3a6oneBaHus, CBA3aHHbIe C HAacNneaACTBeHHOM
npeapacnosiodXeHHOCTbIO, U MeAAUKO-reHeTUu4YecKoe

KOHCYJ/1IbTUPpOBaHUNe

HacnencrBeHHOCTb MOBbLILLAET PUCK, HO HE OTMEHSET POJib Cpebl
N MPOPUNAKTUKN,




[ToueMy 3Ta TeMa BaXKHa

HacnenocrBeHHada npeagpacnonoXXeHHOCTb
MOKa3blBaET, YTO BOME3Hb MOXXET BO3HMKATb
13-3a COYETaHMA MFEHOB U cpedbl. 3TO
MOMOraeT NOHATb, MoYeMy OANHaKOBbIN
OUVarHo3 B CeMbe He Bcerga o3Ha4daeT
Hen36eXXHOCTb 3a60eBaHNg Y KayXaoro
POOCTBEHHWKA, a MPOPUIAKTUKA
0ENCTBUTENbHO MMEET CMbIC/T U B MeanLMnHe,
1 B YXM3HW NOOPOCTKA.




MOHOreHHble " MHOrodaKTopHbI€ 3a6051eBaHUS

1. OAauH reH

MOHOreHHble 601e3HKM CBA3aHbl C U3MEHEHMEM B OHOM FreHe 1 4acTo
NOOYNHSAKOTCH YETKMM MpPaBuM1aM HacneaoBaHMA: QyTOCOMHO-
OOMMHAHTHOMY, ayTOCOMHO-PELLECCUBHOMY UMM CLIEMNTTIEHHOMY C X-
XPOMOCOMOW.

2. [MNpuMepbl MOHOreHHbIX 60n1e3Hen

K TakKMM COCTOAHMAM OTHOCATCA MYKOBUCLIMO03, DEHUTKETOHYPUSA,
reMopunmsa n 6onesHb FeHTUHITOHA. 19 HUX XapaKTepHa
CpaBHUTENbHO ACHAA reHeTUYEeCKaa NpuYmMHa 1 NpencKasyembli
CEMEWMHbIN PUCK.

3. MHoOXecTBO paKTOpOB

MHorodakTopHble 3ab6oneBaHna GOPMUPYIOTCA Mo, BIAMAHNEM MHOTUX
reHOB W cpedbl: MUTaHUA, OBUraTeNIbHOWM aKTUBHOCTU, KypeHus,
MHPEKUMIM 1 cTpecca. OHM He HaceayTCH Mo O4HOMY CTPOromMy
cueHaputo.

4. CeMeWHbIN PUCK

Mpn MHOrodaKTOPHbIX 60ne3HAX 60N1e3Hb MOYKET NMOBTOPATHCA

B CEMbe Yallle, YeM B MOonNynaLmMm, HO 3TO HE O3HAYAET HEN3BEXKHOM
nepenavn. BaykHbl HabNtogeHMe, CKPUHUHE U KOppeKLmMa obpasa
MKNBHW.




Kak ceMenHbI aHaAMHe?3
nomMoraeT 3anoao3puTb
HacneacrBeHHbIN PUCK

NMoBTOpPpSAeMoOCTb AMarHo3a

Ecnu ooHO 1 TO yKe 3aboneBaHMe BCTpeYyaeTcs Y HECKOMbKMX
POACTBEHHUKOB, BEPOATHOCTb HAaCeACTBEHHOM NPUPOAbl BO3PACTaET.
OCOB6EeHHO 3HaAUYMMBbI Cydan y BNTN3KUX YTEHOB CEMbU B Pa3HbIX
MOKOIEHUSAX.

PaHHee Ha4vano

NogBneHmne 6one3Hn B HEOObIYHO MOJTIO0OM BO3PaCTe YacTo
YKa3bIBAET Ha reHeTn4eckmm BkNag. 119 MHOrmMx HacneacTBEHHbIX
COCTOAHUMN pPaHHUI OeboT ABNaeTca BaXKHbIM AMArHOCTUYECKMM
OPUEHTUPOM.

Moxo)Xxue cUMMNTOMBDI

Penkoe coyeTaHMe NMpM3HaKOB, OBYCTOPOHHEE MOopaXKeHme
OPraHoOB UM HEOObBIYHO TSHKEeNoe TedeHMe TakXKe 3aCTaBNdatoT
OYyMaTb O FEHETUYECKOM MPUUYMHE, 3@ HE TO/TbKO O BHELLUHMX
daKTOopax.

PopnocnoBHada

B MeguKo-reHeTn4yeCcKom NpakTnKe cBegeHmsa o ceMbe 0OblYHO
0POPMAIAIOT MMHMUMYM 3a TP NMoKoNneHua. Takaa cxema
MOMOraeT YBUOETb HacegoBaHME MO MaAaTEPUMHCKOM

N OTLOBCKOW NMNHUMWN.

OueHKa pUcKa

CeMeWHbIM aHaMHe3 He CTaBUT AMarHo3, Ho NMoMoraeT
BblOE/INTb rPYrmbl MOBbILLIEHHOrO PUCKa U BbIGPaTb
OanbHenlee obcnegoBaHme, ecnu KNnHUYecKkas KapTuHa
TpebyeT yTouHeHUs.

T
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Jona HacneacTBeHHbIX PAaKTOPOB
B pacnpoOCTpPaHEeHHbIX 3a60/1eBaHUAX

OueHKa BKnaaa HacneacTBeHHOCTH

30 —

JdunarpamMma NoMoraeT CpPpaBHUTb HAacIeACTBEHHbIe POPMbI
C MHOTOPaKTOPHbIMKM COCTOAHUAMM, FOE PONb CPEObl MOXET 20 —
CYLLECTBEHHO MEHATb UTOMOBbIN PUCK.

HacnenocTtBeHHbIV BK/1a4 €CTb Yy BCEX MOKa3aHHbIX 6oe3Hemn,
HO CUJIbHEE BCEro OH MPOABAAETCA B OTAEIbHbIX OMYX019X 0 | | | | |
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Haunbonee naBectHble HacNeaAcTBeHHO
obycnoBfieHHble CUHOPOMDI

BRCA1/BRCA2

MyTaLI,l/IM B 3TUX NreHaX NMoBbllWakoT PUCK PaKa MOJTOYHOW »Xene3bl
N ANYHUMKOB. BaKHbl paHHee BbiaBIEeHME, peryndpHoe
HabntogeHre U OLEeHKa CEMEMHOro aHaMHe3a.

CuHapoM JInH4a

HacnegcTBeHHble MU3MeHEeHWA MNOBbILLIAOT BEPOATHOCTb
KOTOPEKTAaNIbHOIo paKa M HEKOTOPbIX OPYrMX onyxonew, Bkto4yad
PaK aHOOMETPUA. DTO NPUMEP CUHAPOMA C BblpaXKeHHbIM
ceMenHbIM PUCKOM.

CeMeunHasa rmnepxonecrepuHeMus

' HapylleHne obMeHa NMNnnaoB NPUBOOUT K OUYEHb BbICOKOMY
XOTeCTEPUHY C AETCTBA U YCKOPEHHOMY aTEPOCK/1epOo3Yy.
Be3 neyeHMsa cylLLIeCTBEHHO BO3PAaCTaAET PUCK paHHero nHdapkTa.

bone3sHb [EHTUHITOHA

" N3mMeHeHKWe B reHe HTT BbI3bIBaeT MporpeccupytoLLee noparkeHme
HEePBHOW CUCTEMbI. BONE3Hb YaCTO MPOABIAETCH BO B3POC/IOM
BO3pacTe U TpebyeT reHeTUYECKM TOYHOIO KOHCYBTUPOBAHMA
CeMbMW.

DdeHnNKeToHypUs

\ 4
‘ OTO Hac/eacTBeHHOE HapyLleHe obMeHa BeLLEecTB, Mpu KOTOPOM
PaHHee BbigBeHne ocobeHHOo BayHo. CnevuuanbHas gmeTa
MO3BONAET NPEAOoTBPATUTL TAXKEble HapyLUeHUd pa3BUTUA
N COXPaHUTb KaYeCTBO MU3HMU.



MpumMepbl 3a6oneBaHUM U TUMbI HacNe[o0BaHUS

3a6oneBaHue HacnepoBaHue NMpu3Haku

MyKOBUCLIMO03 ayT.-peL,., CFTR YKenesbl BHELLHEW cekpeLlmm

MapdaH ayT.-O0OMUH.; FBNI BblCOKMWM pOCT, cepaue

femodpumnma A X-cuenn.; F8 HapylLweHne cBepTbiBaHMA

[MNnepxonecrepmnHeMma ayT.-0OMUH.; LDLR BbICOKMW XOnecTtepuH

YuyebHble AaHHbIE M0 MEeAMLIMHCKOW MreHeTMKe

TN HaclegoBaHUMS MOMOraeT CBsA3aTb CUMMTOMBbI
C BEPOATHbIM NreHETUYECKMM MEXaHN3MOM U 3apaHee
OLUEHUTb PUCK 019 POACTBEHHUMKOB.

B Tabnumue nokasaHbl Hanbornee n3BecTHble
HacneacTBEHHbIE BONE3HU N UX KtoYeBble MPU3HaKM.




JTanbl MeAUKO-TreHeTU4YeCKoro KOHCYJIbTUPOBaHUSA

[TocnenoBaTe/IbHOCTb OEVNCTBUI B KITMHUYECKOUW MPaKTUKE

XKano6bl 4 Tvn AHanus
c6op g PopocnosHas Hanus Bbl6op TecToB “ccneposaHue OueHka pucka npodunakTnka PekomeHgauumn
HacnepoBaHuA? pesynbTaTa

N aHaMHe3







Korpa reHeTu4yeckoe TecTupoBaHMe 0CO6eHHO BaXXHO

HanpaBneHwme K reHeTUKY Yalle Bcero TpebyeTcq, Koraa
KNMMHMYeCcKasa KapTUHa HeobblvHa 149 BO3pacTa, @ CEMENHbIM
aHaMHe3 YCUMBAET MOOO3PEHME Ha HACIEOCTBEHHYIO
NPUYUHY.

Hanbonee ybeauTtenbHble OCHOBaAHWA 019 TECTUPOBaAHUSA
CBA3aHbl C PaHHKMM O0e6OTOM, MOBTOPAEMOCTbIO Clly4aeB
B CEMbEe U1 PenpoayKTUBHbIMU NpobieMamMu.
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Pucku ana poacrBeHHUKOB MNPy pa3HbIX TUNaxX
HacneaoBaHMUA

™in

PUckK pe6eHKy

MpumMep

AyTOCOMHO-OOMUHAHTHbIN

50%

MapdaH

AYyTOCOMHO-PELLECCUBHbIN

PASY/

MyKOBUCLIMO03

CuenneHHbIn ¢ X

3aBUNCUT OT MoOJl1a

femodumnma A

YuebHas reHetmKa, TMrin4Hble cxeMbl HAQC/IeEQOBAHUWA, UCIoJ/ib3yeMble B MeUKO-FreHeTn4eCKoOM

KOHCY/IbTUPOBAHWU

TabnuLa NMokasblBaeT, KaK TUM HacnegoBaHUsa BAVgeT
Ha BEPOATHOCTb Mepenadym 601e3Hn OeTAM U PUCK
o719 cnbCcos.

Ina QOMMHAHTHbLIX N peLeCcCUBHbIX cbopM PNCK HaCTO MOXHO
ouUueHWMTb 3apaHee, NMpn cueriyieHmm C X-XpOMOCOMOl;I
BEPOATHOCTb 3aBUCUT OT NMOJ1a pe6eHKa.




MpodunakTuka n paHHee BbiIBJIeHUe HacneaAcTBeHHO
O6yCnoB/IeHHbIX 60/1e3HEN

1.

KoppeKuusi o6pasa YXU3HMU

OTKa3 OT KypeHus, paLmoH
MMUTAHWA, KOHTPOJTb MaccChl Tesna
N perynapHaa pmsmyeckadq
AKTUBHOCTb CHUXXatOT
BEPOATHOCTb peanm3aumm
HacneaocTBeHHoOU
NpeapacrnooXeHHOCTH,
OCODOEHHO MNpU cepaeYHo-
COCYOUCTbIX 1 METabOoNNYECKMX
PUCKaX.

2.

KoHTponb ¢aKkTopoB cpeabl

BaKHO orpaHm4ymBaTh
N30bITOK Caxapa,
HaCbILLEHHbIX YXUPOB

M anKorosnga, a Takxe cneaunTb
33 CHOM U YPOBHEM
XPOHMYECKOTIO CTPecca,
MOTOMY UTO 3TU PaKTOpPbI
yCUNmMBatoT
HebaronpPUATHbLIN
reHeTUYEeCKMIM POH.

3.

CKPUHUHTI U HabnogeHue

MPW MNOBbILLEHHOM PUCKe
BpayY Ha3HaYaeT peryngapHble
ob6cnenoBaHMa: KOHTPOIb

XonecrepmHa, KOJTOHOCKONMMHKO,

Y3, MPT v gpyrme metoabl,
Nno3BoSId0LME BbIABUTb
N3IMEHEHNa 00 NoaBIeHUA
Bblpa*KeHHbIX CUMIMTOMOB.

4.,
BakuuHauua 1 3alumTa

nqa yacTtm HacnenCcTBEHHbIX
PVCKOB OCOBEHHO BaXKHbl
BaKLUMHaUMA MPOTUB BMPYCa
NanmaI0Mbl YeToOBEKa

M renatuTa B, MOCKObKY OHa
CHWMYXAET BEPOATHOCTb
HEKOTOPbIX OHKOJTIOIrMYECKMX
OC/TOXKHEHUW.

5.

PaHHA9 AMarHOCTUKa

Ecnn 6onesHb obHapy»«eHa
Ha PaHHEeM 3Tane, nedyeHume
M HabnogeHme HadMHaloT
BOBpEMS, a TAXKESble
OCJTOXXHEHMA YOaeTCs
OTNTOXUTb

NN NPeaoTBPaTUTD, UTO

OCOOEHHO Ba)XHO OJ19 CEMbMW.
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'cnxonornyeckKkume m aTmdeckme Bonpochobli

reHeTU4YecKom nHdopmMauumm

o,
4R

NHdopMUpoBaHHOE cornacue

YenoBeK Oo/mKeH NoHMMaTb Lenb
nccnegoBaHUg, BO3MOYKHbIe
pe3ynbTaTbl M OrpPaHMYeHna TecTa.
[eHeTUYecKoe obcnegoBaHue
MPOBOOAT 0OBPOBObHO, MOCe
obbacHeHMsa nocnencTBmim

0719 CaMOro nauuveHTa N ero ceMbM.

O

KoHdunaeHUMaNbHOCTDb

[eHeTMYecKMe gaHHble OTHOCATCS

K YyBCTBUTENbHOM MHDOPMALMWN.
X XpaHAaT U NepenatoT Tak, YToobbl
3aLLUNTUTb YaCTHYIO »XM3Hb YenoBeKa
M HE PACcKpPbIBaTb JaHHble

6e3 HeobXoaMMOCTM.

)

NMpaBo 3HAaTb U He 3HaTb

He Ka)xabl FOTOB 3apaHee y3HaTb
O BEPOATHOCTM BOME3HW.
STUYECKMM Noaxomd y4YnTbiBaeT
NMNYHbIN BbIOOP, BO3PACT, CEMENHbIE
OO6CTOATENLCTBA

M MCUXONOrMYECKYO rOTOBHOCTb

K TakoM MHPOopMaLMN.

818

Puck auckpuMmmHauumm

Pe3yn bTraTbl TECTOB MOTYT NOBJINATb
Ha OTHOLWWEHWE OKPYXatoLWWMX,
MNO3TOMY Ba>XHO

MNPEOTH BOOENCTBOBATb
CTUrMaTm3aumm, nsderaTb
HeOBOCHOBAHHbIX BbIBOOOB

N OTBETCTBEHHO NUCIOJ/Ib30OBATb
MeaONUMNHCKMNE CBedEeEHNH.

15



daKTopbl, YMEeHbLUAOLWMNE peanin3aumio

HacneacTBeHHOro pUcKa

Laxxe npwu HacneacTBEHHOM npPeeapacrioyliooXeHHOCTM MHOTIoe
3aBNCUT OT TOIO, HACKOJTIbKO PaHO YeJT1OBEK Y3HaAET O PNCKE

N HACKOJ/1bKO MOC/1ea0BaTENbHO BbIMO/HAET peKoMeHaaL MM
Bpaya.

Hambonblumnm apPpeKT AatoT paHHeEe BbigBEeHME, OTKa3
OT KYPEeHUSA 1 perynapHoe HabnogeHme; obpas XM3HU
3aMETHO BIUAET Ha MNPOAB/IEHMNE TEHETUYECKOIO PUCKA.

CHWXeHne pucka
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CxemaTmnyeckas aMarpamMma rno oMM MPUHLMIAAM NPOGUAAKTMKIA HAC/IEACTBEHHO
0b6yCcr10B/1E€HHbIX 3060/1€BAHUI



Kak cTpouTcs poaocnioBHasd B MeAUNKO-reHeTUYEeCKOM NpaKTUukKe

[TocnenoBaTe/IbHOCTb aHaIM3a CEMENHbIX CBA3EUN U NPENM3HaAKOB HacJ1ieOBaHNA

bpaTbA
N cecTpbl

Tun
HacnenoBaHUA

Pogutenu BabyLuku

NMOKOJ1IEHUA
N OEAYLLKA 0a01 n 1etu




Mpu3HaKu, Npu KOTOPbIX TPpebyeTcH KOHCYNbTauus
reHeTUKa

MpusHak MpumMep O6cnepoBaHue MpuunHa

PaHHee Hayano ceMemnHadq rmnepxonecrepmnHeMmnd aHalin3 pO,EI,OCJ'IOBHOlZ HacneaCcTBEHHbIN PNCK

[MoBTOPAEMOCTb CUHAOPOM JTnHYa MOMEKYNAPHbIN TecT ceMeMHble cryYyau

BpO)K,EI,eHHbIe dHOMaJTNn XPOMOCOMHbIE HapyLlIeHWNHA KapmnotmurimpoBaHuMe CUCTEMHbIN ,El,e(beKT

[Toka3aHMSa K MeNUNKO-TeHETUHECKOMY KOHCY/IbTUPOBAHWIO, NCIOJIb3yeMbIe B KIMHMNYECKOM
rNpakKkTnke

Tabnuua nomMoraeT 6bICTPO Pacno3HaTb CUTYaLIMK, KOrOa YUeM paHblile 60ne3Hb Ha4YMHAEeTCa M YeM Yallle BCTpeYaeTcH
O6bIYHOIO KITIMHNYECKOIrO OCMOTPAa HeAOCTaTOUYHO U HY»KHa B CEMbe, TEM BblLLEe OCHOBaHWE O/19 reHeTUYECKOro
MeOMKO-reHeTn4YecKaqa oLLeHKa. obcnenoBaHMa M YTOYHEHUA PUCKa 019 POACTBEHHUKOB.







HacneacrBeHHbIN PUCK:
He NpUrosop, a NoBo.a
AeNCTBOBAaTb

HacnencrBeHHaa NpenpacnonoXeHHOCTb
MOBbILLAET BEPOATHOCTb 60/1€3HUN, HO HE OTMEeHaeT
cBoboay Bblbopa 1 NpodunnakTmnky. CeMemHbim
aHaMHe3, reHeTn4YyecKaa gMarHocTmkKa

N KOHCY/MbTaLMa Bpada MOMOratoT BOBpeMS
CHU3UTb PUCKU U MPUHATb B3BELUEHHbIE PeLleHUs.
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