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Anunaemunonorusa

PacnpocTpaHeHHOCTb 3/10KaYyecTBEHHbIX HOBOObpa3oBaHuit (3HO) cpeam HaceneHusa PasanYHbIX CTPaH U
9THUYECKMX FPYynn pasnnyHa. Takxke pa3nyHasa 4acToTa BCTpeyaeMocTu pas3anyHbix 3HO xapaktepHa gna
MYKCKOIO W XeHCKoro HaceneHus. MHbopmauma o yactote pasButua n cmeptHoctn oT 3HO nocTynatoT
M3 PErucTpoB pas/inM4YHbIX CTpaH. B Poccum — ato «KaHuep-pernctp». B 2012 roay B mupe 6biio
AnarHoctmpoBaHo 14,1 muanmoH cnydaes 3abonesaHma 3HO 13 KoTopbix — 48% B cTpaHax Asuu, 24% - B
Espone, 13% B CeBepHol AMepuKe. ExxerogHo B mupe oT pasanyHbix popm 3HO ymupaet 8,2 muaamnoHa
yenoseK. MeHee 3KOHOMMYECKM Pa3BUTbIE CTPaAHbI COCTaBAAOT 57% OT Bcex cy4yaes cmepTu. PacuétHoe
Konm4yectBo cay4daes pas3sutma 3HO B 2035 rogy coctasut 24.0 mmannMoHa € ypoBHeM cmepTHoCTK 14,6
MUANOHA YenoBek (6onee 60% 6yayT 3aperncTpMpoBaHbl B CTPaHax C HU3KMM YPOBHEM 3KOHOMMUKN).
dakTop reorpadmm NPOKMBAHNA N OKPYKEHUA. HeocnopumMbim yCAOBMEM PA3BUTUS OMYXOAW ABAAETCS
reHeTU4YecKas NnosiomKa. U cpeaun GakTtopos, Bbi3bIBaOLLMX COMATUYECKME MyTaL MK — GAKTOP OKPYKEHUSA
ABNAETCA OAHUM M3 CaMbiX 3HAaUUMbIX. DAKTOP OKPYKEHUA — 3TO KOMIMJIEKCHOE MOHATUE, BK/IOYalOLLee
LeNblit pag, SN1emeHTOB: - TObaKOKypeHWe - 3KOM0rMUYeckas cocTaBaalolan (Bo3ayx, Boga) - nutaHue
(ocobeHHOCTM nWTaHMA, O0BYCNOBNEHHbIE PErMOHOM, STHOCOM, 3SKOHOMMYECKOM COCTaBAAIOLWEN
KOHTUHTEHTA...) - YCNOBUA TPYAa - NPUPOLHbIE YCIOBUA PErMOHA NPOXKMBAHUA (OANTENbHAA MHCONALMA,
AebUumMT conHeyHoro ceeTa...). Bospact YactoTa BO3HMKHOBeHMs 3HO c BO3pacTOM yBeMYMBAETCS.
Hanbonbluas yactota cMepTHOCTM HabAtogaeTca B BO3pacTHoM rpynne 55-75 net. Cpean MyK4YmH KpmBasn
YyactoTbl gnarHocTMkn 3HO HapacTaeT 3HauMTenbHO ObicTpee B CPaBHEHMM C TAaKOBOW B YKEHCKOM
nonynsuMn U AOCTUraeT 3HauynUTeNlbHO HonblMx 3HadyeHMn Ha 100 000 HaceneHua. CynTaeTcs, YTO 3TO
BO3PACT HAKOM/JIEHUA COMATMYECKMX MyTaLMi, AOCTaTOYHbIX Ana passutua 3HO. CneayeT NOMHUTL O
HekoTopbix popmax 3HO, KOTOpble NPAKTUYECKM HE BCTPEYAOTCA Y AeTel UM HaobopoT — Y B3POCAbIX.
HacnepcreeHHocTb Bbigenstor 3 ¢opmbl  HacnepctBeHHbix 3HO: 1. Hacneayembie  CUHAPOMbI
3/10KaYecTBEeHHbIX HOBOOOpPa3oBaHW. HacnepoBaHWe MNPOUCXOAUT AYTOCOMHO AOMWHaHTHO. T.e.
Ha/MYMe reHa NpMBeAET K Pa3BUTUIO KapuuHoMbl. Hanpumep, 40% peTMHO61acTOM BO3HMKAOT Y AeTei ¢
Hacnegyemoi mytaumein reHa RB. Bnagenblpbl 3TOro reHa MMerT PUCK pa3BuTus petmHobaactomsbl B 100
000 pas npesbiwatowmii obwyto nonyaauuio. Hacneagyemas mytauma reHa APC npMBOAUT K PasBUTUIO
HAaCNeACTBEHHOrO NOAMNO33 KUWEYHWKA, KoTopblit B 100% cnyyaeB nNpuMBOAMUT K PasBUTUIO
a[,eHOKapLMHOMbI KMLWEeYHMKa B Bo3pacTte A0 50 net. MyTtaumm B reHe BRCA1 BbI3bIBaOT Hace4CTBEHHbIE
KapLUWHOMbI MOJIOYHOM Kenesbl, B reHe BRCA2 — KapuMHOMbI AMYHUKOB. 2. CemeliHble 3HO. MpaKTnyecku
noboe 3HO MOMKET HOCUTb CeMENHbIN XapaKTep, AaxKe eCM OHO He CBA3aHO C Hacaesyemblm
cuHapomom. OpgHako yactoTa Takux 3HO nunwb B 2-3 pasa Bbiwe MNONyasuMOHHOM. 3. AyTOCOMHO
peueccuBHble cuHapombl nospexaeHma [AHK. 3tm 3HO BO3HMKAIOT KaK pe3ynbTaT HapyleHuA
mexaHu3moB penapauum JHK

MoneKynspHble OCHOBbI KaHLeporeHesa

Mepeuncanm HekoTopble ¢pyHAAMEHTaNbHble MPUHLMMbI KaHUEporeHesa, npexage 4Yem yraybumca B
[eTaNun ero reHeTUYECKNX N MONEKYNAPHBIX OCHOB: HENIEeTa/IbHOE NOBPEXKAEHNE FeHOMA KNETKUN ABNAETCA
KNlOYeBbIM COBbITMEM KaHLeporeHesa. Takoe reHeTMYecKoe MNOBPEeXAeHUe (MAM MyTaums) MOXKeT
Npou3oNTN Mnog AeictBMem GaKTOPOB OKpYrKalouiel cpedpl (Hanpumep, XMMWKATOB, paguauuu uau
BMPYCOB) MAM MOXeT 6biTb YHacAe40BaHO M NepeaaHo C 3apoabllleBbiMU KneTkamu. Mog, aenctenem
baKTOpOB OKpy)KatolLen cpeabl NOHMMAaOTCA AedEeKTbl, BbI3BaHHbIE KaK 3K30reHHbIMU GaKTopamm, Tak U
3HAOMEHHbLIMWN KNETOYHbIMM MeTabosMTamu. He Bce myTauum cnedyeT paccMaTpuBaTb Kak pesynbTaT
AenctBmA GaKTOPOB OKpYKalowel cpedbl, HEKOTOPble MOMYT BO3HWKATb CMOHTAaHHO WAM CAyYaliHo;
onyxonb GopmMuMpyeTca M3  OA4HOM  KNETKM-NPeALlecTBEHHMKA, ABAAIOWENCA HOCUTE/bHULEN
reHeTM4eckoro AgedeKkTta C nNocaeaylolleit skcnaHcnel obpa3oBaBLIErocs U3 Hee K/OHa, T.e. OMyXo/u
MOHOKNOHaNbHbI. [laHHOe npeAnono)KeHve 6bl10  NOATBEPKAEHO B OTHOWEHMU  KEHLUMH,
reTepo3mroTHbIX MO NOAMMOPGHBIM MapKepam, cLenieHHbIM C X-XPOMOCOMOM, TaKMM KaK aHAPOreHHbIN
peuenTtop. Hanbonee yacto sToT MmeToA onpeaeeHNA KNOHaIbHOCTM BKAOYAET aHaU3 METUIMPOBAHMUSA



YY4acTKOB reHOMa, COCeAHMX C BbICOKOMOAMMOPDHbIM sloKycom reHa AR. Yactota nogobHbix
nonmmopdunsamos B obuwel nonynaumm gocturaetr 90%, MNO3TOMYy YCTaHOBWUTb MOHOK/IOHANbHOCTb
OMNYXOJIM HEC/IOXKHO, EC/IN BCE OMYXO/IEBbIE KNETKU COAEPKAT OANH U TOT XKe annenb. Ons onyxonen c
APYTMMK  TUMNAMM  UUTOTEHETUYEeCKUX abeppauunii (Hanpumep, TPAHCAOKALMAMM), MMEHHO WUX U
MCNO/b3YIOT B KAYecTBe NOATBEPKAEHMA KNOHANbHOW npoandepauLmm  OnyxoneBblX KAETOK.
MeperpynnnpoBKa reHoB peLenTtopos Ig u peuenTtopos T-KNEeTOK ABAAETCA MAaPKEPOM K/IOHAJIbHOCTU NpU
B- 1 T-KnetouHbix AMmMdomMax COOTBETCTBEHHO; YETblpe KAacca HOPMabHbIX PErynsiTOPHbIX FEHOB —
CTUMY/INPYIOLME POCT MPOTOOHKOTFEHbI, MHIMOMpPYOWME POCT reHbI-CYNPECCOPbl OMyXOnen, reHbl,
peryavpylowme 3anporpaMmmMmmpoOBaHHY0 CMepTb K/AeTKM {T.e. anonTos), U TeHbl, OCyLLecTBAAOLWMe
BoccTaHoBneHne [HK, — ABnAloTCcA MUWEHAMM MpU NOBPeXAeHWUU FeHOMA KAeTKMU, Beaylem K
onyxonesomy pocTy. MyTaHTHble annenu NPOTOOHKOreHOB CYMTAKOT AOMMHAHTHbIMM, T.K. MyTaLusA
€4MHCTBEHHOTO annena MOXEeT MPUBECTM K KNeToYHOMYy npeobpasoBaHuio. Hanpotus, B ciyyae
3/10Ka4YeCcTBEHHOM TPAaHCHOPMALLMKN KNETKM 3a CHET NOBPEXKAEHNA FeHOB-CYNPECCOPOB ONYX0/ei AOMKHbI
6bITb M3MEeHeHbl 06a HOpMasibHbIX annena reHoB. O4HAKO €CTb MCK/IOYEHMA: B HEKOTOPbIX C/AyYanx
YyTpaTbl e4MHCTBEHHOTrO aN/1e/1sA reHa-Cynpeccopa onyxo/iei MoxeT bbiTb 40CTaTOYHO, YTOObI NOBAMATL HA
KNETOYHYO NPOoAndepaLmnto 1 KMUBYYECTb KAEeTOK. YTpaTa ¢YHKLUMOHANAbHOMW aKTUBHOCTM reHa 3a cyeT
NoBpeXAEHMA TO/IbKO OAHOr0 aAnensa HoCUT Ha3BaHMe ranJIoMAHOM HeAoCTaTOYHOCTU. Takum o6 pasom,
MMEET 3HAYeHWe KOJIMYEeCTBO FeHOB M AN UX HOPMasibHOro yHKLMOHMpPOBaHMA Heobxoaumbl obe
Konuu. leHbl, BOCCTaHOB/IEHMA aNONTO3, MOTYT BECTU ceBA M KaK MPOTOOHKOIeHbl, U KaKk reHbl-Cynpeccopbl
onyxonei. MyTtaumsa B reHax, BoccTaHasnamBatowmx [OHK, He Bbi3biBaeT TpaHchOpmauUM KNETKU
HenocpeacTBEHHO, BO34eNCTBYSA Ha nponndepaymto uam anontos. NeHbl BoccTaHoBneHUA AHK BanatoT Ha
npoueccbl npoavdepalmm UAn BbIXKMBAHUA KNETOK ONOCPEeLOBAHHO, M3MEHSA CNOCOBHOCTb OpraHn3ma
penapuMpoBaTb HeneTasibHble NMOBPEXAEHMA B NPOTOOHKOrEeHax, reHax-Cynpeccopax onyxosiei 1 reHax,
peryampytowmx anontos. HecoctoaTeNbHOCTb reHOB BOCCTaHOBAeHUA AHK moxeT npegpacnonaraTb K
HAKOM/JIEHUIO B TEHOME K/ETOK MHOMECTBEHHbIX MyTaUMM M TEeM CaMbIM K 3/10Ka4yeCcTBEHHOM
TpaHchopmaumn. Knetkn ¢ mytaumamm B reHax BocctaHoBneHuss HK nmetoT mytaTtopHbin deHoTtun).
Hebe3blHTEPECHO, YTO HeaaBHO Obln OTKPbLIT HOBbIM KNAcC PeryasaTopHbiX monekyn — MUKpoPHK,
KOTOpbIe, BEPOATHO, HE KOAMPYIOT 6€/1KN, HO MMEIOT CBOMCTBA OHKOIeHOB WJ/IN OMYXO0J1eBbIX CYMPECCOPOB.
[aHHble MONeKy/ibl OKa3blBalOT B/IMAHME Ha TPAHCAAUMIO AOPYIMX [EHOB; KaHueporeHes —
MHOrOCTYMNeHYaTbli MNpouecc Kak Ha ¢GEeHOTUNMYECKOM, Tak W Ha TeHOTUNMYECKOM YPOBHE,
pa3BUBAIOLLNINCA BCIEACTBME HAKOMIEHMA MHOMXKECTBEHHbIX MyTaL M. 3/10KaYeCTBEHHbIE ONYXO/IN UMEIOT
HECKO/IbKO (PEHOTUMUYECKUX MNPU3HAKOB: YPE3MEPHbIN POCT, MECTHYIO WHBa3MIO WU CNocobHOCTb
dopmMmunpoBaTb OTAA/NEHHble MeTacTasbl. Kpome Toro, 40CTOBEPHO YCTAHOB/IEHO, YTO CO BPEMEHEM
MHOTME OMyX0/In CTaHOBATCA 6onee arpeccMBHbIMM U MpUobpeTaoT 60/bLIKMA  3/10KaYeCTBEHHbIM
noTeHuMan. ITOT MNPOLLECC Ha3blBAlOT MPOrpeccMpoBaHUEM OMNYXO0JIM, M OH He O3HayaeT MnpocToe
yBeNnYeHMe ee pa3mepoB. KAMHUYECKME W 3IKCNEPUMEHTa/IbHble WCCAeA0BaHUA BbIABUAWU, 4YTO
YBE/IMYEHME 3/1I0KAYECTBEHHOCTM YacTO WAET MNO HapacTalwen. Ha MONeKkynapHOM yYpOBHe
nporpeccMpoBaHMe OMyXOAM U CBA3AHHAA C HeM reTeporeHHOCTb OMyXOJIEBbIX K/AETOK ABAAKOTCA
pPe3ynbTaTOM MHOMECTBEHHbIX MyTaLMM, HaKan/JMBAIOLWIMXCA HE3aBUCMMO B pPasHblX KAETKax, 4To
NPUBOAMT K NOAB/MEHUIO CYOKNOHOB C pasHOM CNOCOBHOCTbIO K POCTY, MHBA3UK, METacTasnpoBaHUIO U
pa3HOW Pe3nCTeHTHOCTbIO K Tepanuu. HekoTopble M3 MyTauuii MoryT 6biTb NeTanbHbIMU, APYr1ue MoryT
CTUMYNMPOBaTb NpoandepaLmio KNeTOK NyTem BO34ENCTBUA HA NPOTOOHKOrEHbl UM FEeHbI-CYyNpeccopbl
3/10KaYecTBEHHbIX onyxonen. [ake npuM TOM, 4YTO OOJMbLIMHCTBO 3/I0KAYECTBEHHbIX OMNyXonen
MOHOK/OHaNbHbl B MOMEHT CBOEro BO3HWKHOBEHMA, K TOMY BPEMEHM, KOrga OHM BbIABAAIOTCA
KNIMHUYECKM, COCTAaBAAIOWME UX KNETKU NpeacTaB/ieHbl Ype3Bbl4aliHO reTeporeHHoOM nonynaaumein. Bo
BpemMA NPOrpeccMpoBaHMA OMYXOAU ee KNEeTKM MoABeprarnTca MMMYHHOM U HEMMMYHHOW CeNeKumnu.
Hanpumep, KNeTKM C BbICOKMM COAEPKAaHNEM aHTUTEHOB Pa3pyLUAOTCA C MOMOLLbIO MEXaHM3MOB 3aLLMUTbI
OpraHuU3Ma-xo3auHa, Tor[a Kak K/IeTKU CO CHUMKEHHbIMM NOTPebHOCTAMM B haKTOpax poCTa COXPaHSIOTCA.
PacTywana onyxonb MmeeT TeHAEHUMIO oborawathCa 3a cyeT CyOK/IOHOB, KOTOpble HUBENMPYIOT
AHTUTEHHbIE OT/INYMA N aA4ANTUPOBAHbI K BbIXXMBAHUIO, POCTY, MHBA3MMN U METACTAa3NPOBAHMUIO.



NabopaTopHaa ANarHOCTUKa 3/10KaYeCTBEeHHbIX onyxonemn

C Kaxabim rogom nabopatopHasa AMArHOCTMKa CTAaHOBUTCA BCe 00/siee KOMMIEKCHOW, C/IOMHOU U
cneumnanmsmpoBaHHOW. ®DaKTUYECKM ANA  KaXKAOW  OMyXO/iM  IKCNepTbl BblAENAT HECKOJIbKO
noAKaTeropuii; noa4yac Ham NPMUXoAUTCA MATU BNepean HallMx BOSMOXKHOCTEN.

FMcToNOrMYecKue 1 LMToNorMYeckme MeToabl. B 6onbluMHCTBE C/lydaeB nabopaTopHasa AMarHoCTMKa AByX
KpalHWX BapuvaHTOB onyxosei — A06POKaYeCTBEHHbIX W 3/10KaYeCTBEHHbIX — He BbI3bIBAET Npobnem.
OAHaKo cywecTBYIOT TaK Ha3biBaeMble MOrpaHUYHbIE OMyX0JM, KOraa AMarHOCTUYECKUIA NMOUCK cienyet
NnpoBOAMTb OY€Hb OCTOPOXKHO M TWATeNbHO. HeobxoaMMO NoAYEpPKHYTb BaKHOCTb B3aMMOAENCTBUA
KAMHULMCTOB (B OCHOBHOM XMPYProB) M MaTo/I0r0aHaTOMOB B MOCTaHOBKE MPaBW/IbHOMO AMarHosa.
KAMHUUMCTBI MMeloT TeHAEHUMIO HeAoOUEeHMBaTb CBOW BK/Jag B AMArHOCTMKY OMyxonen, OAHaKo
KIMHUYECKME f[aHHble ANA MOCTaHOBKM TOYHOrO NaTo/IOr0aHaTOMWMYECKOro AMarHosa 4pesBblYaliHO
BaXKHbl. MHAYyLMPOBAHHbIE pagunaLMell UIMEHEHUA KOXW WAN  CANBUCTOM 000N0YKM HepeaKo
HaMOMWHAIOT TaKOBblE MPWU 3/10KAYECTBEHHbIX OMyXO0/AX, a TMCTO/IOTMYECKME M3MeHeHus B obsactu
3aXKMBalOLLEro nepesiomMa MOXOXW Ha TKaHb OCTEOCAaPKOMbl. TOYHOCTb N1abopaTOPHOM AMArHOCTUKM
onyxosieit 3aBUCUT OT KayecTBa 0bpasua, NpenocTaBAeHHOro Aaa aKkcnepTusbl. Obpasel, fonxKeH bbiTb
aeKBaTHbIM, penpe3eHTaTUBHbIM U COXPaHHbIM. CyLLEeCcTByeT HECKO/IbKO CnocoboB M3bATUA MaTepuana:
(1) akcumsma n 6uoncusn; (2) TOHKOUToNbHaA acnMpauMoHHasa buoncusa; (3) LMTONOrMYECKMIA Ma3oK.

AKcumsma 1M 6uoncusa. HeobxogymMo MOMHWMTbL, YTO MHOTZAA BbINOJHUTL BMONCUI0 HEBO3MOMKHO M3-3a
MasiblIX pasMepoB HOBOObOpasoBaHWsA. CredyeT TaKKe MOHMMaATb, YTO B KPYMHbIX OMyXONfX HYKHO
BblO6paTb NPaBUIbHOE MECTO A/1A BMOMCKK, T.K. KpaeBas 30Ha, BO3MOXKHO, He byAeT penpe3eHTaTUBHOW,
a UEHTP ONyX0aW B 3HAYUTENbHOMN CTENeHW HEeKpoTM3MpoBaH. Heobxoamma npasuibHas ¢ukcauma
obpasua, a MMEeHHO MoJIHoe MnorpyKeHue obpasua B ¢uKcatop (06blMHO B pacTBop popmanmnHa, HO
BO3MOXHO WCMO/Mb30BAaHWE W APYrMX pPacTBopoB). NS 3/1€KTPOHHOW MUKPOCKOMMM MaTtepuan
noZsepraloT cneumanbHol ¢uKcauumn (Hanpumep, B rayTapanbaeruge), a AAs  ONTUMAbHOTO
onpeaeNeHns ropMOHOB, PELLENTOPOB M 4PYTUX MOJIEKY/T — 3aMOPaXKMBAHUIO. M3ydeHne 3aMOpPOKEHHbIX
CPe30oB B pAfe C/y4yaeB SBASETCA HE3aMeHWMbIM WMCCNef0BaHWEM, HanpuMep Mpu onpegeneHun
NnpUpoAbl OMYXOAW WAW BbiABNAEHUN OMYXONEBbIX KAETOK B KpPasxX pPeseKkuMu Mnpu MOJIHOM 3KCUMU3UK
HOBOOOpa3oBaHMA. ITOT MeToA, NPU KOTopom o6paseL, 6bICTPO 3aMOpParkMBalOT M Hapes3atoT, N03BoIAET
NPOBECTU TMCTO/IOMMYECKYIO OLEHKY B TeYeHUe HECKOJIbKMX MUHYT. Takas AMarHOCTMKa, NpoBeAeHHan
OMNbITHLIM CMEeunaancTom, OYeHb AOCTOBEPHA, TEM HEe MeHee CyLWecCTBYIOT ocobble C/ayyau, Korga
HEeobXoAMMO YNYYWWTb KayecTBO TMUCTONOMMYECKUX NpenapaToB (nNytem pauvTenbHon o06paboTku
mMmaTepuana), Hanpumep NP TakMX KpaliHe paanKasbHbIX ONepaumsax, Kak amnyTaumna KoHeyHocTel. Mpu
3TOM Nydlle MoAoXKAaTb HECKONbKO AHEeW, Yem BbINOAHWUTb HEAAEKBATHYHO MAWN HEHYXKHYIO onepauuto
BC/1eACTBME HETOYHOW AMArHOCTUKM.

TOHKOWroNbHasA acnupauMoHHas 6uoncua. ITOT MeToZ 3aK/loYaeTcs B acnMpauMy KNeTOK M3 TKaHMU C
nocneayowWwmMm UUTONOTMYECKUM UCCNeA0BaHMEM Ma3KoB. XMPYPrMYECKOro U3bATMA maTepuana He
HY)KHO. TaKylo 6MOMNCUIO MCMOAbL3YIOT, Kak MPaBWao, NPW HAAWYMK NETKO NanbMMUPYEMbIX OMyxoneW
MOJIOYHOW Kenesbl, LWMTOBUAHOW Kenesbl, CNOHHbIX Xenes u aumdatuyeckmx ysnos. CoBpeMeHHble
MeToAbl BOCNPOM3BEAEHMA U306paXKEHUA NO3BONAIOT NPUMEHATb METOA, NPU UCCAef0BaHMMU TYBOKUX
CTPYKTYP, TaKMX KaK NeyeHb, NOAXKENYA0YHAA Kee3a U Ta3oBble AMmbaTUYecKue ysnbl, 4To n3basnser
nauyeHTa OT [AOMNOJHWUTENbHOrO XMPYPrMYECKOro BMeELWaTeNbCTBa WM COMYTCTBYIOWErO PUCKa.
ToHKOWroNbHasA acnupaunoHHas 6uoncus ABaseTca 6osee 6bICTPbIM METOA0M MO CPABHEHWUIO C 06bIYHOM
UroNbHoM 6Moncren, meHee NHBA3UBHA U CONPAMKEHA C MEHbLLMM PUCKOM. XOTA CYLLLECTBYIOT HEKOTOPbIE
TPyAHOCTM (Hanpumep, ManeHbKUn pasmep onyxoau Uan olnbKa BbIBOPOUYHOro NCCief0BaHMA), TEM He
MeHee MeTO/, XapaKTepmn3yeTca BbICOKOM HageXHOCTbIO U CKOPOCTbIO.

LnTonornyeckoe nccnenoBaHne maskoB, OKpalleHHbIX no NanaHukonay. Takoe uccnegoBaHne mMasKkos
nposoaAT ANnAa AMarHOCTUKKU 3/10Ka4eCTBEHHbIX OI'IYXO/'IGVI. Ero WKWPOKO MCNONb3YIOT 417 BblABAEHUA



KapLMHOMbI LLENKN MATKK (4aCTo Ha CTaanM 3/10Ka4YECTBEHHbIX OMYXOJIe in situ), a TaKKe MHOTUX APYTUX
dopMm  npedonyxonesBbiX  COCTOAHWIM U 3/10KAYeCTBEHHbIX HOBOOOpPA3oBaHMK,  Hanpumep
3HAOMETPUANbHON AN BPOHXOrEHHOM KapLMHOMbI, paka MOYeBOro Ny3bipsa, NpeacTaTeIbHON Keesbl U
KapuMHOMbI Kenygka. MeToa TakKe Mo3BOAsSeT MAEHTUPUUMPOBATL OMyXOsieBble KNETKU B
nepuToHeasibHOM, NAEBPANbHOM, CYCTaBHON M CNUHHOMO3IOBOW KMAKOCTAX. [1A BbiABNEHUA ApPYruxX
dopm Heonnasui UUTONOFMYECKME MA3KM MCMOAb3YIOT pexe. Kak yKasbiBasoCb paHee, OMyxoJieBble
KNETKW MO CPaBHEHMIO C APYTMMM KNETKaMU B MEHbLUEl CTeMeHW CBA3aHbl ApYyr C APYrom, a TaKkKe
06.1a4al0T CBOMCTBAMM aHaNAasuKn (KNETOYHOM aTUMNKMK), YTO YKasbiBaeT Ha UX OMNyxoJieByto npupoay. B
OT/IMYME OT TMCTONIOTUYECKOM OMArHOCTUKU MPU LUTONOTMYECKOM UCCNEA0BaHUN CYXKAEHUS LO/KHbI
OCHOBbIBATbCSA HA UBMEHEHMAX KaXKA0W KNETKM UK TPy KAETOK, MPU 3TOM HET BO3MOMKHOCTU OLLEHUTb
noTepto OPUEHTALMM OMYXONEBLIMU KNETKamMMU U (CaMoe rMaBHOE) Ha/MuyMe UX MHBA3UKU B Noasexalume
TKaHW. 3TOT meTog no3sossdeT guddepeHUMpPoBaTb HOPMAJbHbIE, AUCMIACTUYECKME M ONyXOJieBble
KNEeTKU M BbICKA3aTb NoA03pPeEHME O KapunHoMe in Situ. IDEeKTUBHbIA KOHTPO/Ib paKa LEeNKU MaTKN —
Jyywee noATBEpP)KAEHME UEHHOCTU  UMTONOTMYeckoro metoga. [WUCTo/MoruMyeckuit  metog U
3KCPONMATUBHAA LMUTOIOTMA OCTAOTCA 0B6bIYHBIMU METOAAMU ANATHOCTUKM 3/T0KAYECTBEHHbIX OMYyXOJEN,
OLHAKO COBPEMEHHbI MaTo/IOF0AaHATOM  MCMOJ/b3yeT MOCTOAHHO  MOMOJIHAKOWMIACA  apceHan
COBPEMEHHbIX TEXHO/IOTUIA, YTO PacLUMPAET BO3MOXKHOCTU ANArHOCTUKM.

NMMYHOMMCTOXMMMNYECKOE UCCNe0BaHME — LUMPOKO UCMONb3yeMblit MeToA, B TO e Bpemsa 6bicTpo
pa3BMBatOTCA METOAbl MOJIEKYIAPHON AMArTHOCTUKN U HAYMHAIOT UCNOb30BaTbCA B KAaYeCTBE PYTUHHDIX.
Janee npusesem OCHOBHble XapaKTepUCTUKMU 3TUX OMarHoCTUYeCKnX MeToA0B.
NmmyHormctoxmummnyeckoe uccnegoBaHve. JloCcTynHOCTb  cneuuduUeckux aHTUTEN  3HAUYUTENIbHO
pacwmpmna BO3IMOXKHOCTU MaeHTUdMKaLMM BENKOBbIX MPOAYKTOB KAETOK U NOBEPXHOCTHbLIX KAETOYHbIX
mapkepos. [pusegem npumepbl 3HAYMMOCTU UCMOJIb30BAHUA UMMYHOTMCTOXMMMUYECKOTO UcceaoBaHNUA
B AMArHOCTMKE W KOHTPOJIe 3/10Ka4YeCTBEHHbIX OMyXonen: Knaccupurkaumsa HeanddepeHUMpPoBaAHHbIX
3/10KQYeCTBEHHbIX ONyxo/aei. 3N10KaYeCTBEHHbIE ONYX0AM PA3IMYHOIO NMPOUCXOXKAEHUA C HapyLUeHMEM
AndodepeHLMpPOBKM HANOMUHAOT APYr Apyra. Takne onyxonu 6biBaeT TPYAHO Pa3IMYMTb Ha OCHOBAHUMU
Cpe308, OKPaLIEHHbIX FEMaTOKCUIMHOM M 303MHOM (PYTUHHOE OKpalumBaHue). Hanpumep, HeKoTopble
aHanaacTMYeckne KapumHOMbl, MMPOMbI, MENAHOMbl M CAPKOMbl MOFYT MMETb MOXOXWIN BUA, MpK
rMCTONOMMYECKOM UCCNefoBaHUM, O4HAKO OHU OTNIMYAKOTCA MeTOAAMMU ieYeHUsa N NPOrHo3om. B Takux
CNly4asaX BbIABAEHUE AHTUTEN K MPOMEXKYTOYHbIM PUIaMeHTaM OTpPaKaeT Ha/nume KAEeTOK COJIMOHbBIX
ONnyXosel, YTO UMEET AMArHOCTUYECKYHO LEeHHOCTb. Hanpumep, MMMYHOIMCTOXMMMUYECKOE BbIABNEHWE
LUMTOKEPATUHOB NOATBEPKAAET 3SMUTENMANBHYI0O MNPUPOAY OMyXoAu (KapuuHomy), a npucyTcTeue
AeCMUHa saBAfeTcA cneumdueckum AaA Onyxoseld MbIEYHOro MPOUCXOXKAEHUA — MUOCAPKOM;
onpeaeneHue s0KanM3auum M NPOUCXOXKAEHNA NMEPBUYHOM OMYXO/IM MO UCCAef0BaHMI0O MeTacTas3os.
MHorve nauMeHTbl CO 3/10Ka4eCTBEHHbIMM ONYXOJAMW BrepBble 06PALLLAIOTCA K Bpayy YXKe Ha CTaguu
meTacTa3mpoBaHuA. B page ciyvaeB NoKanM3auma NepBUYHOM OMYXOAU OYEBUAHA WUAN €e BO3MOXKHO
onpegenuTb KAUHUYECKUMWU U PagMoNornvyeckMmun metogamu. B Tex cnyyasax, Korga nokanusauma
NepBUYHON OMYX0AN HE ACHA, MOXKET BbITb NOSE3HbIM MMMYHOTUCTOXMMMUYECKOE BblIBJIEHME TKAHE- UK
opraHocneumduyecknx aHTUreHoB B bOMoONTaTax MeTacTasoB. Hanpumep, npocTaT-cneumnduyeckuni
aHtureH (PSA) n TupeornobynvH ABNAKOTCA MapKepamn KapuMHOM NpeacTaTe/ibHOW »Kenesbl U
LWMTOBUAHON »Kenesbl COOTBETCTBEHHO; OnNpefesieHne MOJIEKY/, MMEWUX MNPOrHOCTUYECKoe U
TepanesTMyeckoe 3HayeHue. WmmMyHOrMcToxumuyeckoe onpegeneHve peuenTopos FOPMOHOB
(acTporeHHbIX/NporecTepoOHOBbLIX) NPU paKe MOJIOYHOM Kenesbl MMeeT NOMMMO NPOrHOCTUYECKOro
3HaYeHMA (peuenTop-NoNOKUTE/bHBIA PaK  MOJIOYHOM Kenesbl MMeeT JydylWwuii MNporHos) u
TepaneBTUYECKOE 3HAYEHWEe MPU OLLEHKe YyBCTBUMTENbHOCTM K AHTUITOPMOHaNbHOW Tepanuu. Takxe
MMMYHOTUCTOXMMMWYECKN MPU PaKe MOJIOYHOW Kenesbl MOXKeT ObiTb BbiABNEH OENKOBbIA MNPOAYKT
oHKoreHa ERBB2 (pak M0JI0UHOM *Kenesbl C NOoBbIWEHHOW 3Kkcnpeccheit ERBB2 B uenom umeet xyaLumi
nporHos). O6bIMHO Npu rnnepakcnpeccun ERBB2 onpenenaoT amnanduKaumio y4acTka XpoMoCcoMbl €
reHom ERBB2 metoaom FISH.



MpoToyHana uutomeTpus. MNpPoToYHanA UUTOMETPUA NO3BOJIAET ObICTPO U KOAMYECTBEHHO OLLEHWUTb PAf,
MHAMBUAYANbHbIX XapaKTEPUCTUK OMYXONEBbIX KAETOK, HAanNpumep Haanyme membpaHHbIX aHTUIEeHOB U
OHK. TpoToyHas uuTomeTpua [AOKasasa CBOe 3HayeHwe Ana uaeHTUdMKauum u KnaccuduKaumm
onyxoneit T- M B-KNeTOYHOro, a TaK¥Ke MOHOHYK/IeapHOro npPoUCXoXaeHUAa (0 MOHOK/IOHaNbHbIX
aHTUTENax K aHTUreHam KNeToK KpoBu U nnmdbi).

MonekynapHaa AWarHoCcTUKa. [aa AMArHOCTUKM ONyXxonem M NPOrHO3MPOBaHMA MUCXOAA NPUMEHALOT
MOJIEKYNAPHbIE MeToAabl. 3aJayn  MONEKYNAPHON AMArHOCTUKM: AMArHOCTUKA 3/10KAYeCTBEHHbIX
onyxonei. MoneKkynapHble mMeToAbl He OTHOCATCA K OCHOBHbIM METOZaM MepPBUYHOM AWNAFHOCTUKMK
3/10KaYECTBEHHbIX OMYXO0JEel, HO Ype3Bbl4aHO BaXKHbI B paae cnyvyaes. MonekynsipHbie MeToZbl NONE3HbI
B AnddepeHUManbHOW AMarHoCTUKe A06poKavyecTBeHHOW (NOAMKNOHaNbHOW) npoandepaummn T- n B-
KNETOK U 3/10Ka4YeCTBEHHOW (MOHOKNIOHaNbHOM). MOCKoNbKY Kaxaas T- u B-KneTka MMeeT YHUKaAbHYIO
rPyNnNUPOBKY FEHOB aHTUIEHHOro peLenTopa, obHapyxkeHne ¢ nomolbio MLP peuentopa T-KAETOK MK
reHoB lg nossonser gudbdepeHUMPOBaTb MOHOK/IOHabHblE (OTHOCAWMECA K HOBOODOPa3oBaHMAM) U
NOJIMK/IOHA/bHbIE (peaKTUBHbIE) KNEeTOUYHble npoandepaTbl. MOCKONbKY BO MHOTMX OMYXOJISIX CUCTEMbI
KPOBETBOpPEHMA (Nneikemuax U anmépomax) M B HEKOTOPbIX MNaPEHXMMATO3HbIX HeoMnaasnax
ob6HapyKuMBatoTCcA crneundpuyeckme TpPaHCAOKaLMU, KOTOpble aKTUBUPYIOT OHKOreHbl, AMArHO3 MOXKHO
nocTaBWUTb, OOHapyKuB WX. BblABNEHWE TaKMUX TPAHCAOKauMi OObIMHO OCYLLECTBAAOT MeToLaMM
PYTUHHOIO LMTOreHeTUYecKoro aHanusa unm metogom FISH. B page cnyvyaeB moneKkynApHble MeToAbl,
Takue Kak MNP, N03BOAAIOT BbIABUTb MUHMMA/IbHYHO OCTaTOUHYH0 60/1e3Hb, KOTOPaa He onpeaenseTca Nnpu
06bl4HOM aHanuse. MONEKYNAPHbIN UUTOreHETUYECKMIA MeTOoh, HOCAWMI Ha3BaHME CMeKTPasbHOro
KapuoTUNuposaHua, ob6aafaeT BbICOKON YyBCTBUTE/IbHOCTbIO M MO3BOMIAET U3y4aTb BCE XPOMOCOMbI
OAHOBPEMEHHO. 3TOT MEeTOZ4 OCHOBAaH Ha 24-UBeTOBOM ramme OKPALUMBAHWUA XPOMOCOM CMECbHO
bNyopoxpomoBs, NO3BONAET BbIABAATL /IOOble HAPYLIEHMA XPOMOCOM B OMYXOJEBbIX KAETKaX, AaXKe
HeboblIMe CKPbITble TPAHCNOKALMM U BCTaBKM. C MOMOLLbIO STOFO METOAa MOMHO TaKKe onpesenunTb
NPOUCXOXAEHNE HEUAEHTUOULMPOAHHBIX XPOMOCOM, Ha3blBaEMbIX MAPKEPHBIMU XPOMOCOMAMM,
06HapyKMBaEMbIX BO MHOTMX 3/10Ka€CTBEHHbIX OMYX0AsX CUCTEMbI KPOBETBOPEHMA. [lpyron AOCTyNHbIN
MeToA, — CpaBHWUTENbHAaA reHOMHaa rrMbpuamsauma (B HacTosLLee BpemMA ero Ucnosb3ytot B ¢popmare
MMKPOYMNMPOBAHUA). ITOT METOZ, MO3BOSIAET M3yYaTb XPOMOCOMHbIN NPOdUIb OMYXONEBbLIX KNETOK.
MpumeHeHne OHK-MWKPOUYMNOB, TUANHI-YMMNOB, KOTOPbIE MOKPbLIBAOT BECb reHOM YenoseKa, uam SNP-
YMNOB MO3BO/AET M3y4YaTb aMMAMOUKAUMIO U AeNeumto reHOB C BbICOKOW TOYHOCTbIO; MPOrHO3
3/10Ka4ecTBEHHbIX onyxonei. OnpeneneHHble reHeTUYecKne U3MeHeHUA CBA3aHbI C MIOXUM NPOTrHO30M,
CnefoBaTeNIbHO, Ha/iMuME TaKMX M3MEHEHWI onpepenseT TAaKTUKY JevyeHuA naumeHTa. Hanpumep,
amnamdukauma reHa N-MYC u geneuma 1lp npegpexaroT NAoXoM NPorHo3 npu Henpobnactome, a
amnamounkauma HER2/Neu npu pake MOJIOYHOM Kenesbl CBUAETENbCTBYET O BO3MOMKHOCTU
3¢ deKTMBHOro MCNO/Ib30BaHUA Tepanuu aHTUTenamu K peuentopy ERBB2. FeHeTnyeckue nameHeHus
MOKHO ONpPeaennTb LUTOreHeTMYeckn mbo ¢ nomowpto metoga FISH nav NUP MauuyeHTol, uMetowme
ONNTOAEHAPOrINOMBI C €AMHCTBEHHOM FreHeTUYeCKoN aHOMannen B Buae yTpaTtol Xxpomocom 1p n 19q,
OT/INYAIOTCA A/IUTENIBHON BbIXKMBAEMOCTBIO M JIy4LIMM OTBETOM HA TEPANUIO MO CPAaBHEHUIO C TEMU, KTO
MMeeT MHTAKTHble XpoMocombl 1p 1 19q B coveTaHmnn c amnamdukaumeit peuentopos EGF; obHapyxeHne
MWHUMaANIbHOM OCTaTO4YHOW 6onesHu. pyroe HanpasieHUEe MONEKYNAPHbIX METOL0B — OOHapyKeHue
MWHUMANIbHOM OCTaTOYHOW 6O0ME3HN MOC/e NeYeHMA NaLMEHTOB C NerMkemuen nmbo aumoomon mam
peuyamsa. [nAa  3TOr0  WCNOABL3YIOT  MOHWUTOPUpPOBaHWE  amnandukaumm  metogom  [MUP
nocnefoBaTesIbHOCTEN HYKNEMHOBBIX KWUC/OT, YHUKANbHbIX ANA ONpeAe/NeHHOro K/AOoHa OMnyXoaeBbiX
Knetok. Hanpumep, obHapykeHue metogom MLUP TpaHckpuntoB BCR-ABL nossBonser npeacraBuTb
MacwTab MMHMMANbHOM OCTaTOMHOM 60/1€3HM Y MAUMEHTOB, MOJyYaloLWMX JIeYeHMe Mo MoBOAY
XPOHWYECKOM muenouaHom nemkemun. ObHapyKeHue cneunduyeckoin mytaumm reHa KRAS B obpasuax
CTy/Nla MaUMEHTOB, NEpPEHECLLMX pPaHee JieyeHMe Mo NoBOAY paKa TO/ICTOM KWULIKW, CBUAETENbCTBYET O
BO3MOXHOM peunanse onyxonau. [porHocTMyeckoe 3HaYeHMe MWHUMANbHOM OCTAaTOYHON 60/1e3HM
onpeaensatoT nNpu ocTpon MMMPobacTHON TeMKeEMUM U OLLEHUBAIOT NPU APYTUX ONYXONNX; AMArHOCTUKA



HacneaCTBEHHOM MpPeApacnoNOKEHHOCTU K 3/10Ka4eCTBEHHbIM onyxonam. MyTaumm B 3apoabllLeBbiX
K/IeTKaX HEKOTOPbIX FEHOB-CYNPeccopoB onyxosaen, Taknx Kak BRCA1, BRCA2, a TakKe npoTooHKoreHa RET
YBE/IMYMBAIOT PUCK pa3BuTM onyxonei. OBHapyKeHWe 3TUX MyTaHTHbIX ajnenei no3BOSAEeT Bpayy
pa3paboTaTb «arpeccuBHbIN» MPOTOKOA CKPUHWHIA, PAacCMOTPETb BO3MOMKHOCTb NMPOPUNAKTUHYECKOTO
XMPYPruYyecKoro BMeLaTeIbCTBa, @ TaKKe NPOBECTU reHeTUYECKOEe KOHCY/IbTMPOBAHME POACTBEHHMKOB.
MpW [MarHOCTMKE HACNenCTBEHHOM MNPeapacnoNoXeHHOCTM onpenenatnT cneunduyeckne myTaumm
(Hanpumep, reHa RET) unu npoBoAAT cekBeHUPOBaHUeE Bcero reHa. MocnegHee He0bX0AMMO B CayYasnX,
KOrZa CyL.,ecTByeT HEeCKO/IbKO MyTalMi B reHe, CBA3AHHbIX C PAa3BUTUEM ONyXonu. BbiaBneHue Takux
MyTaLMin — OCTAaTOYHO NPOrPECCUBHbBIN MeToZ NPOoPUAAKTUKM, OAHAKO CAeAYET YUYMTbIBATb STUUECKYIO
CTOPOHY AMAarHOCTUKM COCTOAHMA npeadonesHn. MonekynapHbole npodpunn onyxonei o HegasHero
BpeMeHU 06beKTaMW WCCNef0BaHMM 3KCMPeccUMn reHoB Oblan oTaenbHble reHbl. OgHako nocne
NnoAB/IEHNA METOZOB, MO3BOJAKOLWMX U3ydaTb IKCNPECCUID BCEX FEHOB FEHOMA OAHOBPEMEHHO, BCe
nsameHunocb. Cenyac AnA KpynHomacwTabHbIX MccaefoBaHUIA 3KCnpeccun reHoB Hambonee 4acto
ncnonb3ytot TexHosnornto AHK-mukpoumnuposaHuaA. CywecTteyeT gBa metoga aHaaumsa uunos [HK,
KaXKAbl U3 HUX MMEeeT CBOW NpenmyLlectBa U HegoctaTku. MpoaykTbl MUP KNOHMPOBaHHbLIX FEHOB UK
O/MTOHYKNEOTUAbI M3 FEHOB, KOTOPbIE MCCNeAYOT, HAHOCAT B BMAE NATEH Ha CTEKI0. YMnbl BbICOKOM
NAOTHOCTU MOTYyT cofep:KaTb 6osee 2 MAH 3/1eMeHTOB. 3aTem 3TU TeHHble YMnbl TMOPUANINPYIOT C
o6pa3Lamm, NPUrOTOBAEHHBLIMU M3 ONYXOAU U KOHTPOJIbHOW TKaHW (0b6pasupl 06blYHO NpeacTaBieHbI
KomnnemeHTapHbimn AHK-konuamu PHK, akcTparmpoBaHHOW M3 OMyXO/AM M MOParKeHHbIX TKaHeW),
MmeyeHHbIMU GIlyOpOXPOMOM. MOTOM BbINOAHAIOT Na3epHOE CKaHUPOBAHMWE C BbICOKMM paspeLleHnem u
perucTpmpytoT GayopecueHTHbIE CUrHaAbl, UCXOAALLME OT KaxKAOro NATHA. 3aTeM € 3TUMW AaHHbIMM
MOXHO MpPOBOAWTL pa3HoobpasHble BMAbI aHanu3a. OaHUM M3 Hambonee NOE3HbIX B OHKOJIOMUM
ABNAETCA METOL, MepapXMyecKkon FpynnUPOBKKU, MO3BOMAIOWMIA OLEHUTb C MHOMMX TOYEK 3peHUs
MOJIEKYNAIPHYIO FeTepOreHHOCTb M Bronornyeckoe noseaeHne onyxonn. MoxHo onpeaenntb npoduib
3KCMPECCUM OMYXONEN C PA3IMYHBIMU UCXOAAMM, HANPUMEP PELMUANBUPYIOLLMA U HEPELNANBUPYIOLLMIA
paK MOJIOYHOW Kenesbl. MeToAoM MepapXMyYecKkon rpynnuMpoBKU BbiiBAEHO HeboblIOe KO/AMYecTBO
reHoB, KOTOPbIMM W OT/IMYALOTCA 3TU ONYXO/IM U MO KOTOPbIM MOXKHO NpeacKa3aTb NOBEAEHME ONYXONeN.
Takmm obpasom, ecTb Hagexnaa, 4To npoduaM 3KCNPeccMn reHoB MO3BOAAT CTPATUPMLMPOBATH
nauMeHTOB MO PUCKY W OTBETY Ha Sie4yeHne Ha 6osee BbICOKOM YPOBHE M TOYHEE, YEM FMCTONOIMYECKOE
nccneaoBaHue u ctTagupoBaHue onyxoan. C NOMOLLbI MOSIEKYIAPHOIO aHaN3a Bbla10 YCTAHOBAEHO, YTO
beHOTUNNYEeCKM WAEHTUYHbIE KPYMHOKAETOYHble B-MmdOMbl y pas/iMyHbIX NAUWEHTOB ABAAIOTCA
reTeporeHHbiMn. Tem He MeHee Ha OCHOBaHMM PasvuMiA B IKCMPECCUMU FEHOB OMYXONEN, UMEIOLLUX
OAMHAKOBbIN GEHOTUM, OMYXONM MOMKHO pPa3 AeNnUTb Ha MNoAarpynnbl NO BbIXKMBAEMOCTU MaLMEHTOB.
Bonbwoi npobiemolt B aHa/iM3e 3KCNPECcCUMM TFeHOB SBAAETCA reTeporeHHOCTb OMYXONEBOMN TKaHW,
Hannume B 06pasyax CoeaAMHUTENbHOTKAHHOM CTPOMbI, BOCNANIMTENbHOIO MHGUABLTPATA U PpparmMeHTOB
HOPMa/ibHOW TKaHW. EQMHCTBEHHbIN BbIXOA, M3 3TOM CUTYaLUUMM — MOAYY4aTb «YUCTYHO» OMYXONb WU
ManeHbKME €ee 4YacTM C MOMOLLbIO JIAa3ePHON MUKPOAUCCEKUMM (ONyXoneBble KNETKU BblpesatoT
CPOKYCMPOBAHHbLIM N1a3€POM MOL MWKPOCKOMOM, MaTepuan NOMELLAOT B HeGO/bWY MPObUpPKY U
ncnonbaytoTt aaa sbigenenma OHK n PHK) Ucnonb3oBaHWe monekyasapHoro npodpuna onyxonen dyaer
pPacWmMpATbCA U COBEPLUEHCTBOBATLCA, HO KOE-YTO yxe caenaHo. Hambonee u3BecTHble pe3y/bTaThl
KacatoTca npoduaa sKCNpeccum reHoB paka MOJIOYHOM Kenesbl. Pa3Butme HoBbix nnatdopm ana
MUWKPOYMNOB WM TEXHONOIUIM, HanNpumep BbICOKOMPOU3BOANTENLHOIO CEKBEHUPOBAHMUA, MNO3BOAAET
€034aTb KAacCMPMKaLMI0 BCEX TFEHETUYECKMX WM3MEHEHMA B OMyXxoseBblX KaeTKax. CpaBHWUTeNbHas
reHoOMHasa rmbépuamMsaLmMa Ha OCHOBE YMMOB AAET BO3MOXKHOCTb BbISIBIATb TaKMe M3MEHEHUS FeHOB, Kak
amnaMduKauma n geneumsa, U COMOCTaBAATb C 3Kcnpeccuer reHoB. SNP-yunbl, 0xBaTbiBalOWMeE BecCb
reHoM, MOXHO WCMONb30BaTb A/A PaCWMPEHHOrO aHanMsa reHoma onpepeneHns pucka
3/10Ka4YeCTBEHHbIX OMyxoseh. TWAWMHI-YMMN BCEro reHOMa MPUMEHAIOT ANA  BbIABAEHMA HOBbIX
TPAHCKPMNTOB, MPOMOTOPOB W MECT ChAaWcUMHra. TUAWHI-YUN TaKKe MOXKeT ObiTb NoseseH B
NMAEHTUOUKALMM INUTEHETUYECKUX M3MEHEHMUI, Hanpumep meTuanposanma OHK, a B KombuHaumm ¢
TEXHMKON UMMYHONPeUUNUTaLLMm XpomMaTHa NONYy4atoT KapTy CaTOB XPOMATMHOBbIX MapKEPOB, a TaKXkKe



MeCT CBA3blBaHWA (GaKTOpPoB  TpPaHCKpUNuMW. BbiCOKONpousBoAUTENbHOE  pPECEKBEHUPOBAHME,
No3BOAAOLLEE FTEHEPUPOBATL COTHU MUAIMOHOB — MUIANAPAbI NAP OCHOBAHMUI 33 OAMH LIMKA, NOMOraeT
NAEHTUOMUMPOBATD HEU3BECTHbIE XMMEpPHble 6enKkoBble NPOAYKTbl TMOPUAHbLIX FEHOB, a TaKXe
ocyuecTeuTb 3QPEKTMBHOE PpECEKBEHUPOBAHME BCETO FEHOMA ONYyX0NeBOM KAETKM. HOBbIM ropM3oHTOM
MOIEKYNAPHBIX TEXHONOrMA ana rnobanbHOro aHasM3a 3/10KaYeCTBEHHbIX OMyXxonen ABAAETCA
NPOTEOMMUKA — METOZ, NO3BOAAIOWMIA 13y4aTb Npoduab 6ENKOB TKaHU, CbIBOPOTKU KPOBU U APYrUx
X)ugkocrel Tena. M3BectHo, 4To ypoBHM MPHK peryampytotca noCTTPaHCAALMOHHO, HO HEMOHATHO, KaKUM
06pa3om ypoBeHb 6eIKOB (MONEKY, y4acTBYIOWMX B KAETOYHbIX MpoLeccax) KoppeampyeT ¢ ypoBHAMMU
MPHK. B HacToAwee BpemA pa3BMBAOTCA TakKMe TEXHOI0MMKU, KaK MACCCNEKTPOCKONUA U YNNUPOBaHUEe
aHTUTeN, no3BoJiAlOWME [1006a/1bHO U3y4yaTb OenKU. Pa3BUTME HOBbLIX TEXHOJIOrMi rnobanbHOro
MOJIEKYNIAPHOFO  aHanM3a OMNyxoJsieit 3acTaB/fAeT HEKOTOPbIX YYeHblX NpeAcKasbiBaTb 3aKaT
rMCTONATO/IONMM M CYMTATb CYLLECTBYOWME METoAbl AMArHOCTUKM ONyxosen CPOAHWU KONLO0BCKMM
ragaHuam. besycnosHo, HEBO3MOXHO MIHOPMPOBATb YCNEXU IKCNEPUMEHTANIbHON MeANUNHBI U HOBbIX
MOLLHbIX METOA0B MONEKYNAPHOro aHannsa. O4HaKo He Bceraa HoBblM MeToZ, A0/IKEH 3aMeHATb CTapbIN.
HanpoTtus, Hanbosee TOYHON AMArHOCTUKM 3/10KAYECTBEHHbLIX OMYXOJeh U UCXOL0B MOMKHO [0CTUYb
NCNosib30BaHMEM MOPDOIOTMYECKMX U MONEKYAAPHBIX METOA0B AMAarHOCTUKM B Komnnekce. MapKkepbl
onyxonn. BUOXMMUYECKUI aHaIM3 CBA3AHHbIX C ONYX0/1bt0 PepMEHTOB, FOPMOHOB U APYTMX MAapKEPOB B
KPOBM HENb3A MCNO/b30BaTb A/ OKOHYATENbHON AMArHOCTUKM 3/10KAYECTBEHHbIX OMyXonen, OfHaKo
TaKoe uccnefoBaHMe NOMOraeT BbiIABUTb PaK, @ B HEKOTOPbIX CyYaax oLeHUTb 3dPeKTUBHOCTb NedeHuns
AN OBHAPYKUTL peunams onyxoan. ONMcCaHO MHOXECTBO MapKepOB ONYyX0/N, U €XeroLHO BbIABAAIOT
HOBble, HO TO/IbKO HEKOTOpble M3 HUX MPOLW/M WUCMbITAaHME BPEMEHEM M [0Ka3aAn KIMHUYECKYIO
3HaYMMocCTb. OnpegeneHve KapuuHOSIMOPUOHANBHOFO aHTUreHa W a-¢peTonpoTeMHa B OHKOJIOTUK
XapaKTepusyeTca HeAO0CTaTOUHbIMM CNEeLUPUUHOCTBIO M YYBCTBUTENbHOCTbIO A1 PaHHEro 06HapyKeHun
3/10KaYecTBEHHbIX ONyxonei. B HacToALee Bpems ST MapKepbl MCNOb3YIOT AN ANAarHOCTUKM peumanBa
nocne yganeHus onyxonu. Mpu ycnewHom pesekunmn aaHHble MAapKepbl B KPOBM He OOHapy»KuBatoTca, a
MX MOABJIEHME MNOYTM BCErga CBUAETENbCTBYET O HebnaronpuaTHOM nporHose. JpyrMmu LLMPOKO
MUCNONb3YEMbIMW  MapKepammn  ABAAIOTCA  YE/I0BEYECKUA  XOPUOHUYECKMI  FTOHAZOTPONUH  AnA
TeCTUKyNApHbIX onyxonei, CA-125 gnsa paka AWYHWUKOB, Ig AR MHOXKECTBEHHOW MMUENOMbl U ApYyrux
NAa3MOKNETOUYHbIX onyxonel. Pa3paboTaHbl TecTbl Ans onpeseneHna MapKepoB OMyXo/au B KPOBWU U
AKMAKOCTAX Tena — MyTaHTHble APC, p53, RAS (B cTynie 60/bHbIX KONopeKkTanbHoM 12. KapumHomolt),
MYTaHTHbIK P53 M MeTMAMpOBaHHbIE TFeHbl (B MOKPOTE MpPW paKe JIerkoro, a B CAIOHE — MpU
3/10KaYeCTBEHHbIX OMYX0AAX r0/10Bbl U Wewn), MyTaHTHbIM p53 (B MOYe Npu pake Mo4YeBOro ny3bips).

Knaccudukauma onyxoneit ronoBHOro mosra u ux ocobeHHocTu

Knaccudumkauma onyxoner ronNoBHOrO MO3ra MMeeT OTYET/IMBYIO TUCTOJIOTMYECKU-MOJIEKYIAPHYHO
HANpPaB/JEHHOCTb. HWM 0AWH MeToA, B OTAENBHOCTU (HU FTMCTONOTMYECKUI, HU MONEKYNAPHDIN), B 6oNbLueit
4acTu cyyaes, He N03BOJIAET YCTaHOBUTb HO30/10MMYECKYIO eAUHULLY W ONpeaenuTb aAeKBaTHYIO TaKTUKY
NeyeHmAa naumeHTa ¢ onyxosbto LIHC. B HacToAwee Bpems ANarHOCTMKA OMYX0JM LLeHTPaNbHON HEPBHOM
CUCTEMBI TpebyeT KOMBWHauMm OaHHbIX MPT, rMCTONOrMYECcKOro nccnenoBaHus,
UMMyHoructoxmmmyeckoro (UrX) mccnegosanma, FISH wuam MUP uccneposanuii. Bece onyxonm LHC
pasgeneHbl Ha YeTblpe MPOrHOCTUYECKWE TPYMMbl C COOTBETCTBYOWEN rpagaunert (Grade | — IV): | —
ONyX0/N C HU3KMM NponndepaTMBHbIM NOoTeHUManoM. OBbIYHO neyeHne orpaHuYeHo onepaument. Il —
onyxonv uHGUAbTPaTUBHbIE NO CBOEWN NPUPOAE, CKNOHHbIE K peLnamBam, HECMOTPA Ha HU3KUI YPOBEHb
nponndepaTUBHOM akKTUBHOCTU. HekoTopble N3 HUX cNocobHbl TpaHcdopmmnposaTtbea B onyxonau G-lIl. Il
— OMyXONU C OYEBUAHBIMU TUCTONOMMYECKMMU MPU3HAKAMKU 3/10KaYeCTBEHHOCTU, BKAKOYAA AAEPHYI0
aTUNUIO U, MHOTAA, BbICOKYID MUTOTMYECKYHO aKTMBHOCTb. bosblias YacTb ciyd4aeB TpebyloT nyyesyto
n/van xummoTepanuio. IV — UUTONOTMUYECKM 3/10KaYeCTBEHHbIE, MUTOTUYECKM aKTUBHbIE, CK/OHHbIE K
HEKPO3aMm OMyX0JiM, KOTOPbIE aCCOLMMPOBaHbI C HbICTPOI Npea- U NocneonepaLMoHHOM 3BOOLMEN U
daTanbHbIM Ucxogom. Mnmnobaactoma n 60bLLAA YacTb SIMOPUOHANBbHBIX OMYXONEN ABAAIOTCS OMYXONAMM



IV rpagauun. Bblpa)KeHHas CKAOHHOCTb K WHOWUAbTPATUBHOMY POCTY BOKPYXKalWMe TKaHU WU
ANCCEMMHALNA B MO3TOBbIX TKaHAX TUMKWYHA Ana onyxonen G-1V.

Onyxonn UHC npnBogAT K caaBAEHMIO FO/IOBHOMO MM CMMHHOIO MO3ra; BPacTatloT B TKAHb MO3ra, BbI3blBasA
€€ paspylleHne; 4acTo COMPOBOXKAATCA Pa3BUTUEM KPOBOU3IAUAHMIN U 04AroB HEKPO3a; NPUBOAAT K
HapYyLWeHMIO IMKBOPOOTTOKa, C nocaeaytowen rugpouedannein; HepeaKko Bbi3blBAOT OTEK FONOBHOMO
MO3ra; acTpoumTapHblie OMNyXo/aW MeTacTasupyloT B MNpefenax rol0BHOMO W CNMHHOIO Mmo3ra (3a
WUCKNOYEHWEM C/IyYaeB LWYHTUPOBAHMA rOJI0OBHOIO MO3ra).

Onyxosm U3 acTpoumMToB

310 camaa 6osblwan rpynna BHYTPMMOS3IOBbIX OMyxosei. B KOTOPOM MOMHO BblAEAUT 4 KpynHbIX
noArpynnbl, OCHOBaHHblE Ha KAeTKe-npeawecTseHHMUe. 1. ACTpoUUTOMbI (KNeTKa-npeallecTBEHHUK:
acTpoumT). 2. ONMroacTpoLUTOMbI (4,BYX-KOMMNOHEHTHAA ONyXo/b B CBOEM COCTaBe MMeloLas 2 pocTKa:
acTPOUMUTAPHbIN U ONIMIOAEHAPOrNNANbHBIN). 3. OnuMroaepAporiMombl (KNeTka npenlecTBeHHUK —
onurogeHgpoumt) 4. [nnobnactombl (KNeTKa nNpeawecTBeHHUMK acTPouMT, npoleawunii  cTaguu
ONyXxoneBoW TpaHCPOPMaLUM C KpalHEN BbIPAXKEHHOCTbIO atunuu). [anbHerwas KnaccubuKaums
onyxosieit OCHOBaHa Ha cneunduUUecknux MyTaLmaAxX, BaXKHEULWMMU U3 KOTOPbIX ABAAETCA MyTauua reHa
IDH1 1 IDH2. OnTUManbHbIM CHMTaETCA ABOMHOE onpeaesieHMe CTaTyca onyxoamn No STUM reHaM MeTOL0M
MUP wn WIX-onpegeneHne aHoOManbHOro d¢epmeHTa, MNOABAAIOWEroca B pe3y/bTaTe aKTUBHOCTU
MYTaHTHbIX FeHoB — wm3ouuTpaTaervaporeHasbl 1 u 2 Tunos (lsocitrate dehydrogenase - IDH). Ha
OCHOBAHWWM 3TUX MUCCNEAOBaHUMA OMYXOAN C UAEHTUYHBIM HA3BaHMEM NOJYy4YaloT OKOH4YaHWe — «IDH-
MYTaHTHaA» uan «IDH-aukuii Tun». MNocnegHee yKka3blBaeT Ha TO, YTO B onyxonu reHol IDH1 n IDH2
Haxo4ATCA B HEM3MEHEHHOM (AMKom) cocToAaHuu. OnpepeneHue cratyca no IDH-myTaumm asnaetca
BaXXHbIM KpUTEPUEM NPOrHO3a U Tepanuu.

AunddysHana actpoymutoma

lpynna 310Ka4yecTBEHHbIX OMYXONeh W3 acTPoUUTOB C WMHPUABTPATUBHBIM POCTOM, NPU3HAKaMKU
CO3peBaHUsA B BWAE YMEPEHHOro MNOAMMOPPU3IMA  KNETOK, BbICOKOTO YPOBHA  KNETOYHOM
anddepeHUMpPOBKM N MeasieHHbIM pocTom. Mpagauma no BO3: G-1I. Onyxosb Yalle noparkaeT rooBHoOM
MO3r, ero rnybuHHble oTaenbl. BcTpeyaetcs npeumylectseHHO B Bo3pacte 40 neT M CTaplle, XoTs
OnucaHbl cayyanm UM cpean pete. Makpockonuyeckaa KapTuHA. OObIMHO OMyxonb MMeeT
MHOUNBLTPATMBHbIM TUMN POCTA B CBA3M C YEM Kpas pocTa MOTyT HbITb pasnnMummbl ¢ Tpyaom. Co BpemMeHem
onyxosieBas Macca YyBeAn4MBaeTcs U npmobpeTtaeT 6osiee OTYETNBbIE FPAHMLBI, CMELLAA aHAaTOMUYECKME
CTPYKTYpbI (cAaBAMBaEeT Kenyaoukn). Cama onyxonb MMeeT cepo-6enblit LBET, NPU NOABAEHUM KUCTO3HbIX
N3MEHEHWUI N MEIKUX KPOBOU3NUAHNI OHM MOTYT ObITb BUAHBI MAaKPOCKONUYECKK. B YacTun cayydaes KUCTbI
MOryT ObITb  KPYMHbIMM W 3aMOAHEHbl UEepebpanbHOM MKUAKOCTbO. [pM  MUKPOCKOMMYECKOM
nccneao0BaHUKM ONyxoieBan TKaHb 06pasoBaHa AnddepeHUNpPoBaHHbIMU GUBPUNNAPHBIMM ACTPOLUTAMM
— KJeTKaMW C MeJIKMMW OKPYFIbIMW A4pamMW U OTPOCYATOM LMTOMNA3MOM, PaACMNOJIOKEHHbIMU B
dunbpunnapHom maTpmkce. ONyxosib OT/IMYAETCA OT OKPYKatOLLEN TKAHW FOIOBHOrO MO3ra NoBbILWEHHOM
KNETOYHOCTbIO (YBEIMYEHNE NJIOTHOCTU KAETOK). TUNUYHBIM ABEHUEM ABAAIOTCS MUKPOKUCTBI U MeJIKME
AnanegesHble KpoBOM3AMAHMA. MuTO3bl 0ObIMHO He onpegenatoTca. HeKposbl OTCYTCTBYHOT (MX
NPUCYTCTBME UCKOYAET ANArHO3 aCTPOLMUTOMbI).

Fnnobnactoma

[NMnanbHaa onyxoib NPEUMMYLLECTBEHHO acTpoumuTapHon AnddepeHUMpPOBKN C NPU3HAKamMKU agepHOM
aTUNWK, KNETOYHOro noanmopdusma B 60NbLLIMHCTBE C/lyYaeB, MUTOTUYECKOW aKTUBHOCTbIO U TUMUYHO
Anddy3HbIM TUNOM POCTa, MUKPOBACKYAAPHOW npoandepaumen n/mam Hekposamu. Mpagaumsa no BO3:
G-IV. Tanobnactoma — caman YacTan 3/10KayecTBEHHan OMyxoJ/1b FOIOBHOMO MO3ra Y B3pOC/iblX, COCTaBAAET
0K0/10 15% BCe BHyTpUYepenHbIX onyxonein u 45- 50% Bcex NEPBUYHBIX 3/10KAYECTBEHHbIX OMyXxosei
roNloBHOro mosra. B 6onblumHcTBe cTpaH EBponbl, CeBepHon AMEPUKM M ABCTPaNMM YacTOTa €XKEeroaHo



peructpupyembix ciayyaeB ramobnactombl coctasnseT 3-4 caydasa Ha 100 000 HaceneHus. C pyroi
CTOPOHDI B CTpaHax A3nm yacTtoTa peructpauymm coctasnsaet amwb 0,59 Ha 100 000 HaceneHuns, B CLLIA - 3,9
Ha 100 000, B Poccum — 3 Ha 100 000. Nmnobractoma MOXKET pa3BMBaTbCA Y NALUMEHTOB /1Il0OOro Bo3pacTa,
O[lHAaKO Yallle pasBMBAETCA Y B3POC/bIX C MMUKOM B BO3pacTHOM rpynne 55-85 net ¢ HEKoTopbIM
npeobnasaHMem B CTPYKType My»KUMH (1,6:1). Onyxonb pa3BMBaeTCA Kak KOHeuyHas uenb cobbiTui
TpaHchopmaummn anddysHoOM acTPOLMTOMbI B aTUMUYECKYIO acTPOLIMTOMY, Aafiee B aHANNACTUYECKYHO
acTpouMTOMy M 3aTem B ravobaactomy. TakKe, BO3MOXHO passBuTue de novo. Kak u actpoumtoma,
ravobnactoma sBASETCS NYOMHHOM OMYXO/bIO C JIOKa/M3auMein B MOAYLWAPUAX TONOBHOrO MO3ra.
Onyxonb pacteT UHOUABLTPATUBHO, CAAB/IMBAA M NPOPACTAA OKPYKAKOLME CTPYKTYPbl FONOBHOIO MO3ra,
bopmMMpOBaAHNEM BHYTPMMOS3IOBbIX CATEAIMTOB. TUMUYHBIM AAA ONYXOAW ABAAKOTCA KUCTbl, O4aru
pacnaga v KpynHblie KpoBOM3AMAHMA. MaKpOCKoNMYecKas KapTUHA, 3aKNH04atoLWanca B HaIMYMKM 04aros
pacnaga v KpOBOWM3IUSAHWUIN, NPUAAOLWMNX el NecTpbli BUA, UMEET B CBOEN OCHOBE MMKPOCKOMUYECKHU
onpegensiemMble CTPYKTypHble OCOOEHHOCTU. MUKPOCKONMYECKas KapTMHaA OTpa)KaeT pas/inyHoe
npeBasnpoBaHue craguii mopdoreHesa raMobnactombl. B ocHoBe pas3BUTMA OMNYXOAN  NEXKMUT
nponndepauns onyxonesBblX COCYA0B, MHAYLMPYEMAn OMyXOseBbiM OKpPYXeHnem ¢ popMnpoBaHMEM
aHACTOMO3MPYIOLWEN CETU U TNOMEPY/OUAHbIX (KNybKu) cTpykTyp. Ona cocyaoB ravMobaacTomsl
XapaKTepHO MUKpOTpomboobpasoBaHue ¢ dopmupoBaHnem nepudoKanbHON mwemmn. Pesynbtatom
CTAaHOBUTCA MUTPALMSA ONYXONEBbIX KNETOK U3 30HbI MLEMUN C BbICTPAaUBAHUEM NO AJNHHUKY CBOEN OCM.
Hapacratowas nwemus 3aBepLIaeTcss HEKPO3OM, BOBJIEKAKOLLMM COBCTBEHHO CTEHKY TPOMBMPOBAHHOIO
COCyAa, B OKPY)KEHMM KOTOPOro B BUAE YaCTOKO/A BbICTPAUBAOTCA OMyXoneBble KAeTkn. dopmupytorca
OVArHOCTMYECKME HEKpPOo3bl C Maanucagamu ONyxXo/uM B OKPYKeHMW. HapacTaHue uucia HeKposos
NPUBOAMT K UX CANAHUIO C OPMUPOBAHNEM OBLLMPHBIX HEKPOTUYECKMX 30H Pa3pbIX/IEHMA U BO3MOXKHbIM
BTOPUYHBIM KpoBOMU3AUAHUAM. Onyxonesble KAETKM rnMobaacTombl AUWb OTAANEHHO HaNOMWHAOT
acTPOLMTbI, B HAX HApacTaloT IBAEHMA LMUTONOIMYECKOM aTUNNK C TMNepXpomment agep (TemHble 3a cyet
KOHAEHCUMPOBAHHOIO XpOMaTUHA), NOSABAAOTCA KPYNHble ypoaamnsble GopMbl, KNETOK C MAaTONOrMYECKUMMU
MuTo3aMn. MHoraa mMnTo3bl onpeaenatoTcs B o4eHb 6bonbwom Konndectse. MporHos. Mnnobnaactoma B
nogasnstowem 6osbliMHCTBE clyyaeB — ¢daTanbHas OnNyxoab. BOAbWMHCTBO NauUMEHTOB yMUPAOT B
TeyeHne 15- 18 mecsaueB ¢ MOMeHTa AuMarHosa M meHee 5% nauueHTOB BbIXKMBalOT bosiee 5 ner.
MpUMeHeEHNE COBPEMEHHbIX TepaneBTUYECKMX CXeM, B YaCTU UCCNen0BaHWUIN, MO3BOANIO AOBECTU 3TOT
nokasatenb 40 10%.

MeHuHrmoma

3To rpynnoBoe MOHATME, 06beauHAWEe MNPEUMYLLECTBEHHO A06pOKaYecTBeHHble, MegIEHHO
pactywme onyxonu, Hambonee BEPOATHO MPOUCXOAALLME U3 MEHUHIOTE/IMANBHBIX KNETOK MayTUHHOM
0060/104KM rONOBHOTO MO3ra. BbigenstoT 15 Ho30M0rMYECKUX GOPM MEHMHIMOMbI, CPEAN KOTOPbIX
npeobnagatoT onyxonu nepsoi rpagaummn (G-1) (9 Hosonoruit), pexe BcTpevatorca onyxonu G-Il (3
Ho3os10r1K) u G-l BapraHToB (3 HO30/10MMK). PUCK Pa3BUTMA MEHMHIMOMbI B TEYEHUE }KU3HU COCTaBAAET
0oKoso 1% Bo Bcel nonynauumn. 3To camas 4acTo AMarHOCTMpyemas Onyxoab ronosHoro mosra B CLUA,
COCTaBAAOT OKONO 36% Bcex onyxosier ronoBHoro mosra. 90% BCeX MEHWMHIMOM — COJIMTapHbIe.
NokanuzaumaA. BONbWKWHCTBO MEHMHIMOM MMEIOT BHYTPUYEPEMHYIO JIOKANN3ALMI0O UM BO3HMKAIOT B
CNUHOMO3roBOM KaHane. Camasd 4acTas JIoKanusauma: MHTPaAKpaHWaAbHaA napacarMtasbHasa B CBA3M C
MO30/IUTbIM TE€/IOM, Napa- U cynpa-cennsapHasn, B 3afHen yepenHoin AmKe. MeTacTasbl 3/10Ka4eCTBEHHOMN
MEHWHTMOMbI Yallle BCEro BO3HWKAKOT B NIETKMX, MJIEBPe, KOCTAX WMAM nedeHU. MaKpocKonuyecKas
KapTUHA. MeHrMombl 0BbIYHO MMEIT BYrpUCTYIO NOBEPXHOCTb, KAMEHWUCTYHO NAOTHOCTb M CPaLLeHbl C
TBEPAOM MO3roBoli 060/104KON. BO3MOXKHO CpallleHMe MEHWHTMOMbI C KOCTAMW Yepena, apTepusmu.
MuKpocKkonuyeckasa KapTHa. MeHMHIMOMbI NPOABAAIOT LWMPOKUIA CNEKTP BAPMAHTOB MMCTOIOMMYECKOTO
cTpoeHma. OgHaKo, BO BCex cayvaax cobctBeHHO Npoandepupyowmia Nya KNETOK NPeACTaBNeH KNeTKkamu
YONMHEHHON POpMbl C YMEPEHHO BbIPAXKEHHOM 303MHOOWUABHON  UMTONNA3MOWN, AApPamu
BEPETEHOBUAHOWN UM HENPABUABbHOW 0BasibHON GOPMbl C MENKMMM AAPbILKAaMU. OnyXoneBble KAeTKM
MoryT GopmMmnpoBaTb 30Hbl KOHLLEHTPUYECKOM OpraHM3auum wuam  GacuMKyNapHOro CTPOeHUAa C



dUBPOTMYECKM WM3MEHEHHOM CTPOMON, B KOTOPOM OMPeaenstoTcAa MNyYKU KOJIIAreHOBbIX BOJIOKOH.
CocyamcTblit KOMMOHEHT O06blY4HO O4YEBUAEH, HO TONBKO B peakuMx Mmopdonornyeckmx ¢opmax
(aHrMomaTo3sHas MEeHWHIMoma) co3gaeT 3HauYMMbI NaTTepH. MuUTO3bl 06bIYHO OTCYTCTBYIOT MM OHM
eanHUYHble. [MOBbIWEHHAA MWUTOTUYECKAA aKTMBHOCTb MO3BOJIAET MNOAO03PEBaTb 3/10KAYeCTBEHHbIN
BapWAHT MEHMHTMOMbI. CyLLecTBYIOT U 0cobble GOPMbl MEHUHIMOM, 03HAKOMMUTLCA C KOTOPbIMU MOXKHO B
cneuunanbHom antepatype. MPorHo3s aToi ONyxo/iM 3aBUCUT OT ee rpagaumnm U o0Kann3aLumnm

LLiBaHHOMa

JobpoKayecTBeHHasn, 0ObIMHO WHKAMCy/JMpPOBaHHAA Onyxosb U3 obono4vyek nepudepuyecknx HepBos,
cocToAwan u3 BbicokogmndpdepeHUMPoBaHHbIX LWBAHHOBCKMX KNETOK C yTPaTOW 3KCApPeccun MepsivHa.
YTpata ¢YHKUMOHANBbHON aKTUBHOCTU MepAMHa BcaeacTeme mytauum reHa NF-2 npuBoaut K
rMNepaKkTMBaLLMN NPOMUTOFEHHbIX CUTHA/IbHbIX NyTel. ITO B CBOKO oYepeab NPUBOAUT K npoandepaumm
OMNyX0JIeBbIX KNETOK C pOPMMPOBAHMEM ONYX0NeBOM Macchl. LLIBaHHOMbI 06bIYHO OANHOYHbIE OMYXO/U,
noparkatoT togeit pasiMyHoro Bospacta. MHOMeCTBEHHbIe LWBAHHOMbI MO3BOAKT NoAO3peBaTb Y
nauMeHTa Hepodmnbpomatos 2 tuna (NF2). Mpagauma: G1 no BO3. PocT onyxonu yauie obycnosneH
pPacnonoXeHnemM KpynHbIX HEPBHbIX BOJIOKOH U NMy4YKoB. MaKpocKonMyeckaa KapTUHa: onyxosb 06bl4HO
npeacTaBieHa y3108biM 06pa3oBaHMEM C POBHbIMU KOHTYPaMM, CEPO-KENTOrO LIBETA pasmepamu [0
10,0 cm. B KpynHbIX y31ax moryT 6biTb HE6ONbLUME KPOBOM3AUAHUA WU KMCTO3HbIE U3MeHeHMUA. Yale
yaaetcs 0H6HApyXUTb CBA3b C KPYNMHbIM HEPBOM; B 4acTM C/ydaeB TakaA CBA3b He O4YeBMAHA Mpu
BM3ya/sibHOW  OLlEHKe, OJHAaKO XOpowo npocnexusaetrca npu  MPT-uccnegosaHuun. [Mpu
MMKPOCKOMMYECKOM WCCNeA0BaHUM OMyxoneBasa TKaHb o6pa3soBaHHa YAJMHEHHbIMW KAeTKamu C
BEPETEHOBUAHbBIMK  Agpamu, GopmupyoWwMMKn  GacuMKyNsipHbie  (MyYyKoBble) CTPYKTYpPbl  30HbI
BO/IHOODOPA3HOro PacnofioXKEHNA KNETOK Cpen HEMPOHANbHOrO MaTPUKCa. 1A WBaHHOMbI XapaKTepHbI
cocyapbl C YTONLWEHHOW 33 CYET MMAIMHO3a CTEHKOW. B pesKux ciyyasx BO3MOMKHO 03/10KaYecTBieHME
LWIBAaHHOMbI C Pa3BUTUEM OMYXO/IM, KOTOPAs HOCUT HAa3BaHME — 3/I0KaYeCcTBEHAan ONyxo/b U3 obonoyek
nepudepuyecknx HepBoB. B HasBaHMM OMyXOAM HET TOYHOW MPUBA3KM K LUBAHHOBCKOM KNeTKe, T.K.
peanun3auna onyxoneBoro pocta BO3MOKHA C BOBJIeHEHMEM MHOTUX KIETOYHbIX KOMMOHEHTOB HEPBOB, B
TOM 4MCAe W LWBAHHOBCKUX KJETOK. JTO pegKaA OMyxoJb, OTAMYAloWaAcAa B NEpByl oyepenb
BblPaXKEHHbIM KNETOYHbIM NOJMMOPGUIMOM, MUTOTUUECKON aKTUBHOCTBIO M CKJIOHHOCTBIO K HEKPO3aM.
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