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Mass General Brigham

Mass General Cancer Center

Cunapom JIu-Opaymenu (Li-Fraumeni
Syndrome - LFS na anri.): Madopmanus ais
ceMel C IIaTOreHHbIM BApHaHTOM B reHeTP53

Llenb gaHHOM NamMATKM — NpeaoCcTaBUTb Bam NoApobHYo MHGOpMaLMIo O pe3yabTaTax
reHeTMYeCcKoro Tecta, KOTOPYO Bbl MOXKeTe NPoYnTaTh M 06CyanTb CO CBOMMMU
Nnevyawmmm nposangepamu (megpabotHmMkamm). Uccneposatenm 6yayT NnpoaoiKaTb
n3yyatb reH TP53, noaTomy, noxKanyncra, pas B rog obpawaintecb K CBOMM
npoBanaepam MmeauLUnHCKUX YCayr, YTobbl y3HaTb O HOBOW MHPOPMaLMK, KOTOpas
MOXKET ObITb BaXKHa A/15 BaC M YNeHOB Ballein cembu. (Fnoccapuii meanuUUHCKUX
TEPMWHOB, NOAYEPKHYTbIX B JAaHHOM AOKYMEHTE, CM. Ha NOC/NeAHEN CTpaHMLe.)

Bbl ABNAeTeCb HOCUTENIEM NATOFreHHOro BapuaHTta B TP53 reHe. JT0
O3HAYaeT, YTO Y BAaC MOXEM UMETbCA «KNACCUYECKNIN» CUHAPOM
NIn-dpaymeHn.

BaKHO 3HaTb, YTO Halwe noHMMaHue LFS meHaeTca, n Tenepb Mbl 3HaeM, YTO He BCe
NOAM C NATOreHHbIMM BapuaHTamu B reHe TP53 mMmeloT 0AMHaKOBbIA YPOBEHb
Pa3BUTUA paKa. PUCKM pa3BUTUA paKa, ONMCAHHbIE B 3TOM MNamATKe, MPUMEHUMbI K
NOJSAM € «Knaccumdeckon» LFS. Puckm pa3sBuTua paKa, CBA3aHHble C Balum
naToreHHbIM BapnaHTom TP53, moryT 6bITb HUXKeE.

YTo TaKoe HacneacTBeHHbI pak?
e Pak — pacnpocTpaHeHHoe 3aboneBaHune. OanH ns 3-x xkutenei CLLUA B TeueHMe cBOeN KN3HKU 3abosieeT Tem
VAW UHBIM TUMOM pakKa.

o [pumepHo 5-10% pakoBbix 3aboneBaHuii (4o 1 u3 10) asnstoTca HacneACTBEHHbIMKW. HacneacTBEHHbIN pak
BO3HWMKAET, KOTZa Ye/I0BEK POXKAAETCA C MATOrE€HHbIM BapUAHTOM (TaK)Ke M3BECTHbIM KaK MyTaLMsA) B reHe,
KOTOPbIV YBE/IMYMBAET BEPOATHOCTb PAa3BUTUA ONpeaeneHHbIX TUMOB pakKa. MaToreHHbIM BapuMaHT MOXKeT
nepesaBaTbCs U3 NMOKOJIEHNA B NOKO/IEHUE.

e  0O6bl4HO, cEMbM C «Knaccuueckum» LFS umetoT oaHy nnm 6onee U3 cnesyowmx ocobeHHOCTEN:
o PaHHAA cTagumA paKa rpyau y niogen, KoTopbiM Npu POXAEHUN Bbl NPUCBOEH KEHCKUI NON
CapKOMbI KOCTM U MAFKOW TKaHW
Onyxonu mo3sra
KapunHoma Kopbl HaANOYEYHMKOB
PakoBble 3a60/1eBaHMA, BO3HUKLLINE B AETCTBE
JNnua c 6onee Yem 04HMM AMArHO30M paKa (Hanpumep, 4Ba paKa rpyam B paHHel cTagum uam
CapKoMa U1 pak rpyam)
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o HecKonbKo YNeHOB CEMbM C OAHOM CTOPOHbI, MOPAXKEHHbIX STUMM TUMAMM PaKa

UTo TaKoe naToreHHblii BapuaHT?

e [OHK (DNA Ha aHrn.) — 3TO Hall reHeTUYeCcKnii MaTepuasn, KOTopbI NnepeaaeTca OoT poauTens K pebeHky. B Held
coAepKaTcA MHCTPYKLMM NO Pa3BUTUIO, POCTY U GYHKLMOHMPOBAHMIO HALLErO OPraHn3ma. FeH — 3To manbin
¢dparmeHT AHK, KOTOpbLIN BbINOAHAET ONpeneneHHyo paboTy B opraHM3me. HekoTopble reHbl onpeaenator
TaKWe XapaKTepHble 0COHEHHOCTU, KaK LLBET FN1a3 UK POCT, B TO BPEMSA KaK ApPYrue reHbl CBA3aHbl C HAWWMM
340pPOBbEM.

o Y KaxAoro U3 Hac ecTb Bapmaumm B reHax, KOTopble AenatoT HaC OTAMYAOLWMMUCA APYT OT Apyra. bonbwnHCTBO
3TUX BapMaLl,MVI HE MEHAT NnpuHUMUn pa60TbI HaWnX reHoB. Tem He meHee, HEKOTOpPbIe Bapuaumn meLatoT
ﬂpaBMl’IbHOl:i pa60Te reHa. Takoi Tmn Bapunaunn Ha3biBaeTCA NaTOreHHbiM BapnMaHTOM UU MYTaLLMeVI.

J I'quemy Ha/inyme 3Toro NnaToreHHOro BapmaHTa NpuBoAUT K NOBbILLEHHOMY PUCKY

pa3BuUTUA paKa?

PaboTa reHa TP53 3akntoyaeTcs B NpeAoTBpalleHMn paka. OH Ha3biBAaeTCcA FeHOM-CYyNpPeccopom ONyXoJu.
Mpu NpaBuIbHOM paboTe reHbl-Cynpeccopbl ONyxXo el MoMOratoT NPeAoTBPaTUTb PaK, KOHTPOIMPYA POCT U
LeneHne KNeTok.

e Jltogu, poXKAEHHbIE C NAaTOreHHbIM BapuaHToM TP53, nMeloT To/IbKo 04HY pabouyto Konusa reHa TP53, noatomy
PUCK paKa y HUX Bbllle cpeaHero.

Kakosbl PUCKU Pa3BUTUA PaKa, CBA3aHHbIE C 3TUM NATOreHHbIM BapMaHTOM?

TP53 - 3TO reH, KOTOPbIM BaXKeH ANA NpeAoTBPaLLeHNA paka BO MHOTMUX Pa3/IMYHbIX YacTax Tena. Takum obpasom, noam ¢
naToreHHbIMM BapuaHTamu TP53 MoryT 6biTb MO, NMOBbLILWEHHbIM PUCKOM Pa3BUTUA Pa3/INYHbIX TUMOB paka Ha NPOTAXEHUU
BCEI XKU3HWU.

e Hukecnepytouiee ABNAETCA KPATKUM OMUCaHWEM PUCKOB PAa3BMTUA PaKa, CBA3AHHbIX C «Knaccuyeckum» LFS
(pUCKM pa3BUTUA paKa, CBA3AHHbIE C BAlLMM KOHKPETHbIM BapuaHToM TP53 , MOryT bbiTb HUXKeE .):

o Haunbonee pacnpocTpaHeHHbIMU BUAAMW PaKa, BO3HUKAIOLWUMU B CEMbAX C KKNaccuyeckum» LFS,
ABNAIOTCA CAPKOMBbI, PaK rpyan, OMyxoau roJI0OBHOIO MO3ra U KapLUMHOMbI KOPbl HaAMNOYEeYHWKOB.

o B cembsax c «knaccmyeckum» LFS Habnoganocb MHOMXKECTBO APYrMX BUAOB paKa, TaKUX KaK
KONOPEKTANbHbIN, MULLEBOAA, KeNyKa, MOYEUYHbIX KNETOK, NeKemMuUa, IMMPOMA, NErkux, KOxu,
LWMTOBUAHOM Kenesbl (He MeaynnapHbIn) n Helipobaactombl.

o [nAa nopeit, KOTOPbIM NPU POXKAEHUMN BblN NPUCBOEH XKEHCKUI MO/, PUCK PAa3BUTUA PaKa B TEYEHUE
YKM3HUM cocTaBnset > 90%, npuyem oKkoso 50% 13 HUX passuBatoT pak K 30 rogam. ina noaen,
KOTOPbIM NPU POXKAEHUN BblN NPUCBOEH MYMKCKOM MO/, PUCK PA3BUTUA PaKa B TEYEHME KUHM
cocrtasnset > 70%, npuyem oKosno 50% 13 HMx 3aboneBatoT pakom K 46 rogam.

o NpumepHo y 40-50% ntoaei ¢ «knaccudyeckum» LFS pasosbeTca 2-i1 pak. Coobuianoch, 4To y
HEKOTOPbIX o4el paK pa3BuMBasca Tpu unum bonee pas.

e [IpuBeaeHHble Bbile LMdpbl NpeAcTaBNeHbl B BUAE AMana3oHa. ITO CBA3AHO C TEM, YTO He BCe CeMbM/oTaAeNbHble
ML UMEIOT OAMHAKOBYHO CTeMneHb pUCcKa. Ha cTeneHb PUCKOB MOTYT BAUATL Takne GaKkTopbl, Kak OKpyXKatoLan
cpefa, 0bpas XKU3HW, NMYHaA uctopuAa 6one3HU, cemMeWHbI aHaMHe3 paKa M Agpyrue reHeTuyeckne wau
HensBecTHble GaKTopbI.

BO3MOXHO 1M UCNPABUTb NATOreHHbI BApUaHT?

K coxkaneHuto, ncnpaBuTb NAaTOreHHbI BapuaHT B reHe TP53 noka He npeacTaBaseTca BO3MOXKHbIM. Tem He meHee,
BO3MOHO M3MEHUTb Ballle ieyeHUe M HEeKOTOopble acreKTbl Ballero obpasa »Ku3HuW. Baw(u) nposaligep(bl) byaeT c Bamu
paboTatb, 4TObObl 06CYANTH 3TU OMNUMK U COCTaBUTb NOAXOAALLMI ANA BAC NJaH MeAUUMHCKOrO yxoaa.
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KakoBbl pekomeHAaaumuu no meguLMHCKOMy yxoay?

PekomeHaauum no meguuUMHCKOMY yXo4y A4 NoAel ¢ «Kaaccuyecknm» LFS cocpegoToyeHbl B OCHOBHOM Ha
HabtoAEHUM U XMPYPTUYECKOM BMELLATE/IbCTBE. BaXKHO OTMETUTD, YTO CYLLLECTBYIOT OrPaHUYEHUA Ha CKPUHUHT MHOTUX
TUMOB PaKa, CBA3AHHbIX C KKNAcCUYeCKUM» LFS, 1 4TO MeaNUMHCKME peKOMEeHAALUM pa3nYatoTca ANs AeTel U B3pOC/bIX
(cm. Tabnnubl HUKe). TaK)Ke BaXKHO NOHMMATb, YTO MEAULIMHCKME PEKOMEHAALMMN A4 BaLLEro KOHKPETHOro NaTOreHHoro
BapuaHTa TP53 MOryT OTANYATLCA OT TEX, KOTOPbIE ONMCaHbI HUXKE.

HabntiogeHune:

Lenb HabaoaeHUs (Takke Ha3biBAEMOro "CKPUHUHIOM") - AMarHOCTMPOBAaTb PaK Ha Kak MOXHO 6o/iee paHHel cTaguu.
XOTA yyeHble M BpayuM He MOryT NpesoTBpaTUTb Pas3BUMTME pPaKa, OYeHb BaKHbIM (AKTOPOM ABAAETCA paHHee
obHapykeHue. Ecnum pak obHapyKeH Ha paHHel cTaaumn, BePOATHOCTb ero yCnewHoro AedeHunsa byaer sbiwe. ECTb oveHb
XopoLne metoabl Hab A AEHUA AN HEKOTOPbIX, HO HE A/1A BCeX BUAOB paka. PeKomeHaaumm no HabaloAeHUIo AOCTYMHbI
W ANA B3POCAbIX, U ANA AeTel ¢ «Kaaccuyecknm» LFS.

Tun paka B3POC/IbIE: PeKomeHgaumm no HabawaeHuo

Pak rpyam (ans anu, HauunHas ¢ 18 net cnegute 3a COCTOAHMEM CBOEN rpyamn n coobuiaiite 06 nsmeHeHmax
KOTOPbIM Npy cBOeMy flevallemy nposaiaepy (meapaboTHUKY)

POXAEHUU NPUCBOEH K51 1yecke 0CMOTPbI FPYAM Kaxable 6-12 mecAues, HaunHaa ¢ 20 feT (Mam paHblue, B
YKeHcKuii non) 3aBUCMMOCTM OT CEMeNHOro aHamHe3a)

Bospact o1 20-29: ExkerogHoe MRI (MPT — marHUTHO-pe30oHaHcHasa Tomorpadua) rpyam c
KOHTPACTOM (MM paHee, UCXOAA U3 CEMEMHOro aHamHesa).

Bo3spact o1 30-75: ExkerogHasa mammorpadusa ¢ yuetom TomocuHTesa n MRI rpyam ¢
KOHTPACTOM.

Bospact >75: ADMUHUCTPUpPOBaAHME cheyeT pacCMaTpuBaTb MHOMBNAYA/IbHOM nopaakKe.

¥WenypouHo- KonoHockonus u BepxHAA 3HAOCKONUA KaxKable 2—5 neT, HauymMHas ¢ 25 neT (Mnm paHbLue,
KMLLIEUHBbIi paK NCXo4A U3 CeMeMHOro aHaMmHesa).

Llpyrue pucku KomnneKcHbI MmeguUnMHCKUI OCMOTP Kaxable 6—12 mecaues, BK/OYasa HEBPOJIOTMYECKUN U
pa3BUTMA paKa KOKHbI OCMOTPbI.

OcBeaOM/IEHHOCTb O MPU3HAKaxX U CUMNTOMaX PeAKMX TUNOB PaKa KpalHe BaXKHa.
ExkerogHoe aepmatonornyeckoe obcnenoBaHne, HaunHas ¢ Bo3pacTa 18 ner.
ExxerogHaa MRI ronoBHOro mosra.

ExxerogHasa MRI Bcero Tena, ecnv gocTynHa.

O6yueHne, Kacatolleecs NPU3HAKOB M CUMMNTOMOB paKa C BbICTPbIM pearnpoBaHUEM, eCcn
ob6ecnoKoeHbl.

MeanaTtpbl fONKHBI 6bITb MPOMHPOPMMPOBAHBI O PUCKE PA3BUTUA PaKa B AETCTBE

ApantupoBaHo U3 PykosoacTsa opraHusaumm the National Comprehensive Cancer Network Genetic Breast/Ovarian
Guideline, Bepcus 3.2023. Obpamume 8HUMAHUe, Ymo 3mo obujue pekomeHOayuu. KoHkpemHsle pekomeHOayuu 015
omoesbHbIX NayueHmos u cemeli Mo2ym pasnuyamaecs.
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Twun paka DETU: PekomeHgauum no HabaogeHuio (ot poxkaeHua ao 18 ner)

AppeHoKopTUKanbHaa Y3M opraHoB 6ploLWHON NONOCTM M Ta3a Kaxable 3-4 mecaua

(oTHOCAWMIACA K KOpe
Ha/NOYEYHNKOB) AHanu3 KpoBu (TECTOCTEPOH, AerMapo3NMaHAPOCTEPOH CynbdaT M aHAPOCTEHANOH)

peKoMeHAyeTCs Npu HeyL0BAETBOPUTEbHbIX pe3yibTaTax Y3U.

KapuuHoma
Onyxonb mo3ra ExeroaHaa MRI mosra.
CapKoma mArkom ExxerogHasa MRI Bcero Tena
TKaHU U KOCTH
Opyrue puckm KoMnieKcHbIN meauLUMHCKUI OCMOTP Kaxaple 3-4 mecAua

pa3BUTUA paKa
ObyueHue, Kacatoweecs NPU3HAKOB U CUMNTOMOB PaKa € 6bICTPbIM pearpoBaHuem, ecnm

obecnoKoeHbl.

MeanaTtpbl fONKHBI 6bITb MPOMHPOPMUPOBAHBI O PUCKE PA3BUTUA PaKa B AETCTBE

ApantupoBaHo n3 the American Association for Cancer Research, PekomeHzaumMm no CKPUHUHTY paKa 414 uL, ¢
cuHapomom Jln-®paymenn, 2017. Obpamume HUMAHUE, YMO 3MO obujue pekomeHOayuu. KoHKpemHsbie pekomeHOayuu
0719 omOenbHbIX NayueHmMos u cemeli Mo2ym pas3au4yamscs.

OnuMKn CHUXKAOLLLEN PUCK OnepaLmu:

Llenb cHUKaKoWe PUCK onepaumnmn COCTOUT B YMEHbLUEHUWN PUCKA Pa3BUTUA PaKa NyTem yaaseHUa 340P0BOM TKaHU A0
pas3BUTUA B HEl paKa. ITO TaKKe Ha3blBaeTcA NpoduiakTMYeckon onepauneit. CHUXKaOLWLAA PUCK OnepaLma He UCKoYaeT
LWaHC 3a60n1eTb PaKOM, HO 3HAUUTENIbHO CHUMKAET TAaKOW LUAHC.

o CHMKaloLWaa PUCK ABYCTOPOHHAA macTakTomua (RRBM): 3T1o onepauma no yaaneHuto 340p0BOM TKaHW rpyan
[OJ/151 CHUXKEHMA BEPOATHOCTU paKa rpyam bonee yem Ha 90%. Y Tex, KTo paccmaTpusaeT onepaunto RRBM, moryT
BO3HWKHYTb BOMPOCHI 06 UX ONLMAX MO PEKOHCTPYKLUW rpyamn (BOCCTaHOBNAEHME FPYAHbIX 6YrOpKOB C MOMOLL b0
MMMNIAHTATOB MM TKAHE), U 3TO MOXHO 06CyaUTb C XMPYProm — CNELMANUCTOM MO ONepaumnsamM Ha rpyam.
MocKoNbKy cyLLecTBytOT 3¢ EeKTUBHbIE MHCTPYMEHTbI HabNOAEHMA 33 PAKOM TPYAU, HOLMU C KKNAACCUYECKUM»
LFS moryT BblbpaTb HabtogeHMe B KayecTBe Nnpuemaemon anbTepHaTuBbl onepaumm RRBM. Bbibop mexay
onepaumeit RRBM n HabntogeHMem - 3TO O4eHb IMYHOE peLleHne, MO3TOMY BaXKHO TLLATE/IbHO PacCMOTPETb
NpenuMyLLecTBa 1 HeAOCTaTKM KaXKA0M U3 onumii ¢ KBaanduLUMPOBaHHbIM B IAHHOM BOMpPOCE fievalum
nposangepom (meapaboTHUKOM).

Lpyrne pekomeHgaumm:
Jioam ¢ naToreHHbIMM BapMaHTamm B reHe TP53 0cobeHHO YyBCTBUTE/IbHbI K KAHLLEPOTEHHOMY BO34ENCTBUIO paanaLLmu.
MosTomy, Koraa 3To BO3MOXKHO, cneayet usberatb YpeamepHoro ob6ay4eHus, ocobeHHO NAAM C KKnaccuyecknum» LFS.

K Komy mHe cnepgyet 06patutbca 3a MegULMUHCKUM yXo40m?

Ba)XHO HalTWU neyvawmx NpoBanaepos (MeapaboTHUKOB), KOTOPLIM Bbl AOBEPSAETE, ANA SONTOCPOYHOr0 Nocaeayowero
HabatogeHuA. YacTb 3TUX YCAYTr MOTYT OKa3biBaTb BALUW NeYalyme Bpayn. B HEKOTOPbIX C/lyYasnx BaM MOXKET
noTpeboBaTbCcs NocelleHne Bpayen, NpoLleamx cneymanbHyo Noarotosky Mpn Heob6xoaMmocTu Mbl byaem pasabl
HanpaBuWTb Bac K cneuunanuctam B Mass General.

Kak A mory BecTu 340p0Bblii 06pa3s }KU3HU, UTOObl CHU3UTb PUCK PAa3BUTUA paKa?
Kaxkgblih yenoBek goNXKeH BECTU 340p0BbIN 06pa3 XKM3HWU, HO 3TO MOXKET ObITb ele 60/iee BaXKHO ANA Ntoaew ¢
NOBbILLIEHHbIM PUCKOM Pa3BUTUA paKa. Mo AaHHbIM AMEPUKAHCKOro oHKolormyeckoro obuiectsa (American Cancer
Society Ha aHrn.), 340p0BbI 06Pa3 KU3HWN BKAOYAET:

e Otka3s ot Tabaka.

e [opaeprkaHue 340p0OBOro Beca.

e PerynspHble 3aHATUA GU3MYECKUMM YNPAXKHEHUAMM.

e CobnogeHue 340poBON AUETbI € ynoTpebeHnem A4OCTaTOYHOro KoinyectBa GPyKTOB M OBOLLEN.

e  OrpaHuyeHue ynotpebneHusa ankorons Ao 1-2 aNKoronbHbIX HANUTKOB B AEHD.
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e  3awuTa Baleln KOXKM M rNas oT CoHLA.
e  3HaHWe CBOEro opraHM3ma, a TakKe CBOEeW U ceMeiHOMN UCTopumn 6oNe3HU 1 BalLMX PUCKOB.
e  PerynspHble 06cnef0BaHNA U CKPUHUHIOBbIE TECTbI Ha PaK.

KakoBbl WaHCbI TOro, YTo y YneHos MOel ceMby TOXe ecTb NaTOreHHbIN BapMaHT?

e  Bawmwu getn: Kaxkabiit U3 Balwmx geteit umeeT 50% wwaHC yHacneaoBaTb HOpMasbHyto (pabouyio) Konuio reHa
TP53 1 50% LaHC yHacnea0BaTh NATOreHHbIM BapuaHT reHa TP53 (Hepabouyto Konuio). MOCKOAbKY NaTOreHH bl
BapuaHT TP53 MorKeT 6bITb CBA3AH C MOBbILEHHbIM PUCKOM PA3BUTMA paka B AETCKOM BO3pacTe, cieayeT
PaccCMOTPETb BO3MOXKHOCTb FEHETUYECKOTO TECTUPOBAHMA HECOBEPLLIEHHONETHMX. Ball reHeTUYecKuni
KOHCY/IbTaHT ByaeT 06Ccy»KAaTb C BAMM FEHETUYECKOE TECTUPOBAHME BaLLMX AETEN.

e Bawwu 6patbA 1 cecTpbl U Apyrue poacTBEHHUKU: BONbLIMHCTBO /toAel ¢ NaToreHHbIM BapMaHTOM reHa
TP53 yHacnenoBanu ero oT 04HOro U3 Ux poautenen. Noatomy, B 6oNbLIMHCTBE CNyvaeB, 6paTbaA M cecTpbl
YyesloBEKa C NaToreHHbIM BaprMaHTom TP53 nmetoT 50% LaHC TOro, YTo Y HUX ByAeT TaKoW »Ke NaToreHHbln
BapMaHT. Kpome TOro, Apyrue YneHbl ceMbn (Hanpumep, poanuTenu, ABOOPOAHbIE BPaTba U CECTPbLI, TETU U
OALM) TaK¥Ke MOTYT 6bITb NOABEPIKEHbI PUCKY UMETb 3TOT NaTOreHHbIN BapuaHT.

o [o 20% ntoael c naToreHHbIM BapnaHTom TP53 nmeroT naToreHHbI BapuaHT de novo (unm
«HOBbIM»), YTO O3HAYAET, YTO OHU ABNAIOTCA NEPBLIMU B CEMbE, Y KOTOPbIX €CTb NaTOreHHbIN
BapWaHT. bpaTba 1 cecTpbl L, MMEIOLLMX NATOTEeHHbIA BApUAHT de novo, UMetoT nLlb
HebOoNbLIOM PUCK MMETb NAaTOreHHbIM BapmuaHT TP53. OaHaKo, gaske Npy NoA03pPeHumn Ha
naToreHHbI BapnaHT de novo, 6paTbAm 1 CECTPAM BCE PAaBHO PEKOMEHAYETCA reHeTUYecKoe
KOHCYNbTUPOBAHWE U TECTUPOBaHMe.

e [naHuposaHue cembm: Y HEKOTOPbIX NALMEHTOB MOTYT BO3HUKHYTb OMAaceHWA Mo NosoAy nepeaayu
natoreHHoro BapmaHTta TP53 pebeHKy. ECTb penpoayKTUBHbIE OMLUKN, KOTOPbIE MOXHO MCMO/1b30BaTb ANA
CHU)KEHWA WaHca nepesaymn naToreHHoro BapmuaHTa TP53 pebeHKy. Ecaum Bbl XoTUTe y3HATb 6osblue 06 3TUX
onumaAx, obpaTUTeck 3a HanpaBJEHUEM K CBOEMY FEHETUYECKOMY KOHCY/IbTaHTY .

B nucbme OT Balero reHeTUYECKOro KOHCYbTaHTa, AaHbl 6onee KOHKpPEeTHble peKomMmeHaaunMm o Tom, Kakne
POACTBEHHUKM ABNAIOTCA KAaHAMAATaMM Ha reHeTU4YecKoe TectupoBaHume. OgHako, r|o>+<any1‘/'|CTa o6paLu,al?1Ter K Ham C
no6bIMK A0ONO/THUTENbHBIMK BONPOCaMU.

Foe A mory nony4unTb A0NO/IHUTENIbHYIO UHGOPMaLuio?

MNoxkanyiicTa, obpalLaiiTeck K Ham, €C/IN Yy Bac BOSHUKHYT BONPOCHI MW €CAM BaM NOHago6aTca AONOIHUTENbHbIE
pecypcbl. HekoTopble Ntoan HAaXoAAT NONE3HbIM MOrOBOPUTL C APYIMMM NOAbMM C MATOrEHHbIMKU BapuaHTammu TP53, y
KOTOPbIX €CTb NOXOXWe onaceHus. Mbl bygem pagbl OpraHM30BaTb A5 BAC TaKyko BCTPeYy, eC/iv Bbl B 3TOM
3aMHTEPECOBAHbI.

Huyke npuBOAUTCA CNUCOK AONOJHUTENbHbIX UICTOYHUKOB MHPOPMALUUN N NOAAEPIKKN:
MGH Center for Cancer Risk Assessment
MGH LLeHTp OLEeHKM pUCKa Pa3BUTUA PaKOBbIX 3aboneBaHU

www.massgeneral.org/ccra

(617) 724-1971
American Cancer Society
AMepMKaHCKOe OHKOJ/I0rMYecKkoe o6LLecTBo
WWwWWw.cancer.org
(800) 227-2345
National Cancer Institute’s Cancer Information Service
HaumoHanbHbIN MHCTUTYT OHKOIOTMKU: MHPOpMaLMOHHaA cy*Kba No BoNpocam pakoBbix 3aboneBaHni

www.cancer.gov/aboutnci/cis

(800) 4-CANCER
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http://www.cancer.org/
http://www.massgeneral.org/ccra
http://www.cancer.gov/aboutnci/cis

Li-Fraumeni Syndrome Association
www.lIfsassociation.org
(855) 239-LFSA
usoit LFS

www.livinglfs.org
(844) LFS-CALL

Fnoccapuii TepMMHOB reHeTUKM paKa:
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MPUCBOEHHDIN NPU POXKAEHUMN KEHCKMIA NON/NPUCBOEHHDBIN NPU POXKAEHUN MYMKCKOMU non: OTHOCUTCA K
noJly, KOTOPbI Bpay WM aKylepKa UCNoAb30BaAN ANA ONUCAHUA pebeHKa Npu PoXKAeHUM Ha OCHOBAHUM UX
BHeLUHen aHaTOMUU.

Knetka: OcHOBHas CTPYKTypHaa M GyHKUMOHANbHAA eaMHuMLa Nt060ro KMBOro cyllecTsa. Kaxkaaa KneTka -
3TO HEOONbLIOWN KOHTEMHEP C XMMUKAaTaMM M BOAOM, MOKPbITbIM MembpaHoi. YesioBeyecKoe Teslo COCTOUT U3
100 TPUAANOHOB KNeToK, GOPMUPYIOLLMX BCE HYaCTU OPraHN3ma, Takue KaK opraHbl, KOCTU 1 KPOBb.

OHK (DNA Ha aHrn.): [e3okcupuboHyknemHoBas Kucnota, uam [OHK, - 3To reHeTuyeckuit martepuan,
nepesaBaembll OT poanuTens K pebeHKy, KOTOPbIN COAEPKUT UHCTPYKLLUM NO PA3BUTUIO, POCTY U eXXeAHEBHOMY
bYHKLMOHUpPOBaHMIO.

PaHHee BbiaBneHue: Mpouecc 06HapyeHUA paKka, Koraa OH TONIbKO Ha4YMHaEeT pa3BUBaTbLCA.

FeH: l'eH - 310 HebonbLwoOM yyacTok AHK, KOTOPbIN COAEPKUT MHCTPYKL MM No GOpMUpPOBaHUIO cneunduyeckoro
npu3sHaka.

Hacnepyemblii npu3HaK: XapaKTep Uan ocobeHHOCTb, KOTopas NepesaeTca OT POAUTENs K pebeHKy.

Mo)XM3HeHHbIN pUCK 3a6oneBaHnA pakom LLIaHC TOro, YTO y YesoBEKA B TEUEHME KM3HW PA30BLETCA Pak.
MHoraa aTo onpenenaeTca Kak WaHC pa3BuTuA paka K 75 nam 80 rogam.

MaToreHHbIX BapuaHT: MI3ameHeHUe B reHe, KOTOPOe He N03BOIAET eMy paboTaTb NpaBuAbHO. TaK»Ke Ha3biBaeTcA
MyTaumnen.

Onepauus, CHUXKaLWan pUck: Onepaums No yaaneHuIo 340p0BbIX TKaHeW UM OpraHoB A0 Pa3BUTUA
paka. Tak:Ke Ha3blBaeTca NPodUNAKTUUECKON onepaumei.

HabnopeHue: CKpUHUHIOBbIE TECTbI AW NPOLEeAYPbl, HANPaBAEHHbIE Ha BbIABAEHUE PaHHMX NPU3HAKOB
paKa WK ero Bo3BpaLleHua (peunamsa).

CuHgpom: Habop NPM3HAKOB U CUMMTOMOB, KOTOPbIE MPOABAAIOTCA BMECTE M XapaKTepM3ytoT 3abonesaHne nam
COCTOAAHME 340POBbA.

FeH-cynpeccop onyxonum: Mpu npasunabHoOM paboTe reHbl-Cynpeccopbl Onyxonei npeaoTepallatoT passuTme
paKa, KOHTPOIMPYA POCT K/ETOK.
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