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AucroBupHas GubpoapeHoMa U CapKoMa MOAOUHEIX JKeAe3 IIPeACTaBASIIOT COOOM AOBOABHO PEAKYIO U He-
AOCTATOYHO M3yUeHHYIO0 OHKOAOTMUECKYIO IIaTOAOTHIO, COCTABASISI IOUTH 2% BCeX 3A0KaUeCTBEHHBIX ONTyXOAeHt
MOAOUYHOM Keae3bl. OnucaH caydal AedeHuss 60ABHOM C AMCTOBUAHOM OITyXOABIO IIPABOM MOAOUYHOM >KeAe3bl
U «TUTAHTCKOM» puOGpPoapeHOMOM AeBOM MOAOUHOM JKeAe3bl Ha (hoHe OepeMeHHOCTH. HacTynaeHne 6epemen-
HOCTH IIOCAY’KUAO MOITHEIM CTUMYAOM K OBLICTPOMY POCTY 06pa30BaHUN B MOAOUYHBIX JKeAe3aX U YBeAUUeHUIO
onryxoAu B 3 pasa. [Ipu cpoke 6epeMenHHOCTH 20 Hep BLIITOAHEHA ABYCTOPOHHSISI MaCTIKTOMUS. bepeMeHHOCTh
OAAroNOAYUYHO 3aBepIINAACh CPOYHBIME popaMu. [Tpu oO6caep0BaHUY NAIMEHTKY Yepe3 9 Mec IToCAe ollepaliu
penuarBa 3a00AeBAaHUSA HE OTMEUEHO. B CBA3U € MaTOAOTHEN 00eUX MOAOYHBIX JKeAe3 U PEIUAUBAMU OITYXOAU
Y AQHHOM O0ABHOM aBTOPHI IPOBEAN MOAEKYASIPHO-TeHeTHUeCcKoe UccaepoBaHue 00pa3noB AHK, moayueHHBIX
U3 AUMMOIIUTOB ITepUPepUIeCKOU KPOBU U OITyXOA€BOM TKAHU.

BuIAu TpoaHaAU3HUPOBAHLI XapaKTepHbIEe AAST TATOAOTUMY MOAOUYHOM JKeAe3bl MyTaHTHEIe U IIOAUMOPQHBIe
canTel B reHax BRC1/2 u TP53, a Takxe Harnurie MMTV-TOMOAOTUYHEIX ITIOCAEAOBATEALHOCTEM B TeHOMHOM
AHK. B sk3oHe 10 rena BRCA! BHISIBA€H OAHOHYKACOTHAHBIN IoAMMOpdHLIN BapuaHnT N372H, a B ak30He
2 reHa BRCA2 — aMuHOKHCAOTHaA 3aMeHa 203G/A, KOTopble MOTYT BAUSTH Ha PUCK Pa3BUTHSA paka MOAOU-
HOM >KeAe3bl U SMYHUKOB. B aTux obpasiax AHK oOHapyskeHBI TOCAEAOBATEALHOCTH, TOMOAOTUYHLIE gpS2-
KoAupylolie o6aactu reda env MMTV u Sag-kopupytoiiei o6aactu 3'LTR MMTYV, paHee BEIIBA€HHBIE HAMU
Y GOABHBIX PaKOM MOAOYHOM >Keae3bl. Ha ocHOBaHMHU MTOAYUEHHBIX AQHHBIX B IIOAOOHEBIX CAyYasX PeKOMEHAO-
BaHO XUPYpPruieckoe BMeIIaTeALCTBO B COUETaHUM C KOHCYAbTAIlUeN aKyllepa-THHEKOAOTa U MOAEKYASIPHO-
reHeTUUYeCKUM 00CAepAOBaHUEM OGOABHOM AAST BCECTOPOHHEH OlleHKM PUCKa U MPUYMH IaTOAOTHH.

KAaroueBble CAOBa: AICTOBUAHAS OITYXOAb, MOAOUHAS JKeAe3a, 6epeMeHHOCTE, MOAEKYASIPHO-TeHeTHIeCcKue

0COOEHHOCTH.

OITMCAHUWE KAMHNYECKOI'O CAVUAA

Iayuenmxa 3., 23 Aem, HaxoguAach B omgeAeHuU paguo-
xupypruu I'Y POHIL] um. H. H. Broxuna PAMH c guarno3om:
AUCIMOBUGHAA ONYXOAb NPABOU MOAOYHOU JKeAe3bl NPOMEXY-
moynoro muna. CocmosHue nocAe CeKMOPAAbHbIX pe3eKyull
npasoll morouHoll xere3bl B 2002—2003 rr. Qubpoagenoma
AeBoll MoAouHoOl xeAe3bl. Bepemennocmb 20 Heg.

U3 anamnuesa uzBecmno, umo B 1998 r. 60oAbHAA BnepBble
3amMemuAd ynAomHeHuUe B Npasoll MoAOUHOU xeAe3e. K Bpa-
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uam He obpawjarack. Ha ¢pone nacmynuBwell B mom xe rogy
bepemeHHOCIMU nayueHmMKa obpamuAa BHUMAHUe, YMO Ony-
X0Ab OblcmpoO yBeAuuuBaemcs. bepemenHocmb Oblaa 3aBep-
uleHa MeguyuHCKUM abopmoM, OGHAKO ONYXOAb, CO CAOB OOAb-
Hol, npogoixanra pacmu. IIpu obpawenuu x Bpauy B 2002 r.,
Korga onyxoAeBoe 00pa30BaHUe 3GHUMAAO BeCb BEPXHEBHY-
mpeHHuli KBAGPAHM, NOCMABAEH gUArHo3 gudpoageHoOMbl U
BBINOAHEHO XUPypruieckoe BMeulameAbCMBO B 0ObeMe CeK-
mopanbHoU pesexkyuu. Cnycms 6 mec 60AbHAA BHOBbL 0Opamu-
AACh 30 MegUUUHCKOU NOMOWbIO B CBA3U C peyuguBoM 3a60-
AeBaHuA. BHOBb OblAG BHINOAHEHA CEKMOPAAbHAS pe3eKUusl.
K momenmy rocnumaausauuu B POHL] nayuenmxka nepeHec-
Aa 3 Xupypruueckux BMewlameAbCMBA NO NOBOJY peyuguBa
ONyXOAU.
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B 2003 r. nacmynuaa Bmopas 6epemMeHHOCMb, BO BpeMsi
KomopoU, NoMUMO NOsABUBWEUCA BHOBb PeUUgUBHOU ONyX0oAU
B npaBoli MOAOYHOU JKeAe3e, CMAAd OnpegeAsmbCs ONYyXOAb
U BO BHYMpeHHUX KBAgpAHMAX AeBOU MOAOUHOU JKeAe3bl.
Co caoB 60AbHOU, 06pa3oBanue cAeBa 3a 2 Heg HAOAIOgeHUus
yBeAuuuAoch B 3 pasa, NoABUAUCL OOAe3HEHHOCMb, 1yBCMBO
«pacnupanus». [Ipu cpoke 17 neg 6epemMeHHOCMU NAyUeHM-
Ka obpamuaack B POHL].

Ilpu ocmompe npaBas MOAOUHAS KeAe3d geghopMUupOBa-
Ha 3a cuem NOCAeonepayuoHHbIX py6yoB. Bcio ocmaBwytocs
yacmp KeAe3bl 3aHUMaem 6yrpucmas ONyXoAb guamMempom
go 6,5 cm. CaeBa KOXKA MOAOUHOU KeAe3bl UCIOHY€EHd, C Bblpa-
JKEeHHbIM BEHO3HbIM PUCYHKOM, CUHIOWHOTO UBemd, NOAOBUHA
MOAOYHOU JKeAe3bl 3aHAMA MHOKeCMBEHHBIMU Y3A0BbIMU 00-
paszoBanuamu, odwum guamempom go 10 cm. Peruonapnsie
AuM@amuiecKkue y3Abl He onpegeAsitomces (puc. 1).

BBugy 6bicmporo pocma onyxoAu, meHgeHuuu K peyu-
gUBUPOBAHUIO NOCMABAEH GUATHO3 «PeyuguB AUCMOBUGHOU
OnyXoAu NPaBol MOAOYHOU XKeAe3bl; AUCINOBUGHASA ONYXOAb
AeBOoU MOAOUHOU JKeAe3bl», Komopblll ObIA NOgMBepKgeH npu
YAbMPA3BYKOBOM UCCA€JOBAHUU U MATHUMHO-PE30HAHCHOU
momorpaguu.

C yuemoMm gaHHbIX AHAMHE3a (gAUMEAbHbIU CPOK HAOAIO-
geHus, peuyuguBuUpyOUWUl Xapaxmep ONYyXOAu), OOALWOIo
obbema 06pa3oBanull, npegnoraraemoli BO3MOXHOCMU 03A0-
KauecmBAeHUs onyxoAel, a makxe ob6beMd npegcmosu,ero
XUpypruieckoro BMeWameAbCMBA pewleHUeM KOHCUAUYMd
nayuenmxe ObLAO NPEGAOKEHO NpepblBaHUe bepeMeHHOCmU
C nocaegyrowuM xupypruieckum Arevenuem. OgHaxko om npe-
PblBaHUS OepeMeHHOCMU NAGUEeHMKA OMKA3AAAC.

Boabrasa 6biaa NpOKOHCyAbMUPOBAHA B LJenmpe naanu-
poBaHus ceMbUu U penpogykyuu. IIpomuBonoka3zaxuli K xu-
DPypPruieckoMy BMeulameAbCMBY Npu CpPoxke bepeMeHHOCMU
19—20 neg He onpegeaeno. Beugy 6oabwioro o6sema onyxo-
A€eBblX MACC, ObICMPOro 5KCNAHCUBHOIO POCMA HOBOOOPA30-
BQHUSA , BO3MOXHOCIMU 03A0KA4eCMBAEHUSA ONYXOAU BbINOAHE-

PucyHok 1. BHewWwHui BUA NaumMeHTKun.
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PucyHok 2. [laHHble NaTOMOP(OSI0rnieckoro uccriefoBaHus.
A. Makponpenapar yaasneHHOW npason MOJIOYHOM Xeesbl.

B. JluctoBMaHasa onyxosb TUMMYHOrO CTpoeHus. Okpacka remarto-
KCUMHOM 1 3031HOM (X 10).

HO Xupypruieckoe BMeuameAbCMBO B 00'beMe gByCMOPOHHe
macmaxkmomuu.

Onucanue Maxpo- u Mukponpenapamos. «IIpasas MoAOu-
onpegeAsiemcsi HeNPABUAbHOU (hOPMbL y3eA
pazmepamu 8 X 4 X 4,3 cM, goabuamoro Buga, NAOMHO3AACMU-
yeckoll KOHCUCMEeRyuu, ¢ yuacmkamu 6oAee pbIXA0U MKAHU
beaecoBamoro ysema (puc. 2).

...Y3eA B npaBoll MOAOUHOU XeAe3e umeem cmpoenue, xa-

HasA xeaesa. ...

pPaKmepHoe gAsl AUCIMOBUGHOU onyxoAu... Cmpoma COCOUKOB
00uAbHQAA, Mo noumu 6eckAemouHas, mo o6pa3oBaHa “boree
KAemouHoU" prixA0U coequHUMEAbHOU MKAHbIO. Kaemounbie
yuacmku cmpombl COCINABASAIOM HeOOAbUIle OUArOBble 30HH,
B KOMOPBIX BUGHBL PHIXAO AeKAWjlle KAeMKU BIMAHYMOU UAU
OKDYTA0-OBAAbHOU (pOpMbl. flgpa KAemoK yMepeHHO NOAUu-
MOpP@HDL, cAaD0 OKpauleHbl, BCMPEeuaOmcsa eguHUYHble pury-
pbl geaerus. ITogoOHble UBMEHEeHUA B y3Ae NO3BOAAIOM Om-
Hecmu ero K AUCIOBUGHOU ONYXOAU NPOMEXYMOYHOI0 mund,
6e3 gocmoBepHbIX NPU3HAKOB 03A0KA1eCMBAEHUS.
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.../\eBas MoAOUHAA KeAe3d... y3eA JOAbUAMOro CMpOoenus,
pazmepamu 11X 10,5 % 5,5 cm... Y3ea B AeBol MOAOUHOU XKe-
Ae3e uMeem MunNuYHOe ruicmMoAoruieckoe cmpoenue ¢ubpo-
ageHoOMbl C y4acmkamMu NepukaHAAUKYASIDHOTO CMPOeHUsl.
SnumeauarbHblll U CMPOMAALHBIU KOMNOHEHMbl NPegcmaB-
AeHbl B paBHOM obbeMe... Pa3amepbl y3Aa no3BoAsiilom omte-
cmu ero K max Ha3blBaemoll ruraHmcKoti gpubpoagenome».

Bepemennocmb OAGrONOAYYHO 3ABEPWUAACH CPOUHLIMU
pogamu. IIpu obcaregoBanuu nayueHmku uepe3 9 mec nocae
onepauuu peyuguBa 3a00AeBaHUli He OMMeUeHo.

MOAEKYAAPHO-TEHETUYECKOE NCCAEAOBAHUME

HecMoTpss Ha OTCYTCTBHE OTSTOIIEHHOTO CEMEHHOTO
aHaMHe3a y GOABHOU 3., ABYCTOPOHHee ITOpa’keHUe MOAOY-
HBIX JKeAe3 M PeIMAMBHPOBaHME IIPollecca YKasbIBalOT Ha
BBICOKYIO BEPOSITHOCTb '€ HETHYECKUX HapyIIeHnH. B cBsi3u ¢
9TUM OBINO IIPOBEAECHO MOAEKYASIPHO-TEHETUUECKOE UCCAEAO-
BaHMue reHoB BRCA1, BRCA2 u TP53.

ITpu ananmuze AHK, BbIpAeAeHHOU U3 IepudepruuecKomn
KPOBU M TKAHU OITYXOAH, C ITIOMOIIBIO ITOAMMEpPa3HOU Ilel-
"ot peaknuu (I1TLIP) m KoHpOPMaIMOHHO-UyBCTBUTEABHOTO
reAb-aAeKTpodopesa MIPOBEACH CKPUHUHT MyTaIli M OAHO-
HYKAEOTHAHBIX TIOAMMOP(HBIX BAPUAHTOB, XapaKTEPHBIX AAST
TIAaTOAOTHUU MOAOYHOM >Kene3bl: reHa BRCA1 — 3K30HOB 20
(5382insC), 5 (C61G), 2 (185delA), 11.8 (2080delA), (4154delA),
11.4 (E1038G), BRCA2 — sk3on0B 10 (N372H), 2 (203G/A) n
reHa TP53 (rokyc R72P). MyTa1iuii u3ydaeMbIX TeHOB He BBISIB-
A€HO, OAHAKO CTPYKTypa reHa BRCA2 npepcTaBAeHA 4aCThIM
OAHOHYKAEOTHUAHBIM TOAUMOPMU3MOM B 5K30He 10 — N372H
B T€TEPO3UTOTHOM COCTOSIHUM, PACIIOAOKEHHOM B 30HE aMU-
HOKHUCAOTHBIX OCTaTKOB 230—453, B3aUMOAEUCTBYIOIIUX C
TECTOHOBOM aneTuaTpaHcdepasoir P/CAF, uTo IpUBOAUT K
AKTUBAIMU TPAHCKPUIIIUU APYTHX F'eHOB (pHuc. 3).

I'To A@HHBIM AUTEPATYPHl, PUCK Pa3BUTHS PaKa MOAOYHOU
xene3rl (PMJK) u paka SIMUHUKOB Y HOCUTEAEMN TOMO3UTOT-
"oro HH-aareapHOrO BapuanTa nosbliieH B 1,3—1,5 pasa o
CpaBHEHHUIO C KOHTpoAeM. B sk30He 2 reHa BRCAZ oGHapy»ke-
Ha aMUHOKUCAOTHasA 3aMeHa 203 G/A B 5'-HeTpaHCAUDYyEeMOH
06AaCTH, KOTOPAasi PaClleHMBaeTCs KaK BHYTPUTEHHBIM MOAU-
duKaTop pucKa pa3putusg PMJK 1 paka ASMYHHKOB Y HOCUTe-
Aell repMUHAABHBIX MyTanuli reHa BRCA1 [7]. 'en PT53 nipea-
CcTaBAeH 3aMeHOU R72P, KOTOpy!o HEKOTOPBIE NCCAEAOBATEAN
paccMaTpUBAaIOT KaK MUCCEHC-MyTaIlUio, aCCOIMUPOBAHHYIO
C IIOBBIIIEHHBIM PUCKOM pa3sutust PMOK [13].

Anaan3 c nomosio [P o6pasnos AHK u3 aumdonutos
U OITyXOA€BOW TKaHU OOABHOM € IpaiMepaMu K 0OAACTU TFeHa
env MMTV, Kopupyoel CTPYKTyPHBIN OeAOK 0OOAOUKY, U
k obnactu U3 LTR, Kopupyroliell peTpOBUPYCHBIA CyIlepaH-
TUT'eH Sag, I03BOAUA BBIIBUTE CIIEIU(PUYHBIE IIOCAEAOBATEND-
HOCTH, BBICOKO TOMOAOTHYHEIe 3K30reHHOMY MMTYV (puc. 4).

BoaMoxxHO, poacTBeHHBIN MMTV peTpoBUpyC HUrpaeT
POAB B IIPOI'PECCUM AMCTOBHUAHEBEIX OIIYXOA€M, OCOOeHHO Ha
CTaAUM TIpOAMPepaliuy SMUTEAMAABHBIX KAETOK MOAOYHOM
>KeAe3bl. [IpsiMoe ceKBeHMpPOBaHUE II03BOAMAO BEIIBUTH Ae-
Aenuio 15 map HYKACOTHAOB B 00AACTU Sag-KOAWUPYIOLIEN

PucyHok 3. NMpumep anekTpodopeTnieckoro pasaeneHus no-
numopdHbix anneneiit N372H rena BRCAZ2. leTepO3uroTHbIli Ba-
pmaHT N372H npenctaeneH Buae 2 nonoc — ayx dparmeHtos AHK
(npoaykTog MLLP) ¢ pa3nnyHoii NoOABMXHOCTLIO.

06AaCTH IPOBUPYCE, KOTOPast He XxapaKTepHa A 9THX ITOCAe-
AOBATEABHOCTEH, BBIIBAEHHEBIX y 00ABHBIX PMJK. OT™MeTuM,
YTO IIPOBUPYCHBIE IIOCAEAOBATEABHOCTY OLIAM OOHApPY>KEeHBI
HaM¥ y 2 U3 3 HaOAIOAQBIINXCSA NAMEeHTOK C AMCTOBUAHBIMU
OITyXOASIMHU (AOOpPOKaueCTBEHHAS U IIPOMEKYTOUHAsA POPMBI
3a0oAeBaHUs) Ha (poHe OepeMeHHOCTH.

OBCYJXAEHUE

ITo AQHHBIM PA3AMYHBIX ABTOPOB, CMEIIIaHHBIE HEJIIU-
TeAWaAbHBIE U (PUOPOSNUTEAUAABHBIE OINYXOAU (AHCTO-
BUAHBIE OITyXOAW M CAPKOMBI) COCTABASIFOT OKOAO 2% BCeX
3A0KQYECTBEHHBIX OIIyXOAeH MOAOYHOM >Keaeswl [1; 2; 13].
Pepkue HaOAIOAEHUSI CAyYaeB AUCTOBUAHOM OINYXOAU He
TIO3BOASIIOT AOCTQTOYHO IIOAHO H3YYUTH 3Ty IIATOAOTHIO.
OpaHakKo 0o01IMe 3aKOHOMEPHOCTH TEeUeHUs U IIPOrHOo3a 3a-
OOAeBaHMS U3BECTHHI. TakK, AUCTOBUAHBIE OIIYXOAU depe3
PSiA TTOCAEAOBATEABHBIX BAPUAHTOB OT AOOPOKAauYeCTBEHHO-
ro 4yepe3 IPOMEe>KYTOYHBIM TUII U 3A0KaYeCTBEHHYIO POpMy
MOTYT TPaHC(OPMHUPOBATLCS B CAPKOMY MOAOYHOM JKEAe3Hl.
CKAOHHOCTH K pelMAMBaM — XapaKTepHass 0COOeHHOCTh
AUCTOBHUAHBIX OITyXOAeH. KasKABIN MOCAEAYIOIIUN PEIIUAUB,
KakK IIPAaBWAO, XapakTepuayeTcsi 60aee 3A0KaudeCTBEHHBIM
TUCTOAOTUUYECKUM BapuaHTOM [5].

Hamnboaee palilioHAABHBIM ITIOAXOAOM ITPU A€UeHUY OOAB-
HBIX C AMCTOBUAHBIMU OIIYXOASIMU SBASIETCSI BBEIIIOAHEHUE
XUPYPrudecKoro BMeIIaTeALCTBA B 00beMe MaCTIKTOMUM.
ABTOpaM U3BECTHHI 3 CAyYasi BOSHUKHOBEHUS AMCTOBUAHON
OIIyXOAM Ha poHe OepeMeHHOCTH. VIHTeHCUBHEIe pa3paboT-
KM MOAEKYASIPHBIX TEXHOAOTUM B IIOCAEAHEe AECSTHUAeTHE
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M 1 2 3 4 3 4

255 n.H.

PucyHok 4. Peaynbtatsl MLUP ¢ npaiimepamu Ha o6pa3uax JHK 6onbHoi 3. Tpekn 1, 2 — OHK n3 onyxonu, Tpeku 3, 4 — OHK n3 knetok

KpoBu. M — Mapkep MOJIEKYNSPHOM MacChbl.
A. lMpalimepsbl K 06n1acTn reHa env MMTV, koampytoLeii gp52.

B. MNpaimepsbl kK 06nactn 3'LTR, koampytoLLeli peTpoBMPYCHbIV CynepaHTureH Sag.

IIO3BOAMAM AOOUTHCS 3HAUUTEABHBIX YCIIEXOB B U3yUeHHU
reHeTUYeCKUX (PAaKTOPOB, 3aA€VCTBOBAHHBIX B IIPOIleccax
KaHIleporeHesa IIPU OIYXOASIX MOAOUYHEBIX JKeAe3 U B HEKO-
TOPBIX CAyUasiX, OINPEAEASIOUINX IIPEeAPacIOAOKEHHOCTh
K BO3HUKHOBEHMIO 3a00AeBaHMS, Pa3BUTHIO KOHTpPaAaTe-
PAABHBIX M PEIUAWBUPYIOUIMX OIyXOAeM, BO3MOKHOCTHU
MeTacTa3upOBaHUs.

Haunbonree 3HAUUMMBIMU MOAEKYAIPHO-TeHETUYECKUMU
MapKepaMU SBASIOTCS MyTallud M OAHOHYKAEOTUAHBIE II0-
AuMOpPdHBIe BapHUaHTHI reHOB-cynipeccopoB BRCA1, BRCA2Z,
TP53 [4; 6—9; 11]. AAAeAbHBIE IOTEPU U IIUTOTeHEeTUUEeCKUe
nepecTpoiku 30HBI TeHa FHIT (rokyc D3S1300) 3pl12-pl4
OBIAM ONMCAHBI KaK B CTPOMAAbHOM, TaK U B 3MUTEAUAAb-
HOM KOMIIOHEHTe AMCTOBHAHBIX OIyXoaeH [12]. OTu AaH-
Hble IIOATBEPIKAQIOT, UTO 00a 3T KOMIIOHEHTa BOBAEUEHEI
B HeOIIAACTHYEeCKHMHU Ipollecc. AeAelldsi KOPOTKOro IIaeda
XpoMocOMEI 1 (1p) u arreABHBIN ArcO6araHC OBIAM aCCOIUH-
poBaHBI ¢ 60Aee arpecCUBHBIM TeUueHHeM U PelUuAUBUPO-
BaHMeM ONyxXxoAHu [12]. ¥ manmeHTOK ¢ MHO>XeCTBEHHBIMU
U KOHTPaAaTepPaAbHBIMU AMCTOBUAHBIMHM OIIYXOASIMH OBIAA
olpeAeAeHa cleluduyecKkas MaHeAb AOKYCOB C IOTepel
retepo3urotHocTtu (LOH), koTopas He XxapakTepHa A\ PU-
OpoapeHowMm [13].

[NepBUYHBIE AMCTOBUAHBIE OITYXOAU U UX PEIIUAUBLI Me-
AU €AVHYIO KAOHAABHYIO IPUPOAY, @ CllequdUIeCKUM AOKYC
LOH 65bIA TaKKe XapaKTepeH AAS TATOAOTUYeCKOM ITporpec-
CHU 1 MeTacTa3nupoBaHus. B 3TOM JKe HCCAeAOBAHUU ITOAYUe-
HBI AQHHBIE, IOATBEPSKAQIOIINE, UTO 3A0KaUeCTBEHHBIE 3I1-
TEeAVAABHBIN U CTPOMAaABHBIM KOMIIOHEHTHI UMEIOT eAUHBIN
reHotunt LOH, onpeaeadioninii o6Iui 1aTOOMOAOTUYECKUM
MexaHusM [13]. CaepyeT ormeTuTs paboTy K. Rhiem u co-
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aBT. [10], oOHapy’KUBIINX aCCOLMAIIUIO MUCCEHC-BapuaHTa
R1699W rena BRCA 1 c pa3BUTHEM 3A0KaU4eCTBEHHOM! AUCTO-
BUAHOU OIIyXOAU MOAOYHOI JKeAe3bl. ABTOPEI CUUTAIOT, UTO
Y HOCUTEeAEeU 3TOM PeAKOU AeAeTUpYIOUleM (M3MeHSIoIel
dyHKOUIO 6eAKa) repMUHAABHOU MyTanuu reHa BRCA1 BBI-
COKa BEPOSITHOCTBb Pa3BUTHSA AQHHOTO '’MCTOIIATOAOTUIECKO-
ro Bapuasra [10].

Panee Mbl 00OHapy>kuAu B o6pasuax AHK u3 nepudepu-
YeCKOM KPOBH, AUM(MATHIEeCKUX Y3A0B U OITyXOA€BOU TKaHU
y 57—60% 6oAbHBIX PMJK Ha (hoHe OepeMeHHOCTH UAU AaK-
TAIlUM ITOCAEAOBATEABHOCTH, TOMOAOTHYHEIe MMTV — 3k-
30TreHHOMY PeTPOBUPYCY, BEI3bIBaromeMy PMJK y HekoTO-
PBIX AWMHUM MBIIIeN [3]. DKcIpeccusa IPOBUPYCHBIX IIOCAE-
AOBATEABHOCTEN TOPMOHAABHO-3aBUCUMAs U MOJKeT UI'PATh
poAb B uHAYKIOUM U nporpeccur PMJK y uenroseka. [Tpuuem
AUM@OUAHBIE KAETKU Ba>XHBI AASI PACIPOCTPAHEHUs IIPO-
BUpPYCa U AQABHEHITIEH ero aMIAN(PUKAIINN B aKTUBHO AEASI-
IIWXCS YTUTEANAABHBIX KAETKaX MOAOYHOM JKEAEe3EL.

B coBpeMeHHOU AWTepaType HET CBEACHUHM O PacIpo-
crpaHeHnn MMTV y GOABHBIX C AMCTOBUAHBIMHM OIIyXO-
AdMU Ha (poHe OepeMeHHOCTH UAM AaKTanuu. [To Hamemy
MHEHUIO, IIPY BBISIBACHUY TOAOOHBIX KAMHUYECKUX CAYIaeB
6epeMeHHOCTh MTaIUeHTKU He AOAJKHA SBASITHCS IPUYNHOMN
OTKaza OT olepanuu. AAS OIPEASACHUS ONTUMAAbHBIX U
HauOonee 0Oe30IIaCHBIX CPOKOB BBHIIOAHEHUS XUpPyprude-
CKOTO BMeIIaTeAbCTBAa He0OXO0ANMa KOHCYABTAaTUBHAS ITOA-
AEPIKKa aKyIIepoB-THHEKOAOTOB. BOABHBIE C ANCTOBUAHEIMU
OITYXOASIMH HY’KAQIOTCSI TAKJKE B IIPOBEACHUY TIATEABHOTO
MOAEKYASIPHO-T€HEeTUUECKOTO MCCAEAOBAHUS AASI BEISIBAE-
HUS (PaKTOPOB PUCKA U BO3MOJKHBLIX IPUYHNH ITATOAOTHUH C
IIEeABIO ONITUMU3AINY A€UeHUS 1 HaOAIOASHUS.
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Phyllodes fibroadenoma and sarcoma of the breast are rather rare and poorly studied cancer types that
account for about 2% of all breast cancers. We present a case of a pregnant woman with a phyllodes tumor of
the right breast and a giant fibroadenoma of the left breast. Pregnancy promoted fast growth of breast lesions
resulting in a three-fold increase in tumor burden. The patient underwent bilateral mastectomy on her 20"
week of pregnancy. The pregnancy ended in delivery at term. Patient assessment at 9 months following surgery
found no disease recurrence. Basing on the occurrence of tumors in both breasts and disease recurrence the au-
thors performed a molecular genetic study of DNA from peripheral lymphocytes and tumor tissue. The analysis
focused on mutant and polymorphous sites in BRCA1/2 and TP53 genes, characteristic of breast lesions and
MMTV-homologic sequences in genomic DNA. There were an N372H single nucleotide polymorphous vari-
ant in BRCA1 exon 10 and a 203G/A amino acid replacement in BRCA2 exon 2 that might influence the risk of
breast or ovarian cancer. DNA specimens contained sequences homologous to gp52-coding region of MMTV
env gene and Sag-coding region of MMTYV 3'LTR previously found in breast cancer patients. These findings
are considered indications for surgical intervention, obstetrician-gynecologist advice and molecular genetic
examination to make a comprehensive assessment of the risk and disease causes.

Key words: phyllodes tumor, breast, pregnancy, molecular genetic characteristics.
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