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HacnencTBeHHbI BapyaHT MeRyfIApPHOro paka LWUTOBUAHOM >Kene3bl
(MPLLX) sBnaetcA KNMHMYECKUM MPU3HAKOM CUHOPOMA MHOXXECTBEHHOWN
SHAOKPUHHOWM Heonnasun 2-ro tuna (MOH-2A n M3H-2b). CuHgpom M2H -
reHeTnyeckn AeTepMUHUPOBAHHAA NaTonorma C ayToCOMHO-AOMUHAHTHbIM
TUNOM HacnefoBaHWA (T.e. KaXkAbli BTOPOW MPAMOWN POACTBEHHUK, Y KOTOPOrO
BbIAABNIEHA MyTaLWA, MOXKET ABNATbCA HOCUTENIeM aHanormyHon mytauum) [1].
CornacHo gaHHbIM $pPaHLy3CKOro HaLMOHANIbHOrO MUCCefoBaHMA CPeHMWNA
BO3pacT MaHudpectaunm MPLK npn cunapome MOH-2A coctaBnseT 29 net B
3aBMCMOCTU OT BbIABNEHHOM MyTaumm [2, 3].

Ona MPLPK B coctaBe cmHgpoma MOH-2A xapakTepHO ABYCTOPOHHee 1
MynbTidoKanbHoe nopaxeHue. Momumo MPLLX komnoHeHTamy cuHppoma
M3H-2A aBnsaTca peoxpomMoLmUTOMa U/Unn NepBUYHbBIA FNepnapaTupeos.
OnarHo3 cnHgpoma MDH-2A nnu MDH-2b noateepAaetca KIMHUYECKON
KapTUHOWN, reHeTUYeCKMM NCCIIefOBaHEM U BbIABNEHMEM MyTaLuy B MPOTO-
oHkoreHe RET (rearranged during transfection). B 3aBucMmocTu oT xapakTepa
MyTaumn onpepenaeTca puck arpeccmpHoctn MPLLXK.

YpoBeHb D nmeeT cambii BbICOKMI puck arpeccnBHocty MPLLUXK. [laHHaA
MyTauumaA BKtoYaeT 883-1 1 918-i1 KoJOHbI 1 accoLMMpoBaHa C Hambonee paH-
Hell MmaHndecTaumen 3a60eBaHNs, CaMbiM BbICOKMM PUCKOM MeTacTasnpo-
BaHMA U CMepTHOCTU. YpoBeHb C XapaKTepmn3yeTca CYLIEeCTBEHHbIM PUCKOM
arpeccmHoro TedyeHua MPLK, ogHako meHbLlwunm, yem B rpynne D, n Bknova-
eT B ceba myTauum B KogoHe 634. YpoBeHb B nmeer ele 6onee HN3KMIN ypo-
BeHb arpeccusHoctu MPLLX 1 Bkntouaet B ce6a myTauumm B 609,611, 618, 620
1 630-M KooHax. YpoBeHb A npeacTaBfifaeT HaMEHbLUNI YPOBEHb arpeccumB-
HOCTW 1 accoLMmMpoBaH ¢ MyTauuamn B 768, 790, 791, 804 n 891-m KogoHax.

Ona deoxpomouuntTombl B cocTaBe cMHApoma M3IH-2A TakxKe XxapaKTepHO
LBYCTOPOHHee nopakeHue [4]. o JaHHbIM ameprKaHCKOro 1cciefoBaHus,
NpoBeAEHHOrO € yyacTuem 85 naumneHToB ¢ cmHgpomom M3H-2A, nona nauu-
€HTOB C 2-CTOPOHHeN PpeoxpomoLmToMon cocTaBuna 72%. CpegHuin Bo3pacT
BbifBNeHNA deoxpomounTombl 6611 34 roga (17-60), a cpegHUN pasmep ony-
xonu - 3,8 cm (1-14 cm) [8].
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KINMHUYECKUI CNYYAN

MayuenT M., 30 net (07.05.1990 r.p.), npoxkuBaeT B T. [pyxaHbl (BpecTckan
0651acTb).

Brnepsblie obpatunca B Y3 «MUHCKWIA rOPOACKON KIMHUYECKUA OHKOJO-
rMYecKnin grucnaHcep» (PecnybnMKaHCKMIA LEHTP OMyXOoJei LWMTOBUAHON »e-
ne3bl) 25.07.2019 r. No npurnaweHunio Ha 06cnefoBaHMeE C yYETOM CEMENHOTO
aHaMHe3a. MaTb nauueHTa, 05.08.1964 r.p., Habnogaetcsa B «PecnybnukaH-
CKOM LieHTpe onyxosen WNTOBUAHOM Xese3bl» No noBogdy cnHapoma MoH-2A.
B 2012 r. y Hee ycTaHOBNEH AMarHo3 «<MefyiIfipHbIA PaK WUTOBUAHOM Xene-
3bl pT3N16M1- 4-1 cTagus», B 2012 I. BbINONHEHa aipeHaNISKTOMUA CrpaBa
no nosogy ¢peoxpomouutombl. C Lenblo NOATBEPXKAEHUA HACNe4CTBEHHON
3Tronorny 3abonesaHnsa B PecnybiankKaHCKOW MOJSIEKYNAPHO-FeHeTMYeCKon
nabopatopun KaHueporeHesa 'Y «Pecny6ivMKaHCKMI HayUHO-MPAKTUYECKNT
LEeHTP OHKONOIrMnN 1 MeauuuHcKkon paguonorum um. H.H. AnekcangpoBsa» Bbli-
NOSIHEHO MOJEKYNAPHO-TeHeTUYeCcKoe NcciefoBaHne C onpegeneHnem nep-
BUYHOW CTPYKTYpbl 5, 8, 10, 11, 13, 14, 15 3K30Ha npoTooHKoreHa RET ¢ mnc-
Nosib30BaHMEM MeTofa CEKBEHNPOBaHMA. [lnarHOCTMPOBaHa MyTaUnsA B reHe
RET (11 ak30H): C634Y, accounmnpoBaHHas C pa3Butuem cuHapom MoH-2A (ka-
Teropua pucka C).

Ha MoMeHT nepBrYHOro ocMoTpa nauueHT M. xanob He npegbssasn. O6-
Lee cocTosAHMeE 6bino yaosnetTBoputenbHbim, ALl - 120/80 mm pT. ¢T, YCC - 78
yAapoB B MUHYTY. [lanbnaTopHO y3/10BaA NaTonorua WUTOBUAHOW Xefe3bl He
onpegenanaco. MNpu ynbTpasBykoBoM nccnegoaHum (Y3M) BbiaBneHoO y3no-
BOe 0O6pa3oBaHVe NpaBol JONN WHUTOBUAHOWN ene3bl: HEOAHOPOAHbIN Y3en
C MUKpOKanbLUMHaTamMy 6e3 YeTKOro KOHTYpa, HenpasuiibHOM GopMbl 6X9%X9
MM, 06bem - 0,23 mn TI-RADS 4a, Ha poHe HOpManNbHOro 06bema LWUTOBULHOM
»ene3bl 8,5 mn (pucyHok 1). [MapaBa3anbHo cneBa B cpegHen TPeTy LWen onpe-
Jenanca numbaTnyecKnin y3en HOpManbHON 3XOCTPYKTYpbl 10-4 MM, gpyrue
pervioHapHble NMMbOY3bl 6bIn He n3MeHeHbl. Mo KoHTponem Y3U npose-
[leHa TOHKOVTOoJIbHAas acnuMpaunoHHasa bruoncysa y3na npaBoi fonu. YunTbiBas
pe3ynbTaTbl LUTOMOMMYECKOrO 3aKJTIUEHNA NYHKLUMOHHOW broncun (y3noBoi
3006, knacc betecfa 2), NpUHATO pelleHne O NPOBEAEHNN CTUMYTALMOHHON
Npo6bl HA KaNbUUTOHWH ¢ 10% rIIOKOHATOM KasibLs (PUCYHOK 2).

YpoBeHb KanbUMTOHVHA A0 BBeAEHWA MMI0OKOHaTa Kanbuma coctasun 74,75
nr/mn (Hopma — go 11 nr/mn). Pe3ynbraTtbl CTUMYNALUMOHHON NPO6bI BbISABUMN
yBeInyeHve ypoBHA KanbUUTOHMHA B 16 pa3: KaNibLUUTOHWH — Yepes 2 MUHYTbI
nocne BeegeHnA 20 mn rAKoHaTta Kanbuua — 1095,3 nr/mn, KanbUUTOHUH —
yepes 5 MuHyT BBegeHus — 1197,2 nr/mn. Pe3ynbtaTbl NpoBeAeHHO Npobbl
ABUIWCb PeLlAoWMMN B MOMTYYEHUN COMlacuA naumeHTa Ha Xupyprmyeckoe
neyexwue.
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PucyHok 1
Y31 kapTuHa y3noBoro o6pasoBaHunsA NpaBoil OV WTOBUAHON XKenesbl 1
pernoHapHoro num¢arn4yeckoro ysna

[eHeTuueckoe nccnenoBaHve BbIABUIO Y NaLMeHTa Hannume repMmHanb-
Hol myTauun B RET npotooHkoreHe C634Y, accounnpoBaHHOW C pa3BuUTneM
cnHgpom M3H-2A (kateropusa pucka C) (puc. 3).

YunTbiBaa [daHHble CEMEeNHOro aHamHesa, MOJSIeKYNAPHO-TeHeTUYeCKo-
ro UccnepoBaHusA, pesynbTaTtoB o6C/eloBaHNA, NaLMEHTy NpoBeAeHa npe-
BEeHTMBHasA Tupeougsktomusa (09.2019 r) C yueTom MOPPONOrMYecKoro
NCCNefoBaHNA BbICTaBNEH AMarHo3 «bunatepanbHblii MefynnAapHbIA pak
pT1amN16MO — 4A cTagna», YTO SABUIOCb OGOCHOBAHMEM BbINMOSIHEHUS MO-
BTOPHOW onepauumm B 06bEMe LieHTpanbHOW U ABYCTOPOHHEN natepanbHom
wernHon numdopauccekumu. Mocne XMPypruueckoro neveHus nauueHTy Ha-
3HayeHa 3aMecTMTeNIbHasA rOPMOHasibHasA Tepanua NeBOTUPOKCUHOM.

Ha 2-e cyTkn nocne onepauun y naumeHTa noABUANCH 3NN304bl agpeHa-
NOBbIX KPM30B € noBbiweHnem Al 8o 210/110 MM. pPT. CT., CONPOBOXKAAIOLLNXCA
OAbILLKOW, TaXMKapAuen, NOTINBOCTbIO, APOKbIo BO BCEM Tenle.

nr/mn 1400
1200 1197,2
1000 10953
800
600
400
200

0 74,75

basanbHbin 2 MUH 5 MWH

PucyHok 2
Pe3ynbTraThi NPo6bl Ha CTUMYNIALMIO YPOBHA KalbLMTOHMHA, Nr/mn
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PucyHok 3
leHeTnyeckuit nacnopt naymenTa M.

Mpwn o6cnegoBaHnn No aaHHbIM KT opraHoB 6ptoLHON nonoctu ¢ 6ontoc-
HbIM yCUIEHNEM BbIABIIEHbI KUCTO3HO-CONMAHbIE 06pa3oBaHma 0bomx Hagno-
YeyHNKOB — cnpaga 6,9x6,1cm, cnesa fo 4,3%3,3 cm.

Pe3ynbTaTbl ropMOHaNbHOro UCCNeAOBaHNA KPOBU MOKa3anu MOBbllleH-
Hble YPOBHU Nna3meHHoro metaHedppuHa B 2,5 pasa (162 nr/mn, Hopma — fo
65) n HopmeTaHedpurHa B 4 pa3a Bbllle BepXHel rpaHuLbl Hopmbl (802 nr/mn,
HopMma - o 196).

C uenbio NpegonepaLMoHHON NOArOTOBKN Ha3HauYeH JOKCa303MH 2Mr/cyT-
Ku, 1 15.10.2019 r. naumeHTy nposBefeHa nanapocKkonnyeckasa ABYCTOPOHHASA
afpeHansaKToMuA B OHKoxupyprudeckom otaeneHun N°4 Y3 «MIKO». Ha-
3HaueHa 3amecTuTeNIbHaA Tepanua HagNoOYeYHMKOBOW He[OCTaTOUHOCTH. o
pe3ynbtaTam mMopdonornyeckoro muccnefoBaHusa: geoxpomouutToma oboux
HaAMOYEYHNKOB.

Snn3ofbl agpeHasnoBbiX KPU30B, a Takxe Apyrve CUMMATOMbl NaTonormm
HaAMOYEYHNKOB MocCne MNpPOBeAEHHOrO OMnepaTMBHOIO BMellaTeNbCcTBa Yy
nauneHTa He BO30OHOBNANUCL. [luHaMmnyeckoe HabnogeHve B 12.2019 . n
06.2020 r. naToNorMyecknx OTKNOHEHWI B COCTOAHUWN NaLieHTa He BbIABMUIO,
YPOBEHb 3aMeCTUTENbHON Tepanunm afeKBaTeH, YPOBEeHb KaslbLMTOHMHA Haxo-
anTtca B npegenax 8-9 nr/mn.
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MauneHTy BbiCTaBneH gmarHos: cuHgpom M3H 2A: 1) MegynnapHbin pak
LWMTOBMAHON Xese3bl, GrnatepanbHoe MOpaXkeHve, C MeTacTa3amn B LIeit-
HbIX Tumdoy3nax cnpasa pT1amN1bMO, 4A ctagua. Xnupypruyeckoe neyeHve
09.2019 r,; 2) ®eoxpomoLUTOMbl 060UX HagnoyeyHUKoB. CoCTosHNE nocie
[BYCTOpPOHHeW agpeHanaktomumn 10.2019 .

MonekynapHo-reHeTYecKoe UccefjoBaHne NPoBeAeHo Takxe bpaTy na-
umneHTa E., KoTopoe He BbifBUno myTaumm reHa RET B 11 aK30He.

3AKJTIOYMEHUE

BospacTt yctaHoBneHusa grnarHoza MPLK n peoxpomouutomsl B coctaBe
cuHgpoma M3H-2A coctasun 30 neT; y naumeHTa AMarHOCTMPOBaHO bunaTte-
panbHoe NMopakeHune WMUTOBUAHOW Xene3bl U BbisiBNIeHbl GeOXPOMOLUTOMbI
(nobpokauecTBeHHble) 0O60MX HAAMOYEYHUKOB, UTO B LieSIOM COOTBETCTBYET
KNUHUKO-3MMAEMMNONOTMYECKM JaHHbIM, NpeACcTaBNeHHbIM B MeXAyHapona-
HbIX UCCNeAO0BaHUAX, XOTA N CBUAETENIbCTBYIOT O NMO3AHEM BbiABNEHNN 3a60-
neBaHuA.

HecmoTps Ha To, uto BrnepBble M3H crHapom 6bin onvcaH
6onee 50 neT Hazag, 4O CUX MOP Y KNNHWLMCTOB, B TOM YnCiie U

BbICOKOPA3BUTbIX CTPaH, HET HACTOPO>KEHHOCT B BbIIBAIEHWN AAaHHOMN
natonoruu [9].

AHanu3npya BbILLEN3IOXKEHHbIN KNUHUYECKUI CAlyyal, MOXHO chenatb
BbIBOJ O Ba’KHOCTM paHHEN AMarHOCTUKM HaceaCcTBeHHOro sBapuaHta MPLLPK
B cocTaBe cmHapoma M3H-2A, Takxe, Kak U AUarHoCTUKN GpeoxpomMoLUTOMBI.

AKTyaJIbHOCTb CBOEBPEMEHHOTO BbIsIBNEHMA 3a0051€BaHUS, COMMACHO AaH-
HbIM 3MMAEMMONIOTMYECKNX UCCNIeA0BaHNIA, 00YCIOBMIEHA, B MEPBYIO 0uepesb,
YacToTOlM BO3HMKHOBEHMWA HAaCEACTBEHHOIO BapuaHTa 3aboneBaHnsa B MOJIO-
[IOM BO3pacTe, ObICTPbIM METACTa3MPOBAHMEM OMYXO/U, a TaKXKe [BYCTOPOH-
HVM NOpaXeHMemM HagMOYEeYHNKOB C KITMHNYECKMMN NPOABAEHNAMN CUMNa-
TO-afPEHaNOBbIX KPMN30B, YTO ABNAETCA MOLLHbLIM GpaKTOPOM puUCKa CepaeYHo-
COCYAUCTbIX KaTacTpod B MONOLOM BO3pacTe.

B oTnmumne ot TpagnLMOHHBIX METOAOB BbiABNEHMNA 310Ka4YeCTBEHHbIX Ony-
xonen WK, B Tom uncne n MPLLK, reHeTnyeckoe TectupoBaHue reHa RET no-
3BOJIAET BbIABNATb MOTEHUMANIbHbIX NALMEHTOB A0 NOABMEHMA Y HUX KNNHNYe-
CKUX U BUOXMMMYECKX MPU3HaKoB pa3suTna MPLLK, Tem cambim OTKpbIBa-
€T NyTb K NPOdUNAKTMKE 3TOro 3a00N1eBaHUs N paclInpseT TepaneBTMYecKne
BO3MOXKHOCTW NPU HAaCNeACTBEHHbIX CUHAPOMax M3OH 2.
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MpencTaBneHHbIe KNMHMYECKMe AaHHble 060CHOBbLIBAKOT
Heob6XxoAMMOCTb MPOBEAEHUA MOJNIEKYNIAPHO-FeHETUYECKOrO

nccnegoBaHUA POACTBEHHMKAM 1-1 NIUHWM POACTBA NaLMEHTOB C
cnHagpomom M2H-2A.
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