature of growth (intrasellar,
suprasellar), its size and the severity of compression of the surrounding tissues. Carni-Complexis a rare hereditary
disease. The genetic nature of this syndrome has been established (mutations 17922-24 and 2p16). Tumors of
the pituitary gland are detected in the majority of patients with the Carney complex. Adenomas of the pituitary
gland in the vast majority of cases are somatotropic hormone (STH) or STH/prolactin (PRL) -secreting. In 10%
of patients, acromegaly is manifested, due to increased secretion of growth hormone. Most patients (up to 80
%) have an asymptomatic increase in the level of STH, insulin-like growth factor-1 (IGF-1). McCune-Albright
syndrome (MAS) is a genetically determined congenital disease, due to a mutation in the GNAS gene, in exon 8,
is characterized by the presence of signs of fibrocystic dysplasia of the bone tissue, pigmented spots of the skin
(like coffee grounds), dysfunctions of internal organs secretion, dysfunction of the pituitary gland, thyroid and
parathyroid glands, adrenal glands. The most common manifestation is gonadotropin-dependent premature
puberty, which is mainly observed in girls.

Key words: hereditary endocrine diseases, pituitary tumors, multiple endocrine neoplasias.
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TABPUYECKUI MEJMKO-BUOJIOTMYECKUIA BECTHUK

BBEOEHWE

K HacnencTBeHHBIM 3HIOKPUHHBIM 3a00JICBaHU-
SIM, aCCOITMMPOBAHHBIM C OITyXOIISIMH THITodr3a, oT-
HOCSITCSI MHOXKECTBEHHbBIE HJJOKPUHHbIE HEOIIJIa3u1
1 Tuna (MOH-1), MHO)KeCTBEHHbBIE YHIOKPUHHBIE He-
omnasuu 4 Tuna (MOH-4), cemeiiHble U30IUPOBaH-
HBIC aJIeHOMBI TuTodu3a, KapHu-KOMILIEKC, a TakKe
DICERI1. B nocnenneit knaccudukarnmu BeemupHoii
opranmuzanuu 3apaBooxpanenus (2017) omyxomnei
SH/IOKPUHHBIX OPraHOB K HACJIEICTBEHHBIM OITyXOJIe-
BBIM CHHJIpOMaM, Py KOTOPBIX MOTYT Pa3BUBAThCs
aZIcHOMBI TunIo(u3a, Hapsly C BbIIIE YKa3aHHBIMH,
BKITto4eH cuHapoM MakKeror-Onbpaiita [1; 2].

MDBH-1 (cungpom Bepmepa) — reHeTHdecku 00y-
CJIOBJIEHHAsI HO30JIOTUS C ayTOCOMHO-JIOMUHAHTHBIM
TUIIOM HacJIeJI0BaHUS U BBICOKOI CTENEeHbIO MeHe-
TpanTHOCTH. DOpMUPOBaHHNE IPU3HAKOB CHHIPOMA
CBSI3aHO C MyTallUsIMH T€Ha-CyIpeccopa OITyX0JIeBO-
ro pocta MEN-1 (Menin), KOTOpHIii TOKaIN3yeTCs B
13 nmokyce mmmHHOTO TUTeda 11 xpomocomsl (11q13).
MeHuH SBISETCSA KIACCUYECKUM OIYXOJIEBBIM CY-
MIPECCOPOM, €T0 HEJO0CTaTOYHOCTh MPUBOAUT K T'H-
NepIUIa3uy KIETOK, a ero OTCYTCTBUE — K UX OMYyXO-
neBoi Tpanchopmanuu [2].

[TpunsATO BBIIEATH HacheACTBeHHBIC (85 %) 1
cnopagudeckue (15 %) dhopmer cuaapoMMOH-1. B
10-30 % cirygaeB HacIeICTBEHHBIX (hOPM CHHIpOMA
M3H-1 n 'y 60-80 % manueHToB ¢ COpaguueCcKon
(dopmoii cuaapoma, myTarun B reie MEN-1, kax
MPaBWIIO, HE BBISBISIFOTCSA. OTCYTCTBHE MyTallui B
reie MEN-1 y manuenTa KIMHAYECKON KapTHHOMN
curapoma MOH-1, BeposSTHO, MOKET OOBSICHATHCS
MyTalUsAMU B IPYTUX T€HaX, KOTOPBIE ellIe He h3yye-
HBI MEIMIIUHCKOM HaykoH [2; 3].

K nacnencrsennomy cunnpomy MOH-1 otHOCAT
Ciyyau, KOrja y HalueHTa UMEeeTCs POACTBEHHUK
MEepBOW JIMHUM POJCTBA C OJHOM U3 TPEX OCHOBHBIX
oIyxoJiel (OKOJIOIIMTOBUAHON kKee3bl, runodusa,
MOJKEITyJOYHOM kenne3bl). Puck pazButus 3adone-
BaHUS y POJCTBEHHUKOB (TIEPBOI JMHM POJCTBA)
HOCHUTEJII MyTaHTHOTO amens cocrasisier 50% [3].

B cootBercTBHU ¢ MEXAYHAPOIHBIMU KIMHUYE-
CKHUMH PEKOMEHJAlUAMU U IPOTOKOJIAMH BBIIEIISIIOT
caenytomue popmbl MOH-1: kimanYeckue (Hau-
Yyye Kak MUHUMYM JIByX M3 TpeX OIMyXOJiei OCHOB-
HBIX OPTaHOB-MHUIIICHEH), CEeMEWHbIC (HATHYUE POJI-
CTBEHHHKA MEPBOM JIMHUU POJICTBA C KIIMHUYECKON
kaptuHoit MDOH-1) u reHeTndeckue (npu Bepupuka-
nuu mytanuu B reie MEN-1), BaJKHO OTMETHUTD, 4TO
MOCJIeZIHEeE YTOUHEHHE CUUTAETCs Ooiee Halle)KHbIM
B IIOCTAaHOBKE OKOHYATEIHLHOTO AUarHosa [4].

Cunapom MOH-1 nposiBiasercss CHHXPOHHBIM
WM METaxXpOHHBIM Pa3BUTUEM I'MIEPIUIA3UU UIIU
aJieHoMbl oKomomuToBUAHOW >kene3bl (OLXK),
aJIecHOMOH mepeaHel mponu runodusa, 1oOpokaye-
CTBEHHBIMH WJIM 3JI0KAY€CTBEHHBIMH OIYXOJSIMHU
nomxenynounoi xenessl (IDK), pexe — omyxonsamu
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mmToBuIHOM kese3bl (LK) u kopbl HaIMOYeYHUKOB
Y 3HAUUTEIHHO PEXKE — OIMYXOJISIMU JKEIYIOUHO-KH-
LIEYHOTO TPAKTa, JIETKUX, BUJIOYKOBOM kele3bl. [1pu
MDH-1 pa3BuBarOTCs HE TOJIBKO HIOKPUHHBIE, HO
U HEIHJIOKpUHHBIE onmyXxonu. OmucaHbl pelKue u
BEeChbMa YHHKAJIbHBIC HAOIOIEHUSI MHOKECTBEHHBIX
nopakeHuit. MBI pacmonaraeM COOCTBEHHBIM HaOITIO-
JeHreM cuHapoma MOH-1 ¢ aymuTenbHBIM U OeccruM-
IITOMHBIM Pa3BUTHEM OITYyXOJIeH 5 pa3IuIHBIX JOKa-
JU3aMii: TOPMOHAIIbHO-aKTHBHBIE afeHoMbl OLLDK,
TOPMOHAJIBHO-aKTHBHAS OITyXO0JIb THIIO(u3a (poJiakx-
THHOMA), 3JI0KaUeCTBEHHBIN aTUITMYHBINA KapIITHOUT
JICBOTO BEPXHEI0JIEBOTO OpOoHXa, He(DYHKIIMOHUPYIO-
e ormyxonu [DK n neBoro Hagnoyeununka [5]
Pacnpoctpanennocts MOH-1 cocrasuser 1-10
cirydaeB Ha 100 Teicsy HaceneHus. Yactora nopaxe-
HUS YHAOKPUHHBIX kene3 npu MOH-1 cocrasisier:
OLIX — 90-100%, IDK — 70-80%, runocpuza — 50-
70%. B pamxax MOH-1 Bo3nukarot oxoso 2-3% Bcex
ajieHoM runodusa [5, 6]. B OonbIIMHCTBE clydaeB
CUHAPOM MaHU(ECTUPYET NEPBUUHBIM THIIepHapa-
TUPEO30M. AJZICHOMA TepeiHel Jou runopusa npu
CeMEHHBIX U cropaauueckux popmax MOH-1 Toms-
ko B 10-20% siBnsieTCsl NEPBBIM KIMHUUYECKUM IIPO-
SIBIICHUEM 3a00JieBaHus. B oTeuecTBeHHOI nuTepa-
Type NPUBOAUTCS PEAKUi ciyyaii cunapoma MOH-1,
0COOEHHOCTHIO KOTOPOTO SIBUJIACh HEKJIaCCUYeCKas
MaHHu(pecTanus 3a001eBaHNs C MPOJAKTUH-CEKPETH-
pyoIIei MakpoaaeHOMbI THTIO(H3a, a KIMHUYECKHE
CHIMITTOMBI OITYXOJICH IPYTHX SHAOKPHUHHBIX OPTaHOB
Pa3BHIIMCH TTOCTETICHHO B TeueHue 17 ser [6].
HauOonee yacTbIMU rOPMOHAJIbHOAKTUBHBIMH
OITyXOJIIMH TUTIO(U3a SBJISIOTCS aIeHOMBI (B 80 % —
MaKpOaJCHOMBI ), THTICPCEKPETUPYIOIIHNE MPOJTAKTHH
(mpomaktrHOMa —60 %), COMAaTOTPOIHH (COMAaTOTPO-
nuHoma — 20-30%). ITpu MOH-1 yame BcTpevarores
CMEIIaHHbBIC aICHOMBI, TPOLYUPYIOINE POTAKTHH
U COMATOTPOIUH. Peiko BCTpeyaloTcs: OMyXoJiu ce-
Kkperupyomue ropmoH pocta (10%), AKTI (5%) u
3HAYUTEIBHO PEKE - THPEOTPOITMHOMBI, TIPOIYIIUPY-
torie TupeorponHeiii ropmoH (TTI') u ronagorpo-
MIITHOMBI, CEKPETHPYIONIHE (POJUTUKYIIOCTUMYIHPYIO-
M 1 ToTenHu3upyomuid ropmonsl. Ot 10 1o 30%
aJICHOM CEKPEeTUPYIOT 00JIee OJHOrO TOpMOHA (Yalie
MPOJIAKTUH M COMATOTPOMNHH) [7].
I'opMOHaTBHO-HEAKTUBHBIC aJCHOMBI THITO(hHU3a
npu MOH-1 cocrasustor 5-15%, oTanuarorcs yme-
PEHHBIM JIHOO OBICTPBIM POCTOM, BBI3BIBAIOT CIIAB-
JIEHHE OCTaJbHON YacTu rUmnopu3a U OKpyKaromux
CTPYKTYp Mo3ra. [1o naHHbIM UIMMYHOTHUCTOXUMHUYE-
CKOTO aHajn3a, OOJBITUHCTBO HEAKTUBHBIX aJICHOM
ruroduza (74 % ciaydaeB) criocoOHBI CEKPETHPOBATH
OJTMH WJIK 00Jiee TPOITHBIX TOPMOHOB runogusa [8].
Cpeau HUX BBIACISIOT ABE PA3HOBUAHOCTHU: U3 HE-
nuddepeHIUPOBaHHBIX KIETOK (CHHXpoMOGpoOHas
aJIcHOMa) U OHKOITUTapHas ajieHoMa (OHKOITUTOMA).
PanHuMu nposiBIEHUSIMU SBIISIIOTCS CTOMKHE TOJIOB-
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HbIE 00JIH, KOTOPBIE HAPACTAIOT 0 MEpe MPOTrpecCu-
POBaHMS MATOJIOTUIECKOTO TPOIecca, HOCAT HOCTO-
SIHHBIN XapakTep, He KyMHPYIOTCS aHAJIBIeTHKAMH.
Bo3MOKHBI HapyIIeHHS TTONICH 3peHuUs, HapYIICHISI
MEHCTPYaJIbHOTO IIUKJIA Y KEHIUH U IOJIOBbIE pac-
cTpoiicTBa y My>xunH. KiiMHHYecKast CUMIITOMAaTHKa
OTIPEJIENIACTCS XapaKTEepPOM POCTa OMyXONH (MHTpa-
CeJUIAPHBIHN, CYNpaceUsIpHEI), ee pa3MepamMu U
BBIPKEHHOCTBIO CIABIICHUS OKPYKAIOUTIX TKaHEH.
[Ipu uHTpaceIIPHOM pOCTe BOZMOKHO BEINTAICHUE
TPOMHBIX PYHKIUH runodusa (Jaie THPEOTPOITHOMH,
TOHAJOTPOIHOM) ¢ Pa3sBUTHEM COOTBETCTBYIOIICH
CHMIITOMAaTHUKH [§].

IIposakTHHOMA — camasl paclpoCTpaHCHHAs
oIryXolb Tumodusa, cocrapiser okomno 40% Bcex
HOBOOOpa30BaHU# rUnopu3a, a CUMIITOMEI THITEP-
nponakruaemuu (ITPJI) sBnstoTcst TpeThuM, Hanbo-
Jiee 4acThIM IposBieHueM cunapoma MOH-1. Onu
9acTO AOCTHUTAIOT OOJBIINX Pa3MEPOB, XapaKTepH-
3yIOTCSl MYABTHLEHTPHYSCKUM pocToM. Hanbomee
paHHHE W XapaKTEePHbIC KIMHUICCKUE TPOSBICHISI
TUIEPIPONAKTUHEMUN Y JKCHIIUH — HapylIeHUs
MEHCTPYaJIbHOTO IUKJIa (AUCMEHOpes), JaKTopes,
Oecruronue, n30bITOYHAA Macca Tena. MHorma ot-
MEYaeTcsl pOCT BOJIOC HA JIMIIE, KOHEYHOCTSX, IO
Oemol JIMHUM KUBOTA. Y MY)KUMH Pa3BUBAIOTCS T10-
JIOBBIE PacCTPOMCTBA (CHUKEHUE TUOUA0, TOTEHIIUH
U (pepTUIBLHOCTH), MOXKET Pa3BUTHCS THHEKOMACTHS
¢ nakropeei. [Ipu skcTpacesIIpHOM OMyXOJIEBOM
pocTe MakpoaJIeHOMBI THITO(H3a pa3BUBACTCS He-
BpOJIOTHUYECKAsI CHMIITOMAaTHKa (TOJIOBHEIE 0O,
BHYTpHUYEPEITHAS THIIEPTCH3US, HAPYIICHUE 3PEHIS).
JlaGopaTopHbIM MOATBEPKIACHUEM 3a00IeBaHUs CITy-
JKUT OTIpeJIeIeHNE YPOBHS MPOIAKTHHA B CHIBOPOTKE
KPOBHU U JaHHBIC (PyHKIMOHANBHBIX MPOO C Mpo-
TUPEITUHOM WIN MeTOKIonpamuaoM. [loBeimenue
YPOBHS NIPOJIAKTHHA y KEHIMUH OoJiee 25 HI/MIL, y
MY»4HH — Oostee 20 HI/MJI M OTCYTCTBHE MOBBIIICHHS
€ro YpOBH: IPY BHYTPUBEHHOM BBEACHUH TUPOIHUOE-
pUHA CBUACTEILCTBYIOT O HAIMYUH MPOJAKTHHOMBI
[9]. Jleuenne mponakKTHHOMBI COCTOUT B TIPOBEACHUA
CENICKTUBHON aICHOMAIKTOMUH HJIH JUTUTEIHHOM HC-
MIOJIH30BaHUU arOHHCTOB JIOTIAMHHA.

CoMaTOTpONIMHOMA — TUIIEPCEKPETUpYIOLIas
ageHoMa runogusa. Knuaudyeckue mposiBICHUS
00yCIIOBJICHBI JUTUTEIBHONW THIIEPIPOAYKIIHEH CO-
matorporHoro ropmona (CTI) u runepdynkumeit
HWHCYIHHOIOJ00HOTO pocToBoro (akropa-1 (MPD-
). C uz6sitounoii cexpenueit CTI" cBsizaHbl B Te-
YeHHUe JUIUTEIHLHOTO BPEeMEHU TOJIOBHBIE 00NN pa3-
JUYHOM MHTEHCUBHOCTH M XapakTepa, o0Imas cia-
00CTb, MOTINBOCTD, CHIKCHNE TPYIOCTIOCOOHOCTH,
MapecTe3nH; y )KEHIINH HaONIOAI0TCsl HApyIICHHS
MEHCTPYaJILHOTO [UKIA, Y MYXXYUH — HapyIICHHUE
(yHKIMH TTOJOBBIX Kele3. B mocnenyromem pa3su-
BalOTCS fIpKUe crenuduyueckre KIMHUIECKUE Mpo-
SIBJICHUS, TIPEXX/IC BCETO Pa3BUBAIOTCS aKPOMETANIO0-

193

OB30PLI

WJHBIE YepThl (M3MEHEHUS BHEITHOCTH, YBEIIUUCHHE
pa3sMepoB OTACIBHBIX YacTeil Tena), IeproCTaIbHOE
OKOCTEHEHHE, HEBPOJOTHUECKUE U 3pUTENIbHBIE Ha-
pywenusd. [Anurensuas runepcekpeuust CTI™ oka-
3BIBAET BJIMSHUE HA BCE OPraHbl U CUCTEMBI, YTO
JieJaeT KIMHUYECKYI0 KapTUHY SIPKOH M MHOTOCHM-
nTOMHOHU. J[aHHBIE OOBEKTHBHOTO OCMOTpPA OONBHBIX
¢ akpoMeranneit mroctarogao crermduansr. OTHaKO
paHHee pacro3HaBaHHUE ATOW MATOJIOTUN Y OONBHBIX
¢ MOH-1 BeI3bIBaeT 3aTpynHenus. JlabopaTopHas
JIMarHOCTHKA OCHOBAHA Ha BbISIBJICHUH ITOBBILIEHHO-
ro ypoBHel comarorpornuHa (6onee 10 Hr/min), UPD-
1, Heopranmueckoro (ocdopa, runepauneauMun, Ha
AKTHUBHYIO (ha3y aKpOMETAIINH YKa3bIBACT OTCYTCTBUC
CHIDKEHHUS YPOBHS COMATOTPOIIMHA B CHIBOPOTKE KPO-
BU MeHee | HI/MJI uepe3 2 yaca mocie npuema 75 r
rtoko3sel [ 10].

KopTukorponunoma (ajieHoma runodusa, npo-
OyLUpyromas aJipeHOKOPTUKOTPOIHbIH TOPMOH
(AKTT)) nposiBiisieTcst pa3BUTHEM KITMHIYECKOM Kap-
TuHbl 00s1e3un Muenko-Kymunra. Ha panHux cra-
JusiX 3a0071eBaHMS MPOSBISIETCA HapacTaHUE MacChl
TeJa C AUCIUIACTUYECKUM XapaKTepOM pacIlpesee-
HUS [1OKOAKHO-)KUPOBOM KIIETUATKH, MaTPOHU3MOM,
MHO)KECTBEHHBIMH OarpoBBIMH CTPHSIMH, THPCYTH3-
MOM, aTpodueit MBIIII TIepeaHeH OPIOIIHOW CTCHKH,
IIJIEYEBOTO T05ICA M HMYKHUX KOHEYHOCTEH, TPAH3UT-
HOU apTepuabHON r'UIEPTEH3UEH, CUCTEMHBIM OCTE-
OIIOPO30M, CTEPOUTHBIM CaXapHBIM JHa0ETOM, HApy-
IIIEHUEM TICHXUKH (Jallle IEeIPECCUBHBIC COCTOSHUS,
BO3MOJKHBI PEAKTUBHBIE TICUX03bl), CHKEHUEM pe-
3UCTEHTHOCTH K MH(EKIHMH, HApyLLIECHUEM MEHCTPY-
aJBHOTO LIMKJIA Y JKEHIIWH, CHUKEHNUEM TMOTCHLIUHU Y
MY’K4MH, HHOTJIa MOYCKaMEHHasi 0OJIE3Hb B CBSI3U C
BbIZIeIeHHEM n30bITKa pocdaToB u okcanaros [10].

TupeoTponnHoOMa — OIIyXO0JIb, CEKPETUPYIOIIAs
TTTI, wacTo qocTUTaeT OONBIIUX Pa3MEPOB U UMeE-
€T CKJIOHHOCTh K MHBa3UBHOMY pocTy. KinHnueckun
MIPOSIBIIICTCS] CAMIITOMaMHU THPEOTOKCHUKO3a, HO O(h-
TanpMonarus He pa3BuBaercs [ 10].

Tl'onagoTponunomMa — ajgeHOMa THITO(H3a, TIPO-
JyLUUpYIOLasi TOHAJAOTPOIIHbIE TOPMOHBI, UMEET
HecnenupuuecKrue CUMITOMBI U BBISIBIISIIOTCS B OC-
HOBHOM I10 HAJIMYHMIO TUTUYHON OTaIbMO-HEBPO-
Joruyecko cumnroMaruke. Knunuueckas kapTuHa
MOJKET COYETAThCs C rajakTopeeil, BbI3BaHHOU TH-
HepceKpeLel MpoIakTHHA OKPYKAIOIIUMHU aJIEHOMY
TKaHsMu runodusza [10].

Cemeiinble H30J1UPOBAHHbIE aJeHOMbI rHNO(u-
3a (FIPA, familial isolated pituitary adenoma) —
SIBJSTFOTCS] TCHETHUECKUM 3a00JI€BaHIEM C ayTOCOM-
HO-JIOMUHAHTHBIM TUIIOM HACJI€AOBAHMSI C HEIOJI-
HOU CTENEHBIO MEHETPAaHTHOCTH. [[puunHON BO3-
HUKHOBEHHS aJIeHOM TUnogu3a SBiIsioTCS MyTaluu
B reue AIP, 1okann30BaHHOM B JUIMHHOM Iuieue 11
xpomocomsel 11q13. Mytanuu B rene AIP ormedenbt
y 15-20 % cemell ¢ U30JUPOBAaHHBIMU aIECHOMAMU
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runoduza u B 1 % — npu cropaguueckux Omyxosx
runodusa. s ocransHeIx FIPA-cemel mpuanHHBIHA
reH moka He u3yded [10; 11].

3aboseBaHne XapaKTEPU3yeTCsl Pa3BUTUEM OITy-
xoJeil runousa y AByX H Ooliee YWICHOB CeMeil mpu
OTCYTCTBHUH JPYTUX SHJOKPUHOJIOTHUECKUX CUMIITO-
MOKOMIIJIEKCOB, aCCOIIMUPOBAHHBIX C OMYXOJSMH.
YcranosneHo, uto npu FIPA omyxonmn MoryT ObITH
TOMOTCHHBIE (2/ICHOMBI OJJTHOTO KITHHUYIECKOTO THIIA)
U reTeporeHHbie (OMyX0JIy pa3IMyHoOro TUIA B pam-
Kax oHo# cembn) [11]. Anenomsl runodusa B pam-
kax FIPA cocraBistotr 6omnee 2 % OT Bcex ciydaes
aJICHOM THITO(U3a.

B otnuume ot cunnpoma MOH-1 u ciopannue-
CKHX cy4aeB, B ceMbsix ¢ FIPA mpeumyiecTBeHHO
peoOnanaroT mpoaakTuHoMeI (40 %), comaroTpornu-
HOMBI cocTaBiaroT 30 %, cMelmaHHble COMaTOTPO-
MIUH/TPOJIAKTHH MPOAYIUPYIOIINE OITYyXOIH — OKOJIO
10 %, ropMOHaIbHO-HEAKTUBHBIE aJICHOMBI — TAK)KE
npumepHo B 10 % [11]. [IponakTuHOMBI B CEMBSIX €
FIPA, no cpaBHEHUIO CO CIIOpaaIuYecKUMu Gopma-
MU, BeAyT cebs 0oJiee arpecCUBHO ¢ MpeodnafaHueM
CYIIPaCcEeSIPHOTO POCTa U MHBA3WU KABEPHO3HBIX CH-
HycoB. [Ipu coMaroTponMHOME 3HAYUTEIHHO Yalle,
4YeM IpH CIopandecKuX Gopmax, HaOIOIACTCs TH-
TaHTH3M. AJIEHOMBI THIIO(H3a Y MMAI[EHTOB C MyTa-
uueil B reue AIP B 30 % ciyyaeB BCTpedaroTcs y JIHIL
MY>KCKOTO 11oJ1a. BonbIMHCTBO omyxonei runodusa
y nanueHToB ¢ AIP MyTanuii sBIsI0TCSA MaKpoaaeHo-
MaMH, HMEIOT OoJiee arpeCCUBHOE TCUCHHE C YCKO-
PEHHBIM HH(WIBTPATHBHBIM POCTOM, MaHHU(ECTH-
PYIOT B IETCKOM WJIM IOHOLLIECKOM Bo3pacTte y Oojee
MIOJIOBUHBI MAIIMEHTOB (CPeIHUI BO3pacT Ha MOMEHT
MMOCTaHOBKHU JAMaruosa cocrasisier 18-25 ner) [11].

KapHu-kommieke — peaxoe HaclIeACTBEHHOE 3a-
OosieBaHME C ayTOCOMHO-TOMHUHAHTHBIM THIIOM Ha-
CJIEZIOBAHUS C BBICOKOM CTENEHbIO MEHETPaHTHOCTH
reHa (88-97 %). 3aboneBaHue BIiepBble ObLJIO OITUCAHO
J.A. Carney u coaBT. B 1985 rogy kak KOMILIEKC, CO-
CTOSIIIIMK U3 MUKCOMBI Cep/lia, MUIMEHTAlUil B BUJIE
OKPYIJIBIX MATEH U TUIICPAKTUBHOCTH SHIOKPHHHBIX
xene3 [12]. UnenTudunppoBaHsl 1Ba XpOMOCOMHBIX
JIOKyCa, OTBETCTBEHHbIX 32 BO3HUKHOBeHHEe KapHu-
kxoMmIuiekca. B Hayane XXI Beka Obliia ycTaHOBJIEHA
reHeTHYecKasi Ipupoja 3TOro CUHAPOMA: BBISBIIE-
Hbl pa3nuunble MyTauuu B reHe PRKARIA na 17-it
xpomocome (17q22-24), KOTOPBIi KOTUPYET peryiisi-
TopHyto 1 anbda-cyobeaunuily nporemHKknHa3bl O 1
TUIA U SIBIISETCS TEHOM CYIIPECCOPOM POCTa OIYXO-
. Mytauuu B reHe PRKARI1A oOnapyxuBaroTcs B
MTOJIOBUHE M3BECTHBIX CIy4aeB CEME, CTPaaroInuX
Kapuu-kommekcom. [To3nHee oOHapykeH BTOPOii reH
Ha xpoMmocome 2pl16. HecMoTpst Ha M3BECTHYIO TeHe-
THUYECKYIO F€TepPOreHHOCTh 00JIe3HH, KITMHUYECKU He
BBISIBIICHBI (DEHOTUITMYCCKUE PA3IAINS MEKIY Malld-
eHTamu ¢ myTtanusamu rena PRKARTA u mytanmsavu
B XpoMocome 2p16 [12].
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Cunapom MakkbioHa-Ouopaiita (McCune-
Albright Syndrome) siBnsieTcsi TeHETHUECKHUM 3a-
OoneBanmeM. YacToTa BCTPEUYAEMOCTH COCTABIIS-
eT oT 1:100000 mo 1:1 000 000 mHacenenus. Y muig
JKEHCKOT'O T0JIa BCTpevaeTcs B 2-3 pasa yaie, 4em
y JIAL MY>KCKOro moJja. JJocToBepHOW IPUYMHOU
dbopmupoBanust 3200JICBaHMS SIBISICTCS MyTalus B
rene GNAS, pacnonoxennoro B 3x30He 8 [13]. Xa-
paKTepu3yeTcs KIacCH4ecKoi Tpraioil CHMITOMOB:
pacnpocTpaHeHHOH auciuiasuei GuOpo3HO-KUCTO3-
HOTO XapakTepa KOCTHOW TKaHH, HAIMYHEM CIICIIH-
(hMYeCKUX TUTMEHTHBIX MATEH KOKHOTO IMOKPOBA (110
THUITY KO()EHHOM TyIIH), pa3THIHBIMHA HAPyIICHUSIMHE
(GYHKIWH jxeNe3 BHYTPEHHEH CEKPEIHH.

[TopakeHre YHIOKPUHHBIX OPTaHOB 00YyCIIOBJIE-
HO HapyleHreM (QyHKUUHM THo(hu3a, IMUTOBUIHON 1
OKOJTOIITUTOBUIHBIX KeJie3, a TAKXKe HaJ[IIOYeYHHUKOB.
OCHOBHBIE MPOSBICHUS YHAOKPUHHBIX HAPYIICHUN
00yCIIOBJICHBI aBTOHOMHOM TUTIEPQYHKIIMEH THIIO0-
¢u3a u nepupepuIecKux jkere3 BHyTpEeHHEH cekpe-
1uy. M30bITOK COMAaTOTPOITHOTO TOPMOHA MOpPaXxKaeT
qutib 15-20 % narueHToB. Y HEKOTOPBIX MAIllMEHTOB
COMaTOTPONKMHOMA COYETACTCS C TUIEPIPOTIAaKTHHE-
mueid. Hanboiiee yacThIM NIPOSIBICHUEM SIBIISICTCS
TOHAJOTPOIMHO3aBUCUMOE MIPEXKIEBPEMEHHOE T10-
JIOBOE CO3pEBaHUE, KOTOPOE NPEUMYIIECTBEHHO Ha-
OmonaeTcs y aeBouek. [lepBble MpU3HAKU TOJIOBOTO
CO3peBaHUs MOSBISIOTCS Y peOeHKa B BO3pacTe He
MeHee 3 roza. Y 1eBOYEK IIPOSBIIAETCS B BUJE IABYX
dbopm: monHOU (yBEJIWYECHHE MOJIOYHBIX Keles,
paHHME MEHCTPYallun) WIK HETOIHOH (OTCYyTCTBHE
MeHapxe). Hapymenus: yHKIUH SHYCK BBISBIISIOT-
csay 80 % manbunkoB B Bo3pacte oT 310 10 et ¥
MOCJIEHUX OTMEYAETCsl CHMMETPUYHOE yBEITHYC-
HUE sSUYeK, POCT TOJOBOTO YJIEHA, OBOJIOCEHEHHUE
Ha J00Ke. [IpekaeBpeMEHHOE ITOJIOBOE CO3PEBAHUE
CBSI3aHO C TOPMOHAJIbHOM aKTUBHOCTHIO KIIETOK JIeH-
JIUra, KOTOpble MPOIYLHUPYIOT OOJIBIIOE KOJTHYECTBO
aH/IPOTEHHBIX TOPMOHOB. Ba)XHO OTMETHUTH, YTO OT-
MeJaeTcs THIepIuia3us kKiaeTok Jlelaura, koTopyio
TpynHO auddepeHpoBaTh JEHAUTOMOH (OIyX0JIb
n3 kieTok JlelauHa), 171t KOTOPOH XapaKTepHBI TI0-
JnoOHbIe KuHu4Yeckue npossienus [13]. Y 30-80 %
JIUI MY>KCKOTO TI0JIa MIPUCYTCTBYIOT MPU3HAKUA MH-
Kposutuasza [13].

Cungpom MIH-4 oTtHOCHTCS K KpaliHEe peiKUM
M3H-110100HBIM CHHApPOMAM, JIJISI KOTOPOTO Xapak-
TepHa TaK Ha3blBaeMas HOHCEHC-MYTAalusi B T€HE
CDKNI1B u orcyrcrBue myTtanuii B rene MEN-1.
I'en CDKNI1B noxanu3oBaH Ha xpomocome 12pl3
U SIBJISIETCSI TEHOM-CYIIPECCOPOM OITyXOJIEBOH MPO-
rpeccur. OCHOBHBIMU KIMHUYECKUMH CUMIITOMaMU
9TOr0 CHUHJpOMa SIBJIAIOTCA MEPBUYHBIN runepnapa-
TUPEO3, AICHOMBI THIIO(HU3a H OITyXOITH ITOKEITYI0Y-
HOM JKeJe3bl, OJHAKO MOTYT pa3BUBATbCA U JApyTue
OTYXOJH (IIUTOBUIHOM >KeJIe3bl, HAAMIOYCUHHUKOB,
Oponxos, serkux). B Coenunennsix [lTarax Ame-
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puku mumb y 3 (1,5 %) u3 192 nauueHToB ¢ mogo-
3peHueM Ha cuHapoM MOH-1 u 6e3 MyTanuu resa
MEN-1 BrisiBnena mytanus rera CDKN1B, a 8 Uta-
mun —y 1 (3,7 %) u3 27 nauuentos [14]. [To ganupiM
N. Pellegata u G. Kloppel y 12 (75 %) u3 16 nauu-
€HTOB ¢ cuHapoMoM MOH-4 nuarHoctupoBaH nep-
BUYHBIN Tunepnaparupeos, y 6 (37,5 %) — aneHOMsI
runo¢usa (y 4 U3 HIX COMaTOTPOITMHOMA C MPHU3HA-
kamu akpomeranuu, y | — AKTT-ipogynmpyromias
ajieHoMa ¢ paszButueM Oone3nn Muenko-Kymmunra,
y 1 — HedyHKkunoHUpyomas ajgeHoma rumnopusa).
OTMeueHo, 4TO MPOSIBICHUS IEPBUYHOTO TUIIEpIIa-
patupeosa npu cunapome MOH-4 Bo3HUKAIOT 3Ha-
YUTEIBHO MO3IHEE (CPEAHUI BO3pACT COCTABIISACT HE
MeHee 56 siet), ueM npu cuaapome MOH-1 (cpennuit
Bo3pact Bapsupyer oT 20 1o 25 ner). [lpu cunapome
MDH-4 oTCyTCTBYIOT XapaKTepHble KIMHUYECKHE
npu3HaKku. B cBs3u ¢ OTCyTCTBUEM crien(ryuecKo-
ro as cuaapomMa MOH-4 denotnna, npu HaIMIHH
npu3HakoB cuHApoma MOH-1 Ge3 MyTanuu B reHe
MEN-1, nanueHTa He0OXOJUMO MOJIBEPraTh r'eHe-
TUYECKOMY aHaJIM3y Ha HaJU4HMe MYTallUH B T€HE
CDKNIB [14; 15].

KoHpuukT HHTEepecoB. ABTOPHI 3asIBIAIOT 00 OT-
CYTCTBHH KOH(MIINKTa HHTEPECOB.
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