[lonoBoe pa3MHOXXeHue
yenopeka: OCHoOBHbIE TeéMbl

[Nepenaya HacNeacTBEHHOCTM M 300P0Bbe OyayLLMX MOKONEHUMN
yepes NosioBoe PasMHOXKeHMe.
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OCHOBbLI FreHEeTUKUM YyenoBeka

[eHbl, PAaCMNOJIOXXEHHbIE B
XPOMOCOMaX, MOTYT ObITb
OOMUWHAHTHbLIMU NN PELLECCUBHbLIMMU,

Co4eTaHMe reHoB poamTenem co3gaer
YHUKANbHbIN FEHOTUM PEBEHKA,
onpenenarLLnmM MHOXeCTBO
OMONOrMYECKNX XaPaKTEPUCTUK.

YenoeBek MMeeT 23 napbl XpPOMOCOM —
HOCUTENeW HacneOCTBEHHOM
MHPOPMaLMK, NONyYaeMbIX MOPOBHY
OT KaXXOoro poamrteng.

YTO BJTMAHET Ha MNMpodBJieHne
NMPEMN3HaAKOB Y NOTOMCTBA.




BepoAaATHOCTb HacieaoBaHUA NPU3HAKOB No

anarpammMme lNeHHeTTAa

InarpamMMa nokasbiBaeT BEPOATHOCTb MNOABIEHNS
PA3/IMYHOIO LBETA IMMa3 y peb&HKa NMpwu pasHbIX reHOTUMax
poouTenemn.

Ecnun o6a poguTtens MMetoT reH rofslyobix rna3, BepoATHOCTb
POXXOeHna pebeéHkKa € roNyobIMU Ma3aMm COCTaBNAET
npuMepHo 25%.

HElCJ"Ie,ﬂ'UBElHME NPU3HakKoB Mo AgunarpamMmme [leHHeTTa
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MpuMepbl HacneacTBeHHbIX 3a60/1eBaHUM U UX
XapaKTEePUCTUKM

Bbones3Hb Tvun HacnepoBaHUSA PacnpocTpaHEéHHOCTb OCHOBHbI€ CUMINTOMDI
MyKOBUCLLMOO03 AYyTOCOMHO-pPEeLLeCCUBHbIN 1:3000 (EBpona) HapyLweHne paboTbl NErKMX
femodpunmg CuenneHHbIV C MoSIoM Pegkasa KpOBOTOUYMBOCTb
DeHUNNKETOHYPUA AYyTOCOMHO-pPEeLECCUBHbIN Penkag PaccTpomcTBO 06MeHa BeLLECTB

CepI'IOBl/ILI,HOKJ'IeTOL‘IHaﬂ aHEMUH

AYyTOCOMHO-pPEeLLECCUNBHbIN

PacnpocTpaHeHa B Adpuke

AHOManbHaa popMa 3PUTPOLINTOB

MeguLnHCKme CripQBOYHUKMN U MCcCiegoBaHWs, 2023

OCHOBHble HacneacTBeHHble 6Oe3HM C PasHbIMU TUMaMU
HacnegoBaHUA U CUMIATOMaMM, BIMAHUNE KOTOPbIX
PacrpoCTpaHAeTCa Ha pPa3Hble CUCTEMbl OpraHmM3Ma.

PasnunyHble 3aboneBaHmS MPOABJITAKOTCH CI'IeLI,l/Id)l/I‘—IeCKl/IMl/I
CUMMNTOMaMWMN N HACNeOYTCH MO Pa3HbIM TUTMaM, UTO Ba>XHO
A9 ANalrHOCTUKU U I_IpOCIDl/IJ'IaKTl/IKl/I.




MpUUMHbI NOABNEeHUSA HacNeaACTBEeHHbIX 60ne3HeMn

MyTaunm B [IHK BO3HMKaAIOT
HacneaCTBEHHbIM MYyTEM UMK
CMOHTAHHO B pe3y/braTte
OLLMOOK Mpwn AeneHMn KNeTOK.

BosgencrBme pagmnaunm m
XUMMYECKNX BELLLECTB
yBeNM4YMBaET BEPOATHOCTb
reHEeTUYECKMX MOBPEXOEHUN U
HapyLleHMW.

HeKOTOpre BNPYCbl MOTYT
Bbl3blBaTb MUSMEHEHNH B
reHomMe, rNnoBblllad PUCK
MNoABJTIEHUNA HAC/IeACTBEHHDbIX

PACCTPOWNCTB.

Hamnbonee yactag npuymHa —

cllydanHble MyTaLMM BO BpeMs
06pa30BaHMA MOJTIOBbIX KETOK,
BMAOLLME Ha ByOyLLUMNX OeTen.
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f[eHeT4YecKuMme MyTauumm:
BMAbl U nocneancTevmA

ToyeyHble MyTaUMM M3MEHAKOT OTOE/TbHbIE MeHbl,
BJITMAH Ha KOHKPETHbDbIE oenKu. XPOMOCOMHbIe
MYTaluWNWN 3aTPalrMBatroT oonbLUne YHaACTKN XPOMOCOM,
Bbl3blBaHd CHUJIbHblE HAPYLUEHWNHA. [eHOMHble MyTaLlHNN
MEeHAIKT KOJTIMHECTBO XPOMOCOM, YTO HacCToO
HECOBMECTUMO C XXMN3HbIO.

[TocnegcTBMSA MyTaLIMM BapbUPYOTCH OT
He3HaAYNTENbHbIX UBMEHEHUI 00 TAXKENbIX
3abon1eBaHMN. BepoaTHOCTb Mepegayn MyTaLmm
PeBEHKY BbllLe, ecnin 0b6a poanTensa MMetoT AedpeKTbl
B OOMHAKOBbIX FeHaX UM XPOMOCOMaX.




MexaHun3Mbl Nnepenavym HacneaCTBEeHHbIX

3a60neBaHUM

AyTOCOMHO-AOMMUHAHTHOE
HacnepoBaHue

Ecnny pooutena ecTb
OOMWHAHTHbIN reH 6o1e3Hu,
BEPOATHOCTb Nepenayvm Hegyra
KaxxOoMy pebéHky coctaBnaeTt 50%.
[MpoaBneHne 3aboneBaHMAa 06bIYHO
Yy BCeX, KTO yHac/iegoBan MyTaLuto.

AyTOCOMHO-peLeccuBHoe
HacnepoBaHue

3abonieBaHMe NMNPoOaBUTCA TOSTbKO
ecnm pebEéHOoK Noay4YmnT
PeLecCUBHbLIM reH oT 060UMX
poouTenem-HocuTenewn, Torga

BEPOATHOCTb 60ONE3HK COCTaBNAeT
25%.

CuenneHHoOe C NosiIom
HacnegoBaHue

HekoTopble 601€3HU, KaK
reMopunmna, nepenaroTca yepes X-
XPOMOCOMY. My>UKMHbI YaLle
OOMEeOT, TaK KaK MMEKOT TOSTbKO O HY
X-XpOMOCOMY.

12



CpaBHeHMe HacneacTBeHHbIX U MPUOBPETEHHDbIX
32601eBaHUN

XapaKkTepucTuka

HacneacrBeHHble
3a6oneBaHuA

Mprno6peTéHHDbIE
3a6oneBaHud

[MpnymHa

[eHeTn4vecKne mamMeHeHmsa

BHelwHMe daKTopbl
(MHPeKuMKn, BpeaHble
NPUBbIYKN)

PasBuTtme

CBA3aHO C reHaMK, 4acTo C
pPoOXAeHWNA

3aBUCUT OT 06pasza XKM3HK,
OKpy»KatoLLemn cpeabl

JleyeHKMe

TpebyeT reHeTU4YeCKom
NPOPUNAKTUKN, MHOTOA HE
nogaaéTca NeyYeHuro

YacTo neyatcy
MeONKAMEHTO3HO U
Mn3MeHeHneM obpasa
YU3HU

MeaguLnHckas antTepaTypa n AdHHble BO3

Tabnuua OeEMOHCTPUPYET KoYEBbIE Pas3InMumnga Mexay
HacneaOcTBEHHbIMU U MPUOBPETEHHBIMU BONE3HAMMU,
MNOOYEPKMBAZA MPUYMHDI, PAa3BUTUE N BO3SMOXXHOCTU fledeHus.

HacnencrtBeHHble 3aboneBaHMda NpegonpenenexHo
FreHETUYECKU N TPEBYIOT MPOPUMAKTUKKM, TOrOa Kak
NPUNOBPETEHHbDbIE Bbl3BaHbI BHELLHUMW GaKTOpPaMM U 4acTo
neyatca apPpeKTUBHEE.




Knio4yeBble Mepbl NPOPUNAKTUKU HACNTeACTBEHHDbIX
32601eBaHUN

feHeTU4YecKoe KOHCYNbTUPpOBaHUe

(Ie) [MoMoraeT BbigdBUTb PUCKU B cEMbe, OAET peKoMeHaauU MM ans
[ ) o

NNaHUPOBaHMA OeTEN U CHMKEHUNA BEPOATHOCTU
HacnencTBeHHbIX 6oesHen.

CKPUHUHI ceMeMNHOoro aHaMHe3a

AHanns nctopmm 3aboieBaHNm POOCTBEHHNMKOB NMO3BOJIAET
npeaBapumTesibHO ornpege/iMtb BO3MOXHble HacieaACTBEHHbIE
MnaTos1ornn.

NMpeHaTanbHaa AnarHoOCTUKa

O6cnegoBaHMe Nioda BoO BpeMsd 6epeMeHHOCTV A4 BbigBAeHMS
reHETUYECKMX OTKITIOHEHMIM N CBOEBPEMEHHOIO MPUHATUS
peLIeHNN.

340pOBbI 06pPa3 XN3HU

CobntogeHune MNpPaBUMJIbHOIo NMMTaHNA N OTKa3 OT BpedHbIX
npmBblMEK YMEHbLLUAKOT PNCK BOSHUKHOBEHWNA MyTaLl,l/Il;l \Y

oyoyLimx geten.




[eHeTnyeckoe
KOHCYNbTUPOBaHME

[EHETUK M3YyYaeT CEMEMHbIN aHAaMHE3, BbIABNAET
BO3MOXHble HAaCTe4CTBEHHbIE PUCKU U
MHPOPMUPYET CYNPYroB 0 BEPOATHOCTM Nnepenaydmn
6onesHen AeTaM, YTO MOMOraeT NPUHATb
OBOCHOBAHHbIE peLleHnd Npu N1aHMPoOBaHMM CEMbMU.

Ong yTOuHEeHMa AMarHo3a NprMeHsaTCS
MOMeKyNapPHbIe MeTOObI, MO3BOMAKOLLIME OOHAPYXKUTb
MyTaLUMM el 00 POXXAEHMA pebeHKa, UTO
CMOCOOCTBYET BbIOOPY 23PPeKTUBHOM NPODPUNAKTUKU
N NeYyeHuns.




CTaTUCTUKa HacneacrBeHHbIX 3a6oneBaHun B Poccuun

n Mupe

POCT 3apermcTpmpoBaHHbIX CIy4aeB OTPAXKaEeT yaydlleHne
ONArHOCTUKM N MHPOPMUMPOBAHHOCTU, @ HE TOSTbKO
yBennmyeHme 3ab6oneBaeMocCTu.

[JaHHbIE MOKa3bIBAtOT BapMaLLMM YacCTOTbl 3a60/1€eBaHNI
MeXay permoHamMu, 4YTo CBA3aHO C PA3HOM AMArHOCTUYECKOMW
CMOCODOHOCTbIO U TEHETUYECKMMUM OCODBEHHOCTAMM
nonynaunn.

YacToTta HacnefcTBeHHbIX 3abonesaHnii Ha 100 000 HOBOPOXAEHHLD
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MuH3apas PD, EBpornenckuni reHeTudeckmim KoHcopumym, CDC CLUA, aaHHble 2023 roga
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3aK/ouYeHue: KJiJuyeBblie 3HaAaHUA
ONng 340poBbA 6yaAyLUNX
NOKOJIEHUMN

[TOHMMaHMe MexaHM3MOB HaciegoBaHMa U
MOSIOBOIO PAa3MHOXEHUSA CMOCOBCTBYET
npodUNaKTNKe reHeTn4yecKmMx 3abosieBaHnM.
OCO3HaHHbIM MoOxod K NIaHNPOBAHUIO CEMbU
MOMOraeT COXPaHUTb 300PO0Bbe 1 Bnaronosiy4yme
obLecTBa.




