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MeanumMHCKada reHeTUKa.
HacnheacTBeHHble 6ONE3HM.
Buabl 3a601€BaHMM.
[fpounakTmKa.
[locTnKeHune.
Cnncok nutepartypbil.



MEANUMHCKAA FTEHETUKA - pa3gen obwen reHeTUKM,
M3yYaloLMM HACIeACTBEHHbIE 3a601eBaHMA YENOBEKA.
OHa MrpaeT BayKHY MHTErpUpPYIOLLYIO POJib B
KJIMHUYECKON MeaMLMHE, MPOTUBOCTOUT pa3eNeHuto
MHTEPECOB NeAnaTpoB, TEPANEBTOB, AKYLLIEPOB, CTaBs

NpEeBbILLE BCEr0 MHTEPECHI CEMbM M 3[J0POBbE MOMYyNALUM
B LIEJIOM.
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MeaouuuMHCKaa reHeTUKa

1. WIsyyaeT posib 2eHemu4ecKux
ghakmopoe 8 namosio2uu 4YyesioeekKa

2. PaspabarbiBaeT Memoosbi
dua2HOCMuUKuU, Jie4eHuUs u
rnpoguriaKkmuku Hacsie0CmeeHHoU
rnamoJsio2uu



UTo Takoe

MeanUnHCKaga reHeTuka?

HopmanbHasn
aHamomus

Mamonozauyeckasn
aHamomus

HopmanbHasn
usuonoaus
FEHETUKA
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MEOULNHCKAA

'EHETUKA




HacneactBeHHble 60/1€3HU - YacTb

oo6Lemn yesioBeKa. Ha ux
BO3HMKHOBEHME BMAET U HaC/1IeACTBEHHOCTb
KOHKPETHOro YeJIoBEKA, M OKpY:KatoLlaa cpeaa.
HacneactBeHHaa OTArowEeHHOCTb YeioBeYecTBa paBHa
CYMME MaToJIorM4YecKnx MyTaLum B Xo4e 3BOIOLMM.
M3MeHeHue cpebl 06UTaHMS NpUBEAET K BOSHMKHOBEHMIO
HOBbIX F€HETMYECKUX BoNEe3HEMN.



MUTOXOHAPWUAJIbHbIE BOJIE3SHA

® MuToXOH/IpUH, KaK I{UTOI/Ia3MaTHYeCKHe Op-
raHe/uvibl, MepejanTca 0T MaTepu BcemMy MO-TOMCTBY
(cmepMaTo30M/ibI COiepPXKaT NMPaKTH-YeCKH TO/IHKO
saaepayio JIHK). Muroxonapu-ansHas JIHK (mT-
JHK) npejcTaB/ieHa KO/Ib-IeBbIMHA MOJIEKY/IaMHM C
MOHM)XEHHBLIMHU NPOo-IlecCaMy pernapanuu, 4To
NPUBOJUT K HaKOI-/IeHu0 myranuu B MT-JIHK.
Takue MyTalju JJeMOHCTPUPYIOT XapaKTepHoe
Hac/ieJjloBaHue OT MOPaXKEHHOU MaTepH BCemy
IIOTOMCTRY, MO-PaXEéHHBIN 0Tel, He MOXKeT IepejaTh

3a00/1eBa-HHE CBOUM JIETAM. * *
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CMHOPOM HYHAH

e HaciieacrBenHoe ayrocCOMHO-IOMHAHAHTHOE
3abosieBanne. B 50% cirydaeB BO3MOKHA
MOJIEKYJISAPHO T'eHeTH4YecKas BepuduKamusi
myTranuii resa PTPN11.

® Y HOBOPOXKIAEHHBIX OTMEYaeTCs 3a/IePrKKa
pocTa (IVIHHA NpH poxaeHnn 48cM U MeHee)
IpY HOpMAaJIbHOI Macce Tesia. C poxaeHust
auargoctupyrorcsa BIIC (k1anannblii cTeHO3
Jérovynoil aprepuu, JIM2KII), kpunropxuzm x
MaJIL4nKoB B 60% ci1y4aes, *
KOMOHHHpOBaHHAasi TeopManus rpyIHgH

1.




MOHOIEHHbIE 3ABOJIEBAHUA

® MoHoreHHbI€e 3200/ BaHASI XaPAKTEePU3YIOTCSH
CXO/IHBIMH NPU3HAKAMHU — OIPeIesIAI0TCH O/1-
HIM I'€eHOM U HACJIeAYIOTCH COIJIACHO 3aKOHAM
Menjesi. I'enbl ge/iaTcsl HA JOMUAHAHTHLIE U
penecCUBHbIC M MOT'YT JIOKAJIN30BATHCH HA
ayTOCOMAaX WJIM HA MOJIOBBIX XPOMOCOMAX
(mpaKkTHYecKN BcCerjaa 3To X-XxpoMocoma).
CooTBeTCTBEHHO THIIY I'eHa (JIOMAHAHTHBII
WIN pelleCCUBHbIN) U ero JIOKaJIu3anuu (ayro-
coMa Wwin X-XpoMocoMa) CyIecCTBYIOT pa3m%-
HbI¢ THIIBI HAC/IeIOBAHUSI. *
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EGTIEACTBEHHbIE 6571e3Hm
PVIBVIHbI:
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W ACTIE/ CTE EHHbIE
50} 153 . MaToJiornyeckune
rfrr AF MSI OpraHnsMa,
— 0Dy CHOB/IEHHbIE
= YIBMEHEHNSIMU
= [eHeTnYecKoro Mmatepuana —
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MeanumHCKasa reHeTMKa NpoBoAMT NPOoPUNAKTUKY
Hac/1leACTBEHHbIX 3aboneBaHUM, Npeaynpexaas HoBble
MyTaLUM 1 pacnpocTpaHeHue yxKe U3BeCTHbIX. Jna 3Ttoro
NPOBOAAT KOHCY/IbTaUMKH, AMArHOCTUPYIOT
HacneACTBEHHbIE 3a60/1eBaHMA Y HOBOPOXKAEHHDIX.
HeKkoTopble 3a60/1€eBaHMA MOTYT BbIABMTb JaxKe A0
POXXAeHUA pebeHKa. Pa3pabaTbiBaloTCA METO bl FEHHOM
Tepanum HacneAcTBEHHbIX 3a6o/ieBaHUM, B OYAYLLEM
MOTYT MNOABMTbLCA IEKApPCTBa OT HAC/1eACTBEHHbIX
60n€e3HEN.



MeToAbl NpeHaTasIibHOM
AUArHOCTUKM

» HeMHBa3uBHbIe (Y3WU, deTockonus,
onpepesieHne cetonpoTenHa);

» UHBa3uBHbIe (buoncus XOPUNOHa -
XopnoueHTes C KyJibTUBNPOBaHUEM KJIETOK,
aMHUWOLUEHTE3 C UNTOJIOTNHECKUM,
LLUTOreHeTn4Yecknm, buoxmmmyeckmnm,
MONEKYNAPHO - TreHeTUn4eCKmMM NnayvyeHmemm
KJ1€TOK aMHMWOHAa 1 OKOJ10MJ1I04HOU

XNOKOCTU, KopAoueHTe3 - NYHKUWNA BEHDbI
NMyrnoBmMHbI CcsieaoBaHWe KPOBUW MNMJioda,
brnoncua KneTok nnopa).







JloCTUNKEHMEM MEMLMHCKOMN FEHETUKM

ABNAETCH npupoabl 601bLUMHCTBA
MOHOIEHHbIX Hac/1eACTBEHHbIX 60JIE3HEN M pa3paboTKa
METO/I0B UX AMArHOCTMKU. TaKKe OHa 3aHMMaeTCH
M3YyYEHMEM FEHETUKM HACIeACTBEHHbIX 60/1E3HEN HA
ypOBHE nonynaumm. YUmTblBalOT pasHble baKTopbl:
reHeTUYECKY0 CTPYKTYPY nonyasuum, aemorpapmyeckme

M MUTPaLMOHHbIE XapaKTEPUCTMKM, YCJIOBUA BHELLHEN
cpejpbl.
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‘> B} aCTo;lmee Bpems 6narogaps ycnexam
-,_>--=J‘EHETMKVI B LIE/IOM 1 CYyLUECTBEHHOMY MPOrpeccy
- TEOpPEeTUYEecKon M KINHUYECKOW MeanLMHBbI
MOXXHO TBEPAO YTBepXAaTb, YTO MHOrme
HacneAcTBeHHble 60/1e3HN YyCrneLwHOo sievyaTcs.
/AIMEHHO TaKas YCTaHOBKa AO/HKHA ObITb Y
2R [ MyShared



C. H. /IaBUA€HKOB — T€HETUK, HEBPOITATOJIOT.
OcHoBarenb kianHu4deckor renetuku B CCCP.
[TocTaBui1 BOIPOC 0 HEOOXOAUMOCTH COCTABJICHUS
KaTajora reHoB uenoBeka (1925). Opranuzonan
MEJIMKO-IeHETUYECKYI0 KOHCynbTauuto (1929). I1o
I€HETUKE HACJICACTBECHHBIX 3a00J1¢BaHUM
ONyOJMKOBAJ HECKOJILKO KHUT: «HacaeacTBeHHBIE
0oJ1e3HU HepBHOU cucteMbl» (1925), «IIpobiaeMsl
noaMMopdu3Ma HaCJIECACTBEHHBIX 00JIE3HEH
HEepBHOU cucTeMbl» (1934), «DBOIIOIMOHHO-
Ir€HETUYECKHE NPOOJIEMbl B HEBPOIIATOIOT UK

(1947). [ MyShared




Y4yeHble-reHETUKH

» H. K. KoJIbIIOB — 3KCIIEPUMEHTAIILHBIH
Guosor, reHeTHK. I1epBbIM HPEIIOKMIL
THIIOTE3Y O MOJEKYISPHOM CTPOEHHU Wf_l?[:
MAaTPUYHON PEIPOAYKIIUUA XPOMOCOM.
[Ipenyioxxun u 000CHOBAJI HOBOE |
HAIIPABJICHUE B MEIUILIMHCKON I'€HETUKE -
EBICHETUKY — «YYEHHE O XOPOIlIEeM
IIPOSIBIICHUM HACJIEACTBEHHBIX 3aJaTKOBY.
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nepcnekTuBbl

* LLMPOKOE NPUMEHEHNE
npenMnnaHTaLMoHHOM’
ANarHoCTUKU B OCHOBHbIX
MeONKO-TEHETUYECKUX LieHTpaX,

* MPOBEOEHNE NEHETUYECKOIO TECTUPOBAHUA Ha
O0Ne3HN ¢ HacneacTBEHHbIM
npeapacnonioXXeHneM U NPUHATNEM

e DTUONOrMYecKasl Koppekunsa HacneaCcTBEeHHbIX
Done3Hen Yyepes reHHy Tepanuio.
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