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capkoMa

IIpuBoauTCS COOCTBEHHOE KiIMHIMYECKOe Haomoaenne cuiapoma Jin-®paymenn (Sarcoma Family Syndrome, OMIM 151623)
u3 npaktukd POHII um. H.H. Bioxuna. OcraBasch Majou3y4eHHbIM U PeIKO JUATHOCTHPYEMBIM B HalIel CTpaHe, CUHI-
pom JIn-@paymenn (JIOC) siBisieTcs OMHUM U3 3HAYMMBIX CPEIM HACJIEICTBEHHOI OHKOJI0rMYecKoii natojoruu. Hepenko
nanuentsl ¢ JIOC He mOIyYarOT J0JDKHOI MeIMKO-TeHeTHYEeCKOi oMo, B MiUpoBOii NpakTHKE Y€TKO onpeaeieHbl KpH-
TEPUH NOCTAHOBKH JIMArHO3A M JIAH PSAJI ONpee/IeHHbIX PeKOMeHIaiuii no BeaeHuio nanuueHTos ¢ JIOC, oka3aHuIo UM ¥ UX
CeMbsIM JiedeOHOi M KOHCYJIbTaTHBHOI noMoinu. Kinnnyeckue nannpie namueHToB ¢ JIOC 060CHOBBIBAIOT HEOOXOIMMOCTh
MYJIbTHAMCIMILIAHAPHOTO MOAXO0/1a NPH BeIeHHH MANMEHTOB C CAPKOMAMH.

BBenenne

Bxnan reneTnueckux (pakKToOpoB B pa3BUTHE 3JI0-
KauyeCTBEHHBIX HOBOOOPA30BaHUII MHOTOKPATHO MO/ -
TBEPXKAEH METOJaMU MOJIEKYJISIPHOU AUArHOCTUKMU.
Het coMHeHMit B TOM, 4TO B OCHOBE 3JTOKaY€CTBEHHOM
TpaHcopMaLMK KJIETOK JieXKaT MOBPEXKACHUS TeHO-
Ma, a B 3aBUCUMOCTHU OT TOTO, TJA€ 3TU MOBPEXKICHUS
IIPOM3O0ILINA — B TepPMUHAIbHOMU (IIOJIOBOM ) WJIM COMa-
TUYECKOM KJIETKaX, — Mbl TOBOPUM O HACJIEACTBEHHBIX
WIY cTiopaguyeckux popmax paka.

Ha oo HacnencTBeHHBIX (hOPM 37T0KAYECTBEHHBIX
HOBOOOpPa30BaHUIA, KOTOPbIE BCTPEUYAIOTCS TPAKTUYEC-
KM IpU BCEX JOKATU3ALUSIX OITYXOJei, MPUXOIUTCS
1—-10% Bcex cimyuaeB manurausanuii [2]. Haubomee
M3YYeHHBIMU Ha CEeTOMHSIIHUN NIeHb SIBISIOTCS 3MO-
PUOHAJIBHBIEC OITYXOJIU Y I€TEN, KOJOPEKTAIbHbIN pak,
paK MOJIOYHOH XeJie3bl U SIMYHUKOB, METYJUISIPHBII
paK LIMTOBUIHON Xeje3bl, TOUYeUHO-KJIETOUYHBIN pak
U JIp. B COCTaB€ HACJIEACTBEHHOW CUHIPOMAIbHOU
MIaTOJIOTHUU.

MeHee M3y4eHHBIMU 1, COOTBETCTBEHHO, pexe
JMAarHOCTUPYEMBIMU SIBJISIIOTCSI TAaKW€ PEAKME HACIeAC-
TBeHHbIC 3a00J1eBaHUsI, KaK cuHApoM JIu-PpaymeHu
U Ap. AKTyaJIbHOCTb M3YYE€HUSI 3TOrO TSKEJIOTO Ha-
CJIEICTBEHHOI0 3a00JIeBaHUSI OOBSICHSIETCS €10 KITMHU -

Adpec dasa koppecnondenyuu

Jlro6uenko JI.H.
E-mail: clingen@mail.ru

YeCKOW M FeHEeTUYEeCKOU reTepOreHHOCTbIO, BhICOKO
9KCIPECCUBHOCTBIO U MEHETPAHTHOCTHIO B TeUEHUE
XKU3HU, a4 TAKXKE BOIMPOCAMU MEAUKO-TEHETUYECKOTO
KOHCYJITUPOBAHUS HE TOJIbKO CaMUX OOJIbHBIX, HO U
YJIEHOB UX CEMEN C 11eJIbI0 OLIEHKU ITPOTHO3a 310POBbS,
TUTAHWPOBAHWS CEMbBU U IETOPOXKIEHMS, TIPEHATATTbHOM
Y TPEUMILIAHTAIIMOHHOW AUAaTHOCTUKU.

YuutbiBasi BOSMOXHOCTU TapreTHON Tepamnuu, ofl-
HUM U3 BEKHENIUX BOITPOCOB SIBJIIETCS BepubUuKalus
TFeHETUYECKOro TUarHo3a Ha MOJIEKYJISIPHOM YPOBHE,
KoTopasi 000OCHOBBIBAECT BHIOOP JIeYEOHOW TaKTUKM.
Y nmanuenToB ¢ cuaApoMoM Jln-dpaymeHn B poiu
«MUIIIEHW» BBICTYTIAIOT KOHCEPBATUBBIC TEPMUHATBHbBIC
CTPYKTYPHO-(DYHKIIMOHAIbHbBIE HAPYILIEHUS, KOTOpbIE
MOTYT ObITb BOCIIOJIHEHBI TPUMEHEHUEM T€HHO-NHXe-
HEPHBIX TEXHOJIOTH C 11€JIbI0 TOCTUXEHUS ITTUTEIbHON
pemuccuu 3a00J1€BaHNS.

B Harmeit ctpaHe orbITa BeaeHHs manreHToB ¢ JIDC
HEJIOCTaTOYHO. DTO O0BSICHSIETCSI PEIKOCThIO JAHHOTO
CUHJpOMa B MOMYJISILIMU, MOTPEOHOCTHIO B BHICOKO-
TEXHOJIOTUYHBIX METOAAaX TUarHOCTUKU, OTCYTCTBUEM
JIOCTATOYHBIX 3HAHUI Y CIELMAIUCTOB-OHKOJIOTOB.
OaHako, YYUThIBasi TEMIIBI POCTa 3JI0KAUYE€CTBEHHBIX
HOBOOOpPAa30BaHWI 1, COOTBETCTBEHHO, TOJIW HACJIENIC-
TBEHHO-00YCJIOBJIEHHBIX HEOTIJIA3UIA U TIEPBUYHO-MHO-
JKECTBEHHBIX 3JI0KaUeCTBEHHBbIX HOBOOOpPA30BaHU,
yCrexu MOJIEKYJISIPHOU T€HETUKU U OHKOJIOTUHU, He-
00XOIMMO aKIIEHTUPOBATh BHUMAHUE CIIELIMATUCTOB-
OHKOJIOTOB ¥ TEHETUKOB Ha MPO0OJIEMY HACJIEICTBEHHOM
CUHIIPOMAaJbHON TTaTOJIOTUM C YYETOM HAKOILUIEHHOTO
MUPOBOTO OTIbITA.
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KyHnctkamepa

Cunapom JIu-Dpaymenn

Cunnpom JIn-®paymenu (JIOC) (Li-Fraumeni syn-
drome (LFS), sarcoma familysyndrome, OMIM 151623) —
peaKuii KIMHUYECKN U TEHETUYECKY I'eTEPOreHHbI Ha-
CJICICTBEHHBIN CHHIPOM C ayTOCOMHO-TOMUHAHTHBIM
TUTIOM HaCJIeTOBAaHMSI, XapaKTePU3YIOIINICS BOZHUK-
HOBEHHEM M HAKOIUICHHEM B CEMbE MSITKOTKaAHHBIX
1 OCTEOTeHHBIX CApKOM, OITyXOJiei TOJIOBHOTO MO3Ta,
aIpeHOKOPTUKAJIBHOTO paka, OIHO- U ABYXCTOPOHHE-
ro paka MOJIOUHOI XeJe3bl, remobsiacto3oB [10—13].
Briepsrie JIOC 6wt onricad B 1969 1. aMepruKaHCKUMM
nokropamu @penepukom Ileit Jiu u dxo3epom D.
®paymMeHU-MIAILINM.

Knaccnyecknii CJI® BKTIOYACT:

— OCTEOTEHHYIO U/WJIK MATKOTKAHHYIO CapKOMY,
NMIMarHOCTUPOBAHHYIO B BOo3pacTe 1o 45 JIeT;

— 3JIOKAYECTBECHHYIO OITyXOJIh JIIO00M JTIOKATN3aInH,
BO3HUKIIYIO B BO3pacTe 10 45 JIeT y pOACTBEHHUKOB | 1
II crennenu poactra [14].

B psime cimyyaeB ceMbU ¢ KIIMHUYECKUMH YepPTaMK
JIOC He yaoBAETBOPSIOT KPUTEPUSIM KIACCUUECKOTO
cuanpoma JIn-dOpayMeHn, B TAKUX CITydassx pedb UACT O
TakK HazbiBaeMoM JIn-PpayMeHU-10A0OHOM CUHIPOME
(JI®IIC) [4], KOTOPBIiT BKIIOYAET:

— HaJIMuKe MmpobaHaa ¢ JTI0OBIM 3I0Ka4eCTBEHHBIM
HOBOOOpa3oBaHUEM (CapKOMOIA, OITyXOJIbIO TOJIOBHOI'O
MO3Ta, alpeHOKOPTUKATBLHBIM PAKOM U JIP.), TUAarHOC-
TUPOBAHHBIM B JETCKOM BO3pacTe;

— Hajnnume poacTBeHHUKOB [—II cTrerenn poncTaa,
CTpaJaroIInX 3JI0KAYeCTBEHHBIM HOBOOOPa30BaHUEM
u3 criektpa JIDC;

— JIOTIOJTHUTEIBHO: TIPUCYTCTBHE B CEMEITHOM aHaM-
He3e CIyyaeB OHKOJIOIMYeCcKoro 3abojieBaHuUs JTI000M
JTOKAJTM3aIliN y poACTBeHHUKOB I—11 crerenu pomcTsa,
JMIMarHOCTUPOBaHHBIMU 10 60-JIeTHETO Bo3pacTa [4].

Tenernueckyio ocHoBy 70—80% Bcex caydaeB JIDC
n 25—40% JIDIIC cocTaBagioT HacleayeMble MOJIEKY-
JIsipHbIe nedeKThl B reHe TP53, BriepBble ONMCAaHHBIE
Malkin u coaBt. B 1990 r. [9]. B onpeneneHHOiT yac-
™ cemeit ¢ CJI® — okono 10% — ¢ HeM3MEHEHHBIM
TP53-reHOTUTIOM UACHTU(PULIMPOBAHbBI TePMUHAJIbHBIE
mytaunu rena CHEK2 (22ql11) [16]. Tpetuit nokyc,
cBs13aHHBbl ¢ JIDOC, mokaan3oBaH Ha xpoMocome 1q23
[18]. B 2008 romy ObL1a ITOKa3aHa acCoOLAIIAS MyTallvid
B reHe BRCA2 ¢ JIDIIC [7].

Iern TP53 (17q13.1 OMIM 191170) (puc. 2) —
MHOTO(DYHKIIMOHAILHBIH OITyXOJIEBBIi CyTpeccop — KO-
MUPYeT OeJIOK, BOBJICUECHHBIN B pa3TIMIHbBIE TTPOIIECCH
KJIETOYHOM PETYIISINN: KOHTPOJIUPYET IPpoTrdepalinio,
romeocTas, anonro3 u JIHK-penapauuio. Myranuu B
reHe 7'P53 BbIKJTIOUAIOT WM OCJIa0JISIIOT BCe BaXKHeE1I1e
OITyXOJIb-CYMPeCcCOPHbIE (DYHKITUU.

Ha cerogHsamHaMi 1eHb B MEXIYHApPOIHOU Oa3e
nanHbeix IARC/TP53 Database onucano 6osiee 500
TepMMHATBHBIX MYTalldi ¥ 85 OMHOHYKJICOTUIHBIX 10~
numopdHbix BapuaHToB (IARC/TP53 Database) |5, 15].

ITpocnexuBaeTcst BbBICOKasi FOMOJIOTUSI HACAeNyeMbIX U
COMATUYECKMX MYTALIWM.

ITeHeTpaHTHOCTh reHa JOCTaTOYHO BbicoKa: K 50 ro-
JlaM >KEHIIMHbBI — HOCUTEIM MYTalluil UMEIOT BBICOKUIA
OTHOCUTEJIbHBIN PUCK Pa3BUTUS 3710KAYECTBEHHOTO
HOBOOOpa3oBaHUs, cocTaBistiomuit 93%, KoTophlit
nmocturaet B ganbHeimeM 100%, y My>XUnMH OTHOCH-
TEJTBHBIN PUCK pa3BUTHS 3a00JIeBaHUS COCTaBIIsIeT 68 %.
CpenHuii Bo3pacT MaHU(pecTalluy 3I0Ka4eCTBEHHOTO
HOBOOOpa30BaHUs Y MyKUuH 0KoJio 40 Jiet, Toraa Kak
y >KEHILUH 3a00JIeBaHre BO3HUKAET B 00Jiee MOJIOIOM
Bo3pacte — 29 et (OMIM 151623). OTHOCUTETHHBII
PHUCK pa3BUTHsI IEPBUYHO-MHOXECTBEHHBIX HOBOOOpa-
30BaHMI TaKKe 3HAYMTEIBHO ITPEBHITIIAET OOIIEITOIYIISI-
LIMOHHBII, 3aBUCUT OT BO3pacTa U cocTanisier [8]:

— 83%, ecau nepBUYHAs OIyXOJIb BO3HUKJIA 10 19
JIeT;

— 57% B Teuenue 30 yieT mocjie MOCTAHOBKU TMep-
BUYHOTI'O IMAarHO3a;

— 9,7% nipu MaHUbECTAIUN TIEePBO OMYXOJIH B
Bo3pacte ot 20 1o 44 net;

— 1,5% nipu BbISIBJIEHU Y ITEPBUYHOI 3]I0KAY€CTBEH-
HOI OITyX0JIU ITociie 44 JeT.

Knunuyeckuii cayqaii

[MpuMepoM M3 HaIIeil TPaKTUKU MOXKET CITYKUTh
KJIMHWYECKOE HAOIIoIeHE TTallueHTa ¢ JUaTHOCTUPO-
BaHHBIMU MEPBUYHO-MHOXECTBEHHBIMU 3JI0KAYeCT-
BEHHBIMU HOBOOOPA30BaHUSIMU U3 CIIEKTPa CUHIPOMA
JIn-®dpaymeHu, acCOLIMMPOBAHHbBIC ¢ TEPMUHAJIBHO
MyTauueit B reve 7P53.

Tlayuenm b., 201. (1991 1. p.), BriepBble ObLI TOCTIATA-
smsuposad B POHL um. H.H. biioxuna B Hostope 2006 T.
B 15-71eTHeM Bo3pacTe ¢ AMAarHo30M «OCTeocapKoma
HIDKHEU TpeTu JieBoii 6e1peHHOI KOCTr». [{lnarHo3s Be-
pudULMPOBaH MyTeM OTKPbITOI 6uoncuu. [IpoeneHo
KOMOMHMPOBaHHOE JIeYeHHE, KOTOPOE Ha ITIEPBOM 3Tarie
BKJIIOUAJIO YEThIpe Kypca HEO0aablOBAaHTHON MOJIUXU-
MUOTEPAITUU 10 CXeMe: TOKCOPYOUILIMH + LIMCIUIATHH
(¢ 30.11.2006 o 17.02.2007), Ha BTOpOM — OIEpaTHB-
HOE moco0ue B 00beMe pe3eKIMU IUCTaIbHOIO OTIela
JIEBOM OelpeHHO KOCTU ¢ 3aMellleHueM JaedekTa
SHIOIPOTEe30M KoseHHoro cycrasa (13.03.2007). I1pu
TMCTOJIOTMYECKOM UCCIIeI0BAHUM YIAJIEHHOM OMyXOIun
OTMEUYeHBI MPU3HaKM JeueOHoro maromopdosa I cre-
MEeHU, B KpasiX Pe3eKLUU DJIEMEHTOB OITyXOJIU He Hali-
neHo. B approBaHTHOM pexxkume ¢ 27.03.2007 1. 6onbHOM
MOJIYYUJI ¢ UepeJoBaHUEM T10 TPU Kypca MOJUXUMUO-
Tepalnu 1o cXeMe: TOKCopyouuH + nukinodocdan +
LIMCILJIATUH U TT0 cxeMe: ndocdamu ¢ 5KBUBAIEHTHBIM
KOJIMYECTBOM YPOMUTEKCAHA + 3TOMO3U/I.

IIpu ouepeaHOM KOHTPOJIHLHOM OOC/IEAOBAaHUU B
anpeiie 2009 1. BeIsIBIeHO 00beMHOE 00pa3oBaHUE B
MpaBOM HaAMOYEUHUKE, TTOC/IE BHIMOJIHEHUS MTyHKLINN
MEePBUYHO paclieHEHHOE KaK MeTacTa3 0OCTe0CapKOMBI.
B cBs13u ¢ yeM 00JIbHOMY OBLJIO IIPOBEAEHO TPU Kypca
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Cunppom JIu-®paymenn (KITMHUYSCKUIA CITydait)

MOJUXUMUOTEPATUU 0 cxeMe: udocdamu c 5KkBUBa-
JICHTHBIM KOJIMYECTBOM YPOMUTEKCAHA + 3TOMO3UM +
kap6oriaTuH (¢ 06.2009 o 08.2009), Ha ¢hoHe KOTO-
POV MOSIBUJINCH MPU3HAKU XPOHUUYECKON MOYEUYHOM
HenmoctarouHocTd. 23.09.2009 1. mamMeHTy poBeACHO
XUPpYpruueckoe JieueHUe: Jlarnapockonuueckas aj-
peHaaKTOMUS cripaBa. [1o pesysibraram MmjiaHOBOTO
TUCTOJIOTUYECKOTO MCCIeA0BAaHUS AUArHOCTUPOBAH
aIPEHOKOPTUKAIIBHBINA paK.

B mapte 2010 r. y mauueHTa IOSIBJISIIOTCS >KaJI0ObI
Ha roJIOBHYIO 00JIb, TOLIHOTY, PBOTY U LIATKOCTb MPHU
xoaw0e. IIpu BeimoaHeHun MPT rojoBHOro mMosra c
KOHTpacTUPOBAaHUEM BU3yaJU3UPOBAHO 0O0BEMHOE
o0pa3oBaHKMe OKPYIJIONW (POPMBI ¢ HEUETKUMU KOHTY-
pamu, pazmepamu 3,0x2,9 cM, KUCTO3HO-COJTUIHOM
CTPYKTYPHBI B 00JIACTH YEPBSI MO3KEUKa C BEHTPAJIbHBIM
pacrnpocTtpaHeHueM B IV xkenynouek, Ha (h)OHE OKKITIO-
3UOHHOM ruapoliedaliv, BHOBb IPeABAPUTEIBHO pac-
LIECHEHHBIN KaK MeTacTa3 octeocapkomsbl. 31.03.2010 .
00JIBHOMY BBITIOJIHEHO OIEPaTUBHOE BMEIIATEILCTBO B
0o0beMe yIajieHUs OITyXOJIM YePBS MO33KeUKa C HapyXK-
HBIM BEHTPUKYJISIPHBIM JAPEHUPOBAHUEM IIEPEIHETO
pora 60KoBoro keayaouka. [1pu miaHoBoM MopoJio-
IMYeCKOM MCCIeIOBaHUM OTNIEPallMOHHOIO MaTepuaia —
paspactaHue MeayJnobigactombl GIV npeumyiiec-
TBEHHO «KJIACCHMYECKOTO» BapuaHTa cTpoeHusd. Ha
caenyromem atare (¢ 05.05.2010 o 10.06.2010) 6bina
MpOBeAeHA JyyeBas Tepalivs Ha TOJIOBHOW U CIIMHHOM
mo3r CO/I, 34 Ip + jmokajibHO Ha 00J1acTh 3agHEl Je-
penHoii simku POJI 2 Ip, COJ 54 Tp. Xumuorepamnus
00JIbHOMY He MPOBOAMJIACH BBUIY HATUUUS TTOUEUHOM
HEIOCTATOYHOCTH.

IIpu KOHTPOJIHLHOM KOMILIEKCHOM OOC/IeIOBaHUN
0oabHOTrO B 0KTsI0pe 2010 I JaHHBIX O MTPOIrpeccupoBa-
HUY 3200JIeBaHUSI HE TIOJTIyYEHO. YXYIILIEHUE COCTOSTHUS
nareHTa rmpousolinio B stHBape 2011 i, Koraa nosiBuivich
rpyObIii HUXKHUMI TTapanapes U HapylieHue (pyHKIIMKY Ta-
30BbIX OpraHoB. [1pr MPT rogoBHOro 1 CIMHHOTO MO3ra
C KOHTPAaCTUPOBAaHUEM OOHAPYKEHO METacTaTU4eCKOe
ropaxKeHue IMpOoA0JITrOBaTOr0 Mo3ra, CIIMHHOIO MO3ra,
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Mo3roBbix obosiouek. IMauueHt ymep 27.02.2011 . ot

MIPOTPECCUPOBAHNUS OCHOBHOTO 3a00JIeBaHM.
CeMeliHbll aHaMHe3 TanyeHTa (puc. 1), 3a UCKII0-

YeHUEM JIefia IO OTLOBCKOM TMHUM, TTOTUOIIIETro OT paka

70 ()
: 1. Pak 2

1 xenyaka

iy

}. 15 (Qcreocapkoma
17 PaKk KOpbl HAAN0YEYHNKOB
18 Onyxonb rONOBHOO M03ra
mt TP53

Puc. 1. Ponociiosnag manyenra b.

XKenynka B Bo3pacTe 70 JIeT, He OTSATOLICH. YUUThIBasI
«KJIAaCCUYECKUiI» BapuUaHT Pa3BUTUS IIEPBUUHO-MHO-
JKECTBEHHBIX 3JIOKQY€CTBEHHBIX OITyXOJel, XapaKTep-
HBIX 111 cuHapoma Jlu-dpayMeHu, MauMeHTY ObLIO
MPOBEICHO MOJIEKYJIIPHO-TEeHETUUECKOe UCCIIeIOBaHE
B 00beMe orpeieeHUsI MEPBUYHOMN CTPYKTYPhI KOJIU-
pytouieit yactu reHa TP53 ¢ 11eJ1bio UCKIIIOUEeHU S /TIO -
TBEPKIEHUsI HACJIEACTBEHHOM 3TUOJIOIMH 3a00JIeBAHUST
¢ ucnojib3oBanuem MetonoB: TP, kondopMalmoH-
HO-YYBCTBUTEJBHOTO 3JIeKTpodopesa, CeKBEHUPO-
Banud. [lpu nccnenosanuu JJHK, BeigesreHHol n3
JMM@OLUTOB IepudepruIecKoil KpOBH, 00HAPYXKEHBI
HacJienyeMble: repMuHanbHas mytauus G245S B 7-m
9K30He reHa TP53 B reTepO3UrOTHOM COCTOSIHUU
(cMm. puc. 2) u nnoauMmopdHbie BapuaHThl R72P (4-i1
9Kk30H) 1 Int3dup16 (3-ift UHTPOH) B T€TEPO3UTOTHOM
cocTossHUM reHa TP53. BuisiBAeHHBIE CTPYKTYpPHbIE
MepecTPONKU 3aperuCcTPUPOBaHbl B MEXIyHAPOIHOM
6a3e nanHbix IARC.

Jns1 MOJIEKYISIpHO-TeHEeTUYEeCKOro aHaJiu3a
OIYyXO0JIEBOTO MaTepuajaa ObIJIU HOCTYIHBI TOJIbKO

C N G CA TGA A c C G

Puc. 2. Cuksenc 7-ro 5k30ona rena TP53
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KyHnctkamepa

00pasIbl onmepallMOHHOTO MaTepuaia Meayiaao0-
nactomsul. I[Ipu nccnenoBanuu JHK, BeigeneH-
HOII M3 Cpe30B ¢ nmapaMHOBBIX OJIOKOB OITYXOJIU
C UCIIOJIb30BAHMEM METOJa MPSIMOTO CEKBEHM-
poBaHMsI, OBIJI BBISIBJCH ajjieJIbHbII AucOaiaHc
(moTeps reTepo3UTrOTHOCTU) B JIOKYce 7-TO K-
30Ha reHa TP53 ¢ moTtepeil ajmiejisi AMKOro THUIIA,
YTO MPUBOAUT K MOJHOM MHAKTUBALMU (PYHKIIUIA
reHa TP53, moarBepxKaas pa3BUTHE OIYXOJU IO
KJIACCMYECKOMY MEXaHU3MY HacJeJCTBEHHOI0 KaH-
LIeporeHe3a.

KnnHuyeckuii auar{o3 rmnocjie KIMHUKO-TeHETH-
yeckoro obcienoBaHus: cuHapom Ju-dpaymeHu,
TP53-accounnpoBannbie [IM3H: 1) octeocapkoma
neBoit 6enpeHHOI KocT T2NOMO, cocTosiHMe TTocie
KoMOUHUpoBaHHOTO ieueHrs B 2006—2007 rr.; 2) pak
npaBoro HaanouyeyHuka T2NOMO, cocrosiHue nociie
xupyprudeckoro jgedyeHus: B 2009 r.; 3) meaymnio6-
JIacTOMa 4YepBsl MO3XKeuKa, COCTOSIHME TOCIe XUpyp-
TAYECKOTO JIEYeHUSI U KPaHUOCIIMHAIBHON JTy4eBOi
tepanuu B 2010 1.

Oo0cyxnenue

TakTuka Begenust namueHToB ¢ [IM3H, Kotopble
MMEIOT OHKOJIOTUYECKHU OTSTOLIEHHBIN CeMEeWMHbIN
aHaMHe3, MPeACTaBIsIeT TPYAHYIO 3a1a4yy B TJIaHe
MMOCTAaHOBKM T€HETUYECKOTO JMarHo3a, MpOBeACcHUS
KJIMHUKO-MOJIEKYJIIpHOU nuddepeHInaabHON gua-
THOCTUKM U BbIOOpA TAKTHUKM JICYEHUS C y4eTOM (pakTa
(GeHO-TeHOTUITMYECKOM reTepOre HHOCTH.

Ecau K OCHOBHOMY CHEKTpPY OIyXoJieil, HaOI10-
naroumuxcd npu JIOC, oTHOCIATCS OCTeOreHHbIe U
MSITKOTKAHHBIE CApPKOMBI, OTTyXOJI1 TOJIOBHOI'O MO3ra,
aJIpeHOKOPTUKAJIBbHBIN paK, pak MOJIOYHOI KeJIe3bl U
reMo0J1aCTO3bl, TO BO3MOXHBIMU BapuaHTaMU 3JI0Ka-
YeCTBEHHBIX HOBOOOpAa30BaHUI MOTYT OBITh OITYXOJIU
MOYTH JII00O0H JIOKaIU3aluu: pak Jerkux, MejJaHoMma
KOXXH, PaK XKeJIyJaKa 1 TTOIXKeTyI0UHOM KeJe3bl, KOJI0-
peKTaJdbHBIN paK, ONyXOJIU MPeACTaTEIbHOM XKele3bl,
TepMUHOTEHHBIE OITYXOJIU INYKa, paK SMYHUKOB U UX
couetaHue [17]. Takast MOJUMOPraHHOCTh OOBSICHSI-
eTcsl (paKTOM MHOTO(MYHKIIMOHATBHOCTU Oesika pS53
KaK YHUBEPCAJIBbHOIO «CTpaxKa» IMPOTUBOOITYXOJIEBOM
3alLUTHI.

BosneueHHocTs B aTHO0M0THI0 JIDC HE TOJBLKO reHa
TP53, nHo 1 reHoB CHEK2 n BRCA2 otpaxaeT reHe-
TH4YecKyto TeteporeHHOCTh JIDOC. B 25—-30% ciryuaes
JIDC He ynaeTcst BBISBUTh TPUYMHHOTO MOJICKYJISIPHO-
reHeTuuyeckoro ¢akropa, u auarHos JIOC ycraHaBaIu-
BaeTCs TOJIbKO IO KIMHUYECKUM KpuTepusiM. [1pu aTom
clielyeT YUUTBhIBATh, UTO OTCYTCTBUE OHKOJOTMYECKHU
OTSIIOLIIEHHOTO aHaMHe3a He MCKJII0YAaeT BBICOKYIO
BEPOSITHOCTh BO3HUKHOBEHUSI MYTAaLIUii de novo B reHe
TP53, cocrasastronnyio ot 10 no 30% [7].

VY 6onbHOro b., KpoMe BBISIBIEHHOI MyTallu, ObLIA
HaliieHbl 2 MOJMMOpPGHBIX BapuaHTa B CTPYKType
reHa TP53. OTMedeHO, YTO TaKOE COUYETAaHNE TeHEeTH-

YEeCKUX CTPYKTYPHO-(YHKIIMOHAIbHBIX MEePeCcTpoeK
(MyTanus+mnoauMop@HbIe BapHaHThl) aCCOLIMMPOBAHO
C MOBBIIIEHUEM 3KCIPECCUBHOCTU (DEHOTUTUYECKUX
MpU3HAKOB Ooe3Hu [1].

B nnaHe MenMKO-TeHeTUYEeCKOro KOHCYJIbTUPO-
BaHUS ceMell ¢ cmHapoMom JIu-PpayMeHU peKo-
meHnoBaHa JIHK-auarnoctuka poactBeHHUKOB [—I1
CTEIEeHU POJICTBA. YUNTHIBAsI BHICOKME PUCKHU PA3BUTUS
HEOMJIa3Uii IPYrMX JOKAJIU3aL Wi ITallMeHTaM C TepMU-
HaJbHBIMU MyTauUsIMU B TeHe TP53 peKoMeHI0BaHO
JIUHAMUUYEeCKOoe HaOM0JeHUe B YCIOBUSIX OHKOAMC-
raHcepa ¢ MPUBJIEYEHUEM CIEIUATUCTOB-OHKOJIOTOB
pa3Horo mpous.

TakuMm obpazom, cuaapoM JIn-DpaymeHn sBisIeTCS
peIKUM HacJeJICTBEHHbIM 3a0osieBaHueM. Bbicokue
MEHEHTPAHTHOCTb U TETEPOTE€HHOCTb (PEHOTUMUYECKUX
MIPOSIBICHU 000CHOBBIBAIOT HEOOXOAUMOCTh MYJIBTH -
JTUCUUTUIMHAPHOTO BpayeOHOTro MoaXo/1a K AMarHoCTH -
Ke, JIeUeHUIo 1 TTpodriakTiKe y mauueHToB ¢ JIOC B
OHKOJIOTMYECKOM KJIIMHUYECKOM MPAKTUKE.
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The proper clinic observation of LFS (Sarcoma Family Syndrome, OMIM 151623) is considered in the present article, on
the example of Russian Blokhin Cancer Reseach Center medical practice. LFS, though being heavily under researched and
rarely diagnosed, is one of the most prominent syndromes among hereditary oncological pathologies. LFS — patients often
don’t receive necessary medical and genetic service in our country while there are accurately defined criteria of diagnostics
and a series of definite recommendations on LFS — patients’ management and giving medical treatment and consultation to
them and their families in the world medical practice. Clinical data of LFS patients proves the necessity of multidisciplinary
approaches in the management of sarcoma patients.
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