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HacneacTBeHHbIMM  Ha3bIBAIOTCS: 60ne3HV|
KOTOPbIE obycnoBreHbl  pasfndHbIMA -
HapyLLeHNAMN reHoTuna. |

[MpyHUMN  HacnegyemMocTu (nepenayn

NOTOMKaM) He sBnsAeTcs abCONTHLIM:

» oOHM 3aboneBaHMd MOryT nepenaBaTbCs
NoTOMKam,

> apyrue ABMAIOTCH cnopagnyeckumm
(BnepBble BO3HMKLUMMUW) U He MNepenaroTcs
NocrieayoLmMM NoKONEHNAM.
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HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

HacneacrBeHHass 6one3Hb — 3TO MaTONOrM4Yeckoe COCTOSIHME, B OCHOBE
KOTOPOro JIEXNUT U3MEHEHME HACNeACTBEHHOIo Matepuana (Myrtaums).

HacneactBeHHoe 3aboneBaHue — 9T0 3aboneBaHne, NPUYNHON
BO3HMKHOBEHMSA KOTOPOro SIBNSIETCHA reHHasi, XpOMOCOMHas, UNn reHoOMHasi
MyTauus.

HacnegctBeHHble 3aboneBaHusa — 3aboneBaHWAa, BO3HUKHOBEHUE WU
pasBUTUE KOTOPbLIX CBA3AHO C pasfnunUyHbIMK gedeKktamm n HapyLueHUsiMm B
HacneacTBeHHOM annaparte KIeTok.

B OCcHoge Hacsie0cmeeHHbIX
3aborneeaHul rnexam Mymauuu.
XPOMOCOMHbIE, 2EHHble u
MUMOXOHOpUAasIbHbIE.




HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

«HacrnegCTBeHHas Oone3Hb» # «BpoOXAeHHas Oone3Hb»

BpoxgeHHasa natonorns — 3aboneBaHne, MMEIOLLEECH yXXe NMpu poXxaeHun
pebeHka (moryT ObiTb 0OOycnoBneHbl Kak HacneAcTBEHHbIMW, TakK W
9K30reHHbIMN ddakTopamMy Hanpumep, BO3OENCTBME Ha 3MOPMOH M nnopg
NOHU3NPYIOLLIErO W3MYYEeHUsl, XUMMUYECKUX COEeOVHEHUN, NeKapCTBEHHbIX
CpeacTB, MPUHMMAEMbIX MaTEpPbLO, a Takke BHYTPUYTPOOHbLIX MHAEKLINNA.

AyTOCOMHO-AOMMHAHTHOE HacneaoBaHue

Orey Mars
(Gonew) (anoposa)

He Bce HacneactBeHHble Oones3Hu
OTHOCAT K BPOXAEHHLIM, TOCKOJSIbKY
MHOIMe U3 HUX NPOSABMSATCA yXXe Mnocre
nepvoga HOBOPOXAEHHOCTU (Hanpumep, i

xopesi [€HTUHITOHA KITMHUYECKIN [sonmsoi e
obOHapyxunBaeTcs nocrie 40 ner). e
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Coin Hoss Con pal ™
(Gonen) (agoposa) (3nopos) (GonsHa)



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

BpoxaeHHble 3aboneBaHua — ob6ulee HasBaHME NaTONOMMYECKUX
COCTOSIHUI, OBOYCMNOBMIEHHbLIX HAaPYLUEHUSAMU BHYTPUYTPOOHOro pasBuUTUS.
BpoxgeHHble 3aboneBaHusi MPUCYTCTBYOT Yy pebeHka B MOMEHT ero
NOSIBNIEHNSI Ha CBET, XOTS [Jafieko HEe BCE W3 HUX COMpPOBOXOAKTCS
Bblpa@>X€HHOW CUMMNTOMAaTUKOM.

Cpeaun BpoXaeHHbIX 3aboneBaHnn y geTen BCTpeyaroTcs
aHoManum BHYTPEHHUX OPraHoB.;

aedeKkTbl ONOPHO-ABUraTeNbHOro annapara,;
nedpekTbl NMua;

ropMoOHarbHble HapyLUEHUS;

paccTponcTea metabonmama;

HapyLUEHNA CBEPTbIBAEMOCTU KPOBU U Ap.
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K TaxenbiM BpOXOEHHbIM
3aboneBaHMAaM, 3a4acTylo
HECOBMECTUMbIM C XXU3HbIO,
OTHOCSATCHA KOMOMHUPOBAHHLIE
NOPOKN cepaevyHO-CoCyancTon unm
LeHTpanbHOW HEPBHOW CUCTEMDI.



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn
BPOXXOEHHbIE MOPOKW PA3BUTUA

MO NPOUCXOXAEHUIO MOTYT ObITb
v/ reHeTn4YeckKnmu,

v NHPEKLUMOHHbIMMU,

v/ 3KONorm4yeckumm

NMPUYUHbI BPOXOEHHbIX 3ABONEBAHUIA

MoHOodaKkTopHbIE HacneacTBeHHbIE 6ONE3HM — MyTauMii B cNeundU4EeCKOM reHe,
KOTOpble nepenarTca U3 MOKOSeHUs B MNOKOSIeHMe (Harpumep, maraccemus,
MyKog8UCUUO03, HeKomopble ¢hopmbl Muonamud u op.).

XPOMOCOMHbIE MyTauMW - MyTauusi MOXET ObITb yHacnegoBaHa pebeHKoM OT
OOHOro0 M3 poauTenem WUNn xe BO3HUKHYTb CMOHTAHHO Ha paHHEen cTaguu
amMbpuoHanebHoro passutusa (Hanpumep, 6onesHb [ayHa, pemuHobriacmoma,
CUHOPOM Kowa4ybeao Kpuka u op.).

BHelwHue dakTtopbl — 3aboneBaHusi B nepuon b6epemMeHHOCTU, ynoTpebreHue
ankoronsi WNM TepaToreHHbIX JIEKAapCTBEHHbLIX MNpenapaTtoB, BO3OEWUCTBUE
HeONaronpUATHBLIX  SKOMOMMYECKUX  YCIoBUM  (UOHU3UPYOWE20  U3/TyHYEeHUs,
3a2psA3HeHHO20 8030yxa, nuwu u m.o.).



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

HacnegctBeHHble  3abonieBaHMA  MoryT  ObiTb  0OycCnoBneHbl
MyTauuMsaMun, NnepegaBaeMbiMM B CeEMbAX MO HacrneacTBy, WU
MYyTauusiM1, BHOBb BO3HUKLUMMM B KNeTKax 3apOablLLeBON JINHUMW,
B 3UroTe UM Ha OYeHb PaHHUX 3Tanax pasBUTUA.

B passutnn Takmx 3aboneBaHU [MaBHYIO
pPOnb WUrpaltT HapyLleHWA B CTPYKType reHa
NN XPOMOCOMbI.

K 1992 r. HacuuTtbiBanocb 5710 Tunos \J -
HacneacTBEHHbIX 3aboneBaHuN. S
K 2019 r wu3BectHO okonno 9000 \>

HacneacTBEHHbIX 3aboneBaHUN. " “«

Mo JaHHBIM MMPOBOW CTATUCTUKN 5 % HOBOPOXAEHHbIX OTATOLLEHbI
HacneacTBeHHbIMU OONe3HAMM.



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

"lMoka He cywecmeyem obwenpuHsimou Knaccugukauyuu HacrnedcmeeHHbIx 6onesHel. [Jo
CUX T[1Op OKOHYameslbHO OHa He paspabomaHa. B nocrnedHue 200bI 8 €853U CO
3HadyumeribHbIMU ycriexamu, OocmuaHymbsIMU rpu u3ydeHuu rnpupodbl 6orbwoz2o 4ucna
HacrieOcmeeHHbIx 3aborieeaHull, BO3HUKIIU 8ce Mpeodrochkiniku 0511 co30aHusi 2eHemu4eckou
Kraccugbukayuu. B ocHogy eeHemu4veckou Kraccugukauyuu HacriedcmeeHHbIx 6osesHel
MONIOXKEH  3MUOsio2UYeCKUl  MpuHyuUrn, a UMEHHO mun Mymauyul U Xxapakmep
g3aumodelicmeusi co cpedol".

CobCcTBEHHO HacneaCTBEeHHbIe

6onesHn (XpOMOCOMHbIE U
r€HHbIE)

EOJBI(E;:EHVI MynbTudaktTopmanbHble

UENOBEKA 6ornes3Hn (NonmMreHHbIe)

CBs3aHHblIe C HEDNaAronNnpUATHLIM
BO3ENCTBUEM OKpYy KatloLLen
cpensbl



HacneacrBeHHble 6one3Hun. Knaccudpukaumsa

CBsi3aHHble ¢ HEONaronpuUaATHbLIM
BO3ENCTBUEM OKpY>KatoLLen cpeapbl

TPpaBMbl, OXOru,
oOMopoXeHuUs,
obny4eHus,

OCTpble UH(PEKLUOHHbIe

n ap.

CBsi3aHbl UCKNIOYUTENBHO C BO3AENCTBMEM  HEONaronpusTHbIX UMK
BpeaHbIX (hakTOpOB OKpyXKatlollen cpedbl - HacreacTBEHHOCTb B UX
BO3HWKHOBEHUN NPaKTUYECKN HE UrpaeT HUKAKOW POsu.

[eHeTn4eckmne aKTopbl MOryT OKasblBaTb OMNpeaeneHHoe BInAHWE Ha
TeYeHMe naTonorMyeckoro npouecca, T. €. Ha TEMNbl BbI3OOPOBMNEHUA,
nepexon OCTPbIX MPOLEeCCOB B XPOHUYECKMe, pasBuUTUE AeKoMMeHcaunm
doyHKUMIN nopaXXeHHbIX OpPraHoB.




HacnepctBeHHble 6one3Hun. Knaccudunkauumsa

MynsTUhaKTOPHATbHbIE rmnepToHuYeckKkan oonesHb,

aTepocKnepos, A3BeHHan OonesHb
(nornurenHele) Xenyaka 1 ABeHaauaTUNepPCcTHOMU
KULLKKW, caxapHbin auaoder,
annepruyeckue 3aboneBaHus,
MHOrMe NOPOKU Pa3BUTUSA,
onpeaeneHHble (hopMbl OXXUPEHUSA,
wm3sodpeHua u ap.

B ocHOBe -- B3amMmopgencteMe reHeTUYeCKMx U cpenoBbiX (PAKTOPOB.

[eHeTn4veckne dakTopbl, NpeacTaBfieHHble OnpeaerieHHoOU MNOoNUreHHomn
cuctemon, 0OOYyCrnoBNMBaAOT reHEeTUYECKYK npeapacnorioXeHHOCTD,
KOTOpasi MOXET ObITb peann3oBaHa Npu BO3OENCTBUM HeOnaronpusiTHbIX
Unn BpeaHbIX (PAKTOPOB OKpyXKawLllen cpenbl.

Ona ogHuMX M3 HUX BNUSAHUE OKpyXalwwen cpeabl nmeetr 6bonbLiee,
Ons Opyrmx — MeHbllee 3Ha4YeHue.



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

CobcTBEHHO
HacneacTBeHHbIe
oonesHu

XPOMOCOMHbIe
MOHO2EHHbIe

[TposiBNeHue naTronorn4eckomn
MyTauMn He 3aBUCUT OT BIUAHUA
OKpyXawlien cpenabl, KoTopad B
9TOM cCIy4yae onpegensietr nuulb
CTEMNeHb BbIPaXEHHOCTU CUMMNTOMOB
bonesHu.

Bce XpOMOCOMHbIe

W reHHble HacneACTBEeHHbIe
GonesHu ¢ NONHbIM
nposaBneHuem (bonesHb
NayHa, cuHapoMbI
TPUCOMUK, remocpunua u

Ap. )
e
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HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

XpOMOCOMHbIe
6os51e3HU MOHOCOMUS
N3MeHeHMe Yynucna
N UEeJTIOCTHOCTM mpUCOMUﬂ
XPOMOCOM
XPOMOCOMHbIE

rnepecmpouxku




HacneacrBeHHble 6one3Hun. Knaccudpukaumsa

eHHbIe 60s51€3HU

MOHOreHHbIE

aymoCOMHO-
OOMUHaHMHbIEe

ayMmoCOMHO-
peueccusHble

CUeriyieHHbIe ¢
X-Xxpomocomou

cueriyieHHble ¢
Y-Xxpomocomou



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

KnuHuyeckuli npuryun y
OCHOBbIBAETCA Ha OTHeceHun OornesHen K

Knaccugukayuu TOW UMW MHOW rpynne B 3aBMCUMOCTU OT

HacJsie0CMeeHHbIX CUCTeMbl UMW OpraHa, Hanbonee
6os51e3Hel BOBIEYEHHbIX B MaTOMNOrMyecknii npoLecc

»HepBHbIE
»HepBHO-MbILWWEYHbIe HeMporeHeTukKa
> QHAOKPUHHbIE

» KoxHble

»[na3Hble
»OnopHo-ABUraTenbLHOro annapara
» [biIxaTenbHON CUCTEMBbI
»CepaeyHO-coOCyaAUCTON CUCTEMDI KapAuoreHeTuka
»leyeHn >
» Xenyno4yHO-KMLWIEYHOro Tpakra
»Mouek

»KpoBwu

»Ncnxuyeckue

»MouyenonoBon cUcTeMbl

» Ilerknx

opTanbMoOreHeTukKa




HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

Knaccugukayus no
npUHYyUny cOoOmHoOWeHuUs!
HacsieOcmeeHHocmu u
cpeobl 8 pazsumuu
3abosiesaHus

1. CobcTBEHHO HacneacTBeHHbIe Oone3Hun

a) MoHoreHHble 3aboneBaHuA
Peluatowasa ponb ogHoro reHa. Cpeaa BNUSIET TONbKO Ha BblIPaXXEHHOCTb reHa
NN 4acTOTY €ro NPOoSABNSAEMOCTU B NONYNSALMN.

lleHempaHmMHocmb - rposieriseMocme 0aHHO20 2eHa 8 nonynsayuu ocobed,
obnadarowux 0aHHbIM 26HOM.
JKkcnpeccueHOoCMb - CMeENeHb BblpaxeHHocmu Oeldcmeuss 2eHa Yy

KOHKpemHo20 60s/1bHO20.

6) XpomocoMHbIe 6orne3Hun
O6ycnoBneHbl HAaNNMYMEM NaToNOrM4YecKoro reHa UM XPOMOCOMHbLIX MyTaLW.



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

Knaccugukayusi no npunyuny
COOMHOWeEeHUs1 Hacsie0cmeeHHoOCcMuU U
cpeodbl 8 pazsumuu

3abosiesaHus

2. HacheacTBeHHble 6one3Hu

OO6ycnoBneHbl KOHKPETHOW NMaToONOrM4eckon Mytaumen.

Pewawwasn ponb reHeTu4eckoro cdakropa.

[na nposBneHnsa 0encTBUS reHa Hy>XXHO BO34encTeme onpeneneHHoro
dakTopa cpeabl (Hanpumep, 0COBEHHOCTU NUTAHUSA NPU Nogarpe).




HacnencrBeHHble 6one3Hun. Knaccudukaums

Knaccudgukauusi no npuHyuny
COOMHOWeEeHUs1 Hacsie0cmeeHHoOCcMuU U
cpeodbl 8 pazsumuu

3abosiesaHus

3. bone3Hu ¢ HacneacTBEHHOU NPeAPaCNONOXEHHOCTLIO
(mynbTUdakTopuarbHble)

BosHukaloT npu BO3geENCTBUMN HEBNAronpuATHbIX PakTOpOB BHELUHEN cpedbl, HO
peanusauma ux pgencteus 3aBucut o1 reHotmna (MBC, runeptoHn4deckas
OonesHb, A3BeHHas ©OonesHb, annepruvyeckne 3aboneBaHuss, OOMbLUMHCTBO
3r10Ka4YyeCTBEHHbIX HOBOODOpasoBaHUN).

4. bone3Hun, Yactota BOSHUKHOBEHUSA KOTOPbIX 3aBUCUT OT
chakTOpoOB OKpyXxarlwen cpeabl

[eHeTn4yeckmn onpegendrTcd TAXXeCTb Te4HeHUA U NCXO4 3aboneBaHus.



HacnepcrtBeHHble 6one3Hn. Knaccudukauumsn

O6o6uweHHas
KJTUHUYecCKas
Knaccugukauyusi

»[eHHble 6one3Hu

» XpPOMOCOMHbIe Gone3Hun

»>bone3Hn ¢ HacneacTBeHHOM NpeApacnosfioXKeHHOCTbIO
»>[eHHble 60ne3Hn coMmaTU4YEeCKUX KNeTokK

»>bone3Hn reHeTM4eCKO HeCOBMeCTUMOCTU MaTepu U nnopa

» "\. \




HacnepctBeHHble 6one3Hn. Knaccudukauyus

YacToTta BCcTpeyaeMoCTu cpeau Bcex HacneaCcTBeHHbIX Oone3Hen

MoHoreHHble 3aboneBaHus - 2-4%.
XpoOMOCOMHbLIe 60re3Hun (CUMHAPOMBLI) - 1%.
MynbTtucpaktopuanbHble (MONUreHHbIE) -- 92-94 %.
BpoXxaeHHbIe NOPOKU pa3BUTUA -- 0,5 %.

Y petem Cc OCOOEHHOCTAMM
ncuxoumsanyeckoro pasBUTUSA
XPOMOCOMHLIE U MOHOrEHHbIE
bonesHu obycrnoenueatoT

= 80% yMCTBEHHOMN OTCTasIOCTH,

= 70% BpOXOEHHOM CIEenoThl,

= 10 50% BpoXxaeHHOW rMyxoTbl




