JinctoBMaHaA onyxo/sib MOJIOYHOM Xene3bl
n 6epemeHHOCTb. Ciyyaii U3 NPaKTUKMK.

MAPOKOHHAA AHACTACUA AHATO/IbEBHA?, HEYYLUKNUH MUXAUN UBAHOBUY?,
NOBYEHKO NIOAMUNA HUKONAEBHA?Y, MOCNEXOBA HATANNA NBAHOBHA?,
NYWHWUKOBA AHHA ANEKCAHOPOBHA', EPMWUNOBA BATEPUA OMUTPUEBHA?

B cTaTbe NpUBOAATCA TPW KAUHUYECKMX C/Ty4asn BOSHUKHOBEHWA INCTOBUAHOM OMyxo/u Ha poHe bBepemeHHOCTH.
KnioueBble cnoBa: IMCTOBUAHAA ONYX0Jb, PaK MOJIOYHOW Xesie3bl, bepeMeHHOCTb
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ABTOpam W3BECTHbl 3 C/Ayyas BO3HMKHOBEHWA
JIMCTOBUAHOM Onyxonn Ha ¢oHe bGepemMeHHOCTW.
MpuBogmMm noapobHoe onMcaHWe O4HOM0 U3 HUX.
MauneHtka 3., 23 neT, HaxoAunacb B OTAENEHUMU
paguoxumpyprim OBIY «POHU, um. H. H. BhoxuHa»
PAMH c KAMHWYeCKMM AuarHo3om: JIMCTOBUAHAA
OnyXxo/ib NPABON MOJIOYHOW Kenesbl NPOMEKYTOY-
HOro rmcrtonornyeckoro Tmna. CoctoAHue nocne cek-
TOpa/ibHbIX PE3EKLUMI NPaBON MOIOYHON XKenesbl B
2002—2003 rr. dnbpoaseHoMa NeBOM MOSOYHOM
»enesbl. bepemeHHocTb 20 Hegenb.

M3 aHamHe3a u3BecTHO, 4YTo bonee 10 neT Hasag,
B 1998 r. 6os1bHaA BnepBble 3aMeTUMa YNJIOTHEHME
B MpPaBOM MOJIOYHOM Kenese. K Bpayam He obpalya-
nacb. Ha ¢oHe HacTynuBLuel B TOM e roay bepemen-
HOCTW MaumeHTKa obpaTuna BHUMAHWE, YTO OMNyX0/b
bbIcTPO yBENNUMBaETCA. BepemMeHHOCTb bblna 3aBep-
LWEeHa MeAULMHCKMM abopToM, OLHAKO OMNyXosb CO
cnoB 6onbHOM Npogonkana pactu. MNpu obpalleHnn
K Bpauy B 2002 r., Korga onyxoneesoe obpasoBaHue
3aHMMaNo BeCb BEPXHEBHYTPEHHMWIM KBagpaHT, no-
CTaBNeH AnarHo3 pubpoageHOMbl U BbIMNOSHEHO XM-
pypruyeckoe BMeLLaTeNbCTBO B 0Obeme CeKTopasib-
HoOW pesekumun. Cnycta 6 mecsaueB 60/sbHaA BHOBb
0bpaTniacb 33 MeaAUUMHCKOM MOMOLLbBIO B CBA3M C
peunameom 3abonesaHua. BHoBb Bblia BbINoOAHEHA
CeKTopasibHaa pesekuma. K MomeHTy rocnutanusa-
umn B POHLU, naumeHTKa nepeHecna 3 xupypruye-
CKMX BMeLLaTeIbCTBa NO NOBOAY PeLMAMBa OMyXo/u.

MecTo paboTbl aBTOPOB: 1POCCUMIACKUIA OHKONOTMYECKUIA Hayy-
HbIV LeHTp um. H.H. BhoxnHa PAMH, MockBa, Poccusa; 2Meau-
KO-reHeTUYeCKNn HayuHbIn LeHTp PAMH, Mockea, Poccus
KoHTakTHaa uHdopmauma: MapokoHHaa AHactacma AHaTo-
NbeBHA, POCCUMCKUI OHKONOTMYECKUIA HAYYHbIA LEHTP MM.
H.H. BrhoxmHa PAMH, Kawwupckoe wocce 24, Mockea 115478,
Poccua, Email: ANAPAR1@yandex.ru

CratbA nonyyeHa 01 mas 2012; yteepkaeHa B nevatb 06 aBry-
cTa 2012

B 2003 rogy Hactynuna BTOpas b6epemeHHOCTb, BO
BPEMS KOTOPOM, MOMMMO NOSIBUBLLENCA BHOBb pPeLy-
OMBHOM OMyX0/1M B MPABON MOJIOYHOM »Kenese, cTana
onpeaensATbCca Onyxosib U BO BHYTPEHHWUX KBAAPaAHTAX
NieBon MoJio4Hom xenesbl. Co cnos 60/1bHON 06pa3o-
BaHWe cne.a 3a 2 Heaenn HabatoaeHUs yBeNMYnnoch
B 3 pasa, NoABUANCL HONE3HEHHOCTb, YYBCTBO «pac-
nupanHua». Mpu cpoke 17 Hegenb bepemeHHOCTM Na-
uneHTKa obpatunace 8 POHL,

Mpu ocmoTpe nNpaBas MooYHaA Kenesa aedop-
MMWPOBaHa 3a CYeT Mnoc/seonepalMoHHbIX PybLOB.
Bclo ocTaBLUytOCA 4YacTb Xenesbl 3aHMMaeT byrpu-
CTasa onyxonb AuameTtpom Ao 6,5 cm. CheBa Koxa
MOJIOYHOWN Kenesbl WUCTOHYEHa, C BblparKEHHbIM
BEHO3HbIM PUCYHKOM, CMHIOLIHOrO LIBETa, NO0BM-
Ha MOJIOYHOM Kenesbl 3aHATA MHOMECTBEHHbIMU
Yy310BbIMW 06pa3oBaHMAMM, OBWMM AMaMETPOM
00 10 cm. PernoHapHble AMMmdaTyeckmne ysnbl He
onpeaenstoTca (puc. 1).

C yyeTom BbICTPOro pocTa onyxosu, TeHAEHUMN K
pPeLMAMBMPOBAHMIO MOCTaBNEH AMAarHoO3 «peuuavs
JINCTOBUOHOM ONYyXOAM NPABOM MOMOYHOM Kenesbl.
JluctoBMaHaA onyxo/ib IEBON MOJIOYHOM Kenesbl»,
KOTOPbIN BblN NOATBEPKAEH MPU YNLTPa3BYKOBOM MUC-
CnegoBaHUM U MarHUTHO-PE30HaAHCHOM Tomorpadun.

C y4eToM AaHHbIX aHamHe3a (4/MTeNbHbIN CPOK
HabntogeHUs, pPeunanBUpyIOLWMIA XapaKTep Onyxo-
nn), 6onbworo o6bema obpasoBaHMiA, Npegnonara-
€MOW BO3MOXKHOCTU 03/10KaYecTB/IEHMA ONyXosel,
a TaKXe obbema NpeacTosLLero XmMpypruyeckoro
BMeLLATEeNIbCTBA peLleHNneM KOHCMANYMA NaLneHTKe
6b110 NpeasoXKeHo npepbiBaHMe GepeMeHHOCTU ¢
nocseayownm XMpypruyeckum neyeHmem. OgHako
OT NpepbiBaHUsA 6epemMeHHOCTM NaLMeHTKa OTKasa-
nace. MpoBeaeHa KoHcynbTaumaA B LleHTpe naaHupo-
BaHWA CeMbW U penpoayKummn. NMpoTnBonoKasaHuim
K XMPYPruyeckomy BMeLlaTesIbCTBY NpU cpoke be-
pemeHHocTn 19—20 Hegenb He onpeaeneHo. Beu-
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JluctoBnaHaa onyxonb MOJIOYHO »Kenesbl U 6epeMeHHOCTb

Puc.1. BHewHMi1 BUA, NaLUMeHTKN

Ay 6onbworo o6bema onyxoneBblXx macc, bbICTporo
9KCMAHCUBHOIO POCTa, BO3MOMKHOCTM O3/10KayecT-
B/IEHUA OMYXOJ/IM BbINOJIHEHO XMPYypPruyeckoe Bme-
LIATeNbCTBO B 06beMe ABYCTOPOHHEN MACTIKTOMUM.

Onucarue Makpo- U MUKponpenapamos.

«MpaBas MO/IOYHAsA Kenesa: ... onpeaenserca He-
npaBuabHoM Gopmbl y3en pasmepamn 8 x 4 x 4,3 cm,
[0NbYaTOro BMAA NIOTHOS/1ACTUYECKON KOHCUCTEH-
LMK C y4acTKamn bonee pbixiol TkaHM benecosaTo-
ro LBeTa....y3en B NpaBoii MO/IOYHON Kenese umeer
CTPOEHUE, XapaKTEPHOE AR IMCTOBUAHOMN ONYyXO/u.
...CTpoma coco4KkoB 06UbHasA, TO NOYTU BeckneTou-
Has, To 0bpa3oBaHa «bonee KNEeTOUYHOMN» PbIXION COo-
eANHUTEIbHOM TKaHblo. KNeTouHble y4acTK1 CTPOMbI
COCTaBAAOT Hebo/bLIMEe 0YaroBble 30Hbl, B KOTOPbIX
BMAHbI PbIXI0 NeXallue KNeTKU BbITAHYTON WK
OKpYr10-0BanbHOW GpopMbl. Aapa KNETOK yMmepeHHO
noAMMOopdHbI, cnabo oKpalleHbl, BCTpeYaloTca eam-
HUYHblEe GUrypbl aeneHus. MNoaobHble U3MeHeHNA B
y3/1e N03BONAT OTHECTU €ro K IMCTOBUAHON ONyXo-
M NPOMENKYTOYHOro TMna, 6e3 AoCTOBEepPHbIX Npu-
3HAKOB 03/10KaYyecTBleHua». «..Jlesas MONOYHaA
enesa:...y3eN [07b4aToro CTPoeHMsA, pasmepamu
11x10,5 x 5,5 cm... . Y3en B NeBO MO/IOYHOMN XKene-
3e MMeeT TUNUYHOEe TMCTONorMYecKoe cTpoeHne ou-
6poageHOMbl C y4yacTKamu MNepuKaHaANKYyNAPHOro
CTPOEHUA. INUTENNANbHBIN U CTPOMa/IbHbIA KOMMO-
HeHTbl NpeacTaB/eHbl B paBHOM obbeme.... Paamepbl
y3/71a NO3BONAOT OTHECTM €ro K TaK Ha3blBaeMoW -
raHTcKoi pubpoageHome».

MONEKYNAPHO-TEHETUYECKOE
MCCNEOOBAHUE

NHTEHCHBHbIE pa3paboTKMU MOJIEKYNAPHbIX TEX-
HOJIOTUIA B noc/iegHee AecATUNETUE MO3BOANAU

O0OUTBbCS 3HAYMTENbHbIX YCMEXOB B U3YYEHUU re-
HeTuyeckmx GakTopoB, 3a4eNCTBOBAHHbLIX B MNpO-
Leccax KaHueporeHesa npu OMNyxoaaX MOJIOYHbIX
Kenes M B HEKOTOPbIX C/Ay4asax onpenenatowmx
npeapacnosoXKeHHOCTb K BO3HUKHOBEHWIO 3ab0-
JIeBaHUA, PAa3BUTUIO KOHTpaaaTepasbHbIX N peuu-
OVBUPYIOLLMX OMNyXoNel, BOSMOXKHOCTU MeTacTa-
3MpoBaHuA.

HecmoTpAa Ha OTCyTCTBME OTArOWEHHOro ce-
MeNHOro aHamHesa y 60nbHOI 3., ABYCTOPOHHEE
nopaKeHne MOJIOYHbIX Xefe3 U peunansnpoBa-
HMe npouecca yKasbiBalOT Ha BbICOKYI BepoAT-
HOCTb reHETUYECKMUX HapPYLLUEHUIA.

Hanbonee 3HaYMMbIMU MONEKYNAPHO-TEHETU-
YeCKMMMU MapKepamu ABAAIOTCA MyTauuu U OAHO-
HYKNeoTuAHble NoAMMOpPOHbIE BapUaHTbl FreHOB-
cynpeccopos BRCA 1, BRCA 2, TP53. B 3Toi cBA3MK
6bl10  NpoOBEeAEeHO MONEKYNAPHO-FeHeTUYecKoe
uccnegosaHue 3Tux reHos. lNpu aHanumsze [OHK,
BblAENEeHHON M3 nepudepuyeckon KpoBu U TKa-
HM OMYXOJIN, C MOMOLLbI NONMMEPA3HOM LLEeMHOMN
peakumn (MNLP) n KOHGOPMALLMOHHO-YYBCTBUTEb-
HOro renb-afeKkTpodopesa NpPoBeAeH CKPUHUHT
MyTaLLMi N OAHOHYKNEOTUAHbIX MOIMMOPPHbBIX Ba-
PUAHTOB, XapaKTEPHbIX AAS NAaTONOMMU MOSOYHOM
»enesbl: reHa BRCA 1 — 3k30H0B 20 (5382insC), 5
(C61G), 2 (185delA) 11.8 (2080delA), (4154delA),
11.4 (E1038G), BRCA 2 — 3k30H0B 10 (N372H), 2
(203G/A) v reHa TP53 (nokyc R72P). MyTtauuit ns-
y4yaemMblix FeHOB He BblAB/MEHO, OA4HAKO CTPYKTypa
reHa BRCA2 npepcTtaBneHa 4acTbiM OAHOHYKNEO-
TMAHbIM noanmopduamom B ak3oHe 10 — N372H
B reTepo3MroTHOM COCTOAHWM, PACMONIOKEHHOM B
30HEe aMMHOKUCNOTHbIX ocTaTKkoB 230—453, B3aun-
MOZAENCTBYIOLWMX C TMCTOHOBOM aueTunTpaHchepa-
3011 P/CAF, 4To NpMBOAMT K aKTUBALMMU TPaAHCKPUN-
LMK Opyrux reHos (puc. 2).

Puc.2. Mpumep 3snektpodopeTnyeckoro paspeneHus
nonumopoHbix annenet N372H reHa BRCA2. leteposu-
rotHboiii BapuaHt N372H npepcraBsneH B Buae ABYX No-
noc - ayx ¢pparmentos AHK (MLP - npoayKToB) ¢ pas-
JINYHOM NOABUNKHOCTDBIO.
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JInctoBnAaHan onyxosib MOIOHHOM Kenesbl U bepemMeHHOCTb

3AK/TIOYMEHUE

bepemeHHOCTL 6naronosy4Ho 3aBeplinaach
CpoYHbIMKM poaamu. NMpu obcneaoBaHUM NaLNEHT-
KM Yepes 7 neT nocae onepaumu peuunamnsa 3abo-
NeBaHUI He oTMe4yeHo. 3a nepuoa HabnaeHUs y
naumMeHTKM poaunca TpeTuin pebeHoK. Bo Bpems
nocnegHeit 6epeMeHHOCTU POCTa OMYXO/WN TaKKe
He Habnoganocs.

Pa3paboTKM MONEKYNAPHbIX TEXHONOMM B MNO-
cnefiHee AecATMNeTME NO3BOAMAM A0BUTHLCA 3Ha-
YUTENIbHbIX YCMNEX0B B MU3y4YeHUU TeHeTUYeCKUX
baKTopoB, 3aA4elcTBOBaHHbLIX B NpoLeccax KaH-
ueporeHesa nNpu OMNYXOAAX MOJIOYHBIX Xenes U
B HEKOTOPbIX C/Ay4Yasax onpeaenaolmx npegpac-

NONOXEHHOCTb K BO3HMKHOBEHWUIO 3a60l'IEBaHMFI,
Pa3BUTUIO KOHTPasaTepasabHbIX U peungnBnpyto-
1T17).¢ OI'IVXOJ'IEVI, BO3MOXHOCTU METACTAa3npoBaHUA.
Mo Hawemy MHEHUIO, NPU BbIABAEHUU I'IO,CI,O6HbIX
KINHUYECKNX Ccny4yaesB 6ep6MEHHOCTb NauneHTKn
He OO0NXKHa ABNATbCA I'IpM‘-IMHOVI OTKa3a OT onepa-
unn. Ana onpegeneHna onTUManbHbIX U Hanbonee
6e3onacHbIX CPOKOB BbIMOJZIHEHNA XNUPYPTrn4yeckoro
BMeLlaTeNbCTBa HEOGXO,D,MMa KOHCY/1bTaTUBHAA
nogfeprKKa aKkylwepoB-rMHEKo/I0ros. bonbHble ¢
NNCTOBUAHBIMU ONYXONAMU HYXAAKTCA TaKXe B
npoeegeHnn TWATENbHOIO MONEKYNAPHO-TEHETU-
4YeCKOoro nccnegoBaHmA OonAa BblABNEHUNA q)aKTOPOB
PUCKa N BO3MOXHbIX NMPUYNH NATONOTNN C LLeNblo
onTMMmm3auunmn nevyeHna mn Ha6l'II-O,CI,EHVI‘r'I.
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