MeanunHckaga reHeTuka —
HayKka O HacneacTBeHHOU
naTonornm YenoBeka

Nekuuna 1



[1naH nekunn

1. leHeTMKa: obOLLas reHeTuka, reHeTuka yenoseka, MeamumnHckas
N KNMHUYEecKasa reHeTumka

2. Kpatkaa ncrtopus passmtna MmeguLUnHCKOU reHETUKN

3. CTpyKTYypa MeaunLUnHCKON reHeTUKK, ee gudodepeHumnauma Ha
OTAEeNbHbIE ANCLUUNITUNHDI

4. AKCMOMbl MeaNLUMHCKOW reHETUKU

5. SHAYEHUA rEHETUKU ANa MeauLNHBbI

6. [eHeTnyecknm rpys: NoHATUE, pa3Mepbl, CTPYKTypa
7. Meguko-reHeTuyeckas cryxba



1. leHeTUKa: ooLWasa reHeTUKa, reHeTUKa
yerioBeka, MeauLUMHCKaA U KNTMHUYecKas

reHeTukKa

*[€eHeTHKa — HayKa O HacneacTBEHHOCTU 1 HacneaCTBEHHOW
N3MEHYMNBOCTU, KOTOPbIE ABIAKTCAH beHLI,aMeHTaJ'IbeIMI/I
CBOWCTBaAMM XXMUBOFO U NPUCYLLIN BCEM XUBbIM OpraHM3mam

/ - >
[ eHeTuKa YyernoBeka

(aHTponoreHeTuka), usy4vyaetr

NpoOsIBIIEHNSA HACrNeacTBEHHOCTU U

N3MEHYNBOCTU Y YENOBEKA Ha BCEX

YPOBHSAX €ro opraHm3aumm u

CYLLECTBOBaHUSA: MOSIEKYNSIPHOM,

KINETOYHOM, OPraHN3MEHHOM,

nonynsiuMoHHO-BUAOBOM,

ouoreoueHOTUYECKOM

ObLasa reHeTrKka N3y4aeT NPUHLMNGbI
opraHu3aunm reHeTu4eCcKou
NHdopmMaLunn, 3aKOHOMEPHOCTU ee
dYHKLUMOHNPOBAHUA N Nepegayn B
npoLecce pasMHOXeHUA



MeaouumHckas reHeTMka — Hayka, u3y4datoLlas
NPOosiIBNEHUsS HAacNeaCTBEHHOCTU U U3SMEHYMBOCTU
YyenoBeKa nop YriioM 3peHus NaTonornm

oa)
N3y4aeT:

» HacneacTBeHHble MexaHU3Mbl NogAepXXaHUs roMeocTasa
opraHuama u 3gopoBbs UHANBUAA

* Ponb HacneacTBEHHbIX AKTOPOM B 3TUOMOIMMN U NaTtoreHese
3aboneBaHnu

« BnusiHme HacneacTBeHHbIX akTOPOB Ha KNUHUYECKYIO KapTUHY,
OCODEHHOCTU TeYEHUS U 1CxXo DoresHel

* BninaHue reHotuna Ha apPEKTUBHOCTL NPOBOANUMOrO fIeYeHnA U
nHaMBMayanbHbIE peakunm NaumeHTa Ha JiekapCTBEHHbIE
npenaparsbl



MeguuunHckaa reHeTuKa — Hayka, nsyvaroulias
NposBNeHNA HacnegCcTBEHHOCTU U U3MEHUYMNBOCTU
YyeroBeka nopg yrrnom 3peHuna natonornm
*6)
N3yHaeT N BHEOPAET
B NMPaKTUKYy 300aBOOXPaHEHNA:

* COBpEMEHHbIE METOAbl MAKCUMaASIbHO TOYHOWM ANAarHOCTUKN
HacrieacTBEHHbIX BonesHen, rneveHmns n peabmnuraumm 60nbHbIX

* MeponpuaTtus no npodunnakTuke HacrneacTBeHHbIX bone3Hen B
OTeNbHbIX CEMbAX U B NONYNALNAX



Cxema B3auMOBIUAHUS HayK

FeHeTUKa
eHeTUKa YyenoBeka

T

MeanuunHckas reHeTukKa
KnuHnyeckas reHeTuka

a g

PyHOaMeHTarlbHble HayKu MeauuuHa



2. KpaTkaa ncropusa pasBuTtua
MeAULUUNHCKOU F’eHeTUKN

B ncropuun passnutusa MeauLIMHCKOW reHETUKU BbIAENSAOT 3 nepuoaa
1.[JJomeHaeneBckn nepuoa
00 OTKPbITUA B 1865 rogy r. MeHaenem 3akOHOB HacnegoBaHMS

2. [lepuo OTKPbITUS N NEPEOTKPLITUA 3aKOHOB HacnegoBaHMUS
C 1865 . oo Ha4yana XX Beka

3. CoBpemMeHHbIN Nepuoa
C cepeaunHbl XX BeKa No HacTosiLLee BPEMS

1900 I NPUHATO CYUTaTb rogoM oddMLMarbHOIO POXAEHNS
MEANLIMHCKON reHETUKWN KaK HayKu



3. CTpyKkTYypa MeguLUUHCKON reHeTUKuU, ee
andpdepeHumnauma Ha otaernbHbIle

ANCUUNITUHDI

* B pamkax coBpeMeHHOU MegULMHCKON FreHETUKU cphopMUpoBanmnch
HOBble Hay4Hble HanpaBleHUs N CaMOCTOATESNbHbIE HAYKW,
n3y4atoLime BonpocChl opraHusaunm n yHKLMOHNPOBAHUA
reHeTn4eckon MHopmaLmmn Yernoseka B HOpMe U B YCIOBUM
HacrneacTBeHHO U HeHacNeaCTBEHHOW MaToNornu:

* 1. MONeKynsapHasa n bnoxmmMmm4yeckas reHeTnka nsy4atrot bruoxmmms
HYKNENHOBLIX KNCIOT, 6eNKoB, epPMEHTOB, CTPYKTYpPY reHa,
MEXaHN3Mbl peanu3aLmm reHeTU4YECKOM MHPOPMaLUN, XMMU3M
peakuun, NPoTEKaOLLMX Ha YPOBHE KINETOK M OpraHM3mMa, uccrnegyet
Nnpupoay HacneacTBEHHbIX bonesHen obmeHa BeLEeCTB; UCMONb3yeT
He TONbKO MeTodbl CTaHAAaPTHOM ONOXMMUK, HO U TaKne MeTodbl Kak
anekTpodopes, KNOKOCTHAsA 1 razoBasi xpomaTorpacdums,
drtooprumMeTpus, pEHTTEHOCTPYKTYPHbIN aHann3 n gp



3. CTpyKkTYypa MeguLUUNHCKON reHeTUKuU, ee
aAnddepeHUunauma Ha oTaernbHble
ANCUMNJIUHDbI

* [eHHasa nHxeHepus paspabdaTbiBaeT Npuembl 1 METOb
MaHUNYNUPOBaHNA reHaMu, NCMONb3YETCs B MPOM3BOACTBE
NleKapCTBEHHbIX MpenapaToB

* LInToreHeTtnka nsy4vaet ocobeHHOCT MOpdOSiornm n NnoBeaeHns
XPOMOCOM, NHAMBWAYarbHbIE BAPMAHTbI XPOMOCOM 3[,0POBbIX
nogen, a Takke Bce pasHoobpasne N3MeHEHNN XPOMOCOM,
COMNPOBOXAAOLLMX XPOMOCOMHbIE DONE3HN U NHbIE HAPYLLEHUS
300pO0OBbSA N0AEN; NCMOMNb3YET AN 3TOro He TONMbLKO MeTOoAb
PYTUHHOIO U AnddepeHUmanbHOro okpalunBaHUa XpOMOCOM, HO U
COBpPEeMEHHbIe MeToAdbl MONEKYNAPHO-LEeTOreHeTU4eCckoro aHanmaa
(FISH - aHanun3a)

* [eHeTuKa comMaTUYeCcKnx KrneTok naydaet MexaHm3mMbl NnepeHoca reHoB
Ha KNeTOYHOM YpPOBHeE, pa3pabaTtbiBaeT METOAbl KITOHUPOBaHUSA He
TONMbKO MHOIMMX BUONMorndecknx o6 bLEKTOB, HO U YernoBeka u ero
opraHoB, UCNONb3VS ANng 3Toro metoabl rMopuanzaunm dHK



* [eHeTuKa pa3MHOXeHUSs U pa3BUTUA nccneagyet ocobeHHOCTN 0bpa3oBaHUA U
CTPYKTYPHO-DYHKLMOHAIbHYI0 OpraHn3aLmio NorioBbIX KNETOK (raMeT), reHeTU4eCKue
MexXaHn3Mbl 3MOproreHesa in NOCTIMOPUOHANBHOIO Pa3BUTUS, POPMUPOBAHNS
BPOXXOEHHbIX MOPOKOB M aHOManuim pa3suTusi.

* [eHeTuMKa noBegeHnd ndyvaet reHeTn4eCknme MmexaHm3mMmbl noseeHNA 300POBbIX U .
OonbHbIX noagen, reHeTn4eCKkne OCHOBbI MHTEJTTIEKTA U NO3HABATENbHbIX cnocobHocTewn,
YMCTBEHHOWU OTCTAJ1I0OCTU N MCNXUHECKUX PACCTPOUCTB Y HEJTOBEKA.

* MonynsunoHHas reHeTUKa N3y4aeT reHETUYECKYHO CTPYKTYPY Pas3NUYHbIX MONyNsALniA
nogen (coctaB Nx reHodOoHA0B, CNEKTP M YACTOTY BCTPEYAEMOCTUN ONPEAENEHHbIX FTEHOB
M HacneacTBEHHbIX Oone3Heln), 3aKkOHOMEPHOCTU pacrpeaeneHmns annenen BO BPEMEHN U
Mo TEPPUTOPUN, MEXaAHU3MbI STHOrEHEe3a 1 paccerieHNs HapoaoB B NpoLecce Nx
MNCTOPUYECKOro pasBuUTUS.

« PagnaumoHHas 1 skoreHeTuka 3aHMMarTCsa nccnegoBaHMeM NpUpoabl, MEXaHU3MOB
nocneacTBUin eNCTBUSI NOHU3UPYHOLLIMX U3MNYYEHU U APYTUX MyTareHHbIX akTopoB
9HJOrEeHHOro 1 9K30reHHOro NPOUCXOXOEHUS HA OpraHM3M YeroBeKka B pa3Hble nepuoapl
ero pasBuUTuUS.

« GapmakoreHeTnka ny4yaeTt reHeTu4eckne OCHOBbI MHOMBUAYaNbHOW peakuum nogemn Ha
rnleKapCcTBEHHbIE NnperiaparTbl, a TakKke BNUsSHNUE pas3fNYHbIX JIEKapCTBEHHbIX NpenaparToB
Ha reHeTU4Yeckne CTPYKTYpbl YenoBekKa.

« [eHoTEpanns — camoe Mofno40e HanpaBieHNE rEHETMKN YENOBEKA, KOTOPOE §
pa3pabaTbiBaeT METOAbI KOPPEKLMM HAPYLLEHWI B FTEHETUYECKOM NPOrpamMMe JtoLen 1
CnocoObl NeyeHns HacneacTBeHHbIX borie3Hen.



AKCUMOMbI MeaAULIMHCKOU NF’EHEeTUKN

« Bce B opraHM3me YyeroBeka onpeaensieTcs ero reHeTn4eckom nporpamMmmon:
Buoxummnyeckune, mopdonormyeckune, brusmonorndeckme, NcUxonorndeckmne,
NnoBeaeHYeCKne U HbIe
NPpU3HaKn, CBOMCTBA M OCOOEHHOCTM.

 [eHeTn4eckast MHopMauns ctabunbHa, HO MOXET UBMEHATLCS CIMTOHTAHHO
Unu nog AencTBUeEM BHELLUHUX N BHYTPEHHUX dbakTopoB. 1aMeHeHua
reHeTNn4YeCcKomn MHpopmMmauum — MyTaunum MoryT ObiTb HEUTPASTbHBIMU,
NOJIeE3HbIMMU (NONTOXUTENBbHBIMU) U BPEAHbIMU (NAaTONOrM4YeCcKUMU); MOryT
HakannMBaTbCHA B OpraHn3me, He NPoABNASaCb PEHOTUNNYECKN U
obycnaBnuBasi reHETUYECKNIN NMONTIMMOPdN3M MOoNynaunm, a MoryT
ngFlBﬂFI'[bCFI BapuaHTaMn HopMarsibHbIX U/UNU NAaToONOrM4YeCcknx NpU3HaKoB U

ones3Hewn.

* HacnencrtBeHHble 6ONE3HN — 3TO NATONOrMYeCKUEe COCTOSAHUS, MPUYNHON
KOTOPbIX ABMATCA NUBMEHEHUA FTEHETUYECKOro maTtepuana - mytauun. OHu
ABNAKTCA YaCTbHO
HacneacTBEHHOU N3MEHYNMBOCTU YenoBekKa.



AKCUMOMbI MeaAULIMHCKOU NF’EHEeTUKN

* Jllobon HacneacTBEHHbIN NPU3HAK (HOpManbHbIN UMK
NnaTonorn4yeckmnmn)
— eCTb pe3ynbraTt B3aMMoa4encTBUA reHoTmuna U BHELLHEN cpeabl.
C(*preﬂa MOXET OKasblBaTb MoanduumpytoLlee BNMAHUE Kak Ha cam

aKT

doopMmMpoBaHUA NpmU3HaKka (MeHeTPaHTHOCTb) , TaK U Ha CTeneHb ero
NPOABIIEHNA (3KCNPECCUBHOCTD).
B npupoae He cyuwlecTBYyeT noaen ¢ abcontoTHO «HOPManbHOWY
reHeTn4yeckon MHpopmaumen n nonynaunmn ¢ «<naeanbHbIM»
reHodoHaoM. Jllobon 300poBbIN YENoBEK MOXKET obnagaTtb oT 1 Ao 10
naTosiornyeckux mytauun. Jlrodbasa nonynaunst Coaep>XMT HEKOTOPbIN
Habop naTonorM4ecknx reHoB B CBOEM reHoPOoHAE.
YHenoBe4yecTBO B LIESIOM OTArOLLEHO BECOMbIM «T€eHETUYECKNUM
rpPy30M», pasaMepbl KOTOPOro MOryT yBeNMnMYmMBaTbCA Nog BINAHUEM
HebnaronpUATHbIX MyTareHHbIX pakTOpPOB BHELLUHEW N BHYTPEHHEN
cpeabl.



5. 3Ha4YeHue reHeTUKU onNa mMeaNLUUHLI.
[eHeTNYEeCKUM rpy3s: NOHATUE, pa3Mepbil,

CTPYKTYpPA

Bknap reHeTUYECKNX TEXHOSONM B peweHune TpyaAHbIX
BonpocoB MmeauUNHbI U 30PaBOOXpPaHEeHUS.

TeopeTnyeckasi obnactb MeguLmHbI 5
YrnybneHue «MHBeHTapu3aummn» 6onesHen no
HO30/0rM4YECKOMY

ApUHUMNY. 5
PacwmndpoBka natoreHe3a 6bone3Hen.
[TpnYnHBI KNUHMYECKOro nonumopgusma.
[MpUYNHBI XPOHMYECKOIO TeHEHUS1 BOne3Hen.
dapmakoreHeTuka.

KnnHnyeckas obnactb MeanLmHbl 5

HI/IaFHOCTI/IKa HacneaCcTBeHHbIX N MH(PEKLMOHHbIX bonesHen.
aTtoreHeTn4eckoe rneveHve HacrneaCTBeHHbIX bonesHen.

[eHoTepanus HacneacTBEeHHbIX, BUPYCHbIX M OHKOMOMMYeCKMX

3abonesaHuUN. 5

[1pon3BOACTBO fleKapcTB Ha OCHOBE NreHHOW MHXEHEepUN.

Bce Buabl npopumnakTMki HacneacTBeHHbIX bonesHew.

[MpodunakTrnyeckas obnacte MeOULINHDI
[ €HETUKO-TUIrMEHNYECKOE HOPMUPOBAHUE
doakTopOB OKpyKatrLLemn

cpensbl.

[MpegynpexxgeHne MmyTareHHbIX,
TepaToreHHbIX N KaHUEPOreHHbIX
adopekTOoB.

Co3naHue HOBbIX BaKLUMH.



3Ha4dyeHune angd MmeguumnHbl n
30PaBOOXPaHEHNS]
XX nXXI

BEK OTNNYAOTCS MOBCEMECTHBIM POCTOM YaCTOThl BPOXAEHHOW N HACNEACTBEHHO
00yCrnoBneHHOW NaTonornmn B CTPYKType 3aboneBaemMocT, CMEPTHOCTU U MHBaNMAn3aumm
HacerneHns, YTo 00bACHSETCH pSAOM DaKTOPOB:

Bo-nepBbiX, OTHOCUTENLHLIM CHUXXEHNEM B YPOBHA MHEKLNOHHBIX U alIMMEHTapPHbIX
3aboneBaHum;

Bo-BTOpbIX, NOBbILLEHNEM BO3MOXHOCTEN NabopaTopHON N MHCTPYMEHTaNbHOW MeAULUNHbI NO
ONarHOCTMKe NaTonorn4ecknx N3sMeHeHum B opraHmame 6orbHoro, bonee TouHasi Ho3osorusaumg
naTonorMm YenoBeKa: B HacTosiLLee BpeMs onncaHo 6onee 4000 HO30M0rM4ecknx opm
HacreaCTBEHHbIX 60rne3Hen N CUHOPOMOB;

B-TpeTbux, 4OCTMXXEHUSMU rEHETUKM YeroBeKa N MeAULMHCKOW reHETUKN B 0biacTn pa3paboTku
cneuunarnbHbIX METOLOB ANArHOCTMKN HapyLUEeHWI reHeTn4eckon nHpopmaunm Ha ypoBHe OTAENbHbIX
eHOB N XPOMOCOM;

B-4yeTBepTbIX, NOBbILLEHNEM MHAOPMUPOBAHHOCTU Bpayen no npobnemam HacneacTBeHHbIX
bonesHeun, pOCTOM BbISIBIIAEMOCTM 3TOM rPynnbl NAaToONOrMm, AOCTUXKEHUSAMU B 00nacTu Tepanum aTux
©ornes3Hen, BO3pocLUEN BbKUBAEMOCTbIO BOMNbHbIX;

B-nATbIX, nameHeHneM cpeabl 0OUTaHUS YerioBeka, BbICOKMM YPOBHEM Harpy3oK couuaribHOr u
9KOI10rM4yeckoro xapakrepa (M30bIToK HeraTMBHOW MHOPMaLUN, BbICOKMN YPOBEHb 3MOLIMOHANBbHOIO
HanpsXXeHUs 1 CTpecca, 3arpasHeHne okpyxaroLlen cpebl, USMeHeHMe cocTaBa BOAbI, MULLMY,
dhanbcudurkaumna nekapCcTBeHHbIX NpenapaTos U ap.).



BIIAKOTCA NPUYUHaAMK

[10 AAaHHbLIM

reHeTU4YeckKkue pakTophbl s

= 10 - 15% myxckoro becnnoaus
10 - 50% nepBUYHON N BTOPUHHOU aMEHOPEN Y XKEHLUNH

" 20-30% aHomMmanbeHbIX 3UroT

80% HEpPa3BMBaKOLLMXCA DepeMeHHOCTEN
50 - 60% camonpounsBornbHbIX NpepbiBaHnn B | TpumecTpe
10% CamMornpon3BOSibHbIX NpepbiBaHun Bo |l TpumecTtpe

= 5%  OTAroLeHHOro akyLLepcKoro aHamHesa y Cyrnpyros

= 5-5,5% HOBOPOXAEHHbLIX, B TOM Yucne:

1% - MOHOreHHble Done3Hu
0,9-1% - aHoMmanbHbIN KapUOTHUI
0,5% - HEeCOBMECTUMOCTb MaTtepu 1 nnoja

3-3,5% - mynbrudcdakropuanbHbie bone3Hn
0,9% - comarunvyeckue HapyLleHUs




5-7% - 20-25% - HoBopoOxaeHHbIX ¢ BIP n BAP

30% - nepuHartanbHOW U HEOHAaTaNbHOWM CMEPTHOCTU
( B cpoke oo 168 yacoB 1 1 mec.)
25% - MnageH4yeckon CMepTHOCTU (B Bo3pacTte Ao 1 roaa)
« 23% - petckon cmepTHOCTU (B Bo3pacTe oT 1 oo 4 ner)

e 25-40% - koe4yHoro choHaa 6onbHULL

* 1-2% - CyMMapHOU NnartosiorMy HacerneHus
« 30% - YMCTBEHHOW OTCTanocTu
50% - cnaboro BuaeHUsa 1 CnenoTbl
> 50% - TNYXOTbI U FMyXOHEMOTbI

50% - BPOXXAEHHOW NaTOSNOrnm




* BpoXXaeHHble N HacneaCcTBeEHHbIE BONesHn
NPOSIBNIAIOTCSH NOPaXXeHUEM pPa3HbIX OPraHOB U CUCTEM
opraHn3ma, a NoToOMYy BCTPeYaloTCs B NpaKkTUKe Bpaveun
BCeX 0e3 NCKIMYEHNS crielnanbHOCTEN: aKyLLEePOBrMHEKOSIOIOB,
HEeoHaTonoroB, NegmnaTpoB, HEBPOMATOM0OroB, 3HAOKPUHOMNOIOB,
okynuctos, JIOP, racTpoaHTeponoros, HEPOIIOroB, yposioros,
XUPYPros, NaToMopdOonoroB, PEHTreHONOros, NabopaHToB 1 T.A.



N3mMeHeHUue cneKkTpa HacrneaCTBEHHOM
naTosiornm ¢ BO3pacTtom

[Mpu poxxaeHnn — 6oNbLLINHCTBO XPOMOCOMHBbIX Bone3Hen

[eTckui Bo3pacT - OONbLUNMHCTBO HACNeACTBEHHbIX HApYLLEHN 0OMeHa BELLIECTB, KOTOPbIE B
OTCYTCTBME TOYHOW AMarHOCTUKN N aAeKBaTHOIo NevYeHuns (ecnm TakoBoe paspaboTaHo)
NPUBOANAT K NTETANbHOCTMN.

[TybepTaTHbIN BO3pacT — O0MNbLUMHCTBO HACNeACTBEHHbIX HApYyLLEHNW MOSTOBOro pasBUTUS U
CUCTEMHbIE 3aboneBaHns (0one3Hn HEPBHOW, AHOOKPUHHON N APYruX cuctem, 0onesHu
COEeANHUTENbHOW TKaHU ...).

[Tocrne 20-30 neT - 6onesHn ¢ HacneacTBEHHbLIM NpeapacnonoXxeHnem (bonee 90%

XPOHNYECKNX
HEMHMEKUNOHHbIX 3aboneBaHni YenoBeka — 311l0Ka4eCTBEHHbIE HOBOODpa3oBaHUs,
rmnepToHn4deckas 6onesHb, nwemmyeckas bone3Hb, HekoTopble dopMbl cCaxapHoro anaberta
1 NaToniorMm WNTOBMOHOW Xeneabl, OCTeONOpPOo3, peBMaTU3M, Ncopuras, s3BeHHasa 60ne3Hb

Xenyaka u 12-nepCcTHON KULLKK, 30 peHnst U1 MHOrne apyrue).



Ponb MeagMUMHCKOU reHeTUKU
B npodunakrmyecKkon meguLmnHe

 [lnarHo3 HacneacTBeHHoro 3abonesaHns 60NbHOMY — 3TO HEPEOKO AMarHo3
reHeTn4ecKoro Hebrnaronony4ms Ans ero CeMbM, YacTb YNEHOB KOTOPOW

MOXET OKa3aTbCsl HOCUTEMNSAMM NaTONOrMYECKUX FEHOB 1 aHOMabHbIX
XPOMOCOM.

CBoeBpeMeHHas MHdopMaLmsa 0 HOCUTENbCTBE NaTONOrM4ecKomn

reHeTn4yeckom MHdopmMaLunm — 3TO BO3MOXKHOCTb NPOMUIaKTUKN HOBbIX
Clly4yaeB naTtonornmm B CEMbM.

* [MaBHasa 3aga4a MeguLUHCKON reHETUKN — NPodUNaKkTnKa BPOXOEHHbIX U
HacnegcTBeHHbIX 3aboneBaHNn B CEMbSAX U NONYNALMAX.



 [lonynaums - OTHOCUTENBHO N30STMPOBaHHAA COBOKYMNHOCTb MHOMBUAOB,
XapaKkTepunsyruwmxcs Ob6LLHOCTLIO MPOUCXOXOEHUS (3BOSTIOLNU N NCTOPUN),
MecToobuTaHusa (apeana) n obpasyowmx LENOCTHYIO FEHETUYECKYIO CUCTEMY.
Uenoseyeckune nonynaunm pasnnyaroTca 1 rno YNCNEHHOCTM N XapaKTepy opraHmsaunm.
BcTpeyatotca pasHoobpasHbie coobllecTBa: 1) npocTeniine, CpaBHUTENBHO
N30NMPOBaHHbLIE, CaMO0becrnevynBatoLLIMECH FPYMIbl, KOTOPbIE COOTBETCTBYET B XKUBOTHOM
MUpe OeMy (eCTeCTBEHHOM NoNynaumn); 2) KpynHble KOMMNNeKChbl 4eMOB, OpraHM30BaHHbLIE B
TpuOdbI U accoumauum Tpmb; 3) Ha BbICLLEM YPOBHE - HaUMOHanbHble U HagHaUMOHaNbHbIE
opraHusauymu.
[eHodboHA nonynaumMm — 3To HAbop reHoB (HopMaribHbIX U MaTONOrMYECKNX), XapakTePHbIX
ans ocoben gaHHOM nonynauum.
[eHeTn4ecKumn rpys — aTo Habop NaToNOrM4YecKnx reHoB B reHodooHAEe AaHHOW MOonynsaumu.
[ eHeTn4YeCcKum rpys nonynsauumn B 3Ha4MTeNbHOU CBOEN YacCTW NpeacTaBieH MyTaunsamu,
yHacnegoBaHHbIMM B NPOLECCEe 3BOMNOUNK OT Aareknx n 0rnmsknx Npeakos, U B MEHbLLEN
cTeneHn — MmyTaumsamm, BOSHUKLLMMK 3aHOBO (de novo) B MOMOBLIX KNEeTKax Noaen.
OpgHa nonynsyua oTnnyaeTcsa oT ApYyrom CoctaBoM ee reHooHaa, pasmepamMmu U
CTPYKTYPOUW rEHETUYECKOIO rpy3a, T.€. KONM4eCTBOM NaTonorM4yeckmnx reHoB, X COCTaBOM U
YacToTaMu OTAENbHbLIX NTEHOB.



Obwaga reHeTuKa. 3aKOHbl MeHaens.

* 1. 3aKOH egnHo0bpa3una rmbpruaoB NepBOro NOKONEHUs (Bce
rmoépuabl NepBOro NOKOMeHUs BbINmM NOXOXKM HA OJHOro U3
poauTenen)

* 2. 3aKOH pacLUensieHnda Npu3HaKkoB (BO BTOPOM MOKONEHUN NPU
caMoonbIfIEHNN TMOPUAOB NOABASANMNCH PACTEHUSA, KaK C
OOMUWHAHTHbLIM, TaK U C peLieCCUBHbLIM NMPU3HaAKoM, B cpeaHeM, B
COOTHOLUEHUN 3:1)

* 3. 3aKOH HE3aBMCUMOTIo KOMOMHMPOBAHNS NPU3HAKOB
(cnpaBensMB ganeko He a1 BCeX NpuU3HakoB, onpeaensieMblX
oOHUM HacnegcTBeHHbIM doakTtopom. OH cobntogaeTcs ToNbKO B
TOM Criy4ae, eCnu 3TN HacneacTBeEHHble (DaKTOPbl HAXOOATCA B
Pa3HbIX XpOMOCOMaX)



XpomMocoMHasi Teopus HacneaCcTBEHHOCTY

* KNneTtouHbIW UMK ennuTcsa Ha ctagun, apvyanlen U3 KOTopbiX B MOPMOSorm4eckom
OTHOLLEHNU SABNSIETCA MUTO3 UM COOCTBEHHO AeneHune KreTku. lNepnoa mexagy Mmto3amm
Ha3bIlBaeTCs MHTEPdra3oun. KntoueBas posib B MUTO3€E NPUHAASIEXUT XPOMOCOMaM — TaKUM
CTPYKTypaM B aapax KIeToK, KOTopble B Nepuog AefieHNs OTHETNMBO BUOHbI NMPU CBETOBOU
MWUKPOCKOMUU N NCMOSTb30BaHNU Crieunduyecknx MeTo4oB OKpalLunBaHuUS.
OkpalumBarLleecs BELLLECTBO XPOMOCOM Ha3bIBaeTCA XpomMaTuHoM. BnepBble
CyLLLIeCTBOBaHME XPOMOCOM bbIfio nokaszaHo driemuHrom B 1882 roagy. TepMuH XxpoMmocoma
BnepBble BBeaeH Bangeepom B 1888 roay (rped.: chroma - okpacka; soma - Teno). Habop
XPOMOCOM OHOM KITETKU Ha3blBAETCSH KapnoTUnnma

(C";? ’-Q ) CxeMa Meiio3a
N ) 3 (noka3aHa ogHa napa
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rOMOJIOr Y HbIX
XPOMOCOM):
MepBoe peneHune:
1 — nenToHema;

2 — 3UroHema;

3 — naxuHema;

4 — gunnoHema;

5 — OnakuHes;

6 — meTadpaza |;

7 — aHadasa |;

8 — Tenodpasa |;

9 — UHTEepKuHe3;
BTopoe penexHune:
10 — meTadhasa l;
11 — aHadpa3za lI;
12 — Tenodpasa Il

Wt




KpoccuHroBep

KpoccuHrosep (crossing-over): 0bMeH reHETUYECKOro Mmatepuarna mMmexay XpoMocomMamm, Kak
pesynbraT "paspbiBa’ U COEAMHEHUS XPOMOCOM; npoLecc obMmeHa y4acTkamm XpoMOCOM MNpu
nepekpecte XxpomMocoM Bo BpeMs naxmTteHbl (CTagma TOMACTbIX HUTEW), FOMOSTOMMYHbIE XPOMOCOMbI
Haxo4AaTCA B COCTOAHMM KOHbOraumm anunTerbHbIn nepuoa: y Apo30odunbl - YHeTBEPO CYTOK, Y
YyerioBeka bornblue aByX Hefdernb. Bce 3To Bpemsi oTaesibHble y4aCcTKM XPOMOCOM Haxo4ATCA B
OYeHb TECHOM COMPUKOCHOBEHUW. ECnKn B TakOM yyacTke npousongeT paspbiB uenodek OHK
OOHOBPEMEHHO B ABYX XpoMaTuaax, npmHaanexawmx pasHbiM romorioram, To rnpu
BOCCTaHOBNEHUN pa3pbiBa MOXET NONy4nTbCA Tak, 4To JJHK ogHOro romonora okaxetcs
coeguHeHHon ¢ OHK gpyron, roMmonormyHon XpomMoCOMbl. OTOT NPOLECC HOCUT -Ha3BaHNe
KpOCCUHroBepa (aHrn. crossing-over - NepeKpecT)

[TPODA3A I MEMO3A

KPOCCHHIOBEp
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complexes or tetrad
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- XUa3mbl

Kpoccunropep - 00MeH YacTaMH MEKILY MOMOIOTHYHEIMH XPOMOCOMaMI
(OTLOBCKHMY M MATEPUHCKUMHM) TPOMCXOAUT B Ipodaze I meitoza.



KpoccuHroBep

» KpoccoBepHble 0OMeHbI ¢ oLuMbkamu BOCCOEAMHEHUS XpoMaTun, HasbiBatoTcsl U-obmMeHamun. U-
0OMeHbl 0GHapYXeHbl Yy MHOTMX BUOOB PAaCTEHUM U XXNBOTHbLIX. Hanbonee nogpobHO OHU N3YYeEHbI Y
PXWU ( Jones, Brumpton,1971 ). YacToTta U-KOHGuUrypauunm y p>xm MoxeT gocturatb 30-40% Ha KNeTKY,
nnn 4-5% Ha 6uBaneHT . YacTtoTa HeCECTPUHCKUX U-0OMEHOB 3HAYMUTENBbHO BbILLIE, YEM CECTPUHCKUX.
HenpaBunbHoe BoccoeanHeHne xpomMatng MOXeT O6bIiTb OAHUM N3 dakTOPOB, NPUBOASILLINX K
obpasoBaHuo HecbanaHCMPOBAHHbLIX raMeT.

* IMeloTca MHOrouYncrieHHble n ybeanTenbHble 9KCNepuMeHTaribHble OoKa3aTenbCcTBa Toro, YTo
KPOCCUHIoBep NpPOUCXoaunT Ha cTagun 4-x xpomaTtuni. B kadecTse 04HOro U3 Takux JoKasaTenbCTB
MOXXHO NMPUBECTU pesynbTaThl TETPALHOro aHanuaa y xnebHom nneceHn - Neurospora crassa.
TeTpagHbI aHann3 BO3MOXEH Ha TeEX BUAAX, Y KOTOPbIX MPOAYKTbl OAHOrO0 MENOTUYECKOIO AENEHNS
OCTaloOTCS XXN3HECNOCOOHBLIMU U HE NMEepPEMELLNBAIOTCA. DTO NpoucxoanT brnarogaps ToMy, 4To
BepeTeHa ABYX MeNOTUYECKUX OeSIeHUN OpUeHTUPOBaHbI OAMHAKOBO. Tak opraHM3oBaH MENO3 Y
MHOIMX rpnboB 1 NeYEHOYHbIX MXOB.
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3aKOHbl HacrnegoBaHUA

* [IpaAMble gokasaTenbCcTBa lokannsaumm reHoB B XpOMOCcoMax Obiniv nosnyyeHsl nosgHee T.
MopraHom (1910) n K. bpugxecom (1916) B onbiTax Ha aposodoune.

« XpOMOCOMBbI BbICLUNX OPraHN3MOB COCTOAT U3 3yXpOMaTUHa U FreTepPOXPoOMaTHHa,
COXPaHSALLEro CBoe KOMMAaKTHOE NOSIoKeHMe Ha NPOTSHKEHUM BCETo KITETOYHOTO LuKna.
MMeHHO reTepoxpomMaTtiH BUaeH B MHTePdasHbIX sAapax B BUAE OKpaLLUEHHbIX rPaHyI.
Bonblloe KonnMyYecTBo reTepoxpomMaTHa NiokanmM3oBaHo B 06racTy LEHTPOMEPDI U Ha
KOHLIAX XPOMOCOM, KOTOPbl€ Ha3bIBalOTCH TENTOMepamMMm.

» BriepBble geTtanbHoe Mopdonorniyeckoe onmcaHne 4ecaTn Hamboree KpynHbIX XPOMOCOM
YyerioBeka u pasnuyHbIxX rpynn bonee Menknux XpomMocoMm npeacraBneHo B paboTtax
BeayLmnx otedectBeHHbIX untosnioros M. C. HaBawunHa n A. I'. AHgpeca B cepeaunHe 30-X
rooB NPOLUSIOro BeKa.
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* B nepBon nonoBmnHe XX BEKa XpOMOCOMHas TeOpUA HAacNeaCTBEHHOCTM nNonyyuna
3HauMTENbLHOE pa3BuUTUE. bbINo NokasaHo, YTO reHbl PacrnosioXeHbl B XpOMOCOMaXx
NMUHEWHO.

 [eHbl OAHON XPOMOCOMbI 0DpasytoT rpyrnny cUuenneHns n HacneayrTcs Bmecte. HoBble
COYEeTaHMA annernen reHoB 0gHOM XPOMOCOMbI MOTyT 06pa30BLIBATLCS 3a CHET
KPOCCUHIoBepa, npu4yemM BEPOSTHOCTb 3TOro COOLITUS BO3paCTaEeT C yBENMNYEHNEM
PACCTOSHUA MexXay reHamMu.

* bbinn BBEAEHbI €ANHNLBI UBMEPEHUSA FTEHETUYECKOIO PACCTOSIHUA — CAHTUMOPTraHbl UNn
MOpraHuabl, Ha3BaHHbIE TaK B YECTb OCHOBOIMOSIOXHNKA XPOMOCOMHOW TEOPUN
HacreacTteeHHocT — Tomaca MopraHa.

« Cyntaetcs, 4YTO [Ba reHa 04HOM XPOMOCOMbI HAXOAATCA Ha PAacCTOSAHUN 1 caHTUMOpPraH
(cM), ecnu BEpOATHOCTb KPOCCUHIOBEPA MEXAY HUMM B NMPOLIECCE Meo3a cocTaBnseT 1%.
KoHe4HO, caHTMMOopraHbl He ABNAKTCA abCOMIOTHLIMU €ANHULLIAMU U3MEPEHUS PACCTOSIHUS
B XpomMocomax. OHN HenocpeaCcTBEHHO 3aBUCAT OT KPOCCUHIOBEpa, KOTOPbI C pas3HoW
4aCcTOTON MOXET NPOUCXOAUTb B Pa3HbIX y4acTkax XpomocoM. B yactHocTn, B obnacTtu
reTepoxpomaTiHa KPOCCUHIOBEpP NMPOXoaUT MeHee MHTEHCUBHO

e 3akoH T. MopraHa MmoXxHo cchopmMynmpoBaThb CrneayroLWmMM oopa3oM: reHbl,
HaxoAasimecs B OOHOM XpOMOCOMe, 00pa3yroT rpynny cuensieHUs n 4acTto
HacneayrTCcA COBMECTHO, NMPU 3TOM YacTOTa COBMECTHOroO Hacrie4oBaHUA 3aBUCUT
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Frequency of Nucleotide Substitution
Residue = Amino Acid Nucleotide Substitution NCBI Identification Number Reference in Addition to SwissProt
Homozygous Heterozygous
7 Pro ccG 0.60 0.29 rs10305420 Tokuyama et al., 2004
Leu CTG 0.11
20 Arg AGG 0.99 0.01 rs10305421
Lys AAG Unknown
44 Arg CGC 0.99 0.01 rs2295006 Tokuyama et al., 2004
His CAC Unknown
131 Arg CGA 0.92 0.08 rs3765467 Tokuyama et al., 2004
Gln CAR Unknown
149 Thr ACG Unknown Unknown 112198 Tokuyama et al., 2004
Met ATG Unknown
168 Gly GGC 0.76 0.2 rs6923761
Ser AGC 0.04
260 Phe TTC or TTT 0.31¢ 0.56 rs1042044 Tokuyama et al., 2004
Leu TTA 0.13
316 Ala GCC 0.98 0.02 rs10305492
Thr ACC Unknown
333 Ser TCC 0.99 0.01 rs10305493
Cys TGC Unknown
421 Arg CGG 0.99 0.01 rs10305510
Gln CAG Unknown
@ No global information for TTT nucleotide variant.




CNOHTaHHbIN N UHAYLUMPOBAHHLIN MyTareHes

Ycnexy B pa3paboTke XpOMOCOMHOW TEOPUN HAacNeacTBEHHOCTH cnocobcTBOBaNo
co3aHne KOmnnekLmin reHeTUYECKUX NMNHUA MHOTUX BUJOB MUKPOOPraHN3MOB, PACTEHWUI U
XXMBOTHbIX, B NMepPBYI0 o4epenb Ap0o30duribl U MbILLN.

[eHeTU4YecKas NMMHUA — 3TO COBOKYINHOCTb CXOAHbIX MO d.)eHOTI/II'Iy N reHoTuny ocobewn
oAHOIro BnAaa, yCTOI7I‘-IVIBO Pa3MHOXaLLNXCA B YCITOBUAX NCKYCCTBEHHOIO pa3BeiEeHUAA.

BOonNbLUMHCTBO reHETUYECKNX JTIMHUN — 3TO MYTaHTHbl€ TOMO3UIOThbl MO OAHOMY N3 NrEHOB,
XO0TA HapAaay € 3TUM Co34aHbl TakKne JNIMHN, B KOTOPbIX ocobu oKa3bIBaOTCA MYTaHTHbIMA
Cpas3y No HECKOJIbKNM NreHaMm.

B ToM cny4dae, ecnn MyTaHTHbIE FOMO3UIOThl OKa3bIBAOTCA HEXXN3HECTOCOOHbLI NN
CTEPWUIIbHbI, FEHETUYECKME NTMHUM NOOOEPXKUBAIKOT NYTEM CKPeLLUNMBaHUSA reTepo3nroT. [Npu
CO3daHNN reHETUYECKMNX TMHNN YaCTO UCMOSb3YIOT BTIM3KOPOACTBEHHOE pa3BedeHne Unu
NHOPNAOWHT.

Pabotamun M. demepeua, M. lensbptoka, H. B. Tumodeea-Pecosckoro, H. . [1ybunHuHa
ObIn1 nokasaH MyTareHHbIn 3eKT ynsTpadnoneToBoro obry4vyeHus.

CnycTta aBa gecatnneTtus ooio obHapyXeHO MyTareHHoe AeUCTBUE HEKOTOPLIX
XUMUYECKNX COeaUHEHUN, TaKUX KaK UMpuUT, STUNEHNMUH, doopmanbgerna n ap



TepmuHonorug

* Hozonornsa — y4eHune o 60nesHsix, No3BonaoLLee pellaTb OCHOBHYHO 3aaavy
4aCTHOM NATONOIMM N KNUHUYECKON MeaULIMHbI: NO3HAHWUE CTPYKTYPHO-DYHKLIMOHANbHbIX
B3aMMOCBS3€eN Npu naTonoruu, buonornyeckme n MeanLmMHCKMe OCHOBbI OONe3HeNn.
Ho3onorusi oTBe4aeT Ha crneayoLme BONpoChl: YTO Takoe 6onesHb, 1 YeM OHa OTNnYaeTCs
OT 30POBbS, KAKOBbI MPUYNHBI N MEXaHU3Mbl Pa3BUTUS BOMNEe3HU, BbI3OOPOBNEHNS UMK
CMEpPTH.

« Ho3onoruto coctasnsoT cneayrwwmne y4eHnAa N NoOHATUA:
e dTHONOMNA — ydyeHune o npn4imHe BO3HMKHOBEHUA bonesHen;
e [laToreHe3 — MexaHNU3Mbl BOSHUKHOBEHUS U pPa3BUTUA bonesHu;

e [TaToMmopdcoreHes — mopdornornyeckme N3MeHeHUs, BO3HMKarLWME Npu pa3BuTun
bonesHen;

e NMNaTtomopcdo3 — yuyeHne 06 N3MeH4YNBOCTM BonesHen Nog BNUAHUEM Pa3fNYHbIX
doaKTopOB;

e BpauyebHble OLIMOKU N ATPOreHnmn — DONe3HN 1 NaTororn4yeckne CoOCToOSHUS,
Bbl3BaHHbIE AENCTBMEM MEOULIMHCKOro nepcoHana.

e *[leHeTPaHTHOCTbL - YacToTa UM BEPOATHOCTb NPOSABNEHNS ansens onpeaeneHHoro reHa
Y pa3Hblx 0cober poaCcTBEHHOW rpynnbl OpraHM3MOB (CTeNeHb NPOABNEHUs annens y



* MEAVMUNHCKAA TEHETUKA

[opbyHoBa B. H. YMEBHWK ansa ctygeHToB MeguLMHCKNX BY30B U
crniyluaTteneun nocrneannsioMHoro obpasoBaHus

http://gpma.ru/structure/chair/med gen/med gen.pdf




