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OCHOBHbIE
NOHATUNA FTEHETUKIA

[TOMMEéM, KaK /HacnencTBeHHOCTb U
M3MEHYNBOCTb AeNaloT Ka*Kabl OpraHn3m
VHUKabHbI




KaK reHeTuKa Ctana
HayKou

[lyTb reHeTUKKM HaYyaNCca C ONbITOB
MeHnpenq, a 3aTteM bOblin NPOoOoNKEH
OTKPbITUEM XPOMOCOM U pacllmndpoBKOI
HHK. CerogHa 3Ta Hayka noMoraeT
BpayaM, cenekumnoHepam n bmnonoram
NMOHWUMAaTb HAaCcNeaACTBEHHOCTb U CO30aBaTb
Nnone3Hble TeXHOMNOIrmun.




AHK: HocuTenb HacneacTBeHHOU MH(OPMaLIA

\
N3 yero coctout [IHK

INHK noxo»a Ha
ONUHHYIO
3aKPYYEHHYIO
nectHuuy. Ee aBe
Lenn yaoep>XXmBarTCs
napaMm oCHOBAHWUMN:
AcT, I clU. NMmenHo
Takoe coemHeHne
NO3BONAET MONEKYE
TOYHO KONMPOBATb
cebs.

b

\
[Mouemy

nocnenoBatTesibHOCTb
Ba)>XHd

[TopagoK OCHOBaHMI
paboTaeT Kak 3anuchb
B kone. OH
onpenendaeT, Kakue
benkn 6yayT
CUHTE3MPOBAHbLI B
KNeTKaxX N Kakne
NPU3HaAKMN NPOABATCSH
VY OpraHmn3ma.

N




[eHbl KaK MHCTPYKLUN OPraHu3Ma

|BeT rna3 3anucaH 8 [1HK

lpencrtaBbTe KNETKY KaK
6nbnMoTeKy, roe B KaXXaom KHUre
eCTb MHCTPYKLUMA ANg OgHOro
npu3Haka. OguH reH MoXxeT
y4yacTBOBaTb B OPMMNPOBAHUNM
uBeTa rnas. Ecam nHctpykuymns
nepenaeTcsa oT poauTenen, y
pebeHKa NOABNAETCA NOXOXKasq,
HO He 0643aTeNbHO TOYHas
BEpCcuA Npmn3Haka.

eH n yCBOE€HUNE NaKTO3bl

HekoTopble reHbl NOMOratoT
BbipabaTbiBaTb BELLECTBA,
HY>XHbl€ OPraHNU3My Ka*KablW
OeHb. Hanpumep, reH, cBA3aHHbIM
C YCBOEHWMEM NAKTO3bl, BAUAET Ha
TO, MOXKET NN YENI0OBEK NErkKo NUTb
MONOKO. Takne oTan4Yuns
NOKa3bIBAtOT, KaK
HacNeaCTBEHHOCTb CBA3aHa C
06pa30oM XKN3HMW.

Hacnepyemble MHCTPYKU UK
pocTa

[eHbl He paboTatoT NO OgHOMY:
OHW BKAOYAOTCA B Ppa3HOE BpeMS
N B Pa3HblX KNeTKkax. bnarogaps
3TOMY OpPraHM3M PacTeT,
dbopMuUpytoTCa OpraHbl, a TENO
nogaep>xmBaet paboTty cepaua,
MbILLIL, N HEPBHOW CUCTEMBI.
[1o3TOMY HAabOp reHOB BaXKeH Ha
NPOTAXKEHNN BCEUN MU3HW.
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XpOoMOCOMbI: YyNAKOBKA HAacNeACTBEHHOU UH(hopmauum

XpPOMOCOMbI HAXOOATCA B Y yenoBeka 46
A0pe KNeTKN N COCTOAT XPOMOCOM, COOpPaHHbIX B
n3 [HK, nnoTtHoO 23 napol. ['1pn peneHnmn
CBA3aHHOW Cc benkamu, KNETKN OHW O0/1KHbI
aKas ynakoBKa pacnpegenntbcsa 6e3
noMoraeT OJIMHHOM OLWNBOK, YTOODI
MONeKyne NoMeL,aTbCs B HacneacTBeHHad
KNeTKe N He MHpopMauunsg
noBpexxaaTbcs. COXPaHMNachb n

nepepanacb ganblue.




MuTO3 B ACUCTBUM

/ PocT HOBOro cnosa Knetok

Korpa pebeHoK pacTeT, ero opraH1sm
NOCTOAHHO CO34A€ET HOBblIE KNETKN. MUTO3
0AET ABe OANHAKOBbIE O0YEPHUNE KNETKM,

NO3TOMY TKAHb OCTAETCA TAaKOW XKe, KaK
Oblnla. 9T0 0COHBEHHO 3aMETHO B KOXXE 1 B

opraHax, rge KNeTkn ObICTPOo O6HOB)‘I‘FIPOTCFI/
nocne 0bblYHbIX HACPY3OK.

3akuBneHune nocne nogpexpeHuA \

Ecnn yenoBek nouapana/ll KO)KY MNTO3
MoMOoraeT 3aMeEHNTDb I'IOBpeH(,EI,eHHbIe
KNeTkn HoBbiIMKU. CHaYyana KneTka
rotoBnNUTCA K AeENEHN0, 3aTEM NPoxXxoanT
3Tallbl I'IpOCba3bI, METa(Pa3bl, dHAa3bl U

Tenogasbl. Tak OpraHn3m

N COXpaHAeT nux pabory.




Meno3: co3aaHne NonoBbiX KNETOoK

NMonoBUHHBLIN HaboOP
XPOMOCOM

Meno3 Hy>XeH AN
obpa3oBaHMNA raMeT
— KNEeTOoK, KoTopble
YYaCTBYIOT B
pa3MHoOXXeHuu. [ocne
neneHnsa y HnxX
OCTaeTcs NONOBUHA
0bblYyHOIro Habopa
XPOMOCOM, TO €CTb Y
yenoBeka 23.

[ToueMy noToMcTBO
He 6bbiBaeT
OAUHAKOBbLIM

Bo BpeMa Meno3a
XPOMOCOMbI N FEHDI
pacnpenensarTca No-
HOBOMY. 2TO
yBenn4mBaeT
pa3Hoobpa3une
NOTOMKOB M MOMOraeT
COXPaHATb
NOCTOAHHOE YNCNOo
XPOMOCOM Y BMAA M3
NOKOMEHNSA B
OKONEeHwue.




InaBHbIE NONOXEeHUA 3aKOHA

2

CnyyaunHoe
pacnpepeneHue

Ka>koaa rameTa
nony4aeT TONbKO

oOnH annesib N3 Nnapbl.

Kak B urpe c
KapTouyKaMu,
KOMOMHaUNn
dhopMmMpytoTCa He No
pacnucaHuto, a
CNy4YanHo, NO3TOMY
NOTOMKMW OTNINYALOTCH

Apyr oT Apyra.

OpuH NpunsHak — oguH
BapuaHT

Ecnny reHa ectb ABa
BapWaHTa, B raMeTy
nonagaeT NULb OOUH.
2TO 0O6BACHAET, NOYEMY
y pebéHKa He
npoasnatoTca oba
aNbTEPHATUBHbIX
COCTOAAHWA Cpa3y, a
BO3HWMKAET OAHa
KOHKpeTHas
HacnencTBeHHas
KOMOUHauns.

NcTouHUuK
pa3Hoobpa3und

YeM bonblie pasHbIX
NENERY
poanTenen, Tem
6onblle BO3MOXXHbIX
CoOYeTaHUN y
NOTOMCTBaA.
bnaropaps aTomy B
cCeMbe MOryT
NoABNATbLCA OETW,
NOX0oXXMe, HO He
NO/THOCTbIO

OcHoBa
HacnepoBaHUA

3aKOH YNCTOTbI FramMeT
noMoraeT NOHATb, KaK
NPU3HAKK NepexoaaT
OT poanTenen K
netaM. OH nexknT B
OoCHOoBe 06bAaACHEeHUS
pacuwenneHus
NPW3HAKOB NP
CKpewmnBaHun 1
N3yyeHuns
HacnenCcTBEHHOCTMW.




POAOCNOBHAA KaK KapTa HAaCNeACTBEHHOCTM

Cnep 60nesHn yepes nokoneHusa

B ceMbe MOXHO 3aMeTUTb, YTO OONH
N TOT e NPU3HaK NOBTOPSAETCA Y
oenywku, poantenem n peTen.
[eHeanornyeckmnm MeTon NnoMoraeT
YBUOETb TaKy NUHUIO
HacnepoBaHus. [1o poaocnoBHOM
Bpa4yn onpenenatoT, Kak nepenaeTcs
HacnencrBeHHoe 3abonieBaHue U
KOMY CTOUT NponTn obcnepoBaHMe.

Y10 nokarkeT cxeMa ceMbu

PoaoocnoBHas He NPOCTO pUCYeT
nmeHa. OHa NnoMoraeT NOHATD,
CBA3aH NN NPU3HaK C X-
XPOMOCOMOMN NN HAXOAUTCH B
0bblYHOW XpoMocoMe. Takoun
aHaNN3 NCNONb3YIOT NPWU
N3yyeHnn remodounnunm,
0ANbTOHMU3Ma U
beHNNKeTOHYPUK, a TaK>Ke
MHOIMMX APYrMx COCTOAHUN.

3ayeM 3TO HY»KHO 3apaHee

Ecnun cneumannctbl BUAAT PUCK
HacneacTtseHHoM 6one3Hn, OHU
MOryT 0aTb CEMbeE peKoMeHaaLunu
M Ha3HAYUTb TeCTbl. DTO
0COHEHHO Ba*<KHO, KOrga Hy><HO
OLUEHWUTb BEPOATHOCTb Nepeaayu
NnpU3HaKka byayLwmM OeTaMm U
NOArOTOBUTLCA K NeYeHUIo.




Kak pa6otaeTt ru6puaonoruyecKun MeTop

S

[1na onbiTa 6epyT opraHmn3Mbl C Pa3HbIMKU NPU3HAKAMU K CKPELWMBaOT UX. 3aTEM
HabnoOatoT, KakMe YepTbl NPOABUNINCL Y MOTOMCTBA, U AeNatoT BbiBOAbI O
OOMUHAHTHbIX N PEeLLeCCUBHbIX BapMaHTax.

=

MeTop cTtan 3HaMeHuT 6narogaps onbitTaM MeHaena ¢ ropoxoM. YUeHbIN
CpaBHWMBA/1 NOTOMKOB MO HECKO/IbKMM NMOKONEHUAM N 3aMETUN YCTONYUBDbIE
COOTHOLIEHNA NPU3HAKOB, KOTOPbIE MOXXHO MPOBEPUTb MOBTOPHbIM CKPELLNBAHUEM.

0

CerogHa rmbpmaoonornyeckmim MeTon NPUMEHAIT HE TOTbKO K PACTEHUAM, HO U K
*XMBOTHbIM, @ B OTAENbHbIX CNydYaax — K yenoBeky. OH noMoraet o6bACHATb
HacnegoBaHME M NPOrHO3MPOBATb PE3YbTAT CKPELLMBaHUA.

-




[eHOTUN 1 (heHOoTUN B ABYX PaKypcax

[eHOoTUN KaK HacneaCTBeHHas

(DeHOTNN KaK BUAUMbIN pe3ynbTaTt

nporpamma
[eHOTMN — 3TO PeHoTnN BKAKOYAET BCE,
BHYTPEHHUN «KOO» YTO MOXXHO HabnwaaTh:
OpraHmn3ma, 3anncaHHbIN LUBEeT rna3, pocT, dhopMy
B [1HK. OH He BnaeH nucTbes. Ha Hero
HanNpPAMYo, HO 3a4a€eT BAUNAIOT HE TONIbKO I'eHbl,
HacnencTBeHHble HO N YCNOBUA XNU3HW,
BO3MOXXHOCTU: KaKune NO3TOMY OANHAKOBDIW
benkn 6yayT FEHOTUMN MOXKET
CMHTE3NPOBATLCA U NPOABAATLCA NO-
Kakne NPpU3HaKkm MoryT Pa3HOMY.

NPOABUTbLCS.




KaK annenu co3aaior .
pa3Hoo6pasue

e Annenun — 3To pa3Hble BapmaHTbl OOAHOIO
reHa, KoTopble 3aHMMaloT OAMHAKOBOE
MECTO B Nape roMos1I0rMYHbIX XPOMOCOM.
IMEHHO NX couyeTaHMe onpenenaeT, Kakowm
NPU3HAK NPOABUTCA Y OpraHn3Ma B UTore.

e Dnarogapa annenam oauH U TOT XKe
NPU3HAK MOXXET UMETb HECKONbBbKO
BAapPMaHTOB, HaNnpUMep rpynnbl KPOBU NN |
oKpacky wepctun. Ix koMbuHaumm penatot »
Ka*XOo0ro YenoBeKa 1 XMBOTHOE
HENOBTOPUMbIMW.




Tpu ucropun o mytauuax

/ Ecnv B [1HK noaBnaeTca HoBbIA
BapWaHT

NHorpa B Monekyne JHK npouncxognt
Hebonblwaga ownbKa, N NoABNAETCH
HOBbIV BapUaHT NpuU3HaKa. lakas
MYTaUMEa MOXKET NOYTU HE 3aMEeTUTb
cebq, a MOXKeT N3MEeHUTb paboTy
6enka. Echm nameHeHune He MelwaeT
XN3HW, OHO COXPAHAETCH KaK YacTb
HacneacTBEHHOro pa3sHoobpasna u

N3MEHEHUN.

Korpa MyTauuna ctaHoBuUTCA npw—nm—nch

6onesHun

HekoTopble n3MeHeHUa 3aTparmeBatoT
Ba*KHble reHbl 1 Bbi3bliBalOT 6one3Hn. B
TaKUX CNyYaax HapyLlaeTca CTpoeHne
6enka nnu paboTta KNETKM, MO3TOMY
OpPraHM3M pPa3BMBAETCA MHAYE, YEM
00blYHO. IMEHHO TaK BO3HUKAaIOT
MHOIMe HacneaCcTBEHHbIE HAPYLUEHUS,

MOXKET nepenaBartbCA NOTOMKaM. Tak /

BK/1IOYaA CepPNnoBNOHO-KNETOYHYIO
aHeMuto. PaHHAa4q ANalrHOCTNKa
0COBEHHO Ba*KHa Oonga ceMenHoro

/ Mone3sHble MyTauuu B npupoae

MyTauunm 6bIBatoOT 1 MonesHbIMU. Y
6aKTEPUIN OHU MOTYT MOBbILLATL
YCTOMYMNBOCTb K aHTUOMOTUKAM, a Y
OPYrnx opraHM3MoB — MOMOraThb
nydlle npucnocabnmeBaTbCca K cpene.
Takne N3MeHeHnsa cny*<aT MaTepuranom
019 ecTecTBeHHOro otbopa um
3BONOLUMN, MO3TOMY MMEHHO U3 HUX CO
BpEMEHEM BO3HUKAET HACNeACTBEHHOE
pa3Hoobpasuve B nonynaunax n Buaax
MUBOTHbIX N PaCTEHUN.

HabnaeHus.




HacnepcTtBeHHble 60/1€3HN U Ba)XKHble NPU3HAKN

e

HekoTopble 6bone3Hn nepenarnTca No HAaCNeacTBY OT poauTenen K aetaM. 3HaHMe Tmuna
HacnenoBaHMA NOMOraeT NOHATb, KTO MOXKeT BblTb HOCUTEeNEeM U3MEHEHHOIo reHa u
KaKOB PUCK O/19 NMOTOMCTBA.

[pynnbl kpoBn ABO un pe3yc-thakTtop onpeaenanTcd KOMOMHALMEN FTEHOB. DTU
CBEeAEHMNSA BaXKHbl MPU NepenmBaHNm KPoBU, 6epeMeHHOCTU U NTaHUPOBaAHUN
MeanUMHCKON NoMoL K, YTOObl N36eXKaTb OMACHbIX PeaKLunn.

[eModbmnmna, beHUNKeToOHYPUA N 0aNbTOHWU3M MOKa3bIBAOT, YTO OAUH USMEHEHHbIN reH
MOXKET NOBNUATb Ha BCIO KM3Hb YesoBeka. na HEKOTOPbIX U3 3TUX BoNe3HEN yrKe
CYLLLECTBYIOT TECTbl PAaHHEr 0 BbiABNEHUA.

CoBpeMeHHada reHeTMKa no3sondeT obcnenoBaTb OyayLMX poanTenen u
HOBOPOXXAOEHHbIX. TakMe aHaNM3bl HE NeYyaT HaceacTBeEHHble 60e3HU cpasy, HO
NoOMOratoT BOBPEMSA 3aMETUTb PUCK U HaYaTb HabnogeHme.




Kak MeHgenb AoKa3ai 3aKOHOMEPHOCTU Hacneao0BaHUSA

[1pn cKpewmnBaHnK Bo BTOpOM JKCNEPUMEHTbI C
YNCTbIX TNHUWN C NOKONEHUNN NMPU3HAKMU rOPOXOM BOblNK
Pa3HbIMU PACXOOATCA B TOYHbIMUN U
NPU3HaKaMy BCe onpeaeneHHOM MHOIOKPATHO
rmbpumnabl NepBOro COOTHOLLUEHNN, NOBTOPSANINCD,
NOKONEHUS NOTOMY YTO NO3TOMY CTanu
OKa3bIBalOTCH HacNeaCcTBEHHbIE OCHOBOW BCEW
OAVNHAKOBbLIMW NO haKkTOpbl HE reHeTukn. OHK
dheHoTnny. 9TO N eCTb MCYE3aloT, a NOKa3anu, YTo
3aKOH egnHoobpa3ng, KOMOUHUNPYIOTCH HacnegoBaHMe
BNepBble cHoBa. Ilnga ropoxa NnoaYnNHAETCS
NoATBEPXXOEHHbIV MeHnpgenb nonyyun YCTONYNBbLIM
onblTamMn MeHpens. KlacCnYyeckKoe npaBuWnaM, a He
cooTHoweHune 3:1. CNYYaMHOCTMN.




OCHOBHbIE HanpaB/eHNA cenexkunun
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OT60p NONEe3HbIX Cenbckoe x0349UCTBO XuBoTHOBOACTBO U
NnPU3HaKos 6norexHonormn
[eHeTn4Yeckmne 3HaHuS
CenekunoHepbl NnoMoratoT co3aaBaTh B »knBOTHOBOACTBE
BbIOMPAlOT pacTeHna n nweHuuy, KotTopaa naeT OT6V]pa*9T MUBOTHbIX C
MKUBOTHbIX C HY>KHbIMU 60MblUE 3€PHA 1 yYlLle BbICOKOI MOJIOMHOCTbIO,
KayectBaMu: nepeHocuT 6bICprIM POCTOM UMK
YPOXXAaWHOCTbIO, BKYCOM, HebnaronpuUsSTHbIE KPpenknM 340Pp0BbEM.
yCTOMYMBOCTBIO K yCN0BUSA. ITO OCOBEHHO S/oTeXhone il
6one3HaM. Tak v KOHTPOMPYyEMOE
SRR P G = T R To sl CKpeLLMBaHME YCKOPSIOT
NOCTENEHHO NoslyYatoT pPeL YCKOP
3aBUCUT OT Norodbl U STOT NPOLLECC 1 AenaloT
bonee NPoayKTUBHbIE v
Bpeanrenen. ero ToyHee
copTa 1 nopoabl Angd :

X0349MNCTBA.




Tpw B3rnapa Ha KNOHUPOBAaHUE

OsBua lonnu: nepBbi N3BECTHbLIN
npuMmep

B 1996 roay B LLloTnangnn y4yénble
nonyymnnmn donnn — nepsBoe
KNOHMPOBaHHOE MNeKonuTatulee. Eé
NoABAEHMNE CTaNO Ba*KHOW HAay4YHOW
BEXOW. CTaNo ACHO, YTO 940 B3pPOC0OM
KNETKM MOXXHO MCNOMb30BaTb A4
CO34aHMA HOBOIro opraHn3Ma. ToT
pe3ynbTaT Bbi3Basa 60NbLWON MHTEPEC U
MHO>XECTBO BOMNPOCOB O rPaHuLLax
HaYKV U MeanLUUHBbI 40 CUX NOP.

KnoHupoBaHne pna coxpaHeHus
BMAOOB

KnoHMpoBaHMe pacCMaTPUBAIOT KakK
OOMH 13 cNocob0oB NOMOYb PEOKUM
*XMBOTHbIM, KOraa Y1CNEeHHOCTb BMAa
PEe3KOo COoKpallaeTca. B Taknx npoekTax
YUYEHbIE HAAETCH COXPAaHUTb LEHHbIE
reHbl M noaaep»XaTb nonynaumio. Ho
ONKA ycnewHom paboTbl HY>KHbl CTpormne
YCNoBUSA M TOYHble NpoBepKu. OwnbKn
3[eCb MOTYT HAaBPEOUTb U XXUBOTHbIM,
N NPOEKTY B byayLieM.

Monb3a 1 cnopHble BONpocChbl

KNoHMpOBaHHbIE *KMBOTHbIE MOIYT CTaTb
MOAENbo ANa UccnegoBaHUn 1 gake
OOoHOpaMun TKaHew B byayuem. OgHako
BOKPYr 3TOM TEXHONOMMM OCTatTCA
3TUYECKME CNOopPbl: Ba*KHO OLLEHMBATb
3,0POBbE XXNBOTHbIX, 6&30MacHOCTb
METO/0B U rpaHnLbl AONYCTUMOro
BMelwaTenbcTBa. [103TOMY Kaxkaaa Takas
paboTa TpebyeT CTPOroro KOHTPONS,
NPOBEPKWU pe3ynbTaToB U 06Cy>KOeHUNA B
obulecTBe 1 HayKe. 17




Kak co3aal0T OpraHn3mbl C HOBbIMN CBONCTBAM

TouevHoe
Nn3IMeHeHue reHoma

[eHHaa nHXXeHepus
N3MEHAET reHOM
TOYEeYHOo, YTOObI
OPraHM3M NONYy4Yns
HY>XHbIN NPU3HaK.
na storo 8 AHK
BBOAAT, YOANAOT UK
3aMEHSAOT YYaCTKW,
CBA3aHHble C paboTou
benkoB. Tak
NONYy4YatoT HOBbIE
CBOWCTBA.

[NMpuMepbl
NPUMEHEHNa "
nposepKa

Tak co3patoT
pacTeHuns,
YCTONYUMBbIE K
BpeguTenaMm, u
bakTepumn,
BblpabaTbiBatoLwme
MHCYNUH. Ho Kaxkagyto
TaKyto pa3paboTky
NPOBEPAIOT Ha
6e30MnacHOCTb,
NOTOMY YTO
3MEeHEeHsa B reHoMe




[louemy cpepa meHseT
nposABneHune NPU3HaKoB

o OOWH N TOT XKe reHoTMN He Bcerga NaéeT
OJWNHaKOBbIN pe3ynbTaT: Ha pa3BUTUE
BAVAIOT CBET, TeMnepaTypa, Boaa U
nnTaHue. [1oaToMy Yy pacTeHnin ogHOro
BMOa BbICOTa U CMNa POCTa MOryT 3aMETHO
OTNINYaTbCA.

e Y YEeNoBEKa YCNOBUSA XU3HU TOXKE MEHSAIOT
NPodAB/IEHNE HACNEACTBEHHbIX NPU3HAKOB.
[lnTaHune, pexxmMm gHA 1 300POBbLE B
0EeTCTBE BNUAIOT Ha POCT, Maccy Tena u
obLlee pa3BUTUE, HE OTMEHSAA
HacneaCTBEHHOCTW.
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HETUKA NOMOraeT
NMOHNUMATb XXNU3Hb N M@HATDH

[eHeTMKa [NMoKa3bIBAET, KaK MepenatoTca NPU3HaKM, NoYEeMY NOABAAOTCS
Pa3NnNYnNg N Kak 3HaHna o JJHK noMoratoT ntogamM. 2T OTKPbITUSA YXKe MEHAK
Meguunry, CenbCKoe XO039MNCTBO N BMOTEXHONOrMM BO BCEM MUPE.



