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3Ha4yYeHune HacneacTBeHHbIX

3abonesaHuMi ana ooLwiecTsa
n MeauLUnHDbI

Cebiwe 8000 HacnenCcTBEHHbIX 601e3HEN BIUAIOT
Ha 340poBbe MUNNUOHOB. OKONO 5%
HOBOPOXXAEHHbIX UMEKT reHeTUYeCcKne NaTosioruu,
TpeobyroLme CBOEBPEMEHHOIO BbISIBIEHUS OS]
CHUMXKEHUA OCNOXXHEHUU U CMEPTHOCTMW.
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[eHeTMyecKas NpeapacnoOXEHHOCTb:
MexaHW3Mbl HacneaoBaHUs

AyTOCOMHO-ﬂ,OMMHaHTHOe HacsiegoBaHMe

Mpwn 3TOM TUME 3aboNeBaHNA OCTAaTOYHO OAHOM
N3MEHEHHOM KOMNUU reHa Ans nposiBNeHus
6onesHun. Npnmepom siBNseTcst 60Ne3Hb
XaHTUHITOHA, KOrga MyTaHTHbIW reH nepeaaéeTcs
OT OAHOr0 U3 poanTenen.

AYTOCOMHO-peLI,eCCMBHOe HacsiegoBaHUe

[na pasBuUTNA NaTtoniormm Heobxoanmbl aBe
N3MEHEHHbIE KOMUU reHa — Mo OAHON OT KaXXaoro
poauTtens. Tak HacnegyeTca MyKOBUCLMAO03 U
(hDEHUNKETOHYPUS.

CuensieHHoe C NMoJsioM HacneaoBaHue

[eHbl, NTOKanM3oBaHHbIe Ha MO0BbIX
XpoMocoMax, onpenendroT HacnegoBaHue
NpuM3HaKoB rno nony. Npumep — remopunusa A,

Yalie nopakatoiad My>4nH.
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HaC/lleACTBEeHHDbIX 1/ 3/

3a60n eBaAHNNU MOHOreHHble 3aboneBaHuns XPOMOCOMHbIe NaTosIoOrMn cBA3aHbl
Bbl3BaHbl MyTauMsaMn O4HOIo reHa u C USMEHEHNAMMU Yucia nnu
HacsieayrTcsa NO KJlaCCUYECKUM CTPYKTYPbl XPOMOCOM, Harnp.,
MeHOeneBCKUM 3aKOHaM. cuHApoMm [ayHa.
2/ 4/
[lonureHHble 601e3HN 06YyCNOBIEHDI MuTOoXoHApWanbHble U TeHOMHbIE
B3auMOL4eNCTBMEM MHOXeCTBaA 3aboneBaHnst BOSHUKAKOT N3-3a
reHOB M OKas3blBakoTCA NnoAa HapyLleHUX B HacnegoBaHUU
B/IMSTHNEM BHELUHUX (PaKTOPOB. MUTOXoHApuanbHou [HK n

KOMIMJieKca reHos.
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Bblp,arou_mec:ﬂ npwmepbl MOHOI'eHHbIX 3a6oneBava|

MyKOBMcu,Mp,o3 5 PeHUNKeTOHYpUS Femocbvmvm A

Hacnep,CTBeHHoe 3aboneBaHue, BbI3BaHHOe ,El,ecbeKT cbepMeHTa : HapymeHme reHa F8 npuBoauT K ,u,ecbwu,MTy
MyTauuen B reHe:CFTR, I'IpOFIBm'-leTCFl (heHnnanaHNHruapPoKCuUIasbl I'IpVIBOJJ,VIT K (hakTOpa cCBEPTbiBaHNA KPOBMU, BhI3blBas

HapymeHmeM pa60Tb| AblXaTesNbHbIX NyTEen U HaKOMIEHNIO TOKCUYHOW cbevaanaHMHa be3s CKJIOHHOCTb K KJOBOTEYEHUAM. 3aboneBaHme

nofkenyao4HoM xenesbl, NpUBOAA K NeYeHuns Hapyu.laeTcsl pa3BuTUE Mo3ra u Hacne,u,yeTCﬂ Mo CLenneHunto ¢ X--

XPOHNYECKOWN AbiXaTeNlbHON HeJOCTAaTOYHOCTUN.  BO3HUKAIOT TAXKESble HapyLLUEHUS. ‘XpOMOCOMOM
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Tunbl HacnegoBaHUA U UX
XapaKTepHble 0COHBEHHOCTU

CpaBHUTeNbHas Tabnunua no
pacnpoCcTPaHEHHOCTN, CEMENHOMY aHaMHE3Y U
npumepam 3aboneBaHuM.

AyTOCOMHO-peLecCuUBHblIe 60Ne3HN 6osee
pacnpocTpaHeHbl B CEMbSIX C POACTBEHHbIM
6paKoM.

Tun HacTtoTta | NMpumepsbl
. AHaMHe3 ceMbM
HacnegoBaHusa | (%) 3aboneBaHui
YacTto Habnwgaetcs
AyTOCOMHO- bonesHb
. 10-20 B HECKOJIbKUX
NOMUHAHTHBbIN XaHTUHITOHa
MOKO/TIEHUAX
[MposiBnaeTca npu
AyTOCOMHO- MykoBucL1a03,
> 60-70 6IM3KOPOACTBEHHbIX
peLecCBHbIN P eHUNKETOHYPUS
bpakax
> [emodpunma A,
CuenneHHbIN C Yallle 6onetot
10-15 LiBeTOBas
nosiom MY>XUMHbI
cnenorta
BO3, 2023
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MHorogakTopHbie 3abon1eBaHuA:
B3anMoJeNUCTBUue reHoB u cpepbl

CaxapHbin agnabeT 2 Tnna

3aboneBaHne pasBMBaeTCA U3-3a CoyeTaHus
reHeTU4YeCcKon npeapacnosioXXeHHOCTU C TaKUMU
(dakTopaMu, Kak HernpaBubHOE NUTAHUE U
MasionoABMXXHbIN 06pPas XXU3HU. 3TO C/IOXHbIN
npumMep BAUAHUA cpelbl U HacneLCTBEHHOCTW.

\ !

ApTepuanbHas rMnepTeH3us

[eHbl onpeaenstoT NpeapacnonoXeHHOCTb K
BbICOKOMY KPOBAHOMY AaBNE€HWNIO, OAHAKO
BO3/lENCTBUE CTPecca, N3BbbITOYHOro Beca u

9KOJNIOrNU TaK)Ke KPUTUYHO AN1Sl pasBUTUSA
60J1e3HMN.

LLinszodppeHuns

[cuxuyeckoe paccTponCcTBO 06YC/IOBEHO
coYyeTaHWEeM reHeTUYEeCKMX BapuaLmii U BAUAHUSA
BHELIHUX (haKTOPOB, BKJIKOUYAsA CTPECC U
coLuanibHble YCAOBUS, YTO OTPaXkKaeT CNOXHOCTb

ee 3TUOJIOTUMn.




©
XPOMOCOMHbIE CUHAPOMbI: MPUYNHbBI U NOCNEACTBUSA

=

\/

CuHpapom [layHa BO3HMKaeT K3-3a Cunapom KnanHdenbtepa (47, CuHpgpowm LlepelueBcKoro-
TPUCOMUN 2T-N XPOMOCOMBI, XXY) nposBnsieTcs y My>UuH TépHepa (45, X0)

npuBoAA K YMCTBEHHOMU CHMKEeHUEM (pepTUNbHOCTU U COMNPOBOX/AaeTCA HapYyLUEHUNEM
OTCTa/IOCTU N XapaKTepPHbIM HapyLLeHNAMUN MONOBOro pocTa u QyHKLMEN NONOBbIX
BHELUHUM MPpU3HaKam. Pas3BUTUS. YXenes Yy XXEeHLLMH.
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OCHOBHbIe 3aa4Yn MeanKo-reHeTU4YeCcKoro
KOHCYNbTUPOBaHUA

OueHuTb pUckK
HacneACTBEHHbIX
3abosieBaHUM Y KOHKPETHOM
ceMbW N AaTb peKoMeHaaumu
No NJaHUPOBAHMIO 340POBOIO
NOTOMCTBaA.
KOHCcynbTUpOBaHMe NnoMoraeT
MHOOPMUPOBaTb O NpUpoe
3ab601eBaHNN 1
BO3MOXHOCTAX JIeYEeHUS.

BbiABUTb HOCUTENEU MyTaL UK
N NpeanioXunTb
npodunakTUuyeckmne Mepbil.
[Topaep)xka ceMbu B
NPUHATUN OTBETCTBEHHbIX
peLleHnn U npegynpexaeHue
nepegayn NaTtosioruu
6yayLLIUM MOKONEHUAM.
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O T
JTanbl MEANUKO-TEHETUYECKOIO KOHCY/IbTUPOBAHUA

ANropnTm paboTbl FeHeTUKA C CEMbEN AN OLIEHKN U MPOodUIaKTUKK HacneACTBEHHbIX 3a60N1eBaHNN.

PekomeHaaLun
7
nnaHMpoBaHme

CocTaBneHune

JlabopaTopHas MHTepnpeTauus

Coéop
aHaMHe3a

OnpepgenexHue
pucka

dnHamunyeckoe
HabnogeHne

POAOCNOBHOM

ANarHoCTuKa pe3ynbrtaTtoB
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[Toka3aHua ans obpalleHnsa K MeAUKO-TEHETUYECKOMY KOHCY/IbTAHTY

Hannuyne B ceMbe HacneaCTBEHHbIX
601e3HEN TPEOYET KOHCYbTaLuu
ANS OLEHKW pUCKa W NMoNlyYyeHuns
pekoMeHaaLmn no npodunakTnke un
NNaHNPOBaAHUIO 340POBOI0
NOTOMCTBaA.

PoxxaeHune pebeHKa ¢
BPOXXOEHHbIMU MNOPOKaMN NN
NOBTOPSAKOLLMECSH BbIKUAbILWN
YKa3bIBatOT HA HEOHXOANUMOCTb
reHeTUYecKoro obcnegoBaHma ansd
BbiAB/IEHUA BO3MOXXHbIX MPUYNH U
npenoTBpalleHna OCAoXXHEeHNN.

BospacT poautenen ctaplie 35 ner,
OCO6EHHO AN1A XEHLLUH,
yBeNIM4mBaeT PUCK reHeTUYeCKuX
HapYyLUEHUWN, YTO CNYXXUT BaXKHbIM
NOBOAOM AJ1 MeUKO-
reHeTUYeCKOoro KOHCynbTUpoBaHUA.

KpoBHOpOACTBEHHbIE BpaKn U
BO34eNcTBUE BpeaHbIX GaKTOpoB
(TepaToreHoB) paHee Unu
aHNpoBaHe 6epeMeHHOCTHU C
BbICOKMM PUCKOM = BaXXHble
nokasaHus ans
npodeccnMoHanbHOro FreHeTUYECKOoro
COMPOBOXAEHUS.
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JInHaMKKa
obpallaeMoCTu B
MeINKO-TeEHETUYECKME
KoHcynbTaumm B PO

BeEJIN4YeHME CBA3aHO TaKXXe C pOCTOM
ocBegoMJIEHHOCTU HaCeJiIeHUA U
pa3BUTUEM KOMITJIEKCHbIX NMporpamMmm
MeAULMHCKOIO CKPUHUHTIQa.

[TOCTOAHHbIN POCT ObpaLLEeHUIA
CBUAETENbCTBYET O MNOMOXUTENIbBHOM
BJSINSTHUWN NMPOMPUNAKTUYECKNX NPOrpamMm
N yNydLleHNn AOCTYNMHOCTU FrEHETUYECKUX
yCNyr.
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Yucno obpalleHwii B reHeTudeckne KoHeynstayumn (2000-2023)
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CoBpeMeHHble MeToAbl 1abopaTOPHON AMArHOCTUKMN

MonekynapHo-reHeTu4deckue Metoabl, Takue Kak NP n cekBeHuposaHue [1HK, nossondatoT
BbIABNATb reHeTU4YeCKne MyTaLnm ¢ BbICOKOU TOYHOCTbIO Ala)Ke Ha paHHUX cTagusax.

LinToreHeTn4yeckmne nccnegoBaHusl, BKtoYas KapmoTUNMpoBaHUE U MUKPOCATENSIMTHbIN aHanuns,
nomMorarT 06Hapy>XMBaTb XpOMOCOMHbIE aHOMaNuuW, HapyLlatolmMe HopMasibHOe pa3BUTHE.

bnoxmumMmmnyeckoe TecTMpoBaHue MeTaboINTOB NPUMEHSIeTCA A8 ANarHOCTUKN HacneaCcTBEHHbIX
0OMeHHbIX 3aboneBaHnK, obecrnedymBasi CBOEBPEMEHHOE BbISIB/IEHME HapyLUEHN OOMEHa BELLLECTB.
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I'IpeHaTaanaﬂ lEl,l/IaI'HOCTl/IKa = COBpeMeHHbIe MeTO,EI,bI A
BO3MO)KHOCTVI | - -

_1/|HBa3VIBHbIe MeTO,EI,bI npeHaETaanon ,EI,VIaI'I-EIOCTVIKVI HeVIHBa3VIBHbIe I'IpeHaTaJ'IbeIe TeCTbl
AMHWOLIEHTES M BUOMCUA XOPUOHE NMO3BONSAOT MOMYYUTb AHanns cBo6oaHoI [HK nnoaa B KpoBM MaTep 1 :

KJIeTKU nnoga pJia getasibHoro reHeTu4eckoro aHa'nmsa. ITH yNbTpa3BYyKOBOE UCcefoBaHMe — 6e3onacHble Me_To,u,bl,
npou,e,u,ypbl ,u,a+OT TOYHYIO Mchopmau,mo HO HecCyT : KOTOpble MOMOratoT BbIAB/IATb FeHeTU4YeCKMe NnaTosiornm ¢

onpep,eneHHble pVICKVI Ans 6epeMeHHOCTVI ; BbICOKOW CTEMEHbIO JOCTOBEPHOCTN HA PaHHUX CPOKaX.
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CoumnanbHble U
NMNYHbIE
nocnencTBuUS
HacneaCTBEHHbIX
3aboneBaHUi

_|_

[nntenbHoe neyeHune u
HEeob6Xoa4UMOCTb NMOCTOAHHOIO
yxo[a HaknaabiBaroT
3HaUYnTESIbHYHO HUHAHCOBYHO U
3MOLIMOHAIbHYIO Harpys3Ky Ha
CeMbM MNaLmMeHTOB C

reHeTu4eCKMMHn naTtosiormaMu.

OrpaHu4yeHmne obpasoBaTesibHbIX U
npodecCcnUoHanbHbIX MNEPCrneKTnB
NpUBOAUT K collManbHOWU
N301ALUUN N CHUXKEHUIO KadyecTBa
YXU3HU 60NbHbIX U UX OJTU3KUX.
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[lcuxonormnyeckue nocneacTeus
BKJ1HO4AIOT CTPECC, YYBCTBO BUHbI
N TpeBory, Tpebytouime
KOMMNEKCHOM NOAAEPIKKU CO
CTOPOHbI MEAULIMHCKNX U
counasnbHbIX CNYXo.
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CpaBHUTENbHbIN aHaNM3 NpoPUNakKTUYECKUX CTpaTernin

B Tabnunue otpaxkeHa apPeKTUBHOCTb, JOCTYNHOCTb
N PUCK OCHOBHbIX METOAO0B NpodUNaKTnKu
HacneACTBEHHbIX 3a6oneBaHUN.

MeTop AhekTnBHOCTL | JlOCTYNHOCTL | PuUCK
CKPUHWUHT .
Bbicokas LLinpokasa Hn3kunm

HOBOPOXXAEHHbIX

TecTnpoBaHue .
. CpegHsas CpepgHsas YMepEHHbLIN

poguTeneu

[MnaHnpoBaHne cembu Bbicokas OrpaHnyeHHas | Hu3kum

[MpeHaTanbHasa xupyprua | CpegHas OrpaHnyeHHas | Bblcokui

MuHsgpas PO, 2022

KOM6UHMPOBAHHOE UCMOJSIb30BaHNE METO/I0B
ob6ecnevynBaeT MaKCUMaJsibHYIO 3aLLUTY U CHUXKEHNE
pUcKa HacneacTBeHHbIX 3ab6oneBaHUN.
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[lcnuxonornyeckme acnekTbl
reHeTU4YecKoro
KOHCYNbTUPOBAHNA CEMbU
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[loBepuTenbHbIE OTHOLLEHUSA MEXAY
KOHCY/IbTaHTOM U CEMbel co3aatoT OCHOBY A1
OTKPbITOrO ANanora, YTo NOMOraeT yMeHbLUUTb
CTpecc U cTpax nepep BO3MOXHbIMU
aAnarHosamu.

[podunakTnka YyBCTBa BUHbI U
cTUrMaTM3aLun BaXKHa A1 noaaep)xaHus
NMCUXONOrMYECKOro 340p0BbSA N coLManbHOM
ajantaunu naymMeHToB U UX POOHbIX.
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OTUYECKue u
npaBoOBble
acneKTbl MeaukKo-
reHeTUYeCcKoro
KOHCYNIbTUPOBaHU
=

1/

3anpeLieHo NpoBOAUTDb
reHeTnyeckoe TecTupoBaHue 6e3
N06pPOBOJSIbHOIO
MHPOPMUPOBAHHOIO COorfiacus
naLmneHTa, obecneymBas ero npaBo
Ha OCO3HaHHOE peLleHne.

2/

3almTa nepcoHasibHbIX AaHHbIX
reHeTU4YeCcKOoro xapakrepa CTporo
pernamMeHTUpoBaHa, YToobl
npenoTBpaTUTb
HECaHKLMOHUPOBAHHOE
pacnpocTpaHeHne nHpopmMaLun.
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3/

[paxgaHe UMeIOT NpaBo
CaMOCTOSAITENIbHO peLwaTb, NoJly4yaTb
NN He nony4vyaTb MHPOPMaALMIO O
CBOUX rEHETUYECKUNX PUCKAX U
pesynbTaTtax ob6crnegoBaHUN.

4/

Poccumnckoe 3aKkoHoaaTesIbCTBO
3anpellaeTt AUCKPUMUMHALUIO NO
reHeTU4YeCKMUM NpusHakam u
npeaycMaTpuBaeT OTBETCTBEHHOCTb
3a pasrfnawieHue
KOHOUAEHLMANBbHON reHETUYECKOW
MHPopMaLunn.
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nepCI'IeKTVIBbI pa3BuUTnNAad MegnKo-reHeTN4eCKmnx TEXHOIOMNN

2024-2028 roabl

AKTUBHOE BHeApeHne MeTOA0B
pefakTMpoBaHMA reHoMa
CRISPR/Cas9 u pacwupeHue
nporpamMm rnepcoHaIM3mMpoBaHHOM
MeAMLUMHbI C Y4ETOM reHETUYECKUX
OCO6GEHHOCTEN MNaLNeHTOB.

2029-2033 roabl

PaspaboTka n npumeHenune N
AN UHTepnpeTauum
reHeTUYECKUX AaHHbIX, YTO
YNYYLIUT TOYHOCTb AMarHOCTUKMU
1 NPOrHO3MPOBaHMUS
HacnancTReHHbIX 3a601eBaHUN.

2034-2038 roabl

MaccoBoe pacnpocTpaHeHue
HeoHaTasIbHbIX CKPUHUHIOB U
NHTerpaums nx c
HaLMOHaIbHbIMU CUCTEMAMMU
31paBOOXPaHEHUNA A1 CHUXKEHUS
3a00/1€BaeMOCTMH.

2039-2043 roabl

[Tepexon K KOMMIeKCHOM
npodpunakTMKe Ha HauMOHaIbHOM
YpOBHe: UHAUBUAYaNbHble Nporpammbl
NpOoMUNAKTUKN U KOPPEKL MK
HacneACTBEHHbIX 3aboneBaHun gns
Ka>XJou CeMbM.
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3akodeHune: BayXHOCTb MeanKo-
reHeTUYeCKOro KOHCYJIbTUpOBaHUA
ONA 3J0pOBbA MNOKONEHUA

Oco3HaHue posn reHeTU4YeCcKou
npeapacnosioXeHHOCTU U NPodecCUoHarbHoOe
KOHCY/IbTUPOBAHWE CNOCOOCTBYIOT
(DOPMMNPOBAHUIO 340POBbIX MOKOJIEHUN U
NOBbILLEHNIO KaYeCcTBa XU3HM obLecTBa B
LIeSTIOM.




