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HacjeacrBeHHble 3a001eBaHusa — 3a00JICBaHNS,
BO3HHMKHOBEHHE U PA3BUTHE KOTOPHIX CBI3AHO C
pa3InYHbIMU Ae(hEKTaMU U HAPYILICHUSIMU

B HACJICJICTBEHHOM aImnapare KieTok. B ocHoBe
HACJIENCTBEHHBIX 3a00JI€EBAHNHA

JIeXKaT MyTallMi: XpOMOCOMHBIE, TCHHBIE 1 MUTOXOHIPU
aJIbHBIE.




Kiaccndpukanus HACJIEACTBCHHON MATOJIOT M.
BCro HacIeaACTBEHHYIO MMATOJIOTHI0 MOXKHO
pa3AesiuTh HA S TPYII:

*reHHnIe 00JIC3HU

* XpOMOCOMHBIE 00JIC3HU

*00JI€3HM C HACJIEACTBEHHOU
IPEeAPACIIOIOKECHHOCTHIO (CHHOHUMBI
MYJIBETH(AKTOpHAJIbHBIC, MHOTO(DAKTOPHEIE),

* reHeTHYECKUE OOJIE3HN COMAaTHYECKHUX KIIETOK
* 00JIE3HH TEHETHYECKOM HECOBMECTUMOCTH MaTepu U
1014



1. I ennvie !0.7183Hll — JTO 38!!0J'I€B8.HI/IH, BbI3bIBACMbIC I'CHHBIMHU

MyTauusaMu. OHHU IIEPEAAOTCS U3 IIOKOJICHUS B IIOKOJICHUE U
HACJIEAYIOTCS M0 3aKOHaM MeHens.

2. Xpomocomuuwie 001€31u — HTO 3a00JICBAHUS, BOSHUKAIOIIME B
pe3yJIbTaTe XpPOMOCOMHBIX M TEHOMHBIX MYyTaIlHi.

3. bone3nu c nacneocmeennou

npeopacnonoxicennocmovio (MyJbTU(PAKTOPHbIE 00J1€3HHU) — 3TO
3a00JI€BaHMs1, BOSHUKAIOIIIME B PE3YJIbTaTe COOTBETCTBYIOIICH
IF€HETUYECKOM KOHCTUTYIIUM U HAJIMYIUS ONPEICIICHHBIX (DPaKTOPOB
BHEIIHEN cpeabl. [Ipy Bo3aeHCTBUH CPENOBBIX (DAKTOPOB
peann3yeTcs HACJIEICTBCHHAS MPEAPACIIOIOKEHHOCTD.

4. I pynna cenemuueckux 00.1e31eil, 603HUKAIOUWIUX 8
pe3yivmame Mymauui 6 COMamuyecKux

KJ1emKkax (TEHETUUECKHE COMAaTuYeCKre O0JIC3HU ), BbIJICIICHA
coBceM HeslaBHO. K HEl OTHOCATCA HEKOTOPHIE OIMYXOJIH,
OT/ICJbHBIC OPOKHU PA3BUTHSI, Ay TOUMMYHHBIE 3a00JI€BaHUSI.

5. bone3nu cenemuueckou HeCOBMECHUMOCHIU MamePU U
njaoda. OHU Pa3BUBAIOTCS B PE3YJIBTATE UMMYHOJIOTUYECKON
pEaKIMy OpraHnu3Ma MaTepy HA AHTUTEH TLIO/A.




|. | ‘ €HHble, XpPOMOCOMHbIE !OJ’IGBHM. H

» 'enHbIE 00JI€3HHM — 5TO OOJIBIIIAA IPYIIIIA
3a00JIeBaHUM, BO3HUKAIOIINX B PE3yJIbTaTe
nospexaenuda JIHK Ha ypoBHe reHa.

[IprunHaMU MyTaIyi, BEI3BIBAIOIIUX T€HHBIE
3a00JIeBaHUs MOTYT OBITh:

e 3aMe€eHa, HYKJIeOTH1a
» BcTaBKka HyKJIeOTHIA
» BeilmagieHre HyKJIeoTu1a

I'eHHBIEe MyTallUU SIBJIASIOTCS IPUYNHON Pa3BUTUS
MHOTHUX 00JIe3Hell 0OMeHa BelllecTB(HeIIpUMeED,
aHeMHu, aJIBOMHU3M U T/)



!B quarHocTHUKE TeHHBIX 00JIC3HEH YeIOBEKA IIUPOKO
IPUMEHSIOTCS OMOXHMHUYCCKUE METOIBI, IOCKOIBKY HX

aToreHe3 0ObIYHO CBSI3aH C HAPYLICHUEM
OIpEACIICHHBIX 3B€HbEB MeTa0oIM3Ma. B HacTosIee

BpEMS B MEAUIIUHCKYIO T€HETUKY AKTUBHO BHEIPSIIOTCS
METObl TCHHOW UHXCHEpUH !




* XpoMoCOMHBbI€ 00J1e3HH — HACJICICTBCHHBIC
3a00J1€BaHus, 00YCIIOBJICHHBIC H3MEHCHHUEM YHCIia
WJIN CTPYKTYPBI XPOMOCOM (T€HOMHBIMM HJIH

XPpOMOCOMHBIMHU MYyTallUsIMHU COOTBGTCTBGHHO) .

Xpomocomuvie bone3tHu B03HUKAIOM 8 pe3)lbmame
Mymayuu 8 NOJA0BbIX KJIeMmKaAxX 00H020 U3 pooumesnell



[IpUYNHBbI BOSHMKHOBEHUA

XPOMOCOMHbIX 60/1€3HEN

e Tpancjaokanuss — OOMEHHBIC IEPECTPONKU MEKIY
HETOMOJIOTUYHBIMU XPOMOCOMAMHU.

e JlejenmMss — MoTepU y4acTKa XpOMOCOMBI.
NHBepcHuss — 1OBOPOTHI yYACTKA XPOMOCOMBI Ha
180 rpaaycos.

o Jlynankanmusa— yJIBOCHUS YYaCTKA XPOMOCOMBI.

e U30xpoMoCcOMHUA — XPOMOCOMBI C ITOBTOPAOIIUMCS
F€HETUYECKUM MaTepuaioM B 000UX IJICYaXx.

°* BO3BHHKHOBEeHHE KOJIBIEBBIX XPOMOCOM —
COCJIMHEHHUE JBYX KOHIIEBBIX JACJICIIUM B 000HX
IJIe4yax XpOMOCOMBI.



[IprMepbl NATO/IOMMKU, BbI3BAHHbIX

XPOMOCOMHbIMM MYyTaLMAMM

« Cugapom Ilaray

e [IlenTacomus 1mo X-xpoMocome
» Cunpom Bapkanu

« Cunpom BusbaMmca

» Cunapom Knanndensrepa

* CMHIPOM KOIIAYbEro IJ1a3a

» Cunpom DaBapjaca

e CHuHAPOM DKapau
» CnnHouepeOeIIpHas aTakChs



1.2MynbTUdaKTOpUasIbHbIE B0JIE3HM.

e MyabTu(aKkTOpHAIBHBIE 3200J1€BAHUS — OTO
3a00JI€BaHMs1, BO3HUKAIOIIHUE IIPU HEOIArOnpUsTHOM
CoYEeTaHUM psifa (PaKTOPOB: TCHETUYECKUX
0COOCHHOCTSIX (TCHETUUCCKOM
IIPEIPaCIIOIOKEHHOCTH ) U BIUSHUS «BHEIIHEH
CpEbl» - BpEIHBIX IIPUBBIYEK, 00pa3a *KU3HHU,
npo(PECCHOHAIBLHOMN IEATEIBHOCTH U APYTHX.



MYJIbTU(aKTOopUaibHble 601€3HMU
MOXHO pa3fe/ImTb Ha:

1) BPOKJICHHBIC ITOPOKH PA3BUTHS,

2) pacopoCTpaHCHHLIC ICUXUYECCKHUE U HEPBHBIC
00JIe3HU,

3) pacnpocTpaHEHHBIE 00JIE3HU «CPEIHEr0» BO3pacTa.



YacTo BCcTpevarolimeca
MYJIbTU(aKTOpUaibHble O0IE3HM:
* PEBMATOUTHBIA apTPUT
e MILIEMHUYECKasa 00JE3Hb cepALa
* TMIICPTOHUYECKAS U SI3BCHHAs 00JIE3HU
* [IUPPO3 ICUCHU
* CaxapHBIN JUa0CT
* bpoHxuajibHasa actMa
* MM30(ppEHUS



1.3bone3nu ¢ HeTpaAUIIUOHHBIM THIIOM
HaCJICAOBAaHMUS (MUTOXOHIPHUAIBLHBIC
00JIe3HU U O0JIC3HU UMIIPUHTHHTA. )

K Oojse3HsaM ¢ HeTpagUIMOHHBIM  THUIIOM
HacJIeJOBAHUA OTHOCAT TakHe (peHOMEHbDI KaK:

- MuToxoHipHaIbHbIe 00JIe3HU

- bos1e3HN TeHOMHOTO UMIIPUHTHHTA

- Bosie3HU OTHOPOAUTENBCKOM TUCOMUH

- bone3dHm = sKcmaHCUU  TPUHYKJIEOTHIHBIX
IIOBTOPOB

- boJsiesHu BbI3BAaHHEIE HapyIlIeHueM
SIUTEHETUUYECKOU PETyJIAINU TeHHOU SKCIIPECCUU



MuUTOXOHApPUA/IbHBbIE 6ONIE3HU -
Hac/1ieaytTCA N0 MAaTEPUHCKOU JIMHMA

HacnemoBanue  mnpusHakoB, nepegaBaeMbix 4epe3 JIHK
MUTOXOHAPUM, M CBA3b MyTanuid MutoxoHapuaabHou JIHK c
b6oJie3HAMU UejioBeKa OBbLIO BIepBhle MoKa3aHo B 1988 roxy. C
TeX Top OOHapyKeHO Oosbimoe umcao wmyranmuin MT/AHK,
Jle;KallliX B OCHOBE IIeJIOT0 Psjia HeupoJiereHepaTUBHBIX
3abosieBaHNI, HEKOTOPhIX M®P3, MUTOXOHAPUATbHBIX MHUOIATUH.

IIpumepnr:

- HacJIeJICTBeHHas HelpoodTanabMmusa Jlebepa (xapakrepusyercs
b1aTepaJbHOU IIOTEPEU 3peHuUs).

- cuagpom MERRF (xapakTtepusyeTcsi MIPOTpPECCUPYIOIEN
JlereHepalniiel HEPBHOM W MBIIIEYHOM  TKAaHHU, 4YTO
IIPOSIBJISIETCS CyZOpOraMM, aTakKCHeW, MuoNaThel, MoTepeu
cJIyxa).

e JeTaJibHAsA WHQAHTUIbHAS JIbIXaTeJbHasi HEJOCTaTOUYHOCTh U
AP.



bosie3HM MMNPUHTUHra

Ilox TeHOMHBIM MMITPUHTUHTOM IIOHUMAIOT
SIUTE€HETUYECKUHN IIPOIECC, KOTOPhIM IAuddepeHIInaaIbHO
MapKUpyeT MATEPUHCKHE U OTIOBCKHE T'OMOJIOTHUYHBIE
XPOMOCOMBI, YTO IPUBOJUT K Pa3HOMY (PEHOTUIINUYECKOMY
IIPOABJIEHUIO MYTAaIlMM y IIOTOMCTBA, YHACJIEOBAHHBIX OT
MaTepyu WKW OTIIa. B ydacTkax reHoMma, mHOABEP>KEHHBIX
UMIPUHTHHTY, YKCIPECCUPYETCs TOJIBKO OJWH U3 JBYX
aJjiyiejier — OTLIOBCKHM WJIM MaTePUHCKUMH, T.e. Ha0JII0JaeTcs
MOHOAQJIJIEJIbHASA JKCIIpeccuss TeHOB. BTopou asielb,
BCJIEICTBHE HaJW4YWsI Ha HEM HEKOEro OTIeYaTKa,
UMIIDUHTUPOBAH (BBIKJIIOUEH WM IIOJAaBJE€H) W He
sKcrpeccupyercsa. Takoli cmocob®  perysaiiiyd  TI'€HOB
CBUETEJILCTBYET O HESKBHUBAJIEHTHOM BKJIAJIE POAUTENIEN B
T€HOM II0TOMKOB. I[Ipumep:

- Cunapom IIpagepa-Buiin
- CuHApOM JHTeEJAbMaHa («CYACTINBOU KyKJIbI»)



1.4.BpoXaeHHble NOPOKM pa3BUTUA

BpoXXeHHBIE TOPOKM Ppa3BUTHS MNPEJCTABISAIOT COOOM
ONpE/ICICHHBIE AaHOMAJIMU Pa3BUTHS, OTKJIOHEHMS OT
HOPMAJIBHOTO  CTPOCHHUS  YEJIOBEUECKOTO  OpraHu3Ma,
KOTOPHIE BO3HHMKAIOT BO BpPEMsA BHYTPUYTPOOHOIO WIIM
MOCJIEPOAOBOTO TIepuoAa pa3BuTUA. JlaHHBIE TIOPOKH
Pa3BUTHS MOT'YT HOSBIATHCS MO ASUCTBUEM BHYTPEHHHUX U
BHEIIHUX (DaKTOPOB.

[IprYrHBI BPOKICHHBIX ITIOPOKOB PA3BUTHS

DHJOICHHBIC (baKTOPHI: MYyTalllH; YHJIOKPUHHBIEC
3a00JICBAHUS; «IIEPE3PEBAHUE» IOJIOBBIX KJIETOK; BO3pacT
POJIUTEIIEH;

DOK30reHHble  (pakTOpbl:  (DUM3UYECKHE;  XHMHUYECKUE;
OMOJIOTHYECKHE - MPOTO30MHBICE HWHBA3UH, BHUPYCHBIC
3a00JI€BaHUs, U30UMMYyHH3alIMS.



TepaTtoreHes

 TeparoreHes - 3TO npeHaTajJIbHasl TOKCUYHOCTb,
XapaKTEpU3yIasICs CTPYKTYPHBIMHU UJIn
(OyHKIIMOHATbHBIMU nedexraMu B Pa3BHUBAIOIIEMCS
YMOpHOHE 17| TJI0JIE. (MEXaHW3M  BO3HHUKHOBECHHS

aHoManui pa3BuTusg). OH TakKe BKIIOYACT 3aJCPKKY
BHYTPUYTPOOHOTO Pa3BUTHSA, CMEPTh SMOPHOHA WIIM ILIOJAA U
TPAHCIUIAIICHTAPHBIM OHKOIE€HE3 (MPU KOTOPOM XUMHUYECKAs
9KCIIO3UIMS Ha MaTh MIPUBOAWTH K Pa3BUTHIO paka B SMOPHOHE
U IUIOAC, 3aKAHYMBAKOMIAACS PAKOM B TMOTOMCTBE MOCIE
POXKICHUS ).

e TepaToreHHbIN (PAKTOP — OTO BEIIECTBO, OPraHU3M,
(GU3NYECKU areHT WM COCTOSHWE JAc(uiMra BO BpeMms
OEpPEMEHHOCTH, KOTOPOE€ CIIOCOOHO BBI3bIBATh APPEKTHI
MOpP(OJIOTHYECKHE, OMOXMMHYECKHE, MOBEIACHUYECCKUE IIpU
poxxaeHuu uim nozxe (BO3).



O6ume KoHuenummn TepaTtoreHesa

e D@ @eKThI MPU BO3ICMCTBUU TEPATOITCHHBIX (DAKTOPOB UMEIOT
BUOBYIO UyYBCTBUTEIBHOCTD

* D deKxThl TpU BO3IECUCTBUH TEPATOT€HHBIX (DAKTOPOB UMEIOT
WHJIUBUIYyaJIbHBIC Pa3Inyus

» TeparoreHnble (pakTOPhI OKA3bIBAIOT BO3JACHCTBUE B TCUCHUE
KPUTHUYECKOTO MIEpHOIa PA3BUTHS

e D @deKT TepaToreHHbIX (PAKTOPOB 3aBUCHUT OT JO3bI U IMOPOTa

e DD @eKThI OT BO3ACHCTBUS TEPATOTCHHBIX (DAKTOPOB MOTYT
MPOSBIIACTCS B 00JIee MO3AHEM IIEPUOJEC PA3BUTHS

» TeparorenHsie (PaKTOPhI COCTABIISIOT HE OOJIBIION IPOLCHT

cpenu
IMIPUYYH BPOXKJICHHBIX ITOPOKOB Pa3BUTHSA

Teparorenes onpenensaeTcs 4yepe3 BO3ACUCTBUS Ha KCHIIUHY.



1.5. eHOM 4YenoBekKa

e IeHOM - BCS COBOKYIIHOCTh TE€HETHYECKOTO Marepuasa
OpraHM3Ma: JUHEHHBIE (XpOMOCOMBI) U KojblieBblie (MT/IHK)
mosekyibl JIHK (mpeacraBiieHHBIE B rarionHOM Habope).

» XapakTepUCTHUKA TEHOMA YEJI0BEKA:

- OTHOCHUTENBHO HM3Kas IUNIOTHOCTh TeHOB (yuyacTok 50 000 m.H.
XpOMOCOMBI 3 npoxxken umeer 20 TE€HOB, XPOMOCOMBI 7/
YyeJIOBEKa — 6 TEHOB)

- Ilpy 3TOM O4YEHb BBICOKAA IUIOTHOCTH 3aKOAUPOBAHHOUN
MH(pOpMaluU

- IHTpOHBI (B HEKOTOPBIX reHax venoBeka — a0 100)

- OOMHPHBIE MEXTEHHBIE MPOCTPAHCTBA (KTEHHBIE ITYCTHIHW))

- IloBTOpel  (Hampumep, TPaAHCHO30H-TIOJOOHBIE  00JACTH
(cemeiictBa Alu u L1) - >50% renomnoii JIHK)

- MHOXKECTBEHHBIC OyILINKALMU
- IlceBnorensl
- MyneTHCcemMencTBa (K1acTepbl) FEHOB



CoBpeMEHHbIE METO/ bl MONIEKYIPHOM
AMarHoCTMKM Hace4CTBEHHOM MAaTOJI0MMK

e [ eHeamormueCKum MeToJ ITMarHOCTUKU
HACJIENCTBEHHEIX 3a00JIEBAHNHA

* MoneKyIsIpHO-TeHETHYECKHIE METOAbI UCCIICIOBAHUS
HACJIEACTBEHHBIX O0JIE3HEH

 buoxumMmuyeckrue MeTOAbI

e [IUTOreHETUYECKUU METO/

» Jlepmarornudpuka

* MeTton BBIABIIEHUS T€TEPO3ZUTOTHOIO HOCUTEIIHLCTBA
* | eHETHUECKOE TIPOTrHO3UPOBAHME

» [IpenaranbHas AUarHOCTHUKA HACICACTBEHHBIX
3a00JIEBAHUM




He 0o/1eunTe! ¢
11y -
byaesTe 3J0poBHI!!! :




