OCHOBDI
reHeTUKMU:
KJ1louYeBble
NMOHATUA U
3HAYUMOCTDb




NcTopus
BO3HUKHOBEHMUSA
reHeTUKMU

B 1860-x 'perop MeHaenb chopmynmpoBan
3aKOHbl HacnegoBaHusA, usydasa ropox. B 1953
rogy packpbinu ctpyktypy OHK, yto yrnyéuno
NoOHMMaHWe HacneacTBeHHOCTU. CoBpeMeHHas

reHeTnkKa o6beguHAeT 6MONOrmo, XMMUIO U

MHPOPMaATUKY.



Ponb reHa B pa3BUTUMN OpraHM3ma

Y10 Takoe reH?

[eH — yyacTok [OHK, 3agatolmnimm KOHKPETHbIN
npu3Hak nnu pyHkuunto. OH NepenaéTca aeTam,
obecneynBasi HacnegoBaHWe NPU3HaKoB
poauTenen.

KonuyecTBO reHOB Yy YesioBeKa

B reHomMme YyenoBeKa HacuunTbiBaeTcst okono 20
000-25 000 reHoB, oTBEYarOLWMX 38 CUHTES

6eNKoB U pPerynaumio NpPoLLeccoB B OpraHnu3me.

Nepepaya reHOB NOTOMCTBY

[eHbl NepexognT OT poauTenen K geTam
yepes NnosioBble KNeTKU, onpeaenss
HacliegyemMble 0CO6EeHHOCTU N Bapuauumn
MeXay 0Ccob6aMM.




I HK cocTouUT n3 gBoMHON crinpanu, KoTopasa KNaaeT B

2 MeTpa

MMEHHO CTONIbKO A/nHbl veeT AHK BHYTpu ogHoOM
KNIeTKU YesiloBeKa B pa3BepHYyTOM Buae.
YyeOHUK 6mnonorumn, 9 Knacc

OCHOBY HacneacTBeHHOCTU N KOHTPONIMPYET CUHTES
BCex 6enkos.




XpOMOCOMbI: 0OCOGEHHOCTU U POJIb

CTpyKTypa XpomMmocom

Xpomocombl cocToAaT n3 [1IHK u 6enkos-
FMCTOHOB, o6ecneydynBas KOMMNAKTHYH YNaKOBKY
Haclle4CTBEHHOro Matepuana B aape KneTku.

KonuyecTBoO XPOMOCOM B KJieTKaX
YyeJioBeKa

Kaxxpas KneTtka YenoBeKa CoOAepXnT 46 XpOMOCoM,
pacnpeneneéHHbix Ha 23 napbl, MOSYyYeHHbIX OT
MaTepu n otua.

OnpepgeneHue nona

[TonoBble XPOMOCOMbI XX Y >XXEHLLUUH U
XY Yy MY>X4YUH BNIUAIOT Ha popMUpoBaHme
MY>XCKUX U XXEHCKNX NPU3HAKOB.
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CpaBHeHue [1HK, reHOB 1 XpoMoOCOM

M

NNnHHaa monekyna us XpaHeHne reHeTn4ecKol
HYKNeoTnaos nHdbopmaLmm

Koaupyet 6enok nnu
pPerynnpyowmnm anemMeHT

Yyactok JHK

CTtpyktypa n3 AHK u 7
XpomMocoma PyKTypa us /i CoAepXUT MHOXECTBO FeHOB KaX bl ypOBEHb HAaCNeACTBEHHOrO
6enkos MaTepuana BKAOYaeT U opraHmsyet
npegblaywmn, cosgaBad CNnoXHYH

CTPYKTYPY.

YyebHUK 6uonoruun, 9 Knacc




3akKoHbl MeHpaensa o HacnegoBaHUMU

1 2 3

[TepBbIN 3aKOH: NMpu BTopou 3aKOH: BO BTOPOM TpeTnn 3aKOoH: MPU3HaKK
CKpeLumBaHUN YNCTbIX NTNHUU NOKOSIEHNUN BO3HUKAET HacnenyrTCca He3aBUCUMO, eCNU
nposiBnsieTca AOMUHUPOBaHUE pacliensieHne Npu3HakoB Ha reHbl HAXOAATCA B pa3HbIX Napax

O[HOIo NpM3HaKa y NoTOMCTBa. pa3Hble BapuaHThbl B XPOMOCOM.
onpenenéHHoOM COOTHOLLUEHUN.




Oduarpamma pacujennieHums NpusHakoB y
NOTOMCTBA

B CooTHolweHue XenTbiX U 3e/1eHbIX CeMSH B NoKosieHun F2

I1aHHble ACHO AOEMOHCTPUPYOT
npuMeHeHne 3aKOHOB MeHpensa K
peaJibHbIM OUOJIOTNYEeCKUM NMPU3HaKaM.

YKéntble cemeHa 3eneHble cemeHa oKcnepuMeHThl 'peropa MeHpens, 1860-
e roabl




Annenuv: BapuaHTbl OAHOIO reHa

Annenu — pasHble BepCcum
OOHOIo reHa, pacnosioXXeHHble Ha
MOEHTUYHbIX Y4aCTKax
FOMOJTIOTMYHbIX XpoOMOCOM. OHHK
OOBACHAIOT pa3Hoobpasune
NPU3HAKOB Y MOTOMKOB.

2

Ka)gbl opraHnam HacnegyeT no
nBa annens Ha Ka>Xgbin reH —
OJVH OT MaTepu, APYron ot oTua,
YTO B/IMAET Ha NPoSABAEHMNE
NPU3HaKOB.



domuHupoBaHue U pelleCCUBHOCTb

1 2

ﬂ,OMVIHVIpyI-OLLI,VIﬁ annesnb npodapndeTcd BO BHELWUHEM PeueccuBHbIN annenb npodaBndeTcd nnmiib npm HaiMtvynu
BUAe naxe npum Haliim4nn ToJibKo ogHON KOMnnun B ABYyX ero Kormu, To eCtb Korga AoOMMHMPYHOLLETO HeET.

reHoTune.

3 4

Mpumep: Kapun UBET a3 JOMUHUPYET Haf, royobim, [TOHMMaHWe 3TUX NPUHLMNOB NOMOraeT NpeackasbiBaTb
NO3TOMY rosly6ornasbii NPosBASETCA TOIbKO NpU ABYX HacnegoBaHMe NPU3HAKOB U U3y4aTb reHeTu4Yeckme

peueCCUBHDBIX allniendx. 3a60/1eBaHuUA.




[eHOTUMN U peHOoTUN

[eHOTMN — 3TO MOJIHbIK HABOp rEHOB
opraHmama, 3akogmpoBaHHbin B ero [1HK. OH
onpependaeTt noTeHUnan HacneacTBeHHbIX
NPU3HAKOB, NepeaarLmXcs OT poanTeneun K
OEeTAM.

deHoTnN oTpaxaeT BUANMbIE N UBMEPUMDbIE
NpU3HaKn, popmMmumpyromecs noa
BO34ENUCTBMEM FrEHOTUMA N OKPYXKatoLen
cpenbl. Taknm ob6pasom, ognH GeHOoTUN
MOXXET MMETb Pa3Hbi reHOTUM.
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[lpouecc HacneaoBaHUA reHeTUYECKUX NPU3HaKoB

O CIVE OTpa>a€eT nocsiegoBares/ibHOCTb rnepegaydn redHoe mn npodaByieHnNd NMNpnu3HakoB Y MNOTOMCTBaA

KombunHauus deHoTUNnyeckoe
[eHOTUNDbI CkpelmBaHue O6pasoBaHue b
. > . > > anneneuny > nposBneHue
poautenen poauteneun ramet
NOTOMCTBA NPU3HaKoOB
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MyTtauuun: usmeHeHumsa B 1HK

1

MyTaumm — 3TO Cny4danHble Unu
Bbl3BaHHble N3MEHEHUSA B
nocnepoBatenbHocTn AHK,

KOTOpble MOTYT NMpUBECTU K
NnoABNEeHNIO HOBbIX
HaCleaCcTBeHHbIX MPU3HaKOB.

2

HekoTopble MyTaunmn Bbi3biBatOT
reHeTn4Yyeckue 3abosieBaHusl, Korga
N3MEHEHHbIW reH NepecTaeT
npaBuUIbHO GYHKLUMOHUPOBATb UK
CO30a€T AePeKTHbIN 6ENoK.

3

Npumepom aBnseTcs
ceprnoBuaHOK/IeToOYHass aHeMus —
60ne3Hb, Bbl3BaHHasA MyTaLMen

OOHOro reHa, Kotopas usmMeHsaeT
dopMYy U GYHKLUIO KPACHbIX
KPOBAHbIX KNETOK.
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Ponb reHeTUKU B MeagULIUHE

PaHHAA AnarHocTuka

[eHeTn4yeckne mMmetoabl
NO3BONAIT BbIABMAATb
HacneacTBeHHble 3a6oneBaHud
eLle B NpeHaTalbHOM nepuoae,
4YTO MOMOraeT nNpegoTBpaLlaTb
Pa3BUTUE TAXENBIX COCTOAHUN.

&

[lepcoHanu3snpoBaHHoeEe
neyeHue

AHann3 reHomMa nauueHTa
nomMoraeTt nogo6partb Hanbonee
3P PeKTnBHbIE NpenapaTbl U
OO3UPOBKU C YYETOM
MHOMBUAYANbHbIX
OCOOEHHOCTEN OpraHnU3Ma.

00

[eHeTnyeckoe
KOHCYJIbTUPOBaHUe

CneunanucTbl NpenocTaBNaAoT
MHPOPMALMNIO CEMbAM O
PUCKaX HacneacTBEHHbIX
3a60neBaHUN N BO3MOXHbIX
MeToaax NPoPUNaKTUKU Un
nedyeHus.
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[MTpumepbl HacneacTBeHHbIX 3a60/1eBaHUN

MykoBucuUna03 CFTR AyTOCOMHO-peLeccuBHoe

[femochunms [ eHbl CBEPTbIBAHUA CBs13aHO C X-XpOMOCOMOM
NansToOHNU3M PeuenTopsbl LUBeTa CBsi3aHO C X-XPOMOCOMOW

HacnepnctBeHHble 60/1e3HU BO3HUKAKOT U3-3a
MYyTauuU B OTAENbHbIX FreHax, BNUAKLWMUX Ha
GYHKUUIO opraHm3ma.

MeOuUMHCKasa reHeTuUKa, Y4ebHUK
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BnunaHue reHoB Ha BHeLLHMEe NPU3HaAKWU

YeJioBEeKa

1

[eHeTU4Yeckoe
onpepesieHne YepT nMya u
Tena

[eHbl UFPaKOT KNHOYEBYIO POIb B
$opMMNPOBaAHMN TaKUX MPU3HAKOB,
KaK pocT, dopMa HOCca 1 LiBeT BOJIOC.

BONbLWKMHCTBO 3TUX YepT
OOYyCNOBJIEHO HE OQHUM FeHOoM, a
KOMMJIEKCOM B3aUMOCBSI3aHHbIX
reHOoB.

2

MHorogakTopHoe
HacnegosaHue U Bapuauum
OKPaCKMU KOXMU

OTTEHOK KOXMW Y YenoBeka 3aBUCUT OT
B3anmopgeunctemnsa oosiee 100 reHos,
YyTO obecrneymBaeT 60nbluoe
pa3HoOOOpa3ne LBETOB N OTTEHKOB.
OTn fJaHHble NOATBEPXAAOTCS
COBPEMEHHbIMU UCCNeaoBaHNAMN B
reHeTuke.
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eHeTUYeckue

SKCNMNepumeHTbl B

pacTeHUsIX U
YXXUBOTHbIX

1

CKpelwmBaHue pasnyHbIX
COPTOB MNWEHULbI YBENNYUNO
YPOXXaUHOCTb U YCTOUUYMBOCTb K
HebnaronpuUATHbIM YCTOBUAM,
NOBbLICUB NPOLOBOJIbCTBEHHYIO
6e30nacHOCTb.

3

iccnepoBaHusa Ha gpo3odunax
NOMOIN BbIABUTb OCHOBHbIE
3aKOHOMEPHOCTW HacnenoBaHUA
NPU3HAKOB 1 POJib XPOMOCOM B
nepegave reHos.

2

Pa3BeneHne nopop cobak C
3aJlaHHbIMN KadyecTBaMM
NO3BOJIAET COXPaHUTb HYXXHble
4yepTbl N YAYYLWNUTb
noBeaeH4Yeckue
XapaKTePUCTUKU MUTOMLIEB.

4

TN aKCNepUMEHTbI CTanu
OCHOBOW Ans1 pa3BuUTUSA
cenekuumn, 4YTto Nno3BoNNO
co3faBaTb HOBblIE BUAbI N COpPTa
C ueneBbiMun NpusHakamu.
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COBpEMEHHbIe AOCTUNXXEHNA TEHeTUKMN N X

N EGE G

FeHHO-MmoguduUuLUpOoBaHHbIe OpraHu3mMbl B
CeJ/IbCKOM XO35IUCTBE

Mcnonb3oBaHne MO no3BoNsieT NoBbICUTb YPOXAUHOCTb
PaCTEHUN N NX YCTOMUYNBOCTb K BpeauUTensiM, CHMXas
NOTPeOHOCTb B NecTuumgax u ysenunumsas
9KOHOMMYeCKYo 3pPeKTUBHOCTb pepmepcTBa.

FeHHasn Tepanua and nevyeHusd
HacneacTBeHHbIX 60N1e3Heun

PeBOMOLUMOHHbIE MeTObl NlIe4YEHUS C UCNOSIb30BaHNEM
reHoTepanuu g4aroT BO3MOXHOCTb UCMPaBidaTb AedeKTbl
HNHK y nauneHTOoB, 4YTO paHee Obl10 HEBO3MOXHO, yiyyLuas
KaueCTBO XW3HU O6OJIbHbIX.

3aBeplueHue npoekTa «feHOM
yesioBeka»

B 2003 rogy y4éHble 3aBepLUMAIN paclUnPpoBKY
NOJSIHOro reHoMa 4YesioBeka, npenocTtaBne 6a3sy ans
N3YYEeHN HOMBUAOYaNbHbIX OCOBGEHHOCTEN U
pa3paboTKN HOBbIX MEAULMHCKNX TEXHONOIUN.



JTU4Yeckue BonNpochl B
reHeTUKe

2

Ba>XHbIM acrneKkToM AABNSeTcA 3aliuTa
KOHOUAeHUMaNnbHOCTU U NpeaoTBpaLleHne
ANCKPUMWUHaUUN Ha OCHOBE NreHEeTN4eCKou

MHPOPMaLMKM B MeauLmMHe 1 TPyaoBon chepe.

1

PepakTnpoBaHue reHomMa 4YesioBeKa Bbl3blBaeT AebaThbl
0 6€30MacHOCTN, MOpParbHbIX FPaHULAX N PUCKaX
HeXenaTenbHbIX MOCNeacTBUN Ansa 6yayLmnx
MOKOJIEHUMN.

3

HecMOTpsi Ha NOTEHUMaN TEXHOMOMNU, CyLLLECTBYET
HEeoOXO0OUMOCTb PerynmpoBaHnsa X UCNOJIb30BaHUA,
YTOOblI UCKITIOYNUTDL 3N10YyNOTpPebNneHna n o6ecneynTb
paBHble NpaBa 4J1a BCEX.
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[eHeTUKa: MOCT B byayllee
HayKu U MeAULUHDI

[eHeTn4yecKkne nccnegoBaHus OTKPbIBAKOT HOBbIE
BO3MOXHOCTHU OJ1d JieHeHUA U ynyydlleHNd Ka4ecCTBa >XU3HMWN.

Ba)xHO coyeTaTb Hay4YHbIM NPOrpecc ¢ 3TMYECKUMMU
NPUHLUMMAMM, YTOObI MCMOMb30BAaTb 3TU TEXHOIOr MK Ha 6naro

obLlecTBa.



