bonesHu ¢ HacneacTtBeHHOU
npeppacnonoXXeHHOCTbIO
(MOHOreHHble U NoJZIUreHHbIe)

[Mpes3eHTauuo nogrotosuna:
HAynape Mapus

1 Kypc, 1 rpynna



Heobxoaumo oTnuyaTtb HacneAcTBeHHbIe ODONe3HN OT BPOXKAEHHbIX
M CeMeMHbIX 3aboneBaHNM

B HacTosLLee Bpems He cyLlecTBYeT eaAnHOWN Knaccudmkaunm HacneacTBeHHbIx bonesHen, no3aTomMy nx
4acTO CMELUMBAIOT C BPOXAEHHBIMU N CEMENHBbIMU BONE3HAMM.

e [IpnynHa pa3BUTUA HacNeACTBEHHbIX OONe3Hen - NPUCYTCTBYIOLLINE B MOMOBbLIX KNeTKax
poauTenen mytauum B onpeaeneHHbiX reHax. AT MyTaunm MoryT nepegaBatbCsa NOTOMCTBY B paay
NOKOMEHUN.

e BpoxaeHHble 3aboneBaHUA NPOSIBASAIOTCA Cpady Nocne poXxaeHUs, OHM MOryT ObITb Kak
HacnencTBEeHHbIMU, TaK U NPUODPETEHHBIMU, HAaNpUMep, Nog AeNCTBUEM TepaToreHHbIX )akTopoB
NN OCNOXHEHUKW B poAax. NprnobpeTeHHble BPpOXAEHHbIE NOPOKM pa3BUTUS HE NnepeaarnTcs No
HacnencTsy.

e CemenHble 60ne3HMn - 3To 6oNes3Hn, NPUCYTCTBYIOLLME Y HECKOSBbKMUX YNIEHOB 04HOMN ceMbU. OHU
Takke MOryT ObITb HacneacTBEHHbIMU UK 06YyCNOBIMBATLCA CPEAOBLIMU BAUSIHUAMMW, Hanpumep
HenpasWibHbIM NMUTAHMEM, BPEAHbIMU NPUBLIYKAMN NN NPUCYTCTBUEM TOKCUYECKUX COEQMHEHUN B
OKpy>atoLlen cpege.

B cBoto ovepeab, HacneacTBeHHblIe 6051e3HM He 06A3aTeNnbHO ABMATCA BPOXAEHHBLIMU UMK
CeMeMNHbIMMU.




3aboneBaHus, cBA3aHHbIe ¢ MyTauuamu agepHou OHK

1) MOHOreHHble HacneacTBEHHbIE BOMNEe3Hu
2) nonureHHble HacneacTBeHHble bonesHn
3) XPOMOCOMHbIE BONE3HU

MNMepBble aBe rpynnbl 06ycnoBneH.bl
To4YeyHbiMu myTaumamu AHK (reHHble
bonesHn), TpeTbA rpynmna CooTBETCTBYET
rPyObIM CTPYKTYPHLIM NEePEeCcTpomnKam
XPOMOCOM (XPOMOCOMHbIM abeppauusam) nnm
N3MEHEHNIO NX Ynucha.




NMpuyYnHbI reHHbIX 3aboneBaHnn

BOnbLIMHCTBO reHHbIX NaToNorn 00yCNoBNeEHO MyTaLMAMM B CTPYKTYPHbIX reHax, OCYLLECTBASOLLMNX CBOKO
YHKUMIO Yepes CMHTE3 nonunenTuaoB — Genko.. Jllobas MyTauns reHa BeeT K UBMEHEHUIO CTPYKTYpbI
nnn konmyecTea Genka.

MyTaHTHbIVI annesib — U3MEHEHHbIN nepBVI‘-IHbIﬁ npoAyKT — uUeMNb GMoxmmMmmnueckux npoueccoB B
KrieTke — opraHbl — OopraHnU3m




MoHoreHHble HacneacTBeHHble 3aboneBaHusA

PasBuTtune Taknx 3aboneBaHnin NONHOCTLIO onpeaenaeTcs HacneaCcTBEHHbIMU pakTopamMu.
BHellHWe aKTopbl HE NUrpatoT CYLLIECTBEHHOW POMU.

JTa rpynna HacrneacTtBeHHbIX 6onesHen, LeTepMUHUPYEMbIX OOHUM [1IaBHbIM F€HOM.

Nx HacnegoBaHue nogyYnHAETCa OCHOBHbIM NpaBunam MeHaens.

YaenbHbI BEC MOHOMEHHO HacneayeMblx 3aboneBaHnin B 06LLEN CTPYKTYpe HAcneaCTBEHHO
o0ycnoBreHHbIX 6onesHen HeBenNuK U CoCTaBnseT BCEro Nuib 6-8 %.

LLInpokunin Kpyr MoHOreHHbIX 6onesHen obpasytoT HacneACTBEHHbIe HapyLLeHUsA ooMeHa
BeLLeCTB, BO3HNKHOBEHWE KOTOPbIX CBA3AaHO C MyTaumnen reHoB, KOHTPONUPYHOLWWIKA CUHTE3
doepMeHTOB 1 00YCNOBNUBAOLLNX NX AePULNT UNN AedeKT CTPOEHUS.



Tunbl HachegoBaHUA

v N

MoHoreHHoe flonureHHoe
AyTocomHoe CuenneHHoe c nonoM
AOMUHAHTHOE  peueccusHoe X-cuenneHHoe Y-cuenneHHoe

Z ™S

X-cuenneHHoe X-cuenneHHoe
AOMWHAHTHOE peLeccusHoe



NMpumepbl MOHOreHHbIX 3aboneBaHU

CvHpapom MapdpaHa («nayybun nansubi», - DEeHUNKETOHYpPUSi — HapyLLeHe
apaxHOAAKTUINA) — NopaxeHue npeBpaLLeHnsa peHunanaHnuHa B TMPO3vH
COeOUHUTENbHOW TKaHW BCNeacTBMe

MyTauuu B reHe, OTBETCTBEHHOM 3a
CUHTE3 pudbpunnuHa




HecoBepLueHHbIN ocTeoreHe3(bonesHb
«XpycTanbHOro yenoBekay) — ogHO 13
3aboneBaHuin, XxapakTepuayoLlieecs
NOBbILLEHHOM JTOMKOCTbIO KOCTEWN.

Henpodmnbpomaros - 3abonesanHune, Ans
KOTOPOro XxapakTepHO NosiBfieHne
MHOXXECTBEHHbIX MMIMEHTUPOBAHHbIX MATEH
LuBeTa «Kodye C MOSIOKOMY,
AobpokavecTBEHHbIX HOBOOGpPa3oBaHNN —
HeNpodnbpom, onyxonen LeHTparbHOM
HEPBHOW CUCTEMBbI, KOCTHbIX aHOManuu,
N3MeHeHnn pagyxHon obonoYku rnasa.




NMonureHHble HacNneacTBeHHble 60N1e3HU

e B natoreHese Takmx bonesHen nrpaet posib He TONbKO reHeTuKa, HO U gencteme dakTopoB
BHELLUHeW cpeabl.

e HacneacrBeHHble daKTOpPbl MOryT POPMMPOBAThL JIMLLIb HEKOTOPble_OCODEHHOCTN TeYEeHUs
3Tnx 3aboneBaHui.

e Takune 6onesHu obycnoBneHbl B3auMMogencTBMeM onpenerieHHbIX KOMOnHaumin annenemn
pa3HbIX JTOKYCOB U 3K30reHHbIX hakTopoB. 3aboreBaHnst KOHTPONMPYHOTCS cpasy
HECKONbKNMUW reHaMu.

e |Ix HacrnegoBaHWe He noayuHgaeTcqa 3akoHam Menaens.

OTa rpynna 6onesHen B HacTosiLLee BpeMsa coctaBndaeT 92 % oT obLuero Ynmcna HacneacTBEHHbIX
natonorun Yyenoeeka. C Bo3pactom YyacTtoTa 3aboneBaHur Bo3pacTtaeT. B aetckom Bo3spacrte
npoueHT 6onbHbIX cocTaBndaeT He meHee 10 %, a B noxunom — 25-30 %.



MpuMepbl NONAUreHHbIX 60Ne3Hen

NMonureHHble 60Ne3HN MOXHO pa3fenuTb Ha ABe rpynnbi:
1) BpoxAaeHHble NOPOKN Pa3BUTUA:
YepernHo-MOo3roBasi rpbixa;
aHaHUeddanus (rpybbln NOPOK pa3BUTUSA FONTOBHOMO MO3ra);
BbIBUX B6egpa n ap.
1) XpoHuyeckue 6ones3Hn HeMHPEKLUMOHHOro XapaKkrepa:
- HepBHoO-Ncuxmyeckmne 6onesHn (MaHmakanbHO-4ENPECCUBHbIN NCUX03, LWN30(pEHUS,
pacCesHHbIN CKNepo3, anunencus);
- bonesHu 1 comaTu4eckme NaTonoruu cpeaHero Bos3pacra (bpoHxmansHy actMa, s3ea
Xenyaka v ABeHaauaTUnepCcTHOM KULWKK, amabert, nwemmndeckasa bonesHb cepaua,
BapuKo3 u ap.).




[okasaTenbCcTBa ponv HacneacTBEHHbIX PaKTOPOB B Pa3BUTUMN STUX
3aboneBaHnin B OCHOBHOM MOJTy4eHbl ABYMSI TPAAULUMOHHBIMU KITMHUKO-
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Cpyunst ¥ 1030.10rH4eckue Gpopmt

Pacupocrpanennocts
na 1000 ye.roBek
(B CoOTBETCTBYIONCH
BO3PACTHOM rpynie)

Bpox/ieHubie HOPOKH Pa3BHTHA

Pacresimia ryou v n¢Ga 1-2
ClHMinoMoIrosas rpuAa |
CTeHo3 HpUHBPATHHKA 0,53
AHOHIICDATHS H 4CPCITHO-MO3IOBast I'PLI KA 1
Brisux Ocsipa 2-5
['waponedaius 0,5
I'unocnaust 3
Kocoanocern 5
[Menxuyeckne u nepsubie 60131

[usodperus 1020
DU ICIcHst 810
bunoisipasiii ncuxos 2-5

Paccestinntit ckiepos

0,02 0,7




[Cpyuust u nozooruueckue Gopmol

Pacupocrpanennocrs
na 1000 yeroBek
(B COOTBETCTBYIONCH
BO3PACTHON rpymie)

Comatuyeckue 6o.1e3nm

[lcopuas 10 20
bponxuaipias acT™a 2-5
AspcHuas O0JICIHE KCTVIKA H ABCHAIATHIICPCTHOMH 20-50
KHUITTKH

Umemuaeckast 50 1e3HE cepiiia 50100
I'nnepronmnucckast Gojic3Hb 100200
Jnaber 10-20

lMpuBeaeHHblE OaHHbIE CBMAETENBCTBYHOT O BICOKOW YaCTOTe NOMUreHHbIX 3abonesaHnin B
nonynsaumn. Tak, wusodpeHnen oneroT okono 1 % HaceneHus, caxapHblm anabetom — 5 %,
annepruyecknmmn 3abonesaHuamm — 6onee 10 %, runeptoHnen — okono 30 %.




Cnacun6o 3a BHUMaHue!



