HacneacTtBeHHOCTD.
CTPYKTYpHbIe YPOBHU OpraHm3aumm
HacreaACTBEHHOro Mmatepwvana

e CTPYKTYpPHbIe YPOBHM OpraH1M3auum
HacneacTBeHHOro martepuvana
* Perynsauunsa akcnpeccun reHoB

e HacheacTtBeHHO OOyCrnoBMeHHbIe
pa3nuyuva noageun

 HapyweHusa kapuoTuna u ux
dheHOTUNNYECKOE NposABNeHue

e [eHeTUYECKMN MO3anLuUnU3M
e CTPYKTYpPHbIe aHOMaNn XpPOMOCOM



HacnenCcTtBeHHOCTb-

CBONCTBO OpraHn3moB obecrne4yunBaTb
MaTepuanbHY U PYHKLUOHANBbHYHO
NpeeMCcTBEHHOCTb MexAay
NMOKOJIEHUAMM

HacnepoctBeHHOCTL 0OycrnoBnuBaeTt
cneuynddUYHOCTb OHTOreHe3a B
onpeaeneHHbIX YCNOBUAX BHELLUHEW
cpeabl



[loHATNA 1.«HacneacTBEHHOCTbY

2.«HacnegoBaHUe»

1. B NOHATUE HAcNeaACTBEHHOCTb BXoaAUT
CBOUCTBO reHOB AeTepMUHUPOBATLb
nocTpoeHue NonunenTUaHoOm uenu u
pa3BuTUe Npu3HakKka

2. NTOHATUEe HacnegoBaHUe oTpa)kaeT
Hanun4yue npouecca, T.e.3T0 Crnocoo
nepeaavuv reHetTu4eckom nHdopmaumm.
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[eH -

- 3TO y4acToKk monekynbl [1HK, Hecywmun
MHOpMaLUIO O CTPYKTYpe
nonunenTUaHoOM Uenu Unu
MaKpOMOnneKy-nbl.



Monekyna OHK B kneTke
nonudpyHKUMoHanbHa, B cBA3n ¢ 3Tum B [1HK

nmetroTcs MocrieaoBaTeNbHOCTU KoTopble:

-KOHTPONUPYIOT 3KCNPECCUI0 reHoB
-KOHTPONUPYIOT pensiukauuio
-BKITHOYAIOT U BbIKIOYAKOT Apyrue reHbol



CTPYKTYpPHbIE reHbl

[lochnegoBaTenbHOCTU HYKINEOTUOOB
(reHbl), KOTOpPbIE coaepKaTt
MHOpMaLUIO O CTPYKTYpe
nonMnenTMaHoOu Uenu, a B KOHEYHOM
cyeTe O CTPYKTYpPHOM bernke
(dbepmMeHTbl, aHTUTENa, peuenTopHble
oenkum .....)



PerynaTopHble reHbl

[lochnegoBaTenbHOCTU HYKINEOTUOOB
(reHbl), KOTOpPbLIE onpeaensaOT BpemMs,
MEeCTO U AJNINTENIbHOCTb BKNIOYEHUS
CTPYKTYPHbIX reHOB Ha3bIBalOTCH



Cuctema onepoHa (P.Xakob, K.MoH0,1961 r)
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Apumnbanbg 'eppon, 1902 r

* BnepBble CBA3b MeXAay reHaMmum U ux
KOHeYHbIMU npoAayKkTamu (6benkamm) oObina
obOHapyxeHa aHrnumnckum spadvyom A.['sppogom
B 1902 rogy

e AnkantoHypusa (doeHoTUNNUYeCKNn npu3Hak-
MOYa LBETA KpacHOro BnHa). ['o MHeHUto
[[9ppoga-aTo HacneacTBeHHoOe 3aboneBaHne
oOyCroBneHoO HapyLeHNEM a30TUCTOrO
obmeHa, B pesynibrate KOToOporo BMECTO
MOYEBUHbI B MOYEe COOEPXKNTCA KaKoe-TO
BELLIECTBO TEMHOIO L|BETA.



A.['appon n batcoH, 1908 r

e -DONbHbIE anNKanToOHypUueu ABNAITCA
peuecCUBHbIMN FOMO3UTOTaMMU.

 «[lo BMHe» peLecCUBHOIo reHa y HUX He
npoucxoauT Kakon-to oepMeHTaTUBHOMU
MmeTabonun4yeckou peakumun. OTcytcTBue
3TON peakuuu, B CBOK o4vyepeab, NPUBOOUT K
HaKOMJIeHUIO U BbiBeOeHUo cyocTpara,
KOTOPbIU B HOpMe pa3pyLiarncs obl B
pe3ynbraTte 3TOU peaKkuum.



[ OMOreHTu3nHoBas Kucrnorta ->

-> =2 MaJlenNH-aueTart -> H,0 + CO,
Okcunmpasa romMoreHTU3IMHOBOW KUCIIOThbI

\J
HAKalJinBaeTCA

N nepexoanTt B MOYY

[OMOreHTM3nHOBasa KncnoTa y 00sbHbIX
arnkanToHypuen Ha Bo3ayxe OKUCNSeTca U
YepHEeEeT, a Mo4a npmobpeTaeT uBeT
KpacHOro BMHa.



bugn, Tatym, 1940 r

[Mnotesa «OQUH reH - oguH PepmMeHT»
OrpaHuyeHus
- He Bce Dernku BbIMNOMHAT dEePMEHTATUBHYIO OYHKLIUIO

- He Bce Dernku COCTOAT U3 O aAHOW NoNunenTuaHou uenu
(onMromMmepHbie)

CoBpemMeHHas TpaKTOBKa
«OauH reH-ogHa nonunenTuaHas uenb»



Kon-Bo [1IHK B XpOMOCOMHOM

Habope 4ernoBeka
Ha rannomnaHbin Habop- 3x10° n.H.
ariHa okosio 1 m
Ha oaHy Xxpomocomy npuxoauTcs B CpeaHeM
-1,2x10° n.H.(nap HykneoTuaos)
AriMHa oKorio 4 cm

OHK B MeTacpa3zHon xpomocome
KomnakTu3soBaHa B 10* pa3 no cpaBHeHMIO C
NHTEepPMasHoOMn



Cxema pa3nnMyHbIX YPOBHEN KOMMAKTU3aLUU XpoOMaTMHa

1. HyKneocoma
2. HyKneomep, «cBepxbycunHa» [MCTOHOBLIE U HEMTMCTOHOBbLIE OernKun
3. Xpomomep NPUHUMAKOT y4yacTue:
1)B dbopmupoBaHum
4. XxXpomMoHema CTPYKTYPbl XpOMOCOM

5. Xpomocoma 2) B perynsiuum aKcrnpeccum reHoB
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Komnaktunsaunsa JHK

1.HyKneoCoOMHbIN ypoBeHb:
150-200 n.H.+ 8 mosniekynn 2ucmoHoe(rno 2 mosn.H2a,H2e,H3 ,H4)

2.HykrneomepHbIN ypoBeHb:
8-10 Hyknneocom ob6beOuUHeHbI 8 sude 2r10byribI 1o criupanu
(connuHoud). Ha oO0uH wae cosiuHouda 6 HyK/1eoCcoM.
3.XpOMOMEPHbIN YPOBEHb:
rnemrsu (omoersibHbIU 2eHOMHbIU domeH) Komrinekca JHK u
2UCMOHO8 C MPUKPErseHUemM K m.H. «10epHOMY cKeriemy».
cmeneHb komnakmu3sauuu HK 103
4. MeTtacpasHana XpoOMoOcCOMa:
yKrnalOka Humedl 8 cyrepcosieoud oOuH wae-10 nemerib,
a Ouamemp=2 mkm Koaghgh.koHOeHcauyuu 1:10 000
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NMpouecc nepeaaun nHpopmauum ot AHK k 6enky,
Koaupyemomy pacuiensieHHbIM reHOM

Dk30H 1 Harpos 1 DK30H 2 HuTpon 2 DJK30H
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HMuaouBUAYalbHbIE KOOUPYIOIHE PalOHBI
pas3aeiieHbl B '€HE




3a4yemM B npupoae BO3HUKIIA pa3opBaHHas CTPYKTypa
3YKapuoOTUYECKUX NreHOB = 3a4eM npupoae
NnoHagoobunocb BBOAUTbL CIIOXKHbIU npouecc
CMNJSIauCUHra n NpoueccuHra, BKro4varLero pa3pbIiBbl
n coeanHeHuns KoHUuoB PHK n yHu4YTOXeHUue %
CUHTe3npoBaHHOU npe-MPHK?.

'MnoTte3a: «CNnamcuHr, ¢ ero cnocodbHOCTbIO 0ObEONHATL
pasbeNHEHHbIE Y4aCTKMN B OOUH reH, MOXET UrpaTtb BaXkHYHO
PONb B 3BOSTOLUN XUBbIX OPraHM3MoB (MOXET 00beANHATL
pa3Hbl€ reHbl B OOWH, criegoBaTenbHO pasHbIX NONMNeEnTUOAHbIX
uenewn B ogHy. Takmm nytem ferko MoryT BO3HUKHYTb HOBbIE
rEHblI).

OHK-nonumepasa 1 npeacraeneHa 1 nonunentuaHoOW LENbHO,
HO COCTOUT U3 pa3HbiX depmeHToB: cobcTBeHHO [AHK-
nonnmepasbl 1 3HOOHYKIea3bl. [lBa AoMeHa obpa3ytoT 2
KOMMaKTHble YaCTuLbl, CBA3aHHbIE KOPOTKUM NONUNENTUOHbLIM
MOCTMKOM.



PnbocoMHbIN UMK CMHTE3a bernka
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CoBpemeHHan Teopus reHa

[eH-4yacTb monekynbl [HK, apnawwanca pyHKLUNOHaNbLHON e ANHULIEN
HacneacTBeHHoON MHdopmMmauumn

[eH 3aHUMaeT onpeAaeneHHbLIN Y4aCTOK (NMOKYC=LUUCTPOH) B XPOMOCOMeE
BHYTPU reHa MOryT npoucxoamTb peKkoMmouHaumum

OHK. Bxoasuwasa B cocTaB reHa, cnocobHa kK penapauuu. He
penapupyemMbie noBpexaeHUs NPUBOAAT K MyTalUsAM.

CyLLeCTBYHIOT reHbl PerynaTopHbie U CTPYKTYPHbIe (MoandpukaTopbl U
Apyrue)

PacnonoxeHue TpunneToB (KOAOHOB=CAUTOB) B CTPYKTYPHbIX reHax
KONMMIMHWAPHO aMUHOKUCNOTaM NONMNEeNnTUAHON Lenunu, Koaonpyemoun
AaHHbIM reHOM (MOXeT ObITb CABUI PAMKU CYUTbIBaAHUA)

[eHOTUN, OyAY4YM ANCKPETHLIM (COCTOSALLUM U3 OTAENbHbLIX FTEHOB),
bYHKLIMOHUNPYET KaK eAUnHOoe Lienoe

[eHeTUYECKUU KOO YHUBEpcaneH

[eHeTMYECKMMN KOO BbIPOXAEHHbIN (A1 MHOMMX aMUHOKUCIOT
cylwiecTByeT 6oryiee 0gHOro KogoHa)

[eHbl pacnonaralTcsa B XpOMOCOMe B JIMHEMHOM nopsaake u obpasyior
rpynny cuenneHus.




} e-8%

~ 90% Oone3Heu c
HacneaACTBEHHbIM
npeapacnosioXXeHnem

TpaBMmbl,
oXxoru



YacTHble pa3genbl reHETUKKU
yenoBeka

- | eHeTuka




B Poccun exxerogHo poxpaetca 40-50 Ha
1000 neten c BpoxxaeHHOMU
HacrnegcTBeHHOW naToriorneun

 40% paHHen MnNageH4YeCKoOUu CMEepPTHOCTU U
MHBanugusaumm odycnoBrieHo
HacneAcCTBeHHbIMU (haKTopamu;

e 30% KOEeK B AeTCKUX NNeYeOHbIX
yuypexaeHnAax 3aHuMaroT geTu c
HacneacTBeHHOWU naTtonorveun:

e Oornee NONOBUHbLI U3 HUX NOrMOalOT OYeHb
PaHO UM MMEIOT XPOHMYecKne 3aboneBaHus.



 HacnencrteBeHHble OonesHn
BCTPEeYalTCa B NpaKTU4eCKOU
OesTernbHOCTU Bpaya nobdou
cneumnanbHOCTU T.k.

* ¥ 11-16% 60nbHbIX, NOCTYNAKOLINX B
neguaTpuyeckme oTaeneHunst KNMHUK
OVNarHOCTUPYIOT reHeTUYecKmne
3aboneBaHus.



8,5% neten ymmpatlot ot 3abonesaHum,
CBA3aHHbIX C FTEHHbIMU MYyTaLUUAMMU;

2,5% peten ymmpatrot ot 3aboneBaHum,
CBA3aHHbIX C XPOMOCOMHbIMWU HapPYyLLUEHUSIMU;

31% peten ymmnpatloT OT Tak Ha3biBaeMOW
OTArOLLEHHOCTMN HacneACTBEHHbIMU NMPU3HaKamum.

Utoro 42%

17% peten ymmparot oT 3abosieBaHnm
HEen3BeCTHOM Npupoabi.



bornbLion NpoueHT D0MbHbIX C
HacrneacTBeHHOW NaTorornemn:

B reMaTosfIorM4ecKkmnX KnmHUKax;
16% B geTckon Hedponormu;

50% peTckou cnenoTbl COCTaBNAKOT
HacneacTBeHHble aHOMauu;

50% 06O0SIbHbLIX C HApPYLUEHHbLIM CITyXOM-
HacreacTBeHHas NaTosiorug;

Taxenble popMbl HacneacTBeHHOW NaToNornm
coctaBnaoT 1-2%. Ha 5 MIH XX1UBOPOXOEHHbIX
npuxoauntcs 50-100 TbicAY geTen ¢ Taxenoun
BpPOXXOEHHOW U HacneacTBEHHOW NaTONoOrnen.



MAKKbIOCUK 2005 roa

Bcero onncaHo 6 678 cuHapomoB u
NPU3HaAKOB Yy YerioBeKa cpeau HUX —

e 4458 -ayTOCOMHO-OOMMHAHTHbIX
e 1730 -ayTOoCOMHO-peLecCUBHbIX
° 412 - X — cuenrfieHHbIX
o 19 -y - cuenneHHbIX

. 66 — muTOXOHAPUANBLHO-
HacneayembIixX



JTan akTUBHOIO U3y4YeHuUs

MUTOXOHOPWanbHbIX OOIE3HEN-

bonesHen, 0OycrnoBneHHbIX HapyLLeHNEM
doYHKLUMN MUTOXOHAPUN. DTO OOYCNOBIIEHO
OBOWHBIM rEHETUYECKMM KOONpPOBaHMEM DESKOB
OITEKTPOHHO-TPAHCMOPTHON Lenn aaepHbIMU U
MUTOXOHApPUAaNbHbIMU reHaMu.

N3BeCTHO 66 camMocToATENbHbIX
HOo3010orn4yeckmnx doopm, cBA3aHHbIX C
MyTaunamm mutoxoHgpuanbHou OHK,

KOTOpble XapaKTepu3yrTCA «MaTePUHCKUM
HacregoBaHUeM»



[TlepoKCcnUCOMbI=MUKpOTENbLLIA-OpraHennbl
anametpom 0,3-15 MKm

e -OCODOEHHOCTbIO agBNAeTCa KaTanntndeckoe
pacLienneHme H202 Ha HZO " 02, nog OencTeBmnem
KaTtanasbl.

e HacneaocTtBeHHblIe HapyLWEeHUA NePOKCUCOMHOIOo
OKMCNEHNUA-OCHOBA MHOIMUX TAXenblIX
3aboneBaHuUn AgeTckoro Bo3pacTta. [1posensaioTca
9Tn 3aborneBaHusa nopaxeHnem UHC, opraHoB
3peHus, ne4eHn, aHomanum ckeneta. 3sectHo 11
Ho3osorn4yeckmx oopmM nepokcrucomarbHbIX
bonesHen n CMHOPOMOB.

 Bbone3Hb Pedhcyma -B OCHOBE rrnybokoe HapyLueHne
doyHKUMN nepoKkcmcom ¢ aednumMtom oKkcuaasbl
dontTaHOBOU KUCNOTbI N HApPYyLLUEHMEM MPOLIECCOB €€
b- oKncneHus.



KapuoTtun

-AnNNonaHbI Habop XPOMOCOM,
XapaKTepusyrLnnca CoOBOKYMNHOCTbLIO
MPWU3HaKOB : YNCIIO,

pasmep,

opma,
OCODEHHOCTU CTPOEHUS



Tunbl meTadpasHbix XxpomocoM (MakKbrocuk)

Kopotkoe
CrnyTHHK IJIe4Y0

IleaTpomepa

/ \ \ / [lenTpomepa b

Hoxxka

JMHHOE

/ IJ1e490

Teno- Axpo- CybOmera- Mera-
LEHTPUYECKHE LIEHTPUYECKHUE LIEHTPUYECKHUE LIEHTPUYECKHUE

Tunbl metadazubix xpomocom [MakKbiocuk, 1967. C. 25]
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KAPUOTUTTMPOBAHUE




CuHapom KnanHdensrepa (47, Xxy)

Beicokui pocr
OvcyTcreue 3anbicMH Ha nby---... !

~ EBHYXOMAHbIA W cnerkd
(heMUHU3UPOBAHHLIN rabuTyc

Cnerka cHuxeH 1Q

Mnoxoit pocT 60POAbl--ccemea-.

TeHaeHUMA K BbINaaeHUIo R
BONOC Ha rpyam™~

«=== = [YHEKOMACTUA
,’5
\ )-- Octeonopos

$
'

Atpodua TecTukyn
(Ty6ynapHbIit cknepos;
runepnnasua Knetok fleigura)

Moua:
roHagotponuHel 1
17 ketocTeponabl |



OCHOBHblE (PEHOTUNUNYECKME MPUSHAKN NPU
cuHgpome KnanHdensrepa
- EBHYXOBNOHOE TEJ10CJTIOXKEHUNE,
- HEAO0Pa3BUTUE MOJ10BbIX OPraHOB,
- Y YacCTu r’MHEKOMaACTUS,;

- Yy NONOBVHbI 6OMbHBIX YMCTBEHHAsA OTCTanocThb
(Nerkoe CHWXeHWe NHTENNEKTa, TPYAHOCTM B
06YyYEHNUN YTEHUIO U MUCBMY);

- BClbJ1IbYUBbI, UMIMYJ1IbCNBHbI, J1IETKO NMonaaatoT rnoa
BIIUSIHNE CUSIbHbIX JINYHOCTEW;

- XX3HEeCNnoCcoOHOCTb NMOHWMXEeHa.



47, XYY

OcHoOBHbIe (heHOTUNUYECKUEe
NPU3HaKM:

-BbICOKUWU POCT;
-acoumanbHbIN U
arpeccuBHbIN (a UHOrAAa
npPecTynHbIN ) TUN
rnoBeaeHus.




