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[TloyeMy 3TO cy4Ynnocb UMEHHO Yy Moero pebeHka?

Hy>XHO N1 NpoBOAUTb FreHETUYECKYH AMArHOCTUKY BpaTbAM U cectpam?

Hy>xHa nu MoeMy pebeHKY KOHCYNbTaLus reHeTuKa?

Y Hac ecTb ele geTu, eCTb 1M Y HUX PUCKU Pa3BUTUA HeUpobnacToMbi?

Ecnu obHapy>keHa HacneacTBeHHas MyTaLus,, KaKOU CKPUHUHT HY)XeH PeB6EHKY 1 poCTBEHHMKAM,
B KQKOM BO3pacTe U KaK gonro?

Kakou 06beM reHeTU4ECKOU AMarHOCTUKU BblbpaTb?



N3 yero COCTOAT reHbl

Xpomocoma
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CeKkBeHMpoOBaHUE — «NpoYTeHUue»
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CeKBeHupoBaHue no CaHrepy CeKBeHMpoBaHME HOBOro NOKOJ/IEHUSA

(Sanger sequencing) — (NGS, Next Generation Sequencing) —
aHaNuU3 oTaeNnbHbIX GParmeHToB no3sonfaer Oo4HOMOMEHTHO

reHa/oTaeNnbHbIX reHOB aHanu3uposaTtb N0boe YUCNo reHos



CeKkBeHMpoOBaHUE — «NpoYTeHUue»

CeKBeHupoBaHue no CaHrepy CeKBeHMpoBaHME HOBOro NOKOJ/IEHUSA
(Sanger sequencing) — (NGS, Next Generation Sequencing) —
aHaNuU3 oTaeNnbHbIX GParmeHToB no3BoJsifeT 0OAHOMOMEHTHO

reHa/oTaenbHbIX reHoB aHaAn3npoBaTb A060e Yncnio reHos



Buabl cekBeHUpPOBaHUA

[TonHOreHOoMHoOe - [ToAHO3K30MHOeE - TapreTHaAa naHenb -
«BCE KHUTU» «coaeprKaTenbHan YacTb» obbeanHeHMe reHos,
(46 xpomocom)  (3K30HbI Bcex 20 000 reHoB) oOTBeYaloLWmMx 3a rpynny
3a601€BaHUM



MouyeMy BO3HUKAET OHKOJIorMyeckoe 3aboneBaHue?



daKTOpbl pUCKa Pa3BUTUA ONYXONU

npruodpeTeHHble reHeTnyecKas
npeapacnonoKeHHocCTb

My Medical Choice
'THE ANGELINA EFFECT

May 14, 2013

Celebrities call
attention to gene
Share full article ~ - testing as piece
= 4 ~ of breast cancer

—
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prevention puzzle
LOS ANGELES

MY MOTHER fought cancer for almost a decade and died at 56.
She held out long enough to meet the first of her grandchildren and N3NYeCKoM

B to hold them in her arms. But my other children will never have the
chance to know her and experience how loving and gracious she

‘ was.
- )
We often speak of “Mommy’s mommy,” and I find myself trying to * NPUBLIYKK

explain the illness that took her away from us. They have asked if

'/A\\

N
. ~2‘ the same cnu%d happen to me. I have always told t{lE‘:IH not to worry, ua, CONApUn
‘ but the truth is I carry a “faulty” gene, BRCAI, which sharply
increases my risk of developing breast cancer and ovarian cancer.




Kakue 6biBaloT

MmyTauum?
ComaTtnyeckue [epMmUHaNbHbIE
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N3meHeHnA JHK, KOTOpble BO3SHMKAIOT TOJ/IbKO B N3meHeHnA 1HK, KOTOpble eCTb BO BCeX KNeTKax
ONyXoaeBbIX K/NeTKax, He nepeaatoTca No HacneacTBy OpraHuM3ma C poXXaeHua, MOryT nepeaasaTbCca No
HacneacTBy
MoryT SBNSTbCA MULLEHAMM ANA TaPreTHOU Tepanmu
MoryT cBUAETENbCTBOBATL O PE3UCTEHTHOCTU K TEpanunu ABnAOTCA NPUYNHON reHeTUYeCcKux (HacneacTBEHHbIX)
YTOUHAIT AMarHos 3abonesaHuit (cMHAPOMOB)

OnpeaenAatoT NPOrHo3



Yem oTiIMyaeTca pa3BuTHUeE CNOpPaanyecKor onyxosu oT pa3BUTUSA
ONyX0/IM B paMKaX reHeTUUYEeCKoun npeapacnonoXeHHOCTU

[AByxyaapHaa mogesb OHKOreHesa

< NN
PasButne cnopaguyeckomn onyxonu &&\§ [ i
Alfred G. Knudson

McxoaHo B il 1 1 (1922 - 2016)
COMaTUYECKUX ‘ ‘ 2 comaTUyecKue myTtaumm

KNeTKax I I II Cnopapgunyeckasa peTtuHobnacroma
opraHM3M3 HeT OAHOCTOPOHHAA

MyTaLum g m

Pa3BuTue onyxoam npu HacneacTBeHHOM CUHAPOME

l l 1 repMmuHanbHaAa + 1 comaTuyeckaa mytauum

UcxoaHo

repmmHanbHasA II ‘

Hacn eacrBeHHan pe'rm-loﬁnacroma
NBYCTOPOHHASA

MyTauuma BO BCeX
KNeTKax opraHu3ma




Kak repmuHanbHble MmyTaluum nepenatoTca no Hacneacrsy?

AYyTOCOMHO-AO0OMMWHAHTHbIN TUN AyTOCOMHO-pEeLEecCUBHbINA TUN

De novo mytauusa -
. 3a0poBa reHetTn4yecrkoe nameHeHmne, KotTopoe
NOABMIOCb Y pebeHKa BnepBble U
He YHacneaoBaHO OT maTepu Uam oTua

Hocutenb - Hocutenb
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bonex 3a0poBa  3p0posB bonbHa
boneH  Hocutenb Hocuteno 3a0pos

Puck 50% Puck 25%
Ha Ka)XXgoe AeTopoXaeHune Ha Ka)XXgoe AeTopoXaeHune



Korpoa u B KaKuMx caiydyasx Hy)KHO 06paTUTbCA K TreHeTUKY?



O6bwme Kputepmumn, no3sonfatoLiMe 3anoa03pnUTb CUHAPOM
npeapacnoNoXXeHHOCTU K OHKoNormyeckum 3abonesaHuam

MHOMXECTBEHHbIE

POAOC/IOBHAA CEMbWU
onyxomau

BU/NTATEPAJIbHDIE,
MYNbTUDPOKAJIbHbIE
®OPMbI

PAHHU BO3PACT

- PEAKUE TUNDI

‘ I“I“I‘ PEHOTUN A ONYXOJENU

=10%
BCEX C/ly4aeB OnNyXoaeun cBA3aHbl C repMUHA/IbHbIMU MYTaLMAMM B reHax
CMHAPOMOB NnpeapacnonoXeHHoctn K onyxonaam (CMO)



A KaK 4yacTto Henpobnacroma
pa3BUBaETCA B paMKaxX Kakoro-ambéo
CMHAPOMA NPEeapPaCnoONOXKEHHOCTU K

onyxonam?




Yauwie Bcero HeipobaacTtoma - 3TO cnopaanyecKkme cayydam,

HO...
1-2% -
cemeuHble 3-4% -
MmynbTudoKanbHblie/
bunatepanbHble ? % - reHeTU4YecKasn

npeApacnoNoXeHHOCTb

https://doi.org/10.1158/1078-0432.CCR-24-0237



OcobeHHOCTH OLLeHKM FTeHEeTUUYECKOro pUcCKa:
NEHETPAHTHOCTb U 3KCNPECCUBHOCTb

P
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cpean ntogeu c JII0AN C O4HOU U TOWU He y BCexX Noaeu C
MyTaLuuen e myTaumnen bonerot MyTaLMen B TeYeHue

3aboneloT He Bce No-pasHomy YXM3HU pa3oBbeTcA

(pa3Han (pa3Han Onyxo/ib, ONyXonu
NEeHeTPaHTHOCTDb) 3KCNPECCUBHOCTD) MOTYT 6bITb pa3Hble,

B pa3HOM BoO3pacTe



KaKkue reHbl/NOoKycbl, cCBA3aHHbIE C Npeapacno/IoXeHHOCTbIO Pa3BUTUA K
Henpobnacrome, U3BECTHbl HA CEeroaHALHUN AeHb?
Ectb nnaH HabaopgeHuns!

ALK CuHapom npeppacnosioeHHOCTU K 50%
Henpobnactome
PHOX2B CUHAPOM LEeHTPaNIbHOU TMNOBEHTUNALUN 5%
NNokyc 11p15.5, CDKN1C CuHppom beksuta-BunaemaHa 3-4%
HRAS CuHpgpom Koctenno 1-2%
EZH2 CuHapom Yusepa-Cmura 11%
Aynnankauua 2p24 MpeapacnonoXXeHHOCTb K ?
(MYCN+DDX1) Heupobnactome/HeppobnacTtome

? ROHHAD 40-50%

Kamihara et al., 2024, https://doi.org/10.1158/1078-0432.CCR-24-0237



PHOX2B v ALK — nepsble reHbl, ANA KOTOPbIX bbla1a YCTaHOB/IEHA CBA3b C
npeapacnonoXXeHHoOCTbo K Henpobnactome

ALK — BTOpOM reH, Ansa Kotoporo 6bls1a AOKa3aHa posb B
HacneacTBEHHOW NpeapacnonoKeHHocTn K Hb

|

benok ALK aBnsetca peuenTopHOU TUPO3UHKMHA3O0M.
AKTMBMpPYIOLLME BapUaAHTblI NPUBOAAT K MOCTOAHHOM
aKTUBALUMM CUTHANIbHBIX NYTEN, NOAAEPKMBAKOLLNX
nponndepaumnio U BbIXXMBaHNE KNETOK-NpeaLllecTBEHHMKOB
CMMNATUYECKON HEPBHOM CUCTEMDI

2003-2004

PHOX2B - nepBbl reH, Ana KoToporo bbina AoKa3aHa po/ib B = 2008
HacneacTBEHHOW NpeapacnonoKeHHocTn K Hb :

[eH KogunpyeT TPAHCKPUNLMOHHbIN PaKTop, HeobxoaMMbIN AnA
PA3BUTUA CUMMNATUYECKON HEPBHOW CUCTEMDI N APYTNX
NPOM3BOAHbIX HEPBHOIO rpebHA

MyTtaunmn 8 PHOX2B moryT 6bITb CBSA3aHbl He To/1bKO ¢ HB, HO m
C APYTMMU HENPOKPUCTONATUAMU — BONE3HbIO MMPLLINPYHTa U
BPOXKAEHHbIM LEeHTPa/IbHbIM TMNOBEHTUNALNOHHbIM
CUHAPOMOM

DOI: 10.1016/0022-3468(95)90027-6, ; DOI: 10.1038/nature07261, DOI: 10.1007/s00441-018-2820-3; https://doi.org/10.2210/pdb8P7G/pdb



https://doi.org/10.2210/pdb8P7G/pdb

CuHpapom beksuta-BuaemaHa: peHoTUNMYECKME 0COOEeHHOCTU
(Beckwith-Wiedemann syndrome, BWS, OMIM#130650)

yactota = 1/10000-13700 HOBOPOXKAEHHbIX

MaKpPOr/I0CCUA Myrno4vHasa rpbixka OMdanouene HAaCeYKN Ha MOYKe yXxa remurnnepnsiasma

PucK pa3sutna onyxonm B TedeHue KusHm 7.5% (4-24%)

=  Onyxonb Bunbmca (52%)
= [enatobnactoma (14%)
= Hemnpobnacroma (10%)

"  AApeHOKOPTMKanbHAA KapuuHoma (7%)
=  Pabapomumnocapkoma (5%)



CuHppom Koctenno: peHoTunmnyeckme ocobeHHocTu

MAKpPOCOMMUA MPU POXKAEHUU; MOCNE POXKAEHUA — BblpaKeHHaA 3aJep)KKa

POCTa

ocobeHHOCTM deHoTMna: BbICOKUM nob/makpouedanna, butemnopasbHoe
CY*KeHue, HMU3Kas nepeHocunLl,a/BAaBAEHHbIM KOpPEeHb HOCA, MOJIHbIE LWEKU U
rybbl, LULULPOKMIN POT, HU3KO MOCAXKEHHbIE KPYMHbIe YLK C 33aBOPOTOM A0NEN
KorKa/Bonocbl: M3bbIToyHasa Apsbnaa Koxa (cutis laxa) Ha wee, NnagoHAX U
cTonax; TEéMHasA/rmnepnurmeHTUPoOBaHHaH
Kyapasble/peaKkue BONOCHI; NO34HEE — MHOMKECTBEHHbIE Nanuaa0Mbl
CYXOXKUNUM/KOHTPAKTYPbI;

rmnepmobunnbHOCTb

runepTpodpunyecKas

N10Xon Habop Beca

(Costello syndrome, OMIM## 218040)

yactota = 1/300000 HOBOPOXAEHHbIX

KOXa nagoHen/crTon;
CYCTaBOB,
KOPOTKaA Wwes, BO3MOMHbl CKONMO3/Kndpo3s
3a4epKKa NCUXOMOTOPHOTrO pa3BuTuA (He Bceraa)
KapAnommonaTus
Haa»Kenya04YKoBble apUTMUMK)
TMNOrIMKEMMA B HEOHaTalbHOM nepuoae, TPYAHOCTU KopmeHusa/pedntoKc,

yYKOpo4yeHue

n/vnn  aputmum  (Taxmkapaus,

Costello Syndrome

Large head

Wide
\ nostrils

Vision and /(e _
dental problems $ /% " Coarse facial

features
: B~

Large mouth | K

Sk

https://my.clevelandclinic.org/health/diseases/costello-syndrome



CunHgpom Yusepa-Cmura
(Weaver-Smith syndrome, OMIM#277590)

KpanHe peaKnuu CMHAPOM n3bbITOYHOro pocTa
(B MMpe onncaHo HECKONIbKO AEeCATKOB NaLueHTos)

BbICOKMIN POCT

MaKpouedanusa

XapaKTepHbin peHoTUN (LLMPOKUIN N106/NnLo, rMnepTenopusm;
KpynHble/HU3KO Noca*KeHHble YN, MUKPOrHaTUA, LLMPOKMe
6onblUuMe Nanblibl; KOCONANOCTb U AP.)

3a4epXHKa NCMXOMOTOPHOIO pa3BUTUA

naxosas/nyno4YHas rpbixKa, rugpouene; y Masib4UKOB —
KPUNTOPXN3M;

pexe — NopoKu cepaua/noyek/3peHus

PMID: 40922349  https://childgrowthfoundation.org/project_category/weaver/



https://pubmed.ncbi.nlm.nih.gov/40922349/

ROHHAD
(Rapid-onset Obesity with Hypothalamic dysfunction,
Hypoventilation and Autonomic Dysregulation)

ewe oAuH peaKun CUHAPOM

OXXUpeHune
rMnoTanammyeckas aAnchyHKLUmA

rTMNOBEHTUAALUMA NO LEeHTPANbHOMY TUMNY
KAMHNYECKMe nposaBaAeHnsa BO3HUKAIOT B Bo3pacTte oT 0
0o 9 net, TMINNMYHOE BpemA MaHudecTtaummn — 2-4 roaa,
N0 3TOro nepmnoa eusnveckoe n NCuxmvecKkoe
pa3BUTUE AeTen NPOUCXOANT COrIaCHO BO3PaCTy
KU3HEeYrpoXarLlwmm NpoaBaeHmnaem ABNAIOTCS . LY Y
KapaMopecnpaTopHble KPU3bl I



https://www.dailymail.com/health/article-4378144/amp/Boy-fighting-life-taking-triathlons.html

KaKkue reHbl/NOKYCbl, CBA3aHHbIE C Npeapacno0XeHHOCTbIO Pa3BUTUA K
Henpobnacrome, U3BECTHbl HA CEroaHALWHUN AeHb?

PTPN11/RAF1/SOS1/LZTR1 RAS-natum (cuHgpom HyHaH u ap.) <1%

TP53 (p.R337H) CuHpapom Jin-dpaymeHu <1%

BARD1 CUHAPOM NPeapacnoOXKEHHOCTU K paky  ?
MOJIOYHOM Xenes3bl/Helpobnactome

SMARCA4 CUHAPOM NpeapacnoNoXKeHHOCTU K ? (11 cnyyaes)
pabaouaHbim onyxonam 2 Tmna

KIF1B6 CuHpgpom npeapacnonoXXeHHOCTU K ? (4 cnyvan)
Henpobanactome 1 Tmna

GALNT14 UmmyHopeduumnT (?) E

NF1 Heupodpunbpomaros 1 tuna <1%

HACE1 CnacTuyecKasa napansaeruvs ?

Kamihara et al., 2024, https://doi.org/10.1158/1078-0432.CCR-24-0237
Chen et al., 2026, 10.1016/j.bcp.2026.118192



https://doi.org/10.1158/1078-0432.CCR-24-0237
https://doi.org/10.1016/j.bcp.2026.118192

CuHapom JIn-®paymenHu
(heritable TP53-related cancer syndrome)

00 =

OCTeO0CapKOMa
PMH PMH
5 mec 2,5 roaa 120\

10 n

Heppobnactoma pabgommocapkoma
KpblJla HOCa




CuHapom JIn-dpaymeHu
(heritable TP53-related cancer syndrome)

Soft-Tissue Sarcomas, Breast Cancer,
and Other Neoplasms

A Familial Syndrome?

. Freperick P. Li, m.p, and Josern F. FRAUMENI, JR., M.D, F.A.CP.
Frederick Li and Joseph Fraumeni, 1991. Bethesda, Maryland

* 1969: ®peapuk Jin n [1xko3ed PpaymeHn onncanm YeTblpe CEMbU CO CAYYaAMM AETCKOM
PabaoMUOCaAPKOMDI

* 1988: «Knaccnueckme Kputepumn» cuHgpoma Jin-OpaymeHu
* 1990: MonekynspHasa npuinHa 3aboneBaHnA — repmmHa bHble MyTauun B reHe TP53
e 1994: Kputepun “Li—-Fraumeni-like syndrome” (LFS-L)

e 2001: Kputepuun Chompret (m3ameHeHus/gononHeHus 2009, 2015)

https://www.lfsassociation.org/founding-fathers/



TP53: «cTpaXX reHOMa»

dYHKLIUM

K
[ AKTUBUPYIOLLUE PAKTOPDI

[Mporpammupyeman KNeTto4yHas
rubenb, anonTtos, aytodparusa

PennnKaTnBHbIN CcTpecc

[MnokcuA KnetouHaa andpdpepeHumpoBKa

[NoBpexaeHne AHK BoccTtaHoBneHne AHK

TpaHCKPUNLUMOHHDbIN daKTOop,
perynupylou.l,uﬁ pa60'ry >500 reHoB dusmonornyeckoe CTapeHmne KNeTku

JKCnpeccma OHKOreHoB

MeTtabonunyeckaa anchyHKLUMUSA ]

J )
OCTaHOBKa KNEeTOYHOro uMKnNa ]
j




Chompret criteria: KAIMHUYECKNE KPUTEPUN ANATHOCTUKU CUHAPOMA JIn-
Ppaymenun (2015)

MpobaHAa c onyxonbto U3 cnektpa LFS <46 net (capkoma mArknx TkaHeu, oCcTeocapKoma, onyxo/ib
ro10BHOro Mmo3ra, npemeHonaysa/ibHbli1 pak mosiouHou xKenesbl (PMMK), agpeHOKOpTUKanbHanA
KapuMHOMa, 1enKkemus)

U
OAVH POACTBEHHUK NMEPBOU MM BTOPOM CTEMNEHM € onyxobto cneKktpa LFS <56 net (nckntouaa PMK
B cnaydae Hanmuma PMK y npobaHga) nam mHoXecTBeHHbIMU NEPBUYHBIMM OMYXO/IIMMN
NI
[MpobaHA c MHOXECTBEHHbIMU NEPBUYHBIMU ONMYXONAMU (Kpome MHOXKecTBeHHbIXx PMIK), n3
KOTOPbIX HE MeHee ABYX OTHOCATCA K onyxonam cnektpa LFS, n nepsaa onyxonb AMarHOCTUPOBAHA
<46 net
NI
[MpobaHAa c aapEeHOKOPTMKA/IbHON KAPLMHOMOMN, NN ONYXO/1IbiO COCYAUCTOro CN/IeTEHUA, NN
3MOpPMOHaNbHaA aHanaacTU4YecKasa pabgommocapkoma B 1t060OmM Bo3pacTe, HE3aBUCUMO OT
CEMEeNHOro aHamHe3sa
NI
[MpobaHa xKeHckoro nona <31 r c PMXK



10 20 30 40 50 60 70 80 90

CuHapom JIn-®paymeHu

" BblCOKada NeHeTpPaHTHOCTb

" BbICOKMI PUCK Pa3BUTUA BTOPbIX
OMNyXxo/aeun B TeyeHue *Kun3sHu (57%)

" BbICOKMM PUCK Pa3BUTUA BTOPUYHDIX
ONyXoJien, CBA3aHHbIX C MPOBOAUMOU

. . . . . . . . Tepanuen (pagnonHayLMPOBaHHbIE
10 20 30 40 50 60 70 80

Age(years) 9) nyxon n )
Overall ====- Male
--------- Female

KpuTnyeckn Ba*KHO NpoBeCcTM nccnegosaHue reHa TP53 no Havyana nevyeHuma, 4Tobbl N3berXKaTb, €C/IN BO3MOXKHO,
Y HOCUTEeNEen UCNOIb30BAHMA NY4EBOU TEPANUM U LLUTOTOKCMYECKOU XMMUOTEPANnUn

Amadou, A. et al., 2018



HabntogeHne npu cnHapome Jin-dOpaymeHu

Bua nccneposaHus NepuoanUyHOCTb m 3aBepuweHue | Ocobble ykasaHusa

KAMHUYECKUM ocMmoTp, Y AeTen Kaxable 6
ocoboe BHMMaHue yaenaertcs MecsALeB
NPM3HaKam BUPUAN3ALUU NN

paHHero nybeprtaTta U U3MEPEHUIO

All y nauneHTOB, paHee

nosny4yaswmx JIT — noABAEHUIO EXxeroaHo 18 net
623a/1bHOKNETOYHbIX KAPUMHOM B

none obayyeHms

C poxxaeHua 17 net

MPT Bcero tena 6e3 KOHTpacTa - [1lon HaNNMYMM BapnaHTa BbICOKOIO
C poxkaeHusa pucka B TP53, nnbo B cnyyae, ecnm
nauneHT nonyyan go satoro XT nau
ExxeroaHo NT
18 net -
MPT mono4yHbIX XKenes ExxeroaHo 20 net 65 nert

[1py HAANYUKM BapUaHTA BbICOKOTO

C poxkaeHusa 18 net oVcKa B TP53

MPT ronoBHOro mosra ExkeroaHo

18 net 50 net



bunvecrempsanwn | Nopmoawanoem | Hauano | asopuonne | Ocobe yasawn

Y31 ObI1

CtepounaHbI Npoduab Moyun

KonoHocKonua

HabntogeHne npu cnHapome Jin-dOpaymeHu

Kaxable 6
MmecAaues

Kaxkable 6
Mmecaues

Kaxkable 5 net

18 net 50 net
C poXaeHuna 18 net
Ecan Y3U OBl He no3BonideT
TOBEPHO BU n3nposart
C poxkaeHusa 18 net AOCTOBEPHO BU3YaN3NpOBaTh
Ha4nNOYeYHUKMU
TonbKko ecnun naumeHT nonyyumn J1T B
npoeKunmn bproWHON NONOCTU UAU
eCTb CEMENHbIN aHaMHe3
18 net —

KOJIOPEKTa/IbHbIX ONyXONneu ¢
npeanonaraemMomn reHeTU4YeCcKomn
npeapacnooKeHHOCTbIO

Frebourg, T., Bajalica Lagercrantz, S., Oliveira, C. et al. Guidelines for the Li-Fraumeni and
heritable TP53-related cancer syndromes. Eur J Hum Genet 28, 1379-1386 (2020).
https://doi.org/10.1038/s41431-020-0638-4



EcTb n cobcTBEHHbIE AaHHbIE, AeMOHCTPpUpytoLme
PACNpPOCTPAHEHHOCTb U YacTOTy BCTpeyaemoctu Hb
NPU pa3HbIX CMHAPOMAX?



HayuyHo-uccneposatenbckum npoekt 8 HMUL Aronvt um.A.Porauesa
"MHHOBaLUUOHHbIE AMORERKYH SHGHHEACTIHGE EKESNAAMIH OO VAYNEHe HNA BbIXKMBAaeMOCTH
¢ cuHAFTRAY R AHHRRRMEAIA FRARYEIAICSIRHHAEHL hPSHE8A8% (445 2839 2025)
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CnHapombl

Koropta nauueHTtoB ¢ Hb 1 pa3anyHbimu reHeTU4ECKMMU CUHAPOMAMM:
onbiTt HMUL ATOU m. Amutpua Porauesa

Nin-dpaymenu (n=5)
CuHapom HyHaH (n=4)
Hepodubpomaros 1 tmna (n=3)
CuHpapom HyHaH (n=3)
CuHApPOM NpeapacnosoXKeHHOCTU K pabaongHbim onyxonam (n=2)
CemeiHana naparaHravoma (n=2)
Cunppom Cotoca (n=2)
Bl NpotaxeHHble aeneumnn (n=2)
B CuHapom 6a3anbHOKNETOYHOro Hesyca (n=1)
Bl Bocnpuumumsoctb K Heltpobnactome (n=1)
Bl PALB2-accoummpoBaHHbIii cuHgpom (n=1)
B CemeiiHblii pak MONOYHOM }Kenesbl U AMYHUKOB (n=1)
Bl Cunapom HuiimereH (n=1)
Bl POLE-accoummpoBaHHbiii cuHapom (n=1)
Bl DICER1 cunapom (n=1)
2 3 4 . B MuoecTBeHHas 3HAOKPUHHAA Heonna3sua tuna llIA (n=1)

o
[EY

Konnyectso naymeHToB \ . )

16 cuHApoMmOB

1 nayneHT umen 2 cMHAPOMa



Kakylo reHeTU4eCcKyo AuarHoCTuUKy BblopaTb AN
npoBegeHuda aHaansa?



Bo3MO»KHble a/iIrOPUTMbl FTeHEeTUYECKON ANArHOCTUKMU

KOHCVII bTdUMNA BPaAYA-TEHETUKaA

UccnepoBaHUe TKaHU ONyXonu UccnepoBaHue KpoBu
(oHKonaHenb) (naHenb reHos/
' NO/IHO3K30MHOe/NoIHOreHOMHOoe

. CeKBeHnpoBaHue )
BbiiB2A€H NAaTOreHHbI NOTEHLUANbHO

repMuUHaNbHbIX BapUaHT .‘,

l BbifiBNAE€H naToreHHbIX repMUHANbHbIW
[MpoBepKa cTatyca BapnmaHTa MeToa0MmM BapUaHT

ceKBeHUpoBaHnA no CaHrepy

D D

[ToBTOPHAA KOHCYAbTaLUA Bpada-reHeTUKa




YTOo penatb ecnu noareepansicsd reHeTU4eCKMu CUHAPOM?



MpoToKonbl HabaloaeHUsA

Bo3pacTt O6bem uccnepoBaHuA NepuoaUYHOCTDL

0-6 net Y3 opraHoB OpOLWHOM NONOCTH, Kaxkable 3 mecAaua
namepeHmne metabonmTos
KaTeX0JIAMUHOB B MOYe
(BaHMAMAMMHAOANbHAA KMCNOTA,
rOMOBAaHUANHOBAA KNCNOTA)

PeHTreHorpadusa opraHoB rpyaHom Kaxable 6 mecaues
K/IETKU
6-10 net Y3 opraHoB OpOLWHOM NONOCTH, Kaxkable 6 mecAues

namepeHmne metabonmTos
KaTeXOJIAMUHOB B MOYe
(BaHMAMAMMHAOANbHAA KMCNOTA,
rOMOBAaHUANHOBAA KNCNOTA)

PeHTreHorpadma opraHoB rpyaHou Kaxkable 6-12 mecsues
KNEeTKn

>10 net CKPUHUHT He peKomeHAayeTcA

Kamihara et al., 2024, https://doi.org/10.1158/1078-0432.CCR-24-0237



O6cnepoBaHue poACTBEHHMKOB A4 onpeae/ieHUA PUCKOB
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BbiaBNeHUe HocuTenem mytauum meToaom ceKBeHnpoBaHusa no CaHrepy



MO>XHO U BblJ1IeYUTb reHeTUYeCcCKoe U3MEeHeHUue UNn Kak
npeaoTBpPaTUTb Nepeaayvyy MytTauum NOTOMCTBY?



Ha AaHHbI MOMEHT He CyLL,ecTBYeT 3aperucTpmpoBaHHbIX MeToA40B reHHOM Tepanuu, No3BoAAIOLMUX

«UCNPaBAATb» MyTaLUMN.

Ecnau BbisBAeHa yHacneaoBaHHAA MyTaLlusa, TO BO3MOXHO MCNOJIb30BaHMe NpeHaTalbHON AU

npeMmMmnaaHTaLuOHHON FreHEeTUYECKON AUArHOCTUKM.

NMpemnaaHTaLMOHHAA reHeTUYeCcKan
AWNArHOCTUKA -reHeTU4YeCcKnUm aHann3 asmbpruoHoB,
NoJIly4eHHbIX ¢ nomollbto KO, KoTopbIn
NPOBOAAT A0 NepeHocCa B MaTKy

L
" .~

MpeHaTanbHaA reHeTUYECKaa AMAarHOCTUKaA -
KOMMJIEKC AOPOAOBbIX UCCNEA0BAHNM
(amHuMoueHTe3 nnm bmoncma BOPCMH XOPUOHA)
Na0o4a Ha CTaann BHYTPUYTPOOHOro pa3BuUTUA

Q.."ﬂ




MoKa3aHuA ANA KOHCYyAbTaL UM Bpada-reHeTuKa U nposeaeHun
MOJIEKYNAPHO-TEHETUYECKOro TeCTUpoBaHMUA Yy AeTen ¢ Henpobaactomon

» OTAroweHHbIN cemeuHblii aHaMHe3

» CouyeTaHUe HenpobaacTombl C APYrMMU ONYXOJAMM

» bunatepanbHaa/mynbrdokanbHana HeipobaacTtoma

»0cobeHHOCTU PeHOoTUNA (3aaepXKa NCUXOMOTOPHOro u/mnm peyesoro
pa3BUTUA, CYA0POrU UAU ApYyrue HeBpoJIormMyecKkme NPoABAEHUS,
BPOXXAEHHbIE NOPOKU pa3BUTUA U Ap.)

» BbipaXeHHasA TOKCMYHOCTb Ha pOHe NpoBeAeHUA XMmunoTepanum

> BbiaBneHUe npu nccneaoBaHmMm onyxoneBoi TKAHM BapuaHTa B reHe,
aCCOLMMPOBAHHOM C KAKUM-TMHO CUHAPOMOM NpeapPaCrnoNOXKEHHOCTHU,
KOTOPbIA MOXeT UMeTb repMMUHaIbHOE MPOUCXOXKAEHUE



Cnacuno6o 3a BHuMaHue!

QO

maria.kurnikova@dgol.ru



