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BBenenue. ATunuuHble TEpaTOHI-pabAOMIHBIC OIyXONU
(ATPO) sBisitOTCSl Upe3BBIYAHO PEIKUMM arpeCCUBHBIMU HO-
BOOOpPA30BaHUSIMU JETCKOTO BO3pacTa C IPEUMYNIECTBEHHOM
BCTPEYAEMOCTBIO y MALUEHTOB 70 3 JeT M IOMUHUPYIOIIEH
JIOKalIM3aluued B Ipeleiax LEHTPaJbHONM HEpBHOW CHUCTEMBI
(IIHC). HecmoTpst Ha WMHTEHCHUBHBIE KOMIUICKCHBIE METOMBI
Tepanuy, MPOTHO3 Yy JaHHOH Kareropuu OONBHBIX OCTAEeTCs
HEYJOBJICTBOPUTEIILHBIM.

Onucanue cayyas. Hamu npezacrasieH ciaydail arpeccus-
HOTO TeueHus nepBuyHO-MeTactatndeckoid ATPO B couetanun
C IIMOMOM HM3KOM CTENEHU 3JI0KaYeCTBEHHOCTH y NALUCHTKU
MIEPBOTO TOfA >KU3HM C CHHIPOMOM HPEIPacIONOKEHHOCTH K
pabmongHbM omyxonsM | Tuma (HacleACTBEHHOW MyTauuen
B reHe SMARCBI). IlpumeHeHre KOMIUICKCHOW HMHTEHCHBHOU
MIPOTHBOOITYXOJIEBOH TEpaNuy, COITIacHO pekoMeHmanusM Me-
nunuHckoro yHuBepcutera Benst (MUV ATRT) u meTpoHOM-
HOW XMMHOTEPAIHH, COIPOBOXKAAIOCH UIUTEIILHBIM Y (eKToM.
Tem He MeHee IPH MOCIEAYIONEM CTPEMUTEIFHOM ITPOTPECCH-
poBaHUM 3a00J€BaHUS BCE IOIMBITKH JICUEHHUS] OKa3aluch 0e3-
pe3yNbTaTHBIMU, U INALMEHTKAa CKOHuYanach crycrs 44 mecsua
MOCJIe TOCTAHOBKU JMAarHo3a.

KonroueBble ciioBa: artumuyeckas TepaToua-pabIOUIHAs
OIyXOJIb; CHHJPOM IIPEAPACIOIOKEHHOCTH K pabIouJIHBIM
OITyXOJISIM; METPOHOMHAsI XUMHUOTeparnus; netu; omyxonu [THC;
BBICOKOJI03HAs XMMHUOTEPAIus
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Introduction. Atypical teratoid rhabdoid tumors (ATRO)
are extremely rare aggressive tumors of childhood with pre-
dominant occurrence in patients under 3 years of age and pri-
mary localization within the central nervous system (CNS). De-
spite intensive multimodal treatment approaches, the prognosis
in this cohort of patients remains unsatisfactory.

Case description. We present a case of an aggressive pri-
mary metastatic ATRT in combination with low-grade glioma
in infant with rhabdoid tumor predisposition syndrome I (he-
reditary mutation in the SMARCBI gene). The use of mul-
timodal antitumor therapy according to the recommendations
of the Medical University of Vienna (MUV ATRT) and metro-
nomic chemotherapy was accompanied by a long-term effect.
However, with the subsequent rapid progression of the disease,
all treatment attempts were unsuccessful, and the patient died
44 months after diagnosis.
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BBenenue

ATHTIMUECKUE TEpaTouA-paOIOUHbBIC OIYyXOJH
(ATPO) sBISIOTCS pEAKUMHU BBICOKO arpeCCHBHBIMHU
SMOPHOHATILHBIMA HOBOOOPA30BaHUSMH, COCTABIIs-
romuMu 1-2 % Bcex 370KaueCTBEHHBIX HOBOOOpa-
30BaHMi LeHTpanbHOW HepBHOH cuctemsl (LIHC)
neTckoro Bo3pacta u mo 20 % y mereit muaiiie
Tpex Jser [1, 2]. Cnenyer OTMETUTh BBICOKYHO 4Ya-
CTOTY MEPBUYHO-METACTATUICCKHUX CTAANN OOJIC3HH,
cocrapmnstonx 2040 % cimydgaes [3]. ¥V 10-35 %
naiueHToB ¢ ATPO wnMeeT MecTo Hajauuue Ha-
CIIEZICTBEHHBIX MyTanuii B reHax SMARCBI, pexe
SMARCA4, dro acconmmupoBaHO C OoJiiee paHHUM
BO3pacToM MaHU(ecTaluy 3a00JIeBaHUs, a TaKKe
pa3BUTHEM CHHXPOHHBIX WU MYJIBTH(POKAITBEHBIX
OITyXOJIEH C arpecCUBHBIM KIMHUYECKUM TEUEHHEM
[4, 5]. OTOT cHHAPOM MMEET ayTOCOMHO-IOMUHAHT-
HBI TUIl HACJIEOBAHUS, HO HEPEIKO MYTalusi BO3-
nukaer de novo [5].

Ha cerognsiHuii 1eHh HE CYIIECTBYET E€IMHBIX
pexomennanuii mo nedenuro ATPO IIHC, no Bce
MIPUMEHSEMbIE CXEMBl OCHOBAHBI Ha MYJIBTHMO-
JTATBHOM TIOJIXOJI€ C BKJIIOYEHHEM XHPYPrUUYECKOIo
stamna JiedeHus, nojuxumuorepanuu (I1XT) c/6e3
peruoHapHoid XT, BBICOKOIO3HOH XMMHOTEPANUU
(BAXT) c ayTosnorn4yHoi TpaHCHJIaHTalUeld remo-
MMOATHYECKUX CTBOJIOBBIX KieToK (ayroTI'CK) m
nyueBoit tepanuu (JIT). HecmoTps Ha uHTEHCHB-
HOCTH TPOBOANMOTO JICYEHHS, PE3YJIbTaThl OCTAIOT-
Csl HEY/IOBJIICTBOPUTEILHBIMA C JIOCTH)KEHUEM TIsi-
TUJIETHEH TNPOJOKUTENIBHOCTH KHU3HU B CpETHEM
40 % £ 10 % [6-9].

Hawmnyuimue pesynprarhl JI€UeHUS MAlUEHTOB C
ATPO HHC momy4eHbl TpyIImol HCCIenoBaTenei
MenuuuHckoro yHuBepcurera BeHbl (poTokomn
MUV-ATRT) [10]. CornacHO OmyOIHMKOBAaHHOMY
KIIMHIYECKOMY HCCIICIOBAHHIO, B TIOCIEONEPAIlHOH-
HOM TIepHO/Ie aBTOPaMH HCIOIb30BAINCh WHTEHCUB-
Hasg [IXT B KOMOWHAIMK C WHTPABEHTPHUKYJIIPHOU
XT, a takxe BIAXT c ayroTT'CK. IlpoBenenue no-
KaJIbHOW JIy4eBOM Tepanuy NPOBOJMIIOCH MOCHE 3a-
Bepuienust XT. [Ipoduiab TOKCHYHOCTH Tepanuu co-
OTBETCTBOBAJI Y/IOBJIETBOPUTEIbHOMY. IlsTHNETHAS
OB u bCB B onucannoii rpynmne coctasmin 100 %
u 88,9 % £ 10,58 % cootBetrctBenno [10]. Cnenyer
OTMETHTH, YTO JaHHBIE OBUIM TOJIYYEHHI HAa MAaJlOH
BBIOOpKE TAIMEeHTOB (n = 9), mogauepkuBas HE0OXO-
JUMOCTh TIPOBENICHUS JaJbHEUINX Oosee KPYIHBIX
WCCIIEIOBaHUH. B COOTBETCTBUM C JHMTEpaTypPHBIMH
JaHHBIMH, (aKTOpaMu ONaronpUsTHOTO IPOTHO3a
SBIISIFOTCSI CYTIPaTEHTOPHANTbHAS JIOKATU3aIHsl OITy-
XONM, JIOKajJbHas CTaaus, MOJEKYJIsSpHO-TeHEeTHYe-
ckasg rpynma ATRT-TYR, pagukanpHas omeparus,
BO3pACT MAIMEHTOB CTapIlle TPEX JIET, OTBET Ha IPO-
Bogumyto [IXT w/mmu JIT [9, 11].

B oTHOmIeHUN pedpaKkTepHBIX U PEIHUIUBUPYIO-
mmx ciaydaeB ATPO Ha ceropssimHuii JCHb TaKXKe
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OTCYTCTBYIOT CTAHIAPTHI, a HCIOIH3yEMBIE CXEMBI
JICYEHUS] TIPEJICTABICHBl EAMHWYHBIMU CITydasMHu
3QPEKTUBHOCTH M OJHOLEHTPOBBIM OIBITOM TMPH-
MEHEHHU. P MpoBOOUMBIX HMCCIEAOBAHUNA MOCBS-
IEH MPUMEHEHUIO TapreTHOM U HUMMYyHOTEpamuu,
a TaKkKe METPOHOMHBIX pexumoB XT [12-14],
MPEUMYIIECTBAMU HCIIONB30BaHUSI KOTOPOW SIBIISI-
IOTCSI HETIPEPHIBHOE MOBPEKIAIONICE BO3ICHCTBHE
Ha DHJIOTEIHANbHBIE KIETKH C peajn3aleil aHTH-
AHTUOTEHHOTO J(deKTa U YIOBICTBOPHUTEIbHAS
nepeHocumocth Jsedenns [15-18]. B coueranun
C TapreTHBIMHU MperaparaMd OHA MOXKET SBISATHCS
3¢ (GeKTUBHOW OMIUeH, MO3BOJISIONIEH JTOCTUraTh
KOHTpOJs Han 3aboneBanmeM y 3040 % manuen-
TOB ¢ oMOpuoHanbHbIME onyxoisimu LIHC, Bkiro-
qast ATPO [14-20].

Hamu npencraBieH KIMHAYECKHM ciiyyail jeue-
Hus ATPO B coderaHnu ¢ TaHTIIMOTTIMOMOW y Tia-
[MEHTKU PaHHETO BO3pacTa C HAJIWYHEM CHHIPOMA
MPEIPACIIONIOKECHHOCTH K PAaOJIOUIHBIM OITyXOJISIM.

Onucanue KJIHHHYECKOTO ciyuyasi

[Tanmentka II. B BO3pacte 4 MecsmeB oOpa-
TUJIACh 32 MOMOIIBIO B CBSI3U C KIMHUYECKUMHU
MIPOSIBIICHUSIMA  HAPACTAIONIETO THIIEPTEH3HMOHHO-
runponedarbHOro cuHApoMa. I3 aHamHe3a wu3-
BECTHO, YTO C IEPBOTO MECAlA >KU3HU JIEBOUKY
OeCTIOKOMJIN TIePHOANYECKHE PBOTHI C YCHIEHHEM
WX HUHTEeHCUBHOCTU. KpoMme TOro, ormevanoch Io-
SIBJICHHE HEUpOreHHOH kpusoiieu. [Io pesynpraram
MPT romoBHOTO MO3ra IHMArHOCTHPOBAHO OOBEM-
HOe o0pa3zoBaHUe MpPaBoi reMucdepbl MOPKEUKa H
IV xenmynouka HEOTHOPOIHOW KHCTO3HO-COJIMIHOU
CTPYKTYpBI, MpOpacTaioliee B MPaBbIe OTIACIBI HO-
KEK MO3ra, MPOJO0JITrOBaTOr0 MO3ra M MOCTa C HX
KOMIIPECCUEH, AaKTHBHBIM HEOAHOPOAHBIM HAKO-
IUICHUEM KOHTPACTHOrO Iperapara U (HhopMupoBa-
HUEM OKKIIFO3MOHHOW TPUBEHTPUKYJSPHOU TUAPO-
nedanuu, a TakXKe MaTOJOTHYECKUe OO0pa3OBaHMSI
MMMHEAIbHON 00JIaCTH C HEYETKHMH W HEPOBHBIMH
KOHTypaMH W JICBOH JIOOHOW JIOJHM, aHaJIOTHYHOM
MP-cTpyKTypbl, HE HAKallJIMBAIOIUE KOHTPACTHBIM
npemapar (puc. 1).

[TanMeHTKa rocnUTAIN3UPOBAaHA B HEHPOXHUPYP-
ruueckoe otaeneane ®I'BY «HMUILL um. B. A. An-
Ma3oBa» MunszapaBa Poccuu, rne BBIIOTHEHO 4Ya-
CTHYHOE yhaneHue obpazoBanus. [lo pesynsratam
TUCTOJIOTMYECKOT0O M HUMMYHOTHCTOXMMHUYECKOTO
uccnenosanuii Bepuduimposana ATPO. B panHem
rocJieonepaluoHHoM nepuoze mo faHubiM MPT ro-
JIOBHOTO M CIIMHHOTO MO3ra ¢ BHYTPHUBEHHBIM KOH-
TPAaCTUPOBAHUEM BBISIBICHBI IIPU3HAKUA OCTATOYHOTO
00pa30BaHus MepeIHEMEINATBHBIX OT/ICIOB MPaBO
reMucqepbl MOIKEUKA, XapaKTePU3YIOLIETOCs H30-
uHTeHCUuBHBIM MP-curnanom Ha T2-BU u TIRM
(puc. 2), oOpazoBaHusl MUHEATBLHON 00NACTH U Jie-
BOH JIOOHOW J0MH, BU3yanu3upyemble paHee. [laro-
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Puc. 1. O6pasoBanue (A — akcHanbHBI cpe3 U b — KopoHanbHBII) MpaBoil remuchepbl MoKedka U IV Kemymouka KHCTO3HO-COMHIHON
CTPYKTYpBI, HaKaIUIMBAIOIIee KOHTpAcT, pa3Mepamu 53 x 43 x 37 mm. 1B — ouar jeBoif 100HOH Homu oBanbHOU (OPMEL 6,5 X 6 MM,
n3onHTeHCHBHOrO MP-curnana nwa T2-BU u Tirm, He HakaruuBaromiee rnapamarsetuk; 1, I' — oOpa3oBaHue muHeaibHOH 00IacTu
aHanornyHoi MP-ctpyktypsl pasmepamu 14 x 12 x 16 mm

Puc. 2. OcrarouHoe oOpa3oBanue (A — KOpPOHAIBHBIH 1 b — akcuanmbHBIA Cpe3bl) NepeIHEMEAMAbHBIX O0T/AeN0B [V jkenynouka, mpaBoii
remucheps
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JIOTUYECKUX M3MEHEHUHN CIIMHHOTO MO3ra HE BBISIB-
neHo. OmyXoJeBhIX KJIETOK B JIUKBOpE, JaHHBIX 3a
SKCTpPaHEBPAIbHOE METACTA3UPOBAHHE MOTYUYCHO HE
O0nu10. Ha OCHOBAaHWHM pe3yibTaToB T000CTIETOBAHUS
ycranosiieHa cragus R+M,. C uenbio nposeneHus
UHTPaBEHTPUKYJSIpHON (1/B) XT ObUT MUMILTAHTHPO-
BaH pe3epByap OmMmaiis.

IIXT uHUIIMUpOBaHa B TE€YEHUE TPEX HEAEIb MO-
CJIe XUPYPTUYECKOTO JICYSHHsI, COTIACHO MPOTOKOIY
neuenust ATPO LIHC y npereit ®I'BY «HMUIL nwm.
B. A. AnmazoBay Munznpasa Poccun, pazpaboran-
HOoro Ha ocHoBaHuu pexkomennauuii MUV-ATRT.
O6mas pmrenbHocTh TIXT cocraBuna 29 Henmenb,
BKJIFOYAsT allbTEPHUPYIOIINE KB IKIohocha-
MUJI/BUHKPUCTHH, 48-4acOBOW TOKCOPYOMLIUH, BbI-
COKOMO3HBIN MeToTpekcar (5 r/m?), upochamumy/
ATOMO3WI/IIUCIUIATHH B COYETAHUU C W/B BBEJICHU-
SMA [IUTOCTATHKOB (3TOmo3u/untapadut). Hau-
Ooiiee 3HAYUMBIMU OCJIOKHEHUSIMHU TEparuu ObLIH
HEUTPONEHNYECKHI DHTEPOKOIUT Ha (OHE TMOCT-
[UTOCTaTHYECKOW arjia3uil KPOBETBOPEHUS, METO-
TpEKCaT-UHAYIUPOBAHHOE MOPAXKECHUE KOXKHU IEpH-

aHanmpbHOM oOnactu. Ha QoHe sedeHuss NOCTUTHYT
YaCTUYHBIA OTBET C TOCIEAYIOIUM TPOBEIECHUEM
BAXT B pexume KapOOIIaTHH /THOTENA /3TOMO3HT
¢ aytoTI'CK.

[To ganHbIM MP-KOHTpOIIS, MOCHE 3aBEPLICHMUS
sranoB [IXT coxpaHsnock oOpa3oBaHHE MUHEAIb-
HOW obmactu (0e3 NWHAMHUKH 3a BECh IMEPHOJ Jie-
YeHUs), TOrJa Kak o4ard B JIEBOM JOOHOU mone u
MO3XKEUKe TOJTHOCTBIO perpeccupoBanyu (puc. 3).

C uenpro BepuduKauu TeHe3a 00pa3oBaHUs
MMMHEATbHON 00JIacTH BBHITIOHEHA OWOIICHS W TI0
pe3yibTaraM  THUCTOJIOTMYECKOTO  HCCIICIOBaHUS
JIMarHOCTHpOBaHa raHrimortuoma (grade 1), 4to
MO3BOJIMIIO YCTAaHOBUTH JOCTH)KEHHE TIONHOM pe-
MHCCHU II0 OCHOBHOMY 3a0oneBanuio. C yyeTom
Bo3pacTta manueHTtku (18 Mec.), oTBeTa Ha IMpPOBe-
JICHHYIO TEpalui0 MU B COOTBETCTBUU C PEKOMECH-
JAIUSAMHU TPOTOKOJIA, B KauecTBE 3aBEPIIAFOIIETO

JTamna JICYCHUsS BBHINOJHEHA JIOKAIbHAs IPOTOHHAS
myuesas tepanus (IIJIT) na noxe omyxonmu 1o CO/J
54,6 I'p m Oyct Ha MeracTa3 JeBOW JOOHOW OJH
no COJ 49,2 Ip.

Puc. 3. Perpecc naronoruueckoro oOpa3oBaHus JIeBOH J100HOM nonu (3, A) mociue 3aBepuieHus uHTeHcuBHOH IIXT B TO Bpems, Kak
obpasoBanue muHeansHoW obmactu (3, b) coxpamsercss 6e3 3HaUMMOH JHHAMHKHU 32 BECh IEPHOJ JICICHUS

Puc. 4. IlocTkoHTpacTHOE M300pa)KEHUE METACTATHYECKOrO oyara JIeBOi BHCOYHOM nomu (4, A), He Bu3yanusupyemoro panee (4,
B): oOpa3oBanue ¢ YETKHMMH KOHTYpaMH, HEOJHOPOIHOH CTPYKTypsl, 15 x 15 x 11 mm, m3orunepunrencusHoe Ha T2 u TIRM,
n3orunonnTeHcuBHoe Ha T1-BU, ¢ uctunnbiM orpanudenueM aubdysun Ha JIBU u UK/, BolpakeHHBIM HAKOIUICHHEM IapamMarHeTHKa
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Puc. 5. O6pa3zoBanne Ha ypoBHe L3 mo3BoHka (A), pasmepom 1,9 X 1,5 x 0,9 cM, pacnpocTpaHsiomieecs B IPaBoe MEKII03BOHKOBOE
orBepctue L3-14, MHTEHCHBHO HaKaIlUIMBAIOIIEe KOHTPACTHBIN mpenapar, paHee He ompexaensemoe (b). B — ouar B Kope j1eBOi 0CTPOBKOBOI
JONH, pasMepaMu § X 9 MM, HaKaIUTMBAIOIIMH MapaMarHeTHK, He Bu3yanusupyeMslil panee (I)

Uepes 4 mMec. Tocie 3aBepIIeHus JIeueOHOH mpo-
rpaMMsl Npu npoBeacHuK iaHoBoii MPT nuarHo-
CTHUPOBAaH pEIUIUB 3a00JeBaHUA C TOpPaKEHUEM
neBoi BucouHOU nonu (puc. 4). Beimomneno yna-
nenne obpazoBanus, penuauB ATPO monrBepxacH
THCTOJIOTUYECKUM HCCIIE0OBAaHUEM.

C yderoM cBEepXpaHHUX CPOKOB Pa3BUTHS peEIlH-
JTUBa 3a00JIEBaHUS TTOCIIE 3aBEPIICHISI KOMILIEKCHON
IIPOTUBOOITYXOJIEBOM TepaluM, KpaiiHE BBICOKOIO
pHUCKa acCCOIMMPOBAHHOW TOKCHYHOCTH, OTCYTCTBUS
enuHbIX 3(Q(EKTHBHBIX METOIOB MPOTHBOPEIHINB-
HOro JjieueHus B PO u mupe, a Takke NOXKeJIaHUH
CEMbH, IPUHSATO PEIICHUE O TPOBEIECHUH MaJJINATUB-
HOW Tepamnuy ¢ UCIIOJIb30BAaHUEM TPOTOKOJIa KOMOU-
HUPOBAHHOM Tepamnvy PEeUUANBOB M pedpaKTepHBIX
(dopM oryxosel eHTPATbHONH HEPBHOM CUCTEMBI Y
JeTei: CHUpONMMYC B KOMOWHAITMH C METPOHOMHOM
XUMHoTepanueil. Jleuenne BKIIIOYANIO amBTEPHUPY-
IO PEXUM MEpOpPaTbHOTO TpHUeMa AITOTO3WIa
(50 mr/m*/cyt) u mmknodochamuaa (2,5 Mr/kr/cyr)
B COYCTAHHU C CHPOIUMYCOM (2 MI/M?) U IEIeKOK-
cubom. Ilo mMepe mocTmKeHUS CyMMapHOM Kymyds-
THUBHOW 03Bl 3Tomo3uzaa 2100 mr/m? mocne 8-ro
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Kypca, JiedeHHe NPOAOIDKEHO 0e3 ero MCIoJb30Ba-
HUSl BBHJLy BBICOKOTO pPHCKa Pa3BUTHS BTOPUYHBIX
remoOnacto3oB. [lepenocumocts Tepanuu ObLia
YIIOBJIETBOPUTEILHOM.

Yepes 14 mec. oT MHUIMAIIANA TTPOTUBOPEIIUANB-
HOM Tepanuu 1no AaHHbIM MPT Bu3yannsupoBaHO
o0Opa3oBaHHe KOPBI JIEBOH OCTPOBKOBOH JONIM, YTO
TpeboBasio mudhepeHIInaTbHON THaTHOCTHKH MEXK-
Iy KaBepHO3HOU anrmomoir um meracrazom ATPO.
BBumy HEBO3MOXKHOCTH OHOIICHH  00pa3oBaHUS
(TpynHOMOCTYIHAs JIOKaIU3alUsl U MaJblid pazMep
BBIABIIEHHOTO odYara — 4 MM) TIPOIO/DKEHO IWHa-
MHYECKOE HAOJIOJICHUE 32 BBISIBICHHBIMH HM3MEHE-
HUsMHA. B Teduenne 6 Mec. MOCHEAYIONMIEro MOHH-
TOPHMHIA IPOTPECCUPOBAHUS HE OTMevanoch. [lpu
oueperHoM MP-uccneoBaHuu  JUAarHOCTUPOBAHO
BTOPUYHOE TOPaXKEHUE KOPEIIKOB KOHCKOTO XBOCTa
Ha ypoBHe L3-L4 cnpaBa c skcTpaypanbHBIM pac-
MPOCTPAHEHHWEM W YBEJIWYCHHEM pa3MepoB paHee
BBISIBJICHHOTO 0Opa30BaHMs KOPbI JIEBOM OCTPOBKO-
Boit ponu (puc. 5). C 1einbio BepuUKaIluy mporec-
ca M, yUUTbIBasi HOLYJSIPHBIN XapakTep MOpa’KeHUs
CIIMHHOTO MO3Ta, BBIMOJHEHA YacTUYHasl pe3eKIHs
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00pa30BaHusl KOHCKOTO XBOCTa C KCTPAIypalibHbIM
KOMIIOHEHTOM, noaTBepkieH peunaus ATPO.

YuuThiBas XapakTep peluIuBa 3a00JICBaHUS Ha
(hoHE TPOIOIDKAIOMICHCS CHUCTEMHONW METPOHOMHOM
XUMUOTEPANMH, TPEANISCTBYIONMH 00beM KOM-
TUIEKCHOTO JieueHmsI 0e3 ucnonb3oBanuss KCO BBumy
pPaHHETo0 BO3pacTa MAIMEHTKH, COMNIACHO PEIICHHIO
MEKTUCIUTUTUHAPHOTO KOHCHJIMYMa, TPOBEICH KypC
nporoHHoro obmydenus B ooreme KCO no COJl
35,2 I'p ¢ mocnenoBareibHBIM OyCTOM Ha 0ONacTH
METaCTaTHYEeCKOrO MOPAKCHUS TOJIOBHOTO M CIIUHHO-
ro mosra go COJIl 55 I'p u 49,6 I'p cOOTBETCTBEHHO.
C uenplio ornpezeneHrs BO3MOKHOCTH OMIIMH TocIie-
JIYIOIIel XUMHOTEPAITUN B KOMOMHAITMH C TapreTHOM
Tepanueil MPOBEACHO MCCICHOBAHUE OITyXOJIEBOTO
matepuana MetomoM NGS (cexBeHHpOBaHHE HOBOTO
nokosieHns) Ha ammapare NextSeq 550 (Illumina) ¢
UCIIOJIb30BAHUEM PEKOMEHIOBAHHOTO MPOTrPaMMHOIO
o0ecriedeHust ISl IETeKIIMH COMAaTUYeCKUX MYTaIl|i
MuTect v.2, mo pesynbsTaraM KOTOPOTO MUIICHEH s
TapreTHON TEpanmuy BBISABICHO He ObLio. IlarmenTka
o0clie/loBaHa Ha HAJIMYKME HACJCICTBEHHBIX MYyTa-
[UI: 0 pe3yabTaTaM MOJIEKYISIPHO-TEHETHIECKOTO
uccnenosanus neiikonutapaoit JTHK merogom NGS
mytanuid reHa SMARCBI He oOHapy>KeHO, OIHAKO
MIpH JIOTIOJTHUTEITFHOM HCCIIEIOBAHUU KPOBH METO-
noM MLPA (MHOKecCTBeHHasl JTUTa30-3aBUCHMast aM-
mruduKas) ¢ Habopom 30H10B P324 22q11 (MRC
Holland) BeisiBnena nenenumst yuactka 22qll, coor-
BETCTBYIOIIAs mocneaoBareabHocTH rena SMARCBI.
Takum 00pa3oMm, MOATBEPIKICHO HAMUUE TeHETHYe-
CKOT'O CHHJIpOMa IMPEAPacIooKeHHOCTH K pabaou -
HBIM omyxonsiM | Tuma. Y marepu peOeHka JaHHas
MyTaius He oOHapykeHa. OTell U CUOIHMHT TallUeHT-
KM HE 00CJTICOBAHBI B CBS3HM C OTKA30M. 3a TEPHOJ
JICYCHUS] JICBOYKH B CEMbE TI0 MAaTEPUHCKOW JMHUU
ObUIM JIMAaTHOCTUPOBAHBI 3 Cilydas 3JI0KaYeCTBEHBIX
OITyXOJIEH pa3NWYHbIX 1O Jokanm3anuu. OTer, cu-
OJIMHT TIALIMEHTKU 3/I0POBBI, CIIy4aeB JICTCKON cMepT-
HOCTH B CEMbE OTMEYEHO He OBLIO.

[Mocnenyromue penuauBHpyONUE HHPESKIHOH-
HBIC SIU30/bI, & TAKXKE MMPOTPECCUPYIONINE TTOCTITY-
YeBbIe HApPYIICHUS JTUKBOPOJUHAMUKH, HE MTO3BOJIS-
JM MHUIIMAPOBATh TPOTUBOOITYXOJICBYIO TEPAITHUIO.
Yepez 2,5 Mec. mocie 3aBepUIeHUs] MOBTOPHOTO
Kypca Jy4eBOW Tepaluu TalueHTKa yMepia OT
nporpeccupoBanust 3aboneBanus. OOmas mpoxon-
JKUTEIFHOCTh HU3HHU IOCJE MEPBUYHON MOCTAHOB-
KM Juarfosa cocrtaBuia 44 mec.

Oo6cy:xneHue

ATPO y nmereif paHHEro BO3pacTa, B IICJIOM, Xa-
pakTepusyeTrcs HeOIaronpusTHBIM TMPOTHO30M [1,
2], mpu 3TOM y HaIllel ManueHTKU K (hakropam jao0-
MOJTHUTEIFHOTO PUCKA CIIEAYeT OTHECTH IEPBHUYHO
Meracrarnueckyro craguio (M2), uHppaTeHTOpH-
AJTBHYIO JIOKIM3AIHIO OMyXodu (MO3kedok u [V
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KENMylIoueK), a TakkKe HaTU4he CHUHApOMa IIpe.-
PAacIoIOKEHHOCTH K PaOIOMIHBIM OIyXOJsIM, 00-
YCJIOBJIEHHOIO TE€PMUHAJIBHONM MyTalUeld B TIEHE
SMARCBI [4-9, 11].

[IpoBenenne HMHTEHCU(UIMPOBAHHON Tepanuu
¢ BxirouenneM BJIXT c ayroTI'CK na ocHoBaHuM
pexomennauuit  MUV-ATRT B mpencraBieHHOM
cilydae IMO3BOJIMIIO JOCTUYbh PEMUCCHM U OTJIOXKHUTD
[IPOBEJICHUE JIy4eBOM Tepanuu 10 18-mecsayHoro
BO3pacTa, YTO SABJSIETCA BaXKHBIM acCIEKTOM B Jie-
YeHWH [IeTel paHHero BO3pacTa, IO3BOJISIOUIIM
MUHUMH3UPOBATh 1MO0OYHBIE 3(PQPEKTH ITyueBOi
Teparnuy Ha He3peble Pa3BUBAIOIINECS CTPYKTYPHI
rojoBHOro mosra [6]. Crnenyer OTMETHTb, YTO Ha-
nryue 00pa3oBaHMs MUHEATbHON 00JacTH, OCTaBaB-
IIETOCsT CTAOWIBHBIM Ha (POHE MPOBOAMMOTO JIeUe-
HUS, B OTIIMYHE OT TOJHOCTBIO PErpeCCHUpPOBABIINX
04YaroB B 3aJ{HEH YEeperHOW SMKE W JEBOW JIOOHOM
noie, tpeboBano nupdepeHnrnaIbHON JAUarHOCTH-
ki Mexy metactazoMm ATPO u apyroil omyxomsio.
[IpoBenenue OuoOICHU C TOCIEAYIOIIUM T'MCTOJIO-
TMYECKUM HCCIIEJOBAaHHEM IO3BOJIMIO BepHupUIH-
pOBaTh TIIMOMY HHM3KOH CTENEHH 3JI0KaueCTBEHHO-
ctu (rannmonmoma grade 1) m 3adurcupoBarh
MOJHYI0 PEMHUCCHIO TI0 OCHOBHOMY 3a00JIEBaHUIO
nocie 3aBepuieHust nporpammuoil IIXT, uyto Tak-
e SBIUIOCh NMPUHLUMIHUAIBHBIM Ul aJ€KBaTHOTO
IJIaHUPOBaHUA oObeMa TydeBoit Teparmu. Coryac-
HO JaHHBIM JIUTEpaTypbl, HNOMHMO PaOIOUIHBIX
OIyXOJIEW pa3IMYHOM JIOKAIM3alMU B CTPYKTYpe
TEHETHYECKOTO CHHAPOMa IMPEeIpaclOIOKEHHOCTH
K pabJoUHBIM OIyXOJSIM BCTpPEYAIOTCS KpUOpH-
(dopmHas (pemeTyarast) HEMPOIMUTENATBHAS OITY-
XOJlb, MEAYJUISPHBIA paK IOYKH, SIUTEITHOUTHAS
CapKoMa, CHHOBHAJbHAs CapKOMa, TaHTIIMOTIMOMA,
[IBAHHOMA, MEHHHTHOMA, 3JI0KaueCTBEHHAs OIly-
XOIlb U3 000JI04eK TepU(EepHUECKUX HEPBOB U JIPY-
rue Oonee peakue Bapuanthl [5, 21]. CuHXpOHHOE
BO3HUKHOBEHHME HECKOJIBKMX OIYXOJIEH TakKe sSBII-
eTCs THIIMYHOW OCOOCHHOCTBIO JAHHOI'O CHHIPOMA
[5], 4TO MPOIEMOHCTPUPOBAHO B HAIIEM CIIydae.

Jleuenne peunmuBoB ATPO mpencraBiser co-
00i1 cIOXHYIO 3a7ady, B T. 4. BBUAY MHTCHCHUBHO-
CTH NEPBUYHOTO JIEYEHUS U BBICOKON BEPOSTHOCTH
MpUOOPETECHHOW pedpaKTepHOCTH K CTaHAAPTHBIM
pexumam IIXT, a Takxke BBICOKOW KyMYISITUBHOU
ToKkcmYHOCTHA. OJHUM M3 BapHAaHTOB MPOTHBOPEIIN-
JMBHOM Tepamuu SIBJSIETCS MCIIOIb30BAaHUE METPO-
HOMHBIX pexuMoB XT B kOMOWHaIMu ¢ mpenapa-
TaMH TapreTHOTO NEHCTBUS M/MIM MMMYHOTEPAINH
[12]. ¥V nHameil mauveHTKH MPOBEIACHUE METPOHOM-
Hoi XT B coYeTaHWU C CHUPOJIMMYCOM ITO3BOJIHUIIO
JOOUTBHCST OTCYTCTBHSI NPOTPECCUPOBAHUS Ha MPO-
TSOKEHUN 14-MeCcsSYHOTO MepHoAa MpH COXPAHEHUHU
YIOBJIETBOPUTEIBHOW MEPEHOCUMOCTH TEpalUu U
Xopollero kadectBa kusHH. IIpoBeneHue mosneky-
JSIPHO-TEHETHYECKOIO HCCIICAOBAHUS OILyXOJIH Me-
ToqoM NGS He BBIBMIO MOTEHIUAJIbHBIX MHUIIIE-
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HEW JUIsl TapreTHOM Tepaluu, 4TO SBJISETCS BEChbMa
cneruuunaeiM 111 ATPO, koTopble XapakTepusy-
IOTCSl CTaOMJIBHBIM T'€HOMOM, HEPEIKO IMpE/ICTaB-
JIEHHBIM H30JUpoBaHHO MyTanusmu SMARCBI,
C Pa3IUYHBIMHM SIUTCHETHUYECKUMH MeEXaHU3MaMHU
JIUCPETYISALINY, ONpPENEIsIeMbIMH METOAAMU METHU-
nmuposanust [IHK, cexksenupoBanus PHK [12, 13].

WuTepecHoi! 0COOCHHOCTRIO JJAHHOTO CITydasi siB-
JSIETCsI HAIM4UE OTATOLICHHOTO CEMEWHOro aHaMHe-
32 TI0 OHKOJIOTMYECKUM 3a00JIEBaHUSIM CO CTOPOHBI
MaTEpUHCKOMN JIMHUM. J[aHHbBIE CEMENHHOrO aHaMHe3a,
a TaKkKe OCOOCHHOCTH KJIMHUYECKOIO TeYeHHs 3a00-
JIEBaHUS y MAIMEHTKH ObUTH MPUYUHON HAIlPpaBICHUS
KPOBH Ha MOJIEKYIIPHO-TEHETHYECKYIO THArHOCTH-
Ky, 4TO TO3BOJWIO BEpU(UIMPOBATH CHHIPOM Te-
HETUYECKOM IPEeApacooKeHHOCTH K pabaouIHbIM
omyxonaM I tuna. Ilpu 3ToM cHMHXpOHHas Npe3eHTa-
s 2 omyxonelt (ATPO v raHITHOIIIMOMBI), paHHHUH
BO3pacT nebrora (4 Mmecsia), TEPBUYHO METACTaTH-
yeckas popma ATPO, arpeccuBHOE TEUCHHUE OITyXO-
JIM, HECMOTpPS HA MPOBOJMMYIO MHTEHCHBHYIO Tepa-
MUIO, SABJISIFOTCS XapaKTEpHBIMHU €r0 NMPOSBICHUSAMHU.
OtcyTcTBre repmMuHaibHON MyTarun SMARCBI 'y
Marepy MANUEHTKH MOXKET CBUAETEIbCTBOBATH O
BO3HMKHOBEHUH JIaHHOW MyTanuu de novo. 3iokaue-
CTBEHHbIC 00pa30BaHUsI, JUArHOCTUPOBAHHBIC Y POJ-
CTBEHHHUKOB JIEBOUKH, HE SIBJISIFOTCS TUITUYHBIMHU JUIS
JAHHOTO CHHIPOMA, HO, BEPOSITHO, aCCOLMHMPOBAHBI
C HaJW4YMeM TIeHETHUYECKOH MpeapacroIokeHHOCTH
K OHKOJIOTMUYECKHUM 3a00JIeBaHMSAM, YTO TpedyeT Jo-
MIOJIHUTEJIFHOTO JajbHEHIIero o0CaeOBaHusI CEMbU
110 MAaT€PUHCKOW JIMHHH.

BriBoABI

ATPO y manueHTOB paHHETO BO3pacTa XapakTe-
PHUBYIOTCS arpeCcCUBHBIM TEUCHHEM U HEYIOBIETBO-
pPUTENBHBIMU pe3yibraTamMu JiedeHus. Hamu mpen-
CTaBJIEH ciy4yail mepBUYHO-MeTacTarnyeckoit ATPO
IHHC, neGrotupoBaBiieii B Bo3pacte 4 Mecsia ¢
CHHXPOHHBIM BO3HHKHOBEHHEM 2 OMyXoJjied y ma-
LUEHTKHU C MOATBEPKIAEHHBIM CHHIPOMOM Ipeapac-
TTOJIOKEHHOCTH K PaOJIOUIHBIM OIyXOJsM (BEpOsT-
HO de novo), yMepInei OT MporpeccupoBaHus depes
44 mecqana mocie MEPBUYHON nuarHoCcTHKU. [Ipo-
BEJICHHUE MHTCHCU(PHUITMPOBAHHBIX pekuMoB [1XT B
couerannu ¢ BIAXT c ayroTT'CK, JIT, meTpoHOM-
Hol [IXT mo3Bosiniio AOCTUYH MPOJIOHTUPOBAHHOTO
KOHTPOJIS Has 3a00JIeBaHUEM Y JaHHOW MAIMeHTKH
C TpHeMJIEeMBIM KadecTBOM KH3HH. OTCyTCTBHE
MHUIIEHEH ISl TAPreTHOM Tepamuu IO pe3ybTaram
MOJIEKYJISIPHO-TEHETUYECKON JTMarHOCTHUKU TKaHU
OILYXOJIM HE MO3BOJIWIO IPUMEHUTh METO/Ibl TapreT-
HOW Tepamnuy, a CTPEMUTENBHOE MPOrPEeCCUPOBaHHE
3a00JIeBaHMs TIPUBENIO K JICTAIBHOMY HCXONy, He-
CMOTpsI Ha MOMbBITKH JOCTUXKEHHUSI KOHTPOJIL C HC-
nosib3oBanreM Merona JIT. Hanuune oTaromeHHoro
ceMeiHOTO aHaMHe3a TI0 OHKOJIOTHYEeCKHM 3abole-
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BaHUSIM TpPeOyeT JOMOJIHUTEIILHOTO 00CIIeIOBaAHUS
POACTBEHHUKOB TAIIMEHTKH C TTOMCKOM TeHEeTHYe-
CKUX JICTEPMUHAHT, OOYCIIOBIMBAIOIIMX Pa3BUTHE
paKoBbIX 3a00JI€BaHUI BHYTPU CEMBH.
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