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Lna nayydyeHmsa nccnenytoT KNeTKM KOCTHOIoO MOo3ra Unm NemKouuTbl, T. K. UX Nerye
BblOeNMNTb M3 opraHmn3Ma. B KynbTypy KNeToK no6aBngatoT KONMXNLUNH, KOTOprl;I

XPOMOCOMBbI

NMpMocCTaHaB/TMBaeET gefieHne Ha CtTagmni MeTaCba3bI. Ha ctaounm MeTad)a3bI XPOMOCOMBbI

MaKCMMaJIbHO CripPasin30BaHbl, J1eXXaT B OLOHOW MSIOCKOCTMU, MO3TOMY XOpOoLo
Mﬂ,eHTl/ICbVILI,MpyPOTCFI B CBETOBOM MUMKPOCKOTrE.

Meskgynapoguas npozpamma «Ienom ueaoBeka»

3apauum nporpamMmmbl:

1) |_|OCTpOl/ITb reHeTn4yeCKme KapTbl XPOMOCOM, Ha KOTOPbIX OblIM MOMeYeHbl MreHol,

oTcTodlwmMe gpyr ot Apyra Ha paCCTodHN, HE MNnpeBbllUatoLLLEM 2 M/TH OCHOBaHWW.

2) CocTaBUTb pU3MNYECKME KapTbl XPOMOCOM.

3) MNony4ymnTb KapTy BCEro reHomMa B BMOE OXapaKTEPM30BaHHbIX MO OTAETbHOCTM
dparmeHToB [AHK, BXOOAWMX B COCTAaB reHOB.

4) OcCyLLEeCTBUTb NOJIHOe ceKBeHMpoBaHMe [HK, BXogsaLwmx B COCTaB reHoB
Yyenoseka.

5) HaHecTM Ha NOMHOCTbIO 3aBEePLUEHHYIO KapTy BCe reHbl YenoBeka.

* Ha kogmpoBaHuMe 6eNKOB MCMob3yeTca oKono 1% reHoma.
* ECTb y4yacTku reHos, kogupytouwime PHK.

« bonee 70% reHoMa cogepxnT «Mondawyto [dHK», KoTopaga He KoOMpyeT HU
6enku, HM PHK. Ee dyHKLIMKM MOKa He BbIACHEHbI.

O6Lwaa 6uonoruda



Memogm eenemuku ueaoBeka

[enearozuueckuii memog

OcHOBaH Ha MNOCTPOEHUN N N3YHEHUNI POOOC/TIOBHDbIX, OTPaXalkoWmMX npodBrieHme

ornpegenneHHbIX MpPpnN3HaKoB YeJ10BeKa B paay MOKONEHUN.

MOYXHO YCTaHOBUTb, HacneayeTca N U3ydyaeMbl MpPU3Hak, onpenennTb TUM
HacnenoBaHUsA M BEPOATHOCTb MPOSaBIeHUA NMPU3HaKa B MoceayoLmnx

MOKOMEHUNAX.

DPPeKTUBEH MPU UCCNedoBaHUM FEHHbIX MyTaL 1A,

Twvun HacnepoBaHUA

OnucaHue

AYTOCOMHO -
OOMWHAHTHbIN

MpoaBNAETCA B KaXKO0M
rMoKofeHunu
HacnenyeTtca B paBHOMN
CTENeHU Yy MY>KUMH U
YKEHLLMH

AYTOCOMHO -
peLeccMBHbIN

MpoaBNAeTCa He B Ka)XO0oM
rMoKoeHunu

HacnenyeTtca B paBHOM
CTeNneHU y MY>KUMH U
YKEHLLMH

CuenneHHbIN Cc X —
XPOMOCOMOM
OOMUHaAHTHbIN

BcTpeyaeTca B 2 pa3a valle y
YKEHLLUMH, YeM Y MY»KUUH
MNpurMepbl: rtMnonnasng
aManu 3y60B,
HacnegcTBeHHaa dopMa
paxuTa

CuenneHHbIN ¢ X —
XPOMOCOMOM
peLeccMBHbIN

MpenmMyLLecTBEHHO
MpoaBAgeTca y My>KUYMH
MepenaeTca ManbyMKaM OT
MaTepwu. CbiH HUKOrOa He
HacnenyetT 3aboneBaHMe OT
oTua
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BaugneuoBuiii memog

« CpaBHUTENbHOE N3yYyeHne peHoTUMNa U reHoTMUMa 6/IM3HELLoB.
* Mcrnonb3yeTca ang BbigBAeHUa BAINAHWUA cpedbl Ha pa3BUTME MPU3HaKOB.

OopHosinueBble 6nM3HeLbl Pa3HosnueBble 6/IM3Heubl
(MOHO3UroTHbIE) (reTepo3unroTHbie)

+ PasBumBakOTCA M3 OQHOM 3UTOTbI * B opraHusMe »XeHLUMHbl CO3peBatoT

* Ha paHHMX cTaguax apobneHumsa 3mrota ABa unu 6onee ANLLEKNETKY, KOTOpbIe
OaeT Hadano AByM unu 6onee ONJIONOTBOPEHbI PasHbIMY
SMBPYOHAM crnepmMaTo3omgamMm

L]

* MOHO3UIOTHbIE BNM3HELbl MMetoT Monyyatotca pasHele 3UroTsl
OOWMHAKOBbLIM reHOTUN (Bcerga ogHoro | ¢ Kaykgad 3uroTta gaeT Hayallo HOBOMY
rMosa, O4eHb MOXOXKM, OONHAKOBbIE opraHmsmy
OTNeuYaTku nanbues U T.A) « [eTepo3nroTHble 6NM3HeLbl MMetoT

pa3Hble reHOTUMbI

[Tumozenemuueckuti Memog

* M3yyeHuMe XpoOMOCOM Mofd CBETOBbIM MUKPOCKOMOM.
* BbigBneHMe reHOMHbIX Y XPOMOCOMHbIX MyTaLMIA.

[MocnenoBaTeIbHOCTb AEMCTBMIM A71F MOJTyHeHMS KApUOTMNA:
MomMelleHMne NeMKoLUTOB B cpeay.

KynbTUBUpPOBaHWE KNETOK (MUTOTUYECKME aeneHuns).

OcTaHOBKa MUTO3a Ha CTaanuy MeTadasbl KONXULMHOM.

O6paboTka rMMNoOTOHUYECKMM PacTBOPOM, U3rOTOBEHWE NpPenapaTos,

nony4yeHne MmkpodoTorpadmim MetadasHbIX NIACTUHOK (KapMOTUMOB).
CocTaBneHune Kapmorpammei.

INFWENIES

o

Buoxumuueckuii memog

* OCHOBaH Ha B3ATUW 1 UCCNeaoBaHMM BUNOMOrMYECKUX XXNOKOCTEN (KPOBb, MOYa,
nnmda, CtoHa, cnepma un gap.).
« [Mo3BONAET BbIABUTb HAaceACTBEeHHble 3aboneBaHns, BO3HMKaoLWMe B pe3ybTaTe

reHHbIX MyTaLWM M NpUBOAALLIME K HapyLUEeHMIO 0ObMeHa BellecTB (YrneBoaHOro,
ANNUOHOro, 6eyKoBoro).

* Vcnonb3yeTca Anga AMarHOCTUKU FreHHbIX 6onesHen (beHUNKeToHypus,
ranakTosemMua 1 ap.)

« O6Hapy»XMBaeTca UM caM aHOMaslbHbIM 6eNoK, UM aHOMallbHble MPOAYKThI
obmMeHa.

Honymuuonno—cmamucmu‘leckuii Memog

+ OcHOBaH Ha 3akoHe Xapaun-BanHbepra.
+ [lo3BongaeT onpenennTb reHeTUYECKYHO CTPYKTYPY NONyAsauUnmM (HacToTy
BCTPEYaEMOCTM HOPMaslbHbIX N MATOTOMMYECKMX MTEHOB, ONpeaenTb COOTHOLLEHWE
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reTepo3nroT — HOCUTENEeM NAaTONMTOrMYECKMX FTeHOB M Ntoden C TOMO3MIOTHbIMM
reHoTMnamMm).

YcnoBusa AeNCTBMSA 3AKOHA:

1) YuuTbiBaeTCca ofHa Napa ayTOCOMHbIX FEHOB, KOTOPbIe HE CHUYKAOT
YKM3HECNOCOBHOCTU.

2) B nonynauuum cyllecTByeT NaHMeKcusa (cBoboaHoe ckpellBaHme).

3) Monynaumsa MHOroYMCNeHHa 1 BCe 0COBU KN3HECNOCOBHDbI.

4) B nonynaumm He OeNCTBYIOT 3BOMIOLMOHHbIE GaKTOPbI.

YacToTy AOMUHAHTHOIo reHa A obbldHO 0603Ha4YatoT OyKBOM
P, O YACTOTY peLeccCMBHOro reHa a — GyKBoM q.

* YacToTa OOMUMHAHTHbLIX FOMO3UMTIOT AA = p2?,
* YacToTa retepo3unroT Aa = 2pq,
* YacCTOTa PEeLECCMBHbIX TOMO3UIOT aa = g2

Ecnuv annenbHbIX FEHOB OBa, TO CyMMa UX YacToT paBHa eanHuue (mnm 100 %):
p+qg=1
CyMMa 4acCToT reHOTMMOB TOXKE paBHa eanHuMue (Mnm 100 %): p? + 2pg + g2 = 1.

Mpumep 3agaum:

B rnionynaumm ropoxa rioceBHoro (Pisum sativum) 13 700 ocobew 112 pacTeHumm

MMeIOT 3e/1eHYI0 OKPACKY CEMSIH. PQCCYMTAUTE YACTOThI QJI/1E/IEM XKE/TTOMN

M 3e/1eHOM OKPACKM CEMSIH, Q TAKXKE YACTOTbl BCEX BO3MOXKHbIX Fr€HOTUIMOB, eC/1
M3BECTHO, YTO MonysIaumsa HaXoa4MTCS B paBHoBecuun Xapam-BariH6epra. OTBeT

MOSICHUTE.

dneMeHTbl oTBeTa:

1) YacToTa pacTeHUM C 3e/1eHbiMU ceMeHaMu cocTtasngeT 112/700 = 0,16;

2) 3e/1eHYI0 OKPACKY CEMAH MMEIOT PacTEHMA C FTEHOTUIMNOM aa, B PaBHOBECHOM
nonynaumMm gons TakMx pacTeHMIM COCTaBNAaeT g2;

3) yacTtoTa annenu q B monynaumm coctasngeT 0,4;

4) yacToTa annenu p B nonynaunm coctaenaet1-q = 0,6,

5) yacToTa reHoTMMa Aa ()KeNnTaga oKpacKa CeMsAH) B paBHOBECHOM NONynaumm

paBHa 2pq = 0,48;

6) YacToTa reHoTMNa AA ()KenTas OKpacka) B paBHOBECHOM MONynaLmMm paBHa

p2 = 0,36.

[Toaumepazuas uennas peakuus (ITLP)

* CunHTe3 60/1blLOro KoamyecTsa Kkonmm dparmeHTa HK.

o Ona MNMUP ncnonbsyetca TepmMmocTabumnbHaa JHK-nonumepasa (BbigeneHa m3
TepMoPUNbHbIX BaKTepUI), KOTOpaa KaTanmM3mpyeT peakLmo NonmMepmnsanmm
OHK.

* Mcnonb3yeTca ong AMarHoCTMKKM 3aboneBaHna (HacneaocTBeHHbIX U
MHDEKLMOHHbIX), yCTAaHOBNEHWSA OTLLOBCTBA, KITOHUPOBAaHUA reHOB.
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MCgUl(O—ZCHCmU‘lCCkOC kOHcyAbmupOBGHUC

« KOHCYNbTMpPOBaHMe ceMel C HacneaACTBEeHHbIMM 3aboneBaHNAMM.

« CocTaBneHmMe reHeanorM4ecKom KapTbl CEMbM.

« MpoBeneHne BUOXUMUYECKUX U LUTOTEHETUYECKMX UCCNedoBaHUM.

« BbigBNneHMe HOCUTENS aHOMarlbHOMO reHa.

« [pOrHo3 pmucKa poxkaeHua pebeHka ¢ HacneacTBeHHbIM 3aboneBaHMeM.

« [JoponoBasd AMarHocTMKa, Mo3BonatoLlad BbiaBUTb pad 3a60oneBaHMM FeHHOM U
XPOMOCOMHOM NPUPOAbI.

AopogoBas guaznocmuka

HeuHBa3uBHbIe MeTOAbI MHBa3uBHbIe MeTOAbI
« Y3V + XOPWOHOLIeHTE3 — 3ab0p KNeToK
* CKPUHWHI MAaTEPUHCKMX BOPCUHOK XOPUMOHa (KNeTKM nnoaa).
CbIBOPOTOYHbIX GaKTOPOB. [ToMoratoT * AMHMOLEHTEe3 — 3ab0p OKOMOMIOAHOM
OLEHUTb PUCK (He Oat0T TOYHOTIO XUOKOCTU. B aMHMOTMYECKOM
AMarHo3a) HacnegCTBEHHbIX YXUOKOCTU MPUCYTCTBYIOT KI1ETKM
3aboneBaHnm nnaoga.

+ KoppooueHTes — 3a60op KpOoBU U3
NynoBWHbI. B NyrnoBrHe KpoBb Nioaa.

Heonamaastwiii ckpunune

C uenbto paHHel7| ONarHoOCTMKmM n CBoeBPEMEHHOIO JTedHeHUNA NnpoBOoONTCH MaCCOBbIM
HeoHaTa IbHbI CKPUHWHT (3-4 OeHb nocrne poxgeH I/Iﬂ) BCEX HOBOPOXAOEHHDbIX neten
Ha 5 reHHbIX 3aboneBaHnI: CI)eHVIJ'IKeTOHypI/IQ, ra1IakKTo3eMmd, MyKOBMNCLNOO03,
a,D,peHOFeHI/ITaﬂbeIIZ CHOPOM, BpO)-I-(,EI,eHHbII;I rMMnoTepnos.

HaCAegcmBCHHblc 3a60A68aHuﬂ yeaoBeka

FeHHble 3a6oneBaHUdA

[HanbTOHU3M noTepsa BO3MOXXHOCTM YaCTUYHO pasfinyaTth LBeTa. Tmn
HacrnegoBaHMA: cuernieHne ¢ X-XxpoOMOCOMOW, PeLLECCUBHbIN.

Fremodunma HapyLleHKMe CBEPTbIBAEMOCTU KPOBU. TUM Hace4oBaHUS:
cuenneHmne ¢ X-XxpoMOCOMOW, PELLECCUBHbLIN

CuvHOpoM N3MeHeHMe ckeneTa. Tun HacnegoBaHMA: ayTOCOMHO -

MapdaHa OOMUHAHTHbIN.

DeHUNKETOHYPUA HapyLleHe aMUHOKMCNIOTHOIro obMeHa. DeHunanaHuH

npeBpaLllaeTcs B GeHUNMMPOBMHOIPaOHYO KMCMOTY, KOTopasd
TOKCUYECKM OeNCTBYET Ha HepPBHYIO cucTemy. Cnaboymme. Tvn
HacnegoBaHUA: ayTOCOMHO-PeL,EeCCUBHbIN.




[[anakTo3eMua

HapylleHne obMeHa nakTo3bl. Cnaboymue. Tvn
HacnegoBaHUA: ayTOCOMHO-PELECCUBHbIN.

CepnoBuaHoO-KIeTouHada
aHemMusa

3aMeHa aMUHOKKMCNOTbI [JTY Ha aMMHOKKMcnoTy BAJT,
nedopMaLmng 3pUTPOLIMTOB. TN HacneooBaHMA:
ayTOCOMHO-PEeL,EeCCUBHbIN

XpPOMOCOMHbIe 60N1e3HU

CuvHOpoM XXY, XXXY (nnwHaa nonoBas XxpomMocoMa). leHoMHaq
KnanHoenbTtepa MyTauma.
CvHOpoM X0 (oTcyTCTBME MOMOBOM XPOMOCOMbI). [eHOMHaAq

LLlepweBcKkoro-TepHepa

MYyTalUUNA.

MonucomMumm no
X-XpoMocome

Hamnbonee yacTto — TpmcoMmga X. (XXX, XXXX, XXXXX).
FfeHOMHaa MyTaumus.

CvHopoM [ayHa

Tpucomma no 21-m xpomMocome. leHOMHaa MyTauma

CuvHOpoOM 2aBapaca

Tpucomma no 18-m xpomMocome. F[eHOMHaga MyTauunsa

CuHopoM lMaTtay

Tpucomma no 13-m xpoMocoMe. FleHOMHasa MyTauma

CUHAPOM KoLa4ybero
KpWKa

[eneumsa KopoTKOro nneya 5-m xpoMocombl.
XpOoMOCOMHaga MyTaLm4.

CuvHOopoM lMpagepa -
Bunnu

Oeneunda B AJIMHHOM nifiede 15-m XpoOMOCOMBbiI.
XpOMOCOMHasa MyTaLmnA.

BonesHu c HacneaACcTBEeHHOMN NpeapacnosIoXKeHHOCTbIO

[TpUYMHQA: N3BMEHEHWE HECKOSbKUX FreHOB (MoUreHHble) 1 Bo3oencTeme
onpeneneHHbIX GaKkToOpPOB BHeLUHeM cpefbl.

« [o HacneacTBy NepedaeTcs TONbKO MPeapPacnoioXXeHHOCTb K 3a6oneBaHuMIo.

« 3aboneBaHMe MOXET 1 He Pa3BUTbCA Y MOTOMKOB.

« 3aboneBaHWd HaceOyTCa He MO 3aKoHaM MeHaens, MoryT KITIMHUYECKM MNo-
Pa3HOMY MPOABUTLCA Y Pa3HbIX 04N,

« XapakTepHa BblcOKad YacToTa BCTpe4YaeMoCTu.

+ HacnepgoBaHMWe 1 cTerneHb MPOoaBNEeHMNA 3aBUCUT OT CTEMEHM BblPaXXeHHOCTU Y
poauTenewu, T.K. TAXeCTb 0bycroBrneHa 0epeKTOM HECKOMbKMX MreHOB.

« Ha pa3BuTKe 3aboneBaHna BNUSIOT GaKTOpbl BHELLHEN cpebl.

MpuMepbl: nweMmyeckas 601e3Hb cepaLa, CaxapHblv AnabeT, MUTpeHb, aNunencus,

peBMaTMU3M U Ap.

Bpo)xaeHHble 3a6boneBaHuda

* MoryT cBA3aHbl C HapyLLUEeHMEM FreHETUYECKOro MaTepmana (HacneaCcTBEHHbIE).

* MoryT 6bITb CBA3aHbI C HAapyLLUeHMeM aMOPKMOHaNbHOro Pa3BUTUA, BbI3BaHHOE
BHELUHVMM BO3OENCTBUAMU (MepeHeceHne 6epeMeHHOM XEHLLMHOM BUPYCHOIO
3aboneBaHuA, paAMOaKTUBHOE M3NyYeHMe, NpreM 6epeMeHHOM »XEeHLLMHOMN
TOKCMYECKMX BELLECTB 1 Ap.).
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