«Mepauko-bmonornyeckne oCHOBbl KOPPEKLIMOHHOWN Neafarorku n NCUXosornm:
OCHOBbI reHEeTUKM 4erioBeKar

KNACCUDUKALIUA TEHHBIX BOJNTIE3HEW
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Knaccudukaumsa v Tunbl HacrnegoBaHUS reHHbIX 6one3Hen

eHHble (MOHOreHHble) HacrneacTBeHHble 0ofie3Hn - 3aboneBaHus,
OOyCroBreHHble HapyLleHUEM [OEeATENbHOCTU U MOPaXeHUEM OLHOro
ornpenerieHHoro reHa (reHHble myTauun).

PasHopogHas rpynna 3abonesaHui,
0BYyCNOBMNEHHbIX MyTaLUAMN Ha
reHHOM YpOBHe.

K HacTosiLeMy BpeMEHU U3BECTHO
okono 3000 Ho3onorn4yeckux opm um
1500 HanmMmeHoBaHUM reHHbIX bone3Hen




eHHble 6one3Hn. Knaccudmkaums

leHemu4eckuu npuHyun e ayMmOoCOMHO-
3aeucumMocmu om muna JOMUHAHMHBIE
Hacsie0oeaHus
ayImoCOMHO-
peueccusHsle

MOHOreHHbIe

cuerisieHHble ¢
X-xpomocomou

cueriyieHHble C
Y-xpomocomou

[ MUMOXOHOpuUaribHbIe ]




'eHHble 6one3Hun. Knaccudumkauumsa

Knaccudukauyusi no
npPUHYyUny coomHouweHusl
HacsiedcmeeHHocmMu u
cpeobl 8 pazsumuu
3abosiesaHus

Cob6cTBEeHHO HacneacTBeHHbIe Oone3Hu

MoHoOreHHble 3aboneBaHus
Pewatowasa ponb ogHoro reHa. Cpena BnvsaeT TONbKO Ha BbIPaXXeHHOCTb reHa
NN 4acTOTYy €ro NPOSABNSAEMOCTU B NONYNALMN.

lNleHempaHmMHocmb - rposierisemMocme OaHHO20 2eHa 8 ronynauuu ocobed,
obrnadarowjux 0aHHbIM 2eHOM.

JKcripeccueHOCMb - CMeENeHb BbIpaxeHHocmu delcmeusi eeHa Y
KOHKpemHo20 60s/1bHO20.



'eHHble 6one3Hun. Knaccudumkauumsa

lMTamoe2eHemu4ecKkuu npuHyuUn
Knaccugukayuu

v HacnepnctBeHHble 6one3Hn ooMeHa BeLlecTB
v' HacnepgcTtBeHHble rna3Hble 6onesHn

v' HacneactBeHHble OPMbI TYroyXocTu

v' HacnepncTBeHHble OCTEOXOHAPOANCNIa3UN
v' HacnepncTtBeHHble 3aboneBaHNA HEPBHOM

CNCTEMDI




eHHble 6one3Hun. Knaccudumkauuma

HacneocrtBeHHbIe 6one3Hn ooOmeHa BelwecTB

1)
2)
3)
4)
S)
6)
)

8)

K aTon rpynne oTHocATcs 6one3Hn o0yCcnoBneHHble HeAOCTaTOMHOCTLIO (DEPMEHTOB
yyacTByHOLIUX B MeTabonname BellecTs (hepmeHTONaTMK), a Takke
HEAOCTaTOYHOCTBLIO TPAHCMOPTHLIX OenkoB, 6GeNKoB KaHanoB 1 PeLenTopoB, Oenkos
MMMYHHOW CUCTEMBI.

HacneaCcTBEHHbIE HApYLLEHNS OOMeHa aMUHOKUCIIOT ((DEHNNKETOHYPUS,
rOMOUMCTUHYPUS);

HacreacTBEHHbIE HapyLweHns obMeHa yrneBoaoB (rnnkoreHoBasi 60s1e3Hb,
ranakro3emus);

HacneacTBEHHbIE HapyweHna obmeHa nunuaoB (6one3Hn HumaHHa - Nuka,
[owe);

HacneacTBEHHbIE HApyLWeHNa oOMeHa cTepouaoB (agpeHoreHnTanbHbIN
CUHOPOM);

HacneacTBEHHbIE HapyweHna obMeHa NypUHOB U NUPUMUANHOB (CUHOPOM
Jlewa— HawnsHa);

HacneacTBEHHbIE HApyLWeHNa oOMeHa coeAUHUTENbHOWN TKaHU (MyKOMonu-
caxapugosbl, cmHgpom MapdaHa);

HacneacrBeHHble HapyLleHUd obmeHa B dpUTpoLnNTax (aHeMI/IFI MWHKOBCKOIro —
Lobpapa);

HacneacrBeHHble HapyweHuUsa BCaCbiBaHUA B MNMNLLIEBAPUTENTbHOM TPAKTE
(MyKOBVICLI,VIJJ,O3, Lermmakmad, HernepeHOCUMOCTb J1aKTO3bl U ,El,p.).
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FeHeTn4eckne gedekTbl (pepMeHTOB, KaTanM3npyroLLNX
npeBpaLleHue ranakrtosbl B rfOKO3Yy



eHHbIe bone3Hn. Knaccudumkauma

HacneactBeHHblE (DOPMbI TYFOYXOCTHU - N30SIMPOBaHHbIE (MOHOCUHAMNTUYECKUE)
doopMbl TYroyxoCTu HacneayrTca no ayTocoMHo-peueccuaHomMy (okono 80%) nnum

dyTOCOMHOOOMUHAHTHOMY TUMY.

OcTteoxoHapoaucnnasnm rnPosBNATCA B BUAE pas3fnNYHbIX
CKerneTHbIX aHoManum (aedopmauumsa U ICTOHYEHNE KOCTEN),
3alep>KKoM pocTa, KapfiIMkoBOCTLHO.

HacnenctBeHHble 3aboneBaHns HEPBHOU CUCTEMBI,
Hanpumep muoamncTpodus [oweHHa (X-cuenneHHbIN
PELIECCMBHLIN TUM HacrnenoBaHUA) KITMHUYECKN NPOSABNSIETCS
CHUXXEHMEM MbILLIEYHOro TOHYCa, UCKPUBMEHNEM
NO3BOHOYHMKA, CNaboCTbio AblXxaTeNbHOW MyCKynaTypbl;
pPasnUYHbIMM OPMaMM MO3XKEYKOBbLIX aTakCUn.

HacnencreeHHble rna3Hble 6051e3Hn
NPOSsIBNAOTCA B BUAE 3MOPUOHANbHbIX
HapyLweHnn pa3BnTua rnasa (MMKpodpTansMusi
NNn aHoTanbMus), NopaxeHnemM porosuLbl
(NMoOMyTHeHMe), pagyXHOM 060NOYKK
(aHnpugmnsa), xpyctanuka (Katapakra), a Takxke
3pUTENLHOIO HepBa.




eHHble 6one3Hun. Knaccudumkauuma

OCO0EHHOCTU KNMNHNYECKUX NPOABMEHNN reHHbIX bone3Hen

» B natonornyecknn npouecc o6bI4MHO BOBIEKAIOTCS pa3fnnyHbIE OpraHbl
N CUCTEMbI OPraHoB.

»> 3aboneBaHue npoTtekaeT AnuTerbHOe BpeMs C NPOrpeccnpoBaHmneM.

> [lpusHakn 3aboneBaHns MOryT Ha4YaTb NPOSIBAATLCS B pa3Hble
nepuoabl OHTOreHe3a: OT 3MOPMOHAIBHOIO A0 MOXUIIOrO.

» YacTto nmeet mecTo
YMCTBEHHasi OTCTanocCTb.

» bonbHble, Kak npasuno,
HEeTPYA0CNOCO6HHbI,
NPOAOIMKNTENBHOCTb UX
YKM3HU CHMXKEHa

[MpnunHa getckom nporepumn — myTtauum reHa LMNA, kogupyrowlero gamuH A.
JTaMuHbl — 6erikn, U3 KOTOPbIX BbICTPOEH 0CODbIN CIIor 060NOYKM KITETOYHOrO a4pa.



https://ru.wikipedia.org/wiki/%D0%9B%D0%B0%D0%BC%D0%B8%D0%BD_A/C
https://ru.wikipedia.org/wiki/%D0%9B%D0%B0%D0%BC%D0%B8%D0%BD%D1%8B

eHHbIe bone3Hn. Knaccudumkauma

[eHHble BonesHu BCTpEe4arTCA Yalle, 4HemM XpOMOCOMHbIE.
[narHocTtumka 0ObI4YHO HAYMHAETCS C aHanNM3a KIMHNYECKNX U
ONOXMMUNYECKUX OAHHbIX, pO,EI,OCJ'IOBHOﬁ r|p06aHp,a, TUMNa HacJrieaoBaHUA.

MoHOreHHble 60Mne3Hn MoryT UMeTb
ayTOCOMHO-OOMUHAHTHbIN,
ayTOCOMHO-PELECCUBHbIN,
X-CcUenneHHbIN

Y-cUenrmneHHbIN TUMbl HacnegoBaHUSA




eHHble 6one3Hun. Knaccudumkauuma

AyTOCOMHO-,EI,OMMHaHTH bIX TUN HacregoBaHUA

OONbHbIE B KAXXOO0M NMOKONEHUU;

BbonbHOM pebeHOK Yy BONbHbIX poanTenewn;

GoneT B paBHOW CTENMEHU MYXUYNHbI N XXEHLLWNHbI;

nposBrieHne 6onesHn HabngaeTca No BEPTUKANN U TOPU3OHTanNM;

BEPOATHOCTb HacnegoBaHusa 100 % (ecnu xoTs 6bl 0AMH pOAUTENL TOMO3UTOTEH),
75 % (ecnu oba poanTens retepo3nroTHbI)
50 % (ecnv oanH poanTernb reTepPO3NUTOTEH).

O O O O O

[loMWUHAHTHO HaclieayemMble bonesHn XapaKkTepnus3yrTCAa pe3KOo OTSINYakLWMMNCA Opyr ot
Apyra rnpodasieHnaMmmn n CpokamMm Ha4dara bonesHu.

anI3HaKI/I dyTOCOMHO-AOMUWUHAHTHOIO TUMa HacneagoBaHUA 6y,El,yT NPOABITIATLCA TOJILKO MpU
NOfIHOM AOMUHUPOBaAHUMN.

[Mpy HENONHOM AOMWHMPOBAHMM Y NOTOMKOB ByaeT NpPosiBNATLCS NPOMEXYTOYHas dopma
HacneaoBaHUs, 60nbHblIE MOTYT ObITb HE B KaXXAOM MOKONEHNN,

NMpumepsbl 3ab6oneBaHnn: Henpodudbpomatos PeknuHrayseHa, CuHgpom BaapaeH6bypra,
CuHgpom MapdaHa, nonnaakTunns, apaxHogakTunus, axoHaponnasusa, opaxunoaktunms,
remopparundeckas TeneaHrnaktasms Ocnepa, runepounmpybunHemums, nenbrepoBckas
aHoOManus NenkounToB, NTO3 HAaCNEeACTBEHHLIW, Nypnypa TpomMboumnToneHn4eckas
nguonaTnyeckas, aKTonnsa xpycranumka



eHHble 6one3Hun. Knaccudumkauuma

AyTOCOMHO-peLecCUBHbIN TUMN HacregoBaHUA

OONbHbIE HE B KaXXOOM MOKOSTIEHUU;
BbonbHOM pebeHOK (roMo3nroTa) poXaaeTcs y 340P0BbIX poauTenen (reTeposnroT);
BGonetoT B paBHOM CTENEHN MYXXUNHbI U XKEHLLMHDI;
nposBrieHmne 6onesHn HabngaeTcsa NO ropnU3oHTanu;
BEPOATHOCTb HacrnegoBaHus
25 % (ecnn oba poguTenst reTepo3nroTHbI),
50 % (ecnu oaunH poauTernb reTepo3NroTeH, a BTOPOM rOMO3UTOTEH)
100 % (ecnu oba poauTtens peueccuBHbIE FOMO3UIOThlI).

O O O O O

BeposaTHOCTb HacrnegoBaHusa D0Me3HN ayTOCOMHO-PELIECCMBHOIO TUna vYacto coctaBnseT 25 %,
T. K. BCreacTBue TshkecTn 3abonesBaHnst 60nbLWIMHCTBO 60MbHLIX HE OOXMBAIOT 40 AETOPOAHOro
BO3pacTa UM He BCTynarT B bpak.

[MpaBuUNbHOMY aHanM3y gaHHOro Tuna HacnegoBaHUs CNOCODCTBYIOT yKa3aHMA Ha
POACTBEHHbIN Bpak (aBotopoaHbIN BpaT 1 cecTpa), AaHHbIE DMOXMMUYECKMUX UCCIIea0BaHUM
nedekToB obMeHa BeLLeCTB (BbiBNIEHNE 3H3MMONaTuN).

anIMepbl 3aboneBaHuUn: C*)eHI/IJ'IKeTOHypI/IFI, cepnoBngHoO-KNeTo4Hada aHeMund, MyKoBmcumnaos,
ranaktosemusi, bonesHb BunbcoHa-KoHoBanogea, a,El,peHOI'eHI/ITaJ'IbeIIz CNHOPOM,
MYyKOnMnonmncaxapmngosbl 1 Ap.



eHHbIe bone3Hn. Knaccudumkauma

X-cuenneHHbIN peuecCUBHbLIA TUN HacreaoBaHUA

OOnbHbIE MOABMNAIOTCA HE B Ka)XOOM MOKONEHWUN;

BbonbHOM pebeHOK poXXaaeTcs Yy 340PO0BLIX poauTenen;

BoneT NPEUMYLLECTBEHHO MYXXYNHBbI;

nposiBrieHne 6one3Hn HabngaeTcs NPENMyLLLECTBEHHO MO NOPU30HTanNu;
BEPOSATHOCTb HacrenoBaHusa y 25 % Bcex geten, B ToM vncrie y 50 % manb4mnkos;
3[00POBbLIE MYX4YMHbI HE NepeaatoT BONesHw.

O O O 0O O O

NMpumMmepbl 3aboneBaHUM:
remounus, 0ansTOHU3M,
YMCTBEHHasi OTCTasIoCTb C
NTOMKOM X-XPOMOCOMOMW,
MbllLEeYHaa AnCcTpodus
[ioweHHa, cuHgpom Jlewa-
HalxaHa




'eHHbIe bone3Hn. Knaccudpukauums

X-cuenneHHbIN AOMUHAHTHbLINA TUN HacrnegoBaHUA

CXOEH C ayTOCOMHO-AOMMHAHTHbIM, 3@ UCKIIOYEHNEM TOFO, YTO MYXKYMHA
nepenaeTt 3TOT NPU3HAK TONbKO J04YepsiM.

Hanpumep, ocobas chopma paxuTa, ycTonumBas K nevyeHuo sutammHom D.




'eHHbIe bone3Hn. Knaccudpukauums

Y-cuensieHHbIN TUN HacneaoBaHUA (roflaHAPUYECKUN)

OonbHbIE BO BCEX MOKONEHUSX;

BonerT TONLKO MY>KYUHbI;

y ©onbHOro otua 60nbHLI BCE €ro ChbiHOBbLS;
BEPOATHOCTL HacneanosaHus y mansydnkos 100 %.

Hanpumep, HekoTopble popmbl
NXTNO3a, 0OBOSOLLIEHHOCTb HaPYXHbIX
CJTyXOBbIX NPOXOA0B U CPpeaHUX
doanaHr nanbues, HEKOTOpble PopMbI
CUHAOAKTUNNK (NEPENOHKN MeXay
nanbuamm Hor) 1 ap.




