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AHHOTaumA

MenynnaApHbIi pak WuToBUAHOM >enesbl (MPLLDK) — aTo onyxonb, npoucxopAlian na napadgonnmkynapHblix C-kneTok, npoayumpytowan KanbUunMToHnH. Ha
HacneacTBeHHble hopmbl NnpuxoanTeA 20—-30% cnyvaeB MPLLXK. U3 H1x 60—-85% naumeHTOB C CUHAPOMOM MHOXECTBEHHOW SHAOKPUHHOM Heonnasun (MOH)
Tuna 2A, 5% ¢ cuHapomom MOH Trna 2B n 10-35% ¢ cemeriHoit chopmoit MPLLDK, knuHnyeckn npossnstoweinica Tonsko MPLLDK. MPLLK xapakTepuayeTca
OTHOCUTENIbHO Me[JIEHHbIM POCTOM OMYXOnW 1 BbICTPbIM Ha4anoM meTacTasvpoBaHuA. MeTacTasamu B NepBylo o4epefb nopaxaroTcA numdarnyeckme
y3nbl Wen U cpefoCTeHNsA, OTAaNeHHble MeTacTasbl O6HaPYXMBAIOTCA B IETKNX, MEYEHN 1 KOCTHbIX CTPyKTypax. Hanbonee adhhekTmBHOM B NpepoTepa-
weHun HacneacteeHHoro MPLLUXK ABnAeTcA npeBeHTMBHaA TMpeonadkTomMmA. CBOeBpPeMeHHaA AMarHocTka B COOTBETCTBUM C OBLLENPUHATLIMU PEKOMEH-
[auvAMK No BEAEHMIO Y3/10BbIX 06pa30BaHNIN LMTOBUAHON Xenesbl 1 UHANBUAYaNn3auma TaKTUKKN Jle4eHNA Ha OCHOBAHUW FreHeTU4eCcKoro obcnenoBaHna
NO3BONAIOT 3HAYNTENBHO YNYYLWNTL NPOrHO3 60ne3HN. B cTaTbe Ha npumepe nauveHTa ¢ cuHapomom MOH Tuna 2B ocBelleHbl BONPOChI BeAEHNA Takom
KaTteropmv 60bHbIX.

KntoueBble cnoBa: CMHOPOM MHOXECTBEHHON 9HOOKPUHHON Heonnasuu Tuna 2B, ren RET, MeaynnApHbIA pak WUTOBULOHOW >kenesbl, (heoxpoMoLmToma.
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Abstract

Medullary thyroid cancer (MTC) is a tumor originating from parafollicular C-cells and producing calcitonin. Hereditary variants consist 20-30% of all cases of
MTC. Of these, 60-85% of patients have MEN (multiple endocrine neoplasia) type 2A, 5% have MEN type 2B and 10-35% have familial forms of MTC, which
clinically manifest only by MTC. MTC characterized by relatively slow tumor growth and rapid onset of metastasis. Metastases primarily affect the lymph nodes
of the neck and mediastinum, distant metastases can be found in the lungs, liver and bone structures. Preventive thyroidectomy is the most effective method of
preventing hereditary MTC. Timely diagnosis in accordance with generally accepted recommendations for the management of nodules of the thyroid gland and
individualization of treatment tactics based on genetic examination can significantly improve the prognosis of the disease. The article focuses on the management

of this category of patients particularly in a patient with MEN 2B syndrome.
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BBenenne
MHo)kecTBeHHAsI SHAOKpUHHAs Heorvtaswst (MOH) 2-ro Tuma —

3TO CUHJIPOM C ayTOCOMHO-IOMUHAHTHBIM XapaKTepOM HacJIe-

TOBaHMA ¥ IIPEJIIONIaraeMoli paclpOCTPaHEHHOCThIO 1: 35 ThIC.

HaceneHus [1]. MOH 2-ro tina o6yc/ioB/ieHa repMUHAIbHON M-

tanyeit rena RET, KOTOpBIi pacronoxeH Ha xpomocome 10q11.2

u Bkto4daer 21 sk3oH. RET (REarranged during Transfection) ot-

KpBIT B 1985 I. KaK IIPOTOOHKOTEH, CIIOCOOHDIIT aKTHBUPOBATHCS

IIOCTIe TeHeTn4ecKoil nepectaHoBku [2]. Ero mpopgykToMm siB-

JIIeTCSL TUPO3MHKMHA3a PEeLlelITOPHOTO TUIIA, OTBEYalomlas 3a

pocr, muddepeHINPOBKY 1 BBDKMBaHUe KIeTKN. MyTalys rena

RET B aMOpVOHA/IBHBIX K/IETKAX IPUBOJUT K SKCIIPECCUI T1ATO-

JIOTMY9eCKY VI3MEHEHHOTO CBePXaKTNBHOro RET-TIpoTeNHa B Hell-

POSH/IOKPMHHBIX TKAHAX, YTO BIeYeT 32 COO0IT 6€CKOHTPOIbHYIO

KJIeTO4HYI0 pormdepario [3]. [epmunanbHble MyTauuy B RET

acCOLMMPOBAHbI C pa3BUTHEM He TOIbKO BapuaHToB MOH: 2A

(cuupgpom Cunmna) u 2B (cunppom TopnHza); HO Takxe U ¢ ce-

MeitHOIt GOPMOIT Mefy/UIAPHOTO paKa IIUTOBUIHOI >Kele3bl

(CMPIDX) [2].

Cunppom MIOH tuna 2A cocrasnsger 60-90% ot Bcex ciy-
yaeB MOH 2-ro tumna [4] 1 BKI04aer:

o Me[Iy/UIAPHBI pak MUTOBUAHOI >xene3bl (MPIIK): Bo3-
pacr MaHMqJeCTauMM - 0T 5 110 25 71eT B 3aBUCUMMOCTHM OT MY-
tamuu [3];

o peoxpomoruromy — OXII (Bcerna HaAMOYEIHUKOBOIL TOKA-
nm3aryn): B 50% crydaeB, CpeHNIT BO3PACT AMATHOCTUKY —
37,4 ropa [5];

e IIEPBUYHBIA runepnaparupeos: B 20-30% cimydaes, guarto-
CTUpyeTcs, KaK IpaBuo, 1o 39 et [6];

o 6ortesup [mpiunpysra [7];

o KOXKHBIIT JIMXEHOUIHDII aMIIonzio3 [7].
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Cungpom MIOH tumna 2B cocrasnsaer npumepHo 5-10% ot
Bcex cayyaeB cuHpoma MOH 2-ro Tumna 1 BKII0YaeT:

« arpeccuBHble popmsr MPIIDK ¢ panHeit maHudecranyen (Ha
HePBOM IOy XKMU3HMN);

o OXII (Bcerna HaAIIOYEYHNKOBOII TOKanu3anym) B 50% cy-
vaes [8];

o TAHI/IMOHEPOMATO3 CIMBNUCTHIX 000I0UEK XKeTyLOIHO-KI-
LIEYHOTO TPaKTa: y>Ke B M/IaJIeHYeCKOM I JIETCKOM Bo3pacTe
BO3MO>KHO BbISIBJIEHJ€ HEBPMHOM Ha IEPeHEeN JOpPCcaabHOM
[IOBEPXHOCTH SI3bIKa, TBEPAOTO Heba mm rnoTku [2];

 MapdaHomo00HbIIT peHOTHII C lehOpMALMAMI CKeIeTa I CY-
cTaBOB (I0NIasA CTOIA, BOPOHKOOOpasHas IpyfaHas KIeTKa);

IUTMEeHTHble IISITHA Ha /Kie, CMab0CTh IPOKCUMATbHBIX

MBIIIIII, FAHITIVIOHEBPOMbI KOH'bIOHKTVBDI, MUETVHN3AIVA PO-

TOBMYHOIO HEPBa, FAHIIIMOHENPOMATO3 M Manbdopmanys

MOYeBOTO Imy3bIpsi [7].

Y HOCuTeney BceX KIMHMYECKUX BapPMAHTOB HAC/IECTBEH-
Horo MPIIK nenerpanTHOCTD focturaet 90-100% [9]. Hau-
60s1ee YYBCTBUTEIBHBII MAPKEP OIIYyXOJIN — TOPMOH Ka/IbIIITO-
HUH (IpofgyKT cekpenunn C-K/ITOK L[UTOBYU/HON >Kee3bl —
IIDK). YpoBeHb KanbLUTOHNHA, KaK 6a3a/IbHbII, TaK 1 CTUMY-
JIMPOBAHHBI ITIIOKOHaTOM Kanbuusd, npy MPIIK nmourn Bce-
rga nospimied. MPIIDK HeyyBcTBMTE/IEH K Ty4eBOI Tepanuu,
KaK M K CTaHJAPTHBIM XMMMIOTEPAIIEBTUYECKUM CXeMaM. DTI
METOJibl B OTHE/IbHBIX C/Iy4asX MOTYT pacCMaTpMUBaTbCsA Kak
Ha//IMATUBHOE jedeHne. XUpypruueckoe yjaneHne oCTaeTcs
eMHCTBEHHBIM 9(()EKTUBHBIM METOAOM. YUUTBHIBAs, YTO
MPIIK nmeeT BBICOKMII OTEHIIVIA K JUCCEMWHALINN, PAHHEe
" afleKBaTHOE CTeIleH PacIIPOCTPAaHEHHOCTY OIYXOJIM XUPYP-
I'MYeCcKoe BMEIIATeNbCTBO — eIMHCTBEHHDIN OTEeHIIMAIbHO pa-
IVIKaJAbHBII MeTof medenus [10].
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[Tocrne omepaiuu B Ije/isIX BBIABIEHMs penyuBa 3abomeBa-
HIsI [IOKa3aHO HAOMIOfieHyie: KOHTPOJIb YPOBHS CBIBOPOTOYHOTO
Ka/IBIIVITOHMHA I PAKOBOTO SMOPIOHAIbHOTO aHTUreHa (POA).
C mesnpio OIpefie/ieHNs IPOTHO3a 3a060/IeBaHMS UCIIONB3YIOT
«BpeMs yABOeHMA KanbluToHrHa» (BYK), korja ypoBeHb Kab-
LMTOHMHA IIpEBBIIIAeT HpeAbIylnil pe3ylibTraT B 2 pasa.
B rpynmy BbICOKOTO pucka BXopAT maumeHTol ¢ BYK menee
6 MeC, I JaHHBIX MalleHTOB 10-1eTHAA BBKMBAEMOCTD OIle-
HuBaeTcs Muib B 8%. [ rpyNIIbl cpefiHero pucka, korga BYK
¢duKcupyercA B epnof oT 6 Mec o 2 1eT, 10-/1eTHAA BBDKMBae-
MOCTb OLleHUBaeTcs B 37%. B rpynmy HM3KOro pucka BXOZAT
maruents ¢ BYK 6ortee 2 ntet, 10-71e THsIsI BBDKMBAEMOCTbD Y 9TUX
60nbHbIX cocTaiseT 100% [11].

MPIXK - camas yacrtas npuunta cMepty 60abHBIX ¢ MOH
2-ro tuma [12]. Arpeccusrocts MPIIX ymenbinaercs B cre-
pyromem nopagke: MOH 2B>MOH 2A>CMPIK. Hacnen-
crBerHbIt MPIIK 06bI19HO OBIBaeT IBYCTOPOHHNM Y MY/IBTH-
¢doxanpuabiM. MPIIDK siBisieTcst 6pICTPO MeTacTa3upyloei
OIYXOJ/IbI0 C TeHJeHIMel K Me[JIeHHOMY pocTy. MeTacTaspl
oIpefie/ATCs B MMM(OY3/Iax CpefoCTeHNs, LIeHTPATbHBIX U
60K0BBIX TMM}OY3/Iax MIeN WM UMEIOT O0/ee OTAANIEHHYIO JIO-
Kam3alnio: JIeTKe, evyeHb, KOCTU. BBDKMBaeMOCTb 3aBUCUT
OT PacIpOCTpaHeHNUs OIyXomn: 10-1eTHAS BBDKMBAEMOCTD CO-
craBiAeT 95% 1A MalMEeHTOB C OIyXO0JIbI0, He BBIXOJALIEI 3a
npenenst DK, 1 40% - mpu oTganeHHbIX MeTacTasax [13].

Panee pnarnoctuka MPIIDK B ceMbsAX ¢ HanMumeM My Talumn
RET npepnpuHuManach TONbKO IPY KIMHUYECKON CUMIITOMA-
tuke. B pesynbrare MPIIDK BoIABIANCA B 3 My 4-M fecaTue-
TUM SKM3HU, HEPEAKO Ha MHKYPaOeIbHOI CTa/iUN, CMepTHOCTD
cocrapnana 15-20%. [Tocregnne poCTiOKeHMA MONIEKYIAPHON
6vioorMY POIVIN CBET HA MEXaHM3MBI OHKOT€He3a I II03BO-
TV TUIIVIPOBATD HACTIEICTBEHHbIE FTeHeTIUeCKIe HapyIIeHNs,
BoI3biBaronie MPIIJK 1 MOH 2-ro Tuna. 9Tu nccieqoBaHus
NIpefOCTABMIN BO3MOXKHOCTb ONITYMU3NPOBATh AMATHOCTH-
YyecKle 1 TepaleBThyYecKye airoputmol. [IpeBenTNBHAsA THpe-
OMJPKTOMMsI OKasamach Hambomnee 3GpHeKTUBHOIN B IeYeHUN
HacnencrBenHoro MPIIDK [14]. IlpeBeHTUBHAs TUPEOUTIK-
tomusA — 910 ypaneHue DK Ha moxknmHM4YecKoi ctagum me-
AY/UISIPHOTO pakKa (HEKOTOPBIMI CIIEI[VA/TICTAMU BCe XKe JOITyC-
KaloTcs y3noBble ob6pasosanus IIDK o 5 MM) ¢ foKa3aHHBIM
arpeccuBHBIM BapuanToM MyTary RET [15]. Beefenue mpak-
TUKV TIPEBEHTMBHOI TUPEOUAIKTOMMUM YMEHDBUINIO CMEpPT-
HOCTb oT HaceficTBenHoro MPIIDK 1o 5% [16]. [IpeBenTuBHAs
TUPEOUJIKTOMIA OINpaBJaHa Ha JOK/IMHUYECKON CTafiuy B
Lie/IAX NIpeflOTBpallleHIsI MeTacTa3MpOBaHMA, TAK KaK MeTacTa-
TU4yecKas JUcCeMMHaluA 3HAYMTEIbHO YXyALIaeT IPOTHO3.
ITpodumakTideckoe Te4eHne MO3BOJIAET YMEHBIINTD PUCK Me-
TACTATUYECKOTO MOPAYKEHNUsI perMOHaNTbHBIX TUM(aTHIeCKIX
Y37I0B, 9TO JaeT BO3MOXKHOCTb M30eXaTb HOIOTHUTENbHOI
L[eHTPa/IIbHOI TNMQOFUCCEKINN, KOTOPAsi aCCOLMUPOBAHA C
60rmee BBICOKMM PICKOM rumomaparupeosa [17] u mapesa ro-
JIOCOBBIX CBA30K [18].

Mertacraszuposanue B muMbarndeckue ysibl mpu MPIDK
IIPOMCXOANT YaCTO U MOXKET HAOMIONATbCS JaKe IPY MUKPO-
cxormryeckoM MPIIK n C-knerouynoit runeprtasun. K coxa-
nenuo, Metacrasuposanue MPIIK He ymaeTcs npefoTBpaTuTh
y Bcex nmanyuenTos ¢ MOH tumna 2B, HecMOTps Ha IIpeBEHTUB-
HYIO THPEOU/ISKTOMMUIO TTOCIIe POXKieHNs1. MeTacTassl B iMMda-
THYECKIe Y3/Ibl IIPU OITyX0/IU MeHee 1 cM BcTpedaroTcs 1o 20%
cnydaes. Takum 06pa3om, Iy OIpefiessieMO 110 JAHHBIM Y/IbT-
pasBykoBoro nccinefoBanys (Y3V) omryxonu JOMOMTHUTENBHO K
TUPEOUJIKTOMUN VMMEET CMBICT BBIIONIHATb L€HTPa/lbHYIO
MMGOAVICCEKLINIO 1IIeN, TaK KaK IpY MOBTOPHOM BMeIIaTeNb-
CTBE PUCK MHTPAOIEPAIIOHHBIX OC/IOKHEHNI 3HAYUTEIbHO
yBeIn4nBaeTcsi. B MOOOHBIX CUTYALMSX TIOCTIE BBIIIOTHEHNS
TUPEOUAIKTOMUY €3 LeHTPaIbHOI TNMPOFUCCEKIIUN PeL-
IMB 3ab60neBaHNA HabmonaeTcs B 33% ciydaes [19].

[Tanmentam ¢ MPIIDK pekomeHmoBaHO 00s13aTe/IbHOE TIPEN-
orepanyoHHoe obcregoBanne ¢ menpio BoisteaeHust OXI [3],
TaK KaK, HecMOTpA Ha To, yTo OXII npn MOH 2-ro tuna As-
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Js1eTCsL FOOPOKAYECTBEHHOI OIIYXO/IbI0, OTCYTCTBIE JIEIEHIISI
IUIIepKaTeXOTaMIHEMUY MOXKeT IIPUBECTU K JIeTaTbHOMY MC-
xony. Y manyentoB ¢ MOH 2-ro Tuna ®XIJ yacto MmynbTrdo-
KasibHast 11 OytatepajbHast. XapakTepHoit ocobeHHocTbio OXI]
pu MOH 2-ro tuna siBjsieTcst akTMBHast BBIPaOOTKa (peHNIa-
taHonaMuH-N-MeTuaTpaHchepasbl — pepMeHTa, KOTOPBIIT IIpe-
06pa3oBbIBaeT HOPAPEHAINH B aipeHAINH, YTO OLpE/e/sieT
[IPeVMYIeCTBEHHDI apeHalINHOBbII (MIN MeTaHeppPUHO-
BBIII) TUII CEKPELNY OITyXO/N. JI/Is1 [AI[VIeHTOB C OITyXOJLSIMI, KO-
TOpbIe IPOM3BOJAT IIPEVMYIIeCTBEHHO alpeHA/INH, XapaKTepHbI
crefyiomye KIMHNYeCKMe CUMITOMBI: JPOXb, 6€CIIOKOICTBO,
OZBIIIKA, TUIIEPITINKEMIS 11 «KPU30BOe» TeUeHNe apTepIaTbHON
TUIepTeHsun. B kayecTse I71aBHOTO AMATHOCTUYECKOTO TeCTa U
€aMoro TOYHOT'O MeTOfa CKPMHMHTA JICIIONIb3YIOT OIpefieieHe
IUTa3MeHHBIX WIN MOYEBBIX Qpakiuii MeTaHeppuHOB. B kave-
ctBe Tonmyaeckoit guarHocTuky OXII mpoBOAAT KOMIIBIOTEPHYIO
(KT) nnu MarauTHO-pe3oHaHCcHy0 ToMorpadumio (MPT) nagmo-
yeuHNKoB. YyBcTBuTenbHOCTD KT 1 HangmnoyeunnkoBpix OXIT
pasmepom 6oree 5 MM goxoput 1o 100%. MPT nydrue gerann-
31IpyeT COOTHOIIEHME OIyXOIU C KPOBEHOCHBIMM COCY[aMIL.
Heob6xomumo 0oTMeTUTD, 9TO 14 ManyueHToB ¢ MOH 2-ro tuma
UCIIO/Ib30BaHMe PYHKIVIOHAIbHBIX METO/IOB IUATHOCTUKY (T10-
3UTPOHHO-9MUCCUOHHAsE ToMorpadust ¢ ['*F]-dropmomnoit,
['*F]-¢dropresoxcurmokosoit wim cuyaTIrpadus c [2I]mera-
o6 H3MITyaHUINHOM) TpeOyeTCcs KpaiiHe PefKo, TaK KaK U
peLMAMBUPYIOLYE OITyXO/IN, U IEPBIYHO-MHOXKEeCTBEHHOE I10-
pakeHIe IOKAIN30BaHBbI BCEr/ja B OPIOLIHOI [TOTOCTH, & TIOVCK
BHeHajodyeyHnkoBoit OXI] n ee MeTacTasoB Npu JaHHOM
CUH[POMe HellenecooOpa3eH. YUUThIBask BHICOKUI PUCK IPO-
BeJleHNsI aHECTEe3MOIOINYECKOrO [OCOONS ¥ XUPYPIIUIeCKOro
BMmernrarenbcTBa py Hammany OXII, mrobble MHBa3WBHBIE Ma-
HUITY/IALUY HeOOXOMMO IPOBOJUTD OCTIE COOTBETCTBYIOIIEN
NIpefoTepaiOHHOI IOATOTOBKY TMITOTEH3VBHBIMM IIperapa-
TaMu. BOBIIMHCTBO KIMHNI[CTOB CYNTAIOT OL-a/{PeHOOIOKA-
Top (AB) onTMMaNbHBIM IS HOOIEPALIOHHOTO MeMKaMeH-
To3HOro BefleHMsA mnauyeHToB ¢ OXII, KOTOpPHIl ycHeuHo
UCIIOB3YIOTCA B lepopanbHoit popMe. B-AB Takke MOTYT Ha-
3HAYATHCSI, HO TOIBKO Ha (poHE OTI0KAIbI OL-aIPEHOPELIENTOPOB.
ITpu BpraBnenun OXII mokasaHo onepaTMBHOE JeYeHMe Ipe-
MMYILeCTBEHHO JIallapocKonnyeckum MetopoM. ITonnoe yna-
JleHMe JoO6pOKaueCTBEHHON CIIOPaAYecKOll OMyX0mu IpUBO-
IOUT K BbBI3JJOPOBJIEHNIO, OJHAKO IIPU HACIELCTBEHHOM
Bapuanre perypns OXII HabmofaeTcst 6omee yeM B 20% ciy-
4aeB ([IepBIYHO-MHOXKECTBEHHOE TOPAXKEHIE ), 0COOEHHO P
OpraHOCOXPAHSIONNUX ONeparysx [7].

Knunmyecknii cmydait

IIpencraBndeM KIMHMYECKUI clydail manmeHTa ¢ MOH
Ttuma 2B.

[Manuent A., 1990 rofa poXx/ieHus, BIIepBble TOCIINTATN3N-
posan B ®TBY «HMMUI] supoxkpunonorun» s Mmapte 2019 r. Ilpu
MIOCTYIUIEHNN TIPELbsIBIISI JKA/00B! HA 3MM30/bl BHE3ATHOI
C1aboCTH, COMTPOBOXKAAIOLNECS TOTINBOCTDIO, 6e3 CBA3Y ¢ Pui-
3MYeCKOIl Harpy3koi Ha ()oHe HOPMa/JbHOTO apTePUaTbHOTO
TaBIEHUS.

/13 anaMHe3a 13BeCTHO, YTO JieToM 2013 1. manueHT o6paTmi
BHIIMaHIe Ha 00beMHOe 06pa3oBaHIe B 00/IACTI IIeN, YBeTUYM-
Baroleecs B pasmepax. O6paruics 3a MEIUIMHCKOI TOMOIIBI0
TI0 MECTY >KUTE/IbCTBA B MapTe 2014 I.: MpoBeJjeHa TOHKOUTO/Ib-
Has aCIMpalOHHas 6yorncus obpasosanyst: «Cr IpaBoil JOIU
IIIK» (6e3 ouenku 1o cucreMe Bethesda u ykasanus npepmona-
TaeMOro I'MCTOIOTMYECKOTO THUIIA OITYXOJIN); B aHa/M3e KPOBU
KanpuuToHuH 60os1ee 2000 r/m1. B urone 2014 1. BbIIIO/IHEHA TO-
TaJIbHAs TUPEOUIIKTOMUS C LIEHTPAIbHOI MuM(OANCCEKIfUelL.
ITo pesynbraTaM NMaTOTMCTONOTMYECKOTO UCCIEOBAHMA MON-
TBepiKZieHa Mefy/uiapHas KapuyHoMa DK, T3ANOMO II crapgym.
ITo moBoAy MOC/IEOEPALIIOHHOTO TUIIOTIPE03a IHUIIMMPOBaHA
3aMeCTUTeIbHAsA TepalusA JeBOTMPOKCHHOM HAaTpMsS B [103€
125 MKr/cyT, Ha 9TOM (OHE JOCTUTHYTa MEAMKAMEHTO3HasA KOM-
TeHC A,
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Puc. 1. NMauueHT ¢ M3H Tuna 2B (mapdaHonoao6HaA BHELWHOCTD).

Iocne TpeonpaKTOMNM, B CBA3YU C COXPAHAIONIMMCSA TTOBbI-
HIeHNEM KaIbIMTOHWHA 0 754 1ir/mi1, a Takke manHbiMun MCKT
(Bb1siBNIEHO O6pasoBaHue B ipoekunu [IDK cieBa 18x20 MM He-
OIHOPOZHOI CTPYKTYpbI C Ka/bIMHATAMI, feopMupyIoLiee
[IPOCBET TPaXen), 3aII003PEH PeL/NB Mey/UIIpHOro paka. [To
pesy/abTaTaM MHCTPYMEHTA/IbHBIX MCCTIeOBAaHMIL JaHHBIX 3 OT-
TajleHHble MeTacTas3bl He Momy4yeHo. [TpoBefieHbl XUpypriudeckoe
yZazeHue 00pa3oBaHus IepefHEBEPXHETO CPEJOCTEHNIS, IIpe- 1
rapaTpaxeanbHast IMM(OAUCCEKINA C IBYX CTOPOH. I1o JaHHBIM
TUCTOTIOTMYECKOTO MCCIIeIOBAHNA: (parMeHThbI TUMYCa, IPU3Ha-
KOB OITyXO/IEBOTO POCTa He OOHapy)keHO. B moceonepannon-
HOM IIepuojie COXPaHANOCh IOBBbINIEHME Ka/JbLIMTOHMHA JI0
1053 mr/m.

IIpu o6cnegoBannu B 2015 . HPOBEEHO reHETUYECKOE JC-
crefoBaHue, NoaTBepauBiIee Haanyre MOH tuma 2B: BbI-
siB/IeHa repMuHanbHas myTanust RET ¢.2753T>C (3.M819T) B
TeTepPO3UTOTHOM COCTOAHMUM.

B 2018 r. mo fanubiM KT BbIsB/IeHBI 06beMHBIE 06pa3OBaHM
HAJTIOYEYHNKOB: CTIpaBa 27x24 MM, INOTHOCThIO 28-31 em.H.;
cnesa 23 MM, IIOTHOCTEIO 22 ef.H. ITo MecTy >xuTenbcTsa npo-
BOAM/IOCH UCK/TIOYEHIe TOPMOHAIBHOI aKTUBHOCTI 006pa3oBa-
HIL: SHJOT€HHOTO TUIIEPKOPTULIM3MA U TIEPBUYHOTO TUIIEpasIbIo-
CTEPOHM3MA, OfHAKO MeTaHe()PIH 1 HOpMeTaHe(PUH B CyTOUHOII
Moue He nccnefoBamuch (!). Kpome roro, 3anofospen peunpns
MeRY/UIIPHOTO paka: 1o faHHbIM Y3V B mpoeKuum ypaneHHo
nesoit gomu DK BusyanusmupoBanoch HEOTHOPOJHOE TUII09XO-
reHHOe 00pa3oBaHye C HeYeTKIMY POBHBIMI KOHTYPaMI pa3Me-
poMm 11x10x23 MM, IrUIIEpBACKYIAPU3ALINEN IPU LBETOBOM JI0-
IUIEPOBCKOM KapTUPOBAHNY 1 Y37I0BOE 00pa3oBaHue YMEPEHHO
TIOBBILIEHHON 9X0TeHHOCTH pasMepoM 10,3x6,7 MM ¢ KpOBOTO-
KOM B IIeHTpe ¥ 10 nepudepyn. BusyamsnpoBamich eqyuHmy-
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Puc. 2. NaumeHT ¢ M3H Tuna 2B (3HaumTenbHoe yToniweHue ryo,
«HEerpouaHbIin» BUA).

Puc. 4. HeBpMHOMbI KOHBIOHKTUBBI Y NauveHTa ¢ MOH Tuna 2B.

Hble iejiHble muMdaTndeckue y3iel: ciupaBa 30x8 MM, cieBa
25%6,5 MM HEM3MEHEHHOJ CTPYKTYphI. [IpoBefieHa TOHKOUTO/Ib-
Hasl acIMpalioHHasA Ouorncus obpasosanus B mpoexuyn DK -
pe3ynbTaT HemHOPMATHBEH.

CemMeitHbIll aHAMHE3 He OTATOLIEH, TAIMEHT He UMeN JieTell.
ITpu ocMoTpe: apTepuanbHOE Aapaenue — 115/75 MM pr. cT., ya-
CTOTa CepHeyYHbIX COKpameHmit — 90 yu/MuH, Macca Tena —
74 k1, pocT — 191 cm, mHAeKc Macchl Tena — 20,3 kr/m?. Obparana
Ha ce0s BHMMaHMe MapgaHonogoOHas BHEIHOCTh (puc. 1),
3HAUMTEIbHOE yTOIIIeHNe I'y6, TaK Ha3bIBaeMblil HEIPOU/HBII
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Puc. 5. MPT opraHoB GploLWHOW NOSIOCTU NPU rocnuTannsauum B
®rey «<HMWUL anpokpuHonorum» B 2019 r.

Puc. 6. KT opraHos weu npu rocnutanusauumn B ®rey «HMUL, an-
AOoKpuHonoruw» B 2020 r.

Bup (puc. 2), Ha CIM3UCTON A3BIKA (pUcC. 3) ¥ HIDKHMX BeKax
MHO)XeCTBEHHbIE HEBPUHOMBI Pa3MepoM OT 2 710 5 MM (puc. 4).

IIpu obcnepoBanyu B Mapre 2019 r. B ycnosuax OIBY
«HMMNLI sHTOKPMHONIOTUM» COXPAHAIACh TUIIePKaIbIIUTOHN-
Hemus (367 ir/mi), POA B nipezienax pedepeHCHbIX 3HAYEHMIT —
4,89 ur/mn. Io jannbiM Y3V men k kynbre nepoit gomu DK tecno
puIeXxano obpasoBanme pasmepoM 3,4x1,3x1,4 cM C HEpOBHBIMIA,
HEeYeTKVMU KOHTYpaMy, TIOHVYKEHHON 9XOTeHHOCTH, TUIIePIX0-
TeHHBIMI BK/TIIOUeHsIMIL [IpoBefieHa Iy HKIMOHHas O1OIICHist 00-
pasoBanus (Marepuan HenHpopMaTusHblii, Bethesda 1), kanbuu-
TOHMH B CMbIBe IIyHKI[MOHHOI UI7bl 1120 nir/m. Ilo gaHHBIM
MY/BTHCIIVPATbHON KoMITbloTepHolt ToMorpadvm (MCKT) o6pa-
30BaHNe TECHO NPWIEKATIO K INMIIEBO/Y, TPaxee 1 JIEBOIT 001et
COHHOI1 apTepui. Taxoke OIpeRe/A/IICh HYDKHIE APEMHBIe M-
haTmdeckue y3/Ibl ¢ MPY3HAKAMM HAKOIUIEHNSA KOHTPACTHOTO Mpe-
IIapara ¥ 04aroBble M3MeHeHNA B ITapeHXMMe JIETKNX (pasMep /1o
4,5 mm). ITo pesympraTaM MPT maHHBIX 3 METAaCTa3bl B TOTIOBHOM
MOS3Te 11 OpraHax OpIOLIHOI OJIOCTHU He MOoMy4YeHo. Takum obpa-
30M, BBIABJIEHbI DEeTMOHA/JIbHbIE M OTHA/T€HHBbIe MeTACTa3bl
MPHX. ITanMeHT KOHCY/IbTYPOBAH XUPYProM: PeKOMEH/IOBAaHO
IVHAMIT49eCKoe HaO/IOfieH e C LIe/IBI0 OCTIEYIOIEro pelleHs BO-
Ipoca 0 HeOOXO/IVIMOCTI Ha3HAYEHsl TAPIeTHO TePaIy My/Ib-
TMKUHA3HBIM MHIMOUTOPOM.

B xope o6cnenoBanust mopTBepxeHo Hamane X1 06omx
HAJIIIOYEYHIKOB C [IPENMYIIECTBEHHO MeTaHe(DPUHOBBIM THIIOM
CeKpeLVH: 110 JaHHbIM TOPMOHA/IbHOTO aHa/IN3a CyTOYHOI MOYM
MeTaHeppyH 1972,64 MKr/cyT, Hopmetanedpun 1103,68 MKr/cyT.
ITo manasiM MCKT ¢ KOHTpacTpoBaHyeM B 000MX HaII04Yed-
HMKaX BU3Ya/lIU3MPOBaMICh 00'beMHble 00pa3oBaHIiA: CIIpaBa
pasMepoM 17x18x23 mm, mmotHOCTbIO 34 ex.H. 1 31x22x35 MM,
IVIOTHOCTBIO 43 efl.H., mpueraomue nepegHuM KOHTYPOM K
HIDKHEN TIOJION BEHe; C/ieBa — pasMep 25x21x23 MM, IJIOTHOCTD
31 en.H. c son0it Hexposa. ITo gannsiM MPT ¢ koHTpacTipoBa-
HUEM B JIaTepa/bHOI HOYXKKe JIeBOr0 HA[IIOYeUHMKa TOIOIHY-
TenmbHO K oricaHHbIM Ha MCKT BbIABIEHO conmmHOe 06pa3oBa-
HueMm pasmepoM Ao 10 mm (puc. 5). B ycnoBusix ormeneHus
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VHULIMMPOBAHO JiedeHMe ITPerapaToM U3 Ipymnsl o.-Ab: fokca-
303VMH B Ha4aJIbHOI 1o3e 0,5 MT YyTPOM M BE4EpOM C TIOCTIEYIO-
MM NIOCTEIIeHHbIM YBeIM4IeHMeM JJO3bI 10 2 MT' YTPOM U Bede-
poM (KpoMe TOro, peKOMEH/0BaH IIpyeM IperapaTa 13 TPYIIIIbL
[-AD mocne BeIMVICKY 13 cTaloHapa). [TaleHT KOHCYIBTIPO-
BaH XMPYProM: peKOMEHIOBAHO OllepaTVBHOE JIedeHe (IBYCTO-
POHHSA aJJpeHaI9KTOMIS C OITyXO/IAMIM) TIOC/IE JOCTYDKEHYS aji-
PpeHepriyeckoit 61okabL.

B aprycre 2019 1. B otgene xupyprun ®PI'BY «HMUI] sHpokpu-
HOJIOru1» Ha (pOoHe afipeHepriudecKoii 67I0kabl [Kak o-ajpeHo-
PeLienTOpoB (JOKCa303UH 2 MI' yTPOM U BE4epoM), TaK U [3-aji-
peHoperenTopoB (6uconponon 2,5 Mr yTpom)] BBIIOTHEHa
JBYCTOPOHHSASA SH/I0OCKONMYecKas afipeHanskromus. ITo pesyib-
TaTaM I'MCTOTIOTMYECKOT0 MICCIeOBaHyA IOATBEP)KIEeHO Hamudye
OXII mpaBoro u 1eBOro HaJIIOY€YHMKOB: B MO3TOBOM C/IO€
0001X HA/JIOYEIHIKOB OLPENe/Is/INCh KOHITIOMEPATBHI Y37I0B C
KJCTO3HOII IIOJIOCTBIO B IIEHTPeE AMaMeTPOM MAKCYMAJIBbHO 1,7 cM
crpasa u 2,0 cM crieBa. IIpy MMKpOCKOIIMYeCKOM UCC/IefOBaHIN
¢ 06erx CTOpoH O6HapY>KeHa aHAIOTYHAs KapTUHA: TUIIEPIIIa3Us
MO3TOBOTO /1051 HAJTIOYeYHMKOB, OIIYXO/IM U3 KPYIIHBIX IOJIN-
MOpQHBIX 3HTePOXpOoMapGUHHBIX KITETOK C TUIIEPXPOMHBIMI SIi-
paMu 1 AJEepHbIMMU IICEBIOBK/IIOUEHMAMN CONMMUTHO-aTbBEOLAP-
HOTO CTPOEHMA C KUCTO3HBIMU OOpPa3sOBaHMAMM B LIEHTpe U
xpoomsmusHuamu (0 6aios mo mmkane PASS). B mocneonepa-
LIMOHHOM TIepyOfie VTHUIMMPOBAHA 3aMeCTHUTebHAA TePaIs Iep-
BMYHOI HAaJII0Y€YHMKOBOI HEOCTaTOYHOCTH: IUAPOKOPTU30H
15 mr yrpom 1 10 Mr gHeM n ¢ynpokoptizoH 0,025 Mr yTpom.

IToBropHas rocrmramusanys B PI'BY «HMILI supokpuHOmO-
rum» — B MapTe 2020 1. [Tpy nocTynnennn nalueHT NperbsaBIAT
>KaJI00BI Ha TepUOfMYecKyie aIM30bl ob1elt craboctn. B xone
TOCINTAIM3AIMH TIPY 0OC/IeOBAaHNY TUIePKATbIINTOHNHEMIA
6e3 3HaunMoit guHamuky (546,0 r/mn), POA 5,3 ur/mi. Ilo gan-
HBIM BU3Yya/IM3UPYIOIIX METOJIOB UCC/IEOBAHNA TOATBEP K jeHa
CTabMIM3anus JUCCEeMUHNPOBAHHOIO METACTAaTUYeCKOTrO IIPO-
necca MPIDXK: pasmepsl o6pasoBanus wen (puc. 6), a Takxe
0YaroB B JIETKVX 6e3 guHaMuKi. [IpUHSITO pelteHe IPOfjO/DKUTh
HaboeHne.

ITo aHHBIM TOPMOHAIBHOTO AHA/IN3a CYTOYHON MOYM MeTa-
HedpuH 180,5 MKI/CYT, YTO C y4eTOM IIPOBEMIEHHOIT IBYCTOPOH-
Hell apeHaJI9KTOMMM He IO3BONN/IO JICK/IIOYUTDH PelyinB
@XTI, B cBA3M C 4eM peKOMEH/JOBAaHbI TIIATeJIbHOE JHAMMIYe-
CKOe HaOJTIofieHNe 11 TIOBTOPHOE 00CyIeioBaHue Yepes 6 Mec.

[IprHMMast BO BHMMaHIe KaI00bl allMeHTa, C IOTI0XKNTEb-
HBIM 3¢ PeKTOM ITpOBeIeHa KOPPEKIINS 3aMeCTUTEIbHOI Tepa-
MU HafITOYeYHNKOBOI HEeOCTaTOYHOCTH, CyTOYHAs 03a U] -
POKOPTHM3OHA paclpefienieHa Ha 3 mpuema (JOIOTHUTENTbHO
HasHaueH BeYepHMIT TpyeM Ipemnapara): 12,5 Mr ytpom, 7,5 Mr
mHeM u 5 Mr Bedepom. Kpome Toro, yBemmdeHa gosa ¢ynpo-
xopTnzoHa (0,05 mr yTpom).

C manyeHTOM ITpoBefieHa 6ecefia 0 HeOOXOAMMOCTH reHeTH-
4ecKoro 06celoBaHNA POACTBEHHNKOB 1-11 CTETIeHM POfICTBA
U BO3MOXKHOCTAX IpefMMIIIAaHTAIMOHHON AMAarHOCTUKMU C
IIOC/IEAYIOIVIM 9KCTPAKOPIIOPA/IbHBIM OIUIOOTBOPEHNEM CY-
IIpyTY IpY IJTAHUPOBAHNM JieTell. BolnbHOMY pas3bsCHEHO, 4YTO
cunapom MOH Tuma 2B MokeT nepefjaBaThcs 0 HACIEACTBY U
B C/Iy4ae OOHAPYXXEHs Y ero JeTell Toil ke MyTanyu reHa RET
6ymeT HaCTOATEIPHO PEKOMEH/JOBAHO IIPOBE/IeHIE M IIPEeBEH-
TUBHOI TPEOUISKTOMUY Ha IIEPBOM IOy KU3HIL.

O6cyxxaeHue

MOSH Tumna 2B ABndgeTcs OTHOCUTENIBHO PEJKUM, HO KpajiHe
arpeccuBHbIM 3a6oneBanneM [20]. CeMeltHblil aHAMHe3 IPOCIIe-
JKVMBAETCS He y BCeX ITAI[VIEHTOB, My Tallis MOKET OBITD de 10vo.
Hamune xapakTepHbIX (eHOTUIINIECKUX IIPOSIBICHMIL, KOTO-
pble ABJATCA «BUSUTHONM KapTOYKOI» CUHAPOMA, I0/DKHO Ha-
CTOpPa)KMBATh Bpayell B OTHOLIEHNM JJaHHOI aTonoruu. Takue
CUMITOMBI 3a00/1eBaHNs SO/DKHBI ObUIN UAeHTU(UIPOBATh
ellie B IeTCKOM BO3pacTe ¥ TOIZla XKe MHUIMMPOBATb 00C/Ieno-
BaHIIe U JIedeHe MalueHTa [21]. B HacTosIIee BpeMs manmeHT
[IpU3HAH HeolepabelbHbIM U IIOCTIe KOHCTATALMN AecTabnnn-
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3aI[UM ONTyXOJIEBOTO IpoLiecca MOJIeKNUT CUCTEMHOI (TapreT-
HOJ1) TOPOTOCTOSIIelT TePaInL.

Kpome T0ro0, 6015HOMY HEIIOCPEICTBEHHO HOCTIe Bepuduka-
nuu guarnosa MPIIDK He mpoBeneHo o6cienoBaHme ist uc-
kmouennss OXII. bornee toro, nckmodyenne GXII He BbITIOTHEHO
Ja>Ke TI0C/Ie BBIAB/IEHVsI MyTanuu B reHe RET u o6Hapy>KeHVs
00'beMHBIX 00pa30BaHIIT HAAIIOYEIHMKOB. Takum o6pasom, ma-
LIMEHT BCe 3TO BpeM: IOfIBeprasics CYlleCTBEHHOMY PUCKY cep-
IeYHO-COCYUCTBIX KaTacTpod.

Ob6paraer Ha ce0s1 BHUMaHIE OTCYTCTBUE Y [TAL[VIEHTA «IJIaB-
HOro» KnmHmdeckoro npusHaka OXII - aprepuanbHOI rumnep-
TEH3UM, YTO MOXKET OBITH CBS3aHO C PeLieITOPHBIMI OCOOEHHO-
cTaAmu y nanuenToB ¢ MOH tuma 2B. B cBA3K ¢ yeM 0co6eHHO
B&)KHO BHUMATE/IbHO MHTEPIIPETUPOBATD APYIe XKATOOBI 1
aHaMHe3 )X13HU 0071bHOr0. OTCYTCTBIE SIBHOJ TMITEPTOHNY HE
JOJDKHO SIBJIATHCS MOBOJOM K OTKa3y OT HasHadeHus o-Ab [22],
TaK KaK B XOJle MHBAa3MBHOT'O BMeIIaTeTbCTBA KaTeX0IaMIHO-
BBIIT IIIOK HE MOYKET OBITh MCKITIOYEH.

BriBoabr

C y4eToM OIMCaHHOTIO KIMHMYECKOTO C/Ty4Yas BayKHO OTMe-
TUTh HEOOXOAMMOCTD YCUJIEHNS Y PaCLIMPeHNs 00pa3oBaresib-
HOTO KOHTEHTA He TOJIbKO /I 9HIOKPMHOIOTOB, OHKOJ/IOTOB,
XUPYProB, HO U Bpadeil APYIMX CIeLaNTbHOCTEN, a B YaCTHOCTH
YYacTKOBBIX Ie[IMaTPOB ¥ TepaleBToB. KpaliHe BaKHO Cliefo-
BaTh Pa3pabOTaHHBIM COBPEMEHHBIM a/IFOPUTMaM 00C/IeoBa-
HUA U edeHns nanyeHTos ¢ MOH tuma 2B. Kpowme toro, s
71y ¢ opdaHHOI MATONIOTMEl HEOOXOANMO peryIsipHoe Habmo-
TieHJe B BBICOKOCIIEL[MaIM3MPOBAHHbIX 1IEHTPaX C Ha/lMuMeM
MYIbTUAVACIUIIVHAPHOM KOMaH/bI.

(OuHaHCUpPOBaHNeE: BBIIIOIHEHO 3a CUET TOCYIapCTBEHHOTIO
3afgannA «HacmencTBeHHbIe OITyX0/IeBble CMHAPOMBI I MHOXe-
CTBEHHDBIE H/JOKPVHHbIE HEOIUIA3UI: TIePCOHAIM3ALNA IMar-
HOCTVIKI V1 JIEY€HNsT, IPOTHO3VPOBAHNE PUCKOB, UeHTNIKA-
LMA AJepHBIX ceMeii» Ha 2018-2020 rr.
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