denepanbHoe rocygapcTtBeHHoe OoaKeTHOe obpasoBartesibHoe
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Kadenpa dbuonormm

Tunbl HacnegoBaHUA

BeinonHunun: ctyaeHTol 206 rpynnbl
Conones Hukuta n Obyxosa
AHacTacus

[TlpoBepuna: bagHoBa AHHa
EBreHbeBHa
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AyTOCOMHbIe HacneagoBaHUA

AyTOCOMHO-AOMUWHAHTHOE HacneaoBaHue

AymocOMHO-OOMUHaHMHoe

Orey Mars

i e HacsiedogaHue
| B T * [lpn gaHHOM TMNe HacnegoBaHUS annernb
reHa, onpenensarowny NnpusHak,
= s HaXoOUTCA B OLHOW U3 ayTOCOM

AOMWHAHTHbLIM.

« Takoun nNpusHak dbyaoeT NpoaBnATLCA BO
BCEX MOKONeHnax.
Cu;wl Loub CbiH ﬂb;ib

| D (agposa). fmogon) - fpormim) o [1axxe npu ckpeLmBaHnum reHoTunoB Aa un
S aa, oH byaeT HabnaaTbca y NONOBUHbI
noToMCTBa.

M\ (HenonoBbIX XpoOMOCOMaXx) 1 ABNSAETCS
On ll* ”ll O



AyTOCOMHbIe HacneagoBaHUA

XopesA [eHTUHITOHA

 I3BeCcTHO bornee 4000 ayTOCOMHO-
OOMMWHAHTHbIX HapyLLIEHWNA.

« HacTtoTta cnyyaes Bapbupyet oT 1:500
(cemMenHagqa rmnepxonecrepnHemms, bonee
900 annenewn) oo 1:50 000 (paHHee
pa3BUTUE KaTapaKThl).

* OCHOBHbIE NPOAYKTbl 3KCMNpPEeCCUm
noBpeXaeHHbIX FreHOB —
HedbepMeHTaTUBHbLIE DerKK
(TpaHCNOPTHbLIE, CTPYKTYPHbIE U T.M.)

« XOpesa XapuHroHa, cuHapom MapdraHa,
HenpodmndbpomaTtos Tuna | u ap.



AyTOCOMHbIe HacneagoBaHUA

AYMOCOMHO 00 MUHAHIMHDIU
mun HacAedoBaHus
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» bonesHb BCTPEYAETCA B KaXKOM NOKOJ1IEHNN
pOoAOCJIOBHOU, HTO HA3bIBAOT rnepegayvyen bonesHu
MO BEPTUKATIN.

« COOTHOLLEHME BOSIbHbIX U 300POBbIX, DONbHbLIX
Marb4MKOB 1 JEBOYEK - PaBHOE.

* Ecnn oanH U3 poguTenemn ABndeTca HoOCUTENEM
Npu3HaKa(reTrepo3nroTa), To 3TOT NpuU3HakK
NposABMTCA MO0 Y BCEro NOTOMCTBA, NUbOo y
NONOBUHbI

* BonbHbIE MY>XXYUMHbI U XXEHLLNHbI OAUHAKOBO
nepenarT o0oJsie3Hb CBOUM AETAM — MallbdUKaM
AeBOYKaM.

» UeMm Tskenee 6onesHb oTpaXkaeTcs Ha
penpoaykuum, Tem bosnblue nponopums
cnopagnyeckmnx criydaeB (HOBble MyTauun).

* rOMO3I/II'OTUbI MOTYT PpOXOaTbCA OT ABYX BONbHbIX
poanTerien. bornesHb Y HUX NMPOTEKaET 0b6bI4YHO
TAXernee, 4em 'y reteposnror.



AyTOCOMHbIe HacneagoBaHUA

AymoCcOMHO-peueccugHoe
AyTOCOMHO-peueCCMBHOG HacnenoBsawue Ha cne doeaHue

i ' F“) * B criyyae ayTOCOMHO-PELLECCUBHOTO

TNMa NPU3HaK MOXKET HE NMPOABJIIATLCA Y
il OOHUX NOKOJIEHUN U NMPOABNTBLCA Y

OPYIUX.
= « Ecriv pogutenu reteposauroTsl (Aa), TO OHU

[WHocurens ABIAKTCA HOCUTEINAMIN peleCCUBHOIO
= annens, Ho obnagatoT JOMUHAHTHbLIM
N | NPU3HAKOM.
nw on on 0g
Chbi ngc‘)ub EbIH }.'l-o;w

* [1pn ckpelwmBaHum Aa u Aa, 75% 5
NOTOMKOB OyayT UMeTb JOMUHAHTHbIV
Gaopos) (o) (o) (Gomone) NpU3HakK, a ocTasLuneca 25 % -
U.S. National Librany of Medicine pe L"e CCM B H bl M .

* [1pn ckpelwmBaHmm Aa 1 aa peLeccuBHbLIN
annenb reHa nposaBuUT cedsa y rNofoBUHbI

Um |



AyTOCOMHbIe HacneagoBaHUA
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 OOLLee Yncno ayToCOMHO- _
peLeccuBHbIX 3aboneBaHum npesbllLaeT 1600.

« PacnpocTtpaHeHHOCTb DONne3HeNn, Hacrnegyembix no

dyTOCOMHO-peLuecCnBHOMY Tuly, 3aBNCUT OT
YaCTOTbl BCTpe4aeMOCTn peuecCnMBHOIO ariyiend

B MOMynsauum.

« Hanbonee yacto peueccuBHbIE HAaCNeACTBEHHbIE
Borie3Hn BCTPeYaTCH B N30STMPOBAHHbIX
9THUYECKNX Fpynrax, a Takke cpean HacerieHms ¢
BbICOKMM MPOLIEHTOM ONM3KOpOoaCTBEHHbLIX HpaKoB.

* AYyTOCOMHO-peLeCCBHbBIMU ABNAKOTCA, HANpumep,
OONbLUMHCTBO JIN30COMHbIX DOfle3Hen HakonneHus,
K KOTOPbIM OTHOCSTCA 60e3Hb Tes —
Cakca, bone3Hb [owe, 6bone3Hb HumaHHa — lNuka, a
TaKXXe HEKOTopble Apyrue
f— c@eHmnKeTOHprﬂ, ranakro3emus, K

(MOHOreHHble
apMKOBOCTD,
HacneacTBEHHasi TYyroyxocTtb, cnHagpom Xnnobepa).



AyTOCOMHbIe HacneagoBaHUA

* Pogutenu OBObIYHO KNMMHUYECKU HOPMallbHbl.

AyTOCOMHO-peLIeCCUBHOE « Oba nora nopaxatTcHa OAUHAKOBO.
HRSHERNhETNE * B 6pake 6ofIbHOro CO 340POBbLIM POXAAOTCS
@ HOpManbHble AeTU (eCnU 300POBbIN HE
reTepo3nroTeH).
v BT . = | » B 6pake 60MbHOro C HOCUTENEM MYTaHTHOTO

- annens poxgarTcsa 50% 60nbHbIX AETEN, YTO
1l — : MMUTUPYET AOMUHAHTHbIV TUM HacnegoBaHUS

(nceBoogOMUHMpPOBAHKE).
Y e = e « Uem OonblUe geTen B ceMbe, TEM Yalle
BCTpe4vaeTcd boriee ogHoro 6ONbHOIO pebeHka.
v oom® * UeMm pexe BCTpeyaeTcs MyTaHTHbIU reH B
1 2 3 4

nonynsuum, TEM vaile poautenn 60nbLHOro
pebeHkKa ABNAITCA KPOBHbIMU POACTBEHHUKAMM.

« Ecnun bonbHbl 06a cynpyra, To Bce aAetu oyayT
BOSIbHbIMU.



CuenrneHHoe ¢ Nonom HacnegoBaHue

X-CLienNeHHoe PELLECCHBHOE HACNEA0BaHME X-cuernJjieHHoe peueccueHoe HacnedoegeaHue
Otey: 340po0B

Mars: HocuTens * OOQVH 13 BUOOB CLENSIEHHOIO C
NONoOM HacrnegoBaHus.

e Takon TN HacnegoBaHUS UMEET
P BPOXOEHHbLIX HACNEeACTBEHHbIX
3aboneBaHnn y YernoBekKa, 3TH
3aboneBaHus cBsi3aHbl C 4edEKTOM
Kakoro-nmbo 13 reHoB, PacrnosioXeHHbIX
Ha NOJIOBOUN X-XPOMOCOME, U
NPOSABNSIIOTCS B Crlydae, eCrnv HET apyromn
X-XpPOMOCOMbI C HOpManbHOW Konnen Toro

Xe reHa.




CuenrneHHoe ¢ Nonom HacnegoBaHue

 [1na X-cuenneHHbIX peLeCCMBHbIX
3aboneBaHuU XxapakTepHO, YTO
OObIYHO NOPAXXEHHBIMUN ABMSIHOTCS
MY>KYUMHbI, N8 peakmx X-cuenfeHHbIX
3aboneBaHUn 3TO cripaBeadIMBO MNOYTH
BCeraa.

* HacneocteseHHOE HapyLUeHue
LUBETOBOIO 3peHuA (4anbTOHU3M), X-
cuenrieHHbIV UXTUO3, MbllLEeYHad
anctpoduna doweHHa, remopunua A n

ap.




CuenrneHHoe ¢ Nonom HacnegoBaHue

* [lpobaHabl — TOSMbKO Manbyukn, X2Y (KkpanHe
PEOKO OEBOYKN).

* 1 IPU3HAK NMPOABIIAETCA HE B KaXXOOM
NMNOKOJ1IEHNN.

* [lpobaHa oTeLl nepeaatoT NaTonorm4eckun
aJjnernb BCeM CBOMM [04EePAMHOCUTENbHULIAM
(X™ X® ) 1 HMKOrga cbIHOBBLSM (X Y).

« B 6pake XeHLUNHbI-HocUTENbHULBI (X X2 ) C
npobaHaoM MY>XYnHOM (X2 Y) - 50% ao4vepen
npobaHgbl (X2 X% ) u 50% HocuTenun (X™ X9), 50%
%:IHOBGVI npobaHabl (X?Y), 50% 300poBble (X

* B yHacnenoBaHHbIX cny4vasx y 00nbHbIX
Marb4MKOB MOryT ObITb DOMbHbIE BpaTha U
Os4uv no matepu. Hosble MyTauun ABAAKOTCA
cnopagu4yeckumMmmn Unm n3onnpoBaHHbIMU




CuenrneHHoe ¢ Nonom HacnegoBaHue

HEHLLWHA- HENOPaXEHHbIN
HOCUTEenbHUUa (3a0poBbLIN) MYXK4KNHA

HOPMAanNbHbLIN
reH

i
B
N
§ ®
%
)
o
HEHLWMHA-  pHenopaXeHH HEenopaKeHHbIN SonbHOM
HOCUTENbHUUA as (3n0p0BLINA) MYyXYuHa
(spoposas) MYy*MHa
HEeHUIMHE

X-
cuensieHHoe OOMUHaHMHoe HacsiedoeaHue

e X-cuenneHHble AOMUHAHTHbIE bone3Hu
ABMAKTCA PeAKUMU U BbIABNSIOTCA
Y XXEHLUWH-TeTEPO3UroT, a Takxke
Y MY>XXYNH-TEMU3UTOT, UMEIOLLNX
MYTaHTHbIN annenb Ha eAUMHCTBEHHOM
Xpomocome X. X-cuenfeHHoe
OOMUHAaHTHOE HacnengoBaHMe
HanoOMMHaAET ayTOCOMHO-OOMUHAHTHOE.

* Ho ecTb 3Ha4YMMOe oTnnYme: nopakKeHHble
MY>XYMHbI NepeaatoT 3aboneBaHne ToNbKo
CBOMM J04YepsM, a nepegada oT oTua
K CbIHYy HEBO3MOXXHa




CuenrneHHoe ¢ Nonom HacnegoBaHue

* [lpumepom aToro TMna HacrnegoBaHUA
ABNAETCA BUTaMUH [1-pe3nNCTEHTHbIN
PaxuT, NP KOTOPOM XKEHLLMHbI OObIYHO
nvetoT bonee nerkne opmobl
3aboneBaHus], HeM MY>XYNHbI.

* [1pn MHOIMX X-CLEeNnMeHHbIX
OOMUHAHTHbIX DONE3HAX Y XXEHLMH
MOXET HabntogaTbCca MO3anunam
nposiBrieHns 00e3Hu.

* Hanpumep, npu cuHgpome bnoxa —
Cynbubeprepa (CMHOPOM HeAepKaHUS
nMrMmeHTa, Tun |l) HabngaeTcA
MO3aun4dHasi nIurmeHTaumns Koxum. Kpome
TOro, 9T0 3aboneBaHue, TakxKe Kak
cuHapoMm PeTTa, aBnaeTca npuMmepom
bone3Hun, netanbsHOW ANs NroaoB
MY>KCKOro rnorsa.




CuenrneHHoe ¢ Nonom HacnegoBaHue

* [IpoGaHabl BCTPEYaloTCs B KaXK40M
MOKOJTEHUM POJOCINOBHOMN.

» Mpo6Gaxpamy MOF}QA?@'T)" N MYXHUHBI (X Y) 1

XEHLMHbI (X™ X2, , HO >KeHLLUWHbI B ABa
' ._, _02 pa3a vaLue.
* [1pobaHa oTey nepeaatoT NAaToNorM4ecKknn A
! & anneb BCeM CBOMM aoyepsim-npodaHgam (X
1 2 X2, X2 X™) n HMKorga cbiHOBbLAM (X2 Y).

3 4 5
éé d Or ;O_‘ 5[5 5 &] * BonbHbIE XEHLUMHbI B CpegHeM nepenaroT
" naTorormdyecknm annenb 50% cbiHOBEW U 50%
] 2 3 4 5 )6 7 8 9 10 11 12 13 ,EI,OHepeVI

 )KeHLLMHbI (OHM reTEPO3UTrOTHBLI) bonetoT
MeHee TAXerno, Yem MY>XYUHbI (OHU
reMnsnroTHbl). bornesHb bonee BapnabensHa
NO KIMHNYECKUM NPOABIIEHUAM Y
reTepO3nUroTHbLIX XXEHLLWH.




CuenrneHHoe ¢ Nonom HacnegoBaHue

Y-cuensieHHoe HacsiedoeaHue
* [lpn3Hakmn, oeTepMuHUpyemMblie

N *\\ 7 reHamu, pacnonoXXeHHbIMM B
\§ { 4 {9 HEroMONOrMYHbIX y4acTKax Y-
; it XPOMOCOM, BCEraa nposiBsoTcs Y
it ég MY>KYUH M HUKOTAa He BCTPEYaloTCs y
47\ § YXXEHLLUH.

* Ha3biBaeTcs nHaye rorlaHgpmn4YeCckKknm
TUMNOM HacCJiegoBaHUA.



CuenrneHHoe ¢ Nonom HacnegoBaHue

* [lpmepbl NpU3HaKOB: TMNepPTPUXO3
YLLIHbIX PAKOBWUH, N3DbITOYHbLIN POCT BOJIOC
Ha cpedHuX panaHrax nanbLeB KUCTEN,
asoocrnepmug.

» Kpome coBepLueHHO 6e306MaHbIX
NPU3HaKOB - OBOJTOCEHUNE YLLIHOW
PaKOBMHbI U CpeHuX dpariaHr nanbLues
KNCTEW, BCTPEYATCH MyTalun reHaos,
PacnonoXXeHHbIX B Y-XpPOMOCOME, KOTOpbIE
BbI3bIBaAlOT HEKOTOPbIE OPMbI UXTNO3a
(pbIObSA KOXa).

« MyTauumn B HEKOTOPbIX reHax NPUBOOAT K
Pa3BUTUIO paKa n4ekK, npocTaTbl U
apyrmm roHagobnacrtomam.




CuenrneHHoe ¢ Nonom HacnegoBaHue
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*[lpn3HaK nepenaeTcs BCEM
MaribYmKam.

* [laTonornyeckmne myrtauuu,
3aTparneatoLime dopmMmmpoBaHme
CEMEHHUKOB NN CrepmMaToreHes,
HacrnegoBaTbCsd HE MOTryT, MOTOMY YTO
Takne MHAMBUAbl CTEPUNBLHDI.



CuenrneHHoe ¢ Nonom HacnegoBaHue

NMpu3HakKu YyeJsioBeka, cuenJieHHble C

noJioMm
Twun | Jlokanusayus \ NMpumepsbl
 HacnepoBaHMA | reHos

Temodunusa, pasHele ¢dopMbl

- | -
- Heromonorn4yHelii LBETOBOW CNenoThl,
X-cuenneHHsln | \
- 'yqyacTtok X- 'OTCYTCTBME TMMOTOBLIX Xenes,
peLecCUBHbLINA ‘ } i
'XPOMOCOMBI ‘HekoTopblie (OPMbl MbILLIEYHON

ancTpodum u np.

'HeromonornyHelii |KopuiHesbin LeeT 3y6HOiA
yyacTtok X- '3Manu, eutamuH D ycTOMYMBLIA

' XPOMOCOMBI paxuT u np.

X-cuenneHHbln
DOMWUHAHTHLIN

Heromonorn4yHelin [lepenoH4YaToCTh NajnbUEB HOr,

|
Y-cuenneHHbIn yyacTok Y- irunepruxo3 Kpas  YyLWHON
'XPOMOCOMBI PaKoBUHBI



MunTtoxoHapuanbHoOE
(UMTONNA3mMaTn4eckoe) HacnegoBaHme

* MuToxoHapuansHoe

O O (UMTOMNAa3mMaTnyeckoe) HacnegoBaHme
‘ + AN XapaKTepHo ansa ocoboro knacca
/\ HacnegcTBEHHOM NaToNnornn —

MUTOXOHOpPUanNbHbIX 6onesHen.

\ \\ * MuToxoHapuanbHble 3aboneBaHns -

® rpynna HacneacTBeHHbIX 3aboneBaHni,
ﬁ\ CBA3aHHbIX C AePEeKTaMU B
\ ] L beHKLI,I/IOHVIpOBaHVM MUTOXOH D'py”‘/]’
NPUBOLALLMMUN K HApPYLLUEHNAM
9HEepreTnyecknx PyHKLMN B
KIeTkax aykapuor, B
4YaCTHOCTW, YeSioBeKa.




MunTtoxoHapuanbHoOE
(UMTONNA3mMaTn4eckoe) HacnegoBaHme

* Paa peakux 6onesHem ¢ HeobbIYHOW
KOMBUHaLNeEN HEBPOITOrMYeCKux m
MUonaTu4ecKmnx nPmM3HaKos,
= — KapauomuonaTtun, AnabeT BO3HUKAIOT
i BCIeACcTBUE MyTaL i
MUTOXOHAPWUaNbHbIX FrEHOB.

 [INn9 nocTaHOBKWM AMarHo3a

ARUeKneTka Cnepmartozona

s i / MUTOXOHApPWanbLHOro 3aboreBaHns
T = YR Ba)keH
T = KOMIMJTIEKCHbIN reHearorm4yecknu,
B KIMHUYECKUNA,

broxmmmyecknin, MopdonorM4ecknm un
reHeTU4YeCcKnun aHanums.



MunTtoxoHapuanbHoOE
(UMTONNA3mMaTn4eckoe) HacnegoBaHme
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* [lpn3Hak nepenaeTcs TONIbKO OT

MaTepu.

* [TpoBGaHabl 1 4EBOYKU, N MaTbYUKMN.

* [lpobaHabl OTUbI HE NepeaatoT
NPU3HAaK HX JOYEPSAM, HU CbIHOBbAM.
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