[ eHeTnKa YyenoBseka



* [eHeTunka YyenoBeka — 3T0 0CcobObIN pa3aen
EHETUKU, KOTOPbIN U3y4aeT

* OCOOEHHOCTHM HacnegoBaHUSA
NPU3HaKOB Yy 4YeNnoBeKa,

e HacrneancTBeHHbIe 3a0oneBaHuUA
(MeaULMHCKaA reHeTUKa),

°* FeHEeTUYECKYHO CTPYKTYpPY nonynsauun
yerioBeka.

[ eHeTUKa YenoBeKa ABNsAeTCcH
TeopeTun4ecKon OCHOBOU COBpPEMEHHOU
MeAULUNHbI U COBPEMEHHOro
34paBoOOXpaHeHus.



AHTpOMNOreHeTrKa (reHeTuka YernoBeka)
nogyYepKknBaeT YHUKaribHOCTb

oTAeNIbHOU OocoOM,
yerioBe4eckou nonynauum

BbICOKYIO afanTUBHYHO LLEeHHOCTb
reHeTU4YecKoro nonimmopdunama
(pa3HOOOpa3uns) Bcen nonynayumn.



» [loHay4Hble NpeacTaBneHns o
nepenaBaeMbiX MO HACNeaCcTBY pasNnynax
MeXay nogbMu, No BCEN BEPOATHOCTMH,
CyLLecTBOBanu y>e B aHTUYHble BpeMeHa.
[1peBHerpeyveckme Bpavn n punocodbl He
TOSIbKO CO0O0LLIann o0 Taknx HabntoaeHusix,
HO U BblABUranu TeopeTnyeckume
00bACHEHUA U gaXe npeanaranu
"eBreHmn4yeckne" mepbl



[ eHeTnKa YernoBeKka TeCHO cBsi3aHHasA C
aHTpononoruen un MmeamuuHom. . u.
YCITOBHO noAapa3aensioT Ha
AHTPOMOreHeTUKY, N3y4varoLlyro
HacneaACcTBEHHOCTb U U3ME@HUYMBOCTb
HopMarsibHbIX MPU3HAKOB Ye0BEYEeCKOro
opraHnM3ma, U reHeTUKY MeaNLUHCKYIO ,
KOTOpasi U3y4YaeT ero HacrieACTBeHHY0
natonoruto (bonesnun, gedekTbl, ypoacTea u

ap.)..



[ nnokpart

 'nnokpar. "Henosek
« «Cems npon3BoaunT Bce [OSTKEH 3HaTb, Kak

Teno, 310poBOE CEMHA nomo4b cebe camomy B
npon3BoaAT 300poBble oone3Hn»
yacTu Tena, bonbHoe -
OonbHble. Pa3, kak
npaBuIio, y NbICOro
POXXOAETCH NbICbIN, Y
ronybornasoro
roniybornasbin, ay
KOCOro - KOCOW, HUYTO
He nomMeLuaeTr
POXAEHUID
ONVUHHOIOJNOBbLIX Y

ONMUHHOIronoBbIX". FUITTIOKPAT
460-370 po u. ».




* B HacToAllEee BpemMs yCTaHOBIMEHO, YTO B
>XMBOM MUPE 3aKOHbI FEHETUKN HOCAT
BCEOOLLNIN XapaKTep, 4ENCTBUTESTbHbI OHU
N ONsi YernoBekKa.

« OgHaKo, NOCKOIbKY Yes108€K — 3mo He
MoJibKO 6uosio2u4ecKoe, HoO U
couuasibHoe cyulecmeo, reHeTUKa
yesioBeka oT/in4yaeTcs OT reHEeTUKN
B6ornbLIMHCTBA OPraHN3MoB PAAOM
OCObeHHOoCcTEeMN:




— ONa n3y4eHna HacnegoBaHus YyenoBeka
HeENpPUMEHNM rMbpuaonornyecknm aHanums
(MeToa cKpellmBaHUK); NO3TOMY ONA
reHeT4eCcKoro aHanumsa ncnosnb3yTcA
cneunduyeckme MeToabl:

reHearnorm4yeckumm (MeToq aHanmaa
POOOCIIOBHbIX),

OnnsHeuUoBbIWN,
a TaKke

LUTOreHeTU4Yeckme, bomoxmmmyeckue,
nonynsiuMoHHbIE U HEKOTOpble apyrue
MeToAbl



e ANA YenoBeKa XapaKTepHbl
couunanbHblie NPU3HaKU, KOTOpble He
BCTPeYarTca y ApYrux opraHu3moB,
Hanpumep, TeEMNepamMeHT, CNOXHble
KOMMYHUKaLWUOHHbIE CUCTEMBI,
OCHOBaHHbIE Ha pe4n, a TakxKe
MaTemMaTu4eckune, n3obpasnTenbHble,
MY3blKalibHbl€ U UHblE COCOOHOCTU;



 Onarogaps obLecTBeHHOU nogaepxkKe
BO3MOXXHO BbIXUBaHue "
cyLiecTtBOoBaHMe noaen ¢c ABHbIMU
OTKITOHEHUSAMM OT HOPMbI (B ANKOWN
npupoae Takme opraHn3mMbl OKa3bIBAOTCS
HEXN3HECNOCOOHbIMMN).



* [ eHeTnKa YyernoBekKka cBdA3aHa C
9BOJTIIOLMOHHOU TEOPUEWN, T.K. UCclenyeT
KOHKpeTHble MeXaHN3Mbl 3BOSTIOLUU
YyesioBekKka n ero MecTo B npupoae, a Takke
C ncmxonorneun, Punocomunen,
counonornen.

e Hambonee MHTEHCMBHO pa3BMBalOTCA
LUTOreHeTuKa, omoxmmmiyeckas
reHeTUKa, UMMyHOreHeTUKa, reHeTUKa
BbiCLUeN HEPBHOU OeATESNIbHOCTM,
dousnonornyeckasa reHeTuUKa



* OyHanbHbIE roabl Ha rpaHunLe OByX
CTONMETUUN NPOSABIEHbI CTPEMUTENBHbIM
nporpeccom B cdepe BbiCLLEN BHUONornm
nogen. [laHHoe conpsXeHo, B NepByto
oyepenb, C TPyaamMu no paclundpoBKe
COBOKYMHOCTU reHOB homo sapiens,
COBepLUEHHbLIMU B npeaenax
TPaHCHaLUMOHAaNbHbIX U
oOLleHaunoHanbHbIX nrnatdopm "Habop
XpPOMOCOM YerioBeka'.



 Ha ocHOBe JaHHbIX aHanNM30B 3apoanioCb
HOBOE€ 3KClNepmnMmeHTasibHO€E PyCIJlio,
B3dBLIEE Ha3BaHNE TEHOMWKaA

* [ eHOMMKa NO3BOSNIA BbISABUTb
MHOIoYMCNeHHbIE 0CODEHHOCTU (PYHKLINK
COBOKYMHOCTW reHOB, COBEPLLUUTbL
cpaBHEHMEe Habopa XPOMOCOM Pa3nmnYHbIX
XMBOTHbIX, BbIIBUTb HOBEULLWE arnnenm u
XPOMOCOMHbIE 3BEHbLS



OCHOBHbIEe MeTOabl FrEeHETUKN
yeroBeka



MeToAbl aHanu3a poAoCNOBHbIX
(Fl’eHeanorn4vyeckue metoabl)

* PogocnoBHas — 310 cXeMa, oTpakarLlas
CBSA3U MeXay YfieHaMn ceMbM.
AHann3npysa poaocrioBHble, N3y4varoT
Kakon-nmbo HopmManbHbIN UK (YaLle)
NnaToNIorMyecknn Npn3HaK B MNOKONEHUSAX
nogen, HaxogAaLwmxca B poACTBEHHbIX
CBA3SIX.



» Kak MmeToq nsyvyeHus reHeTuKn YyenoBeka
reHeanorn4yeckmm MeTo ctanm npUMeHaTb
TOSIbKO C Ha4yana XX cToneTusd, koraa
BbIACHUITOCb, YTO aHann3 Ppo4OCMNOBHbLIX, B
KOTOPbIX NPOCNEXNBAETCA Nnepeaaya us
NOKOMNEHUA B NOKONIEHME KaKoro-To
npu3Haka (3aboneBaHns), MOXeET
3aMeHNTb cCODON aKTNYECKN
HENPUMEHUMbIN B OTHOLLEHUN YenoBekKa
rmépnaonormM4ecKknn MeTo.



* [1pn cocTaBneHUN pogoCNOBHbIX TAbnuu
NCMOSb3YIOT YCIIOBHbIE 0003Ha4YEHUS,
npepnoxeHHole . KKOctom B 1931 .

» Kaxkgbln 4neH poaocrnoBHOU MMEET CBOU
LLUNAPP, COCTOALLUN U3 PUMCKOU LNAPLI U
apabckon, 0bo3Ha4vaoLL X
COOTBETCTBEHHO HOMEP MOKONEHUA U
HOMep UHaMBMAOyyma npu Hymepauumu
NOKONEHUN NnocneaoBaTenbHO crneBa
HanpaBeo.

* [1pn pogocnoBHOW AOIMKHA BbITb NereHaa,
T. €. NOACHEeHUE K NPUHSATbLIM
00O03Ha4YeHnamMm.



YcrioBHblEe 0003HA4YEHUS MPU COCTABIEHNN POAOCNOBHbIX
(nol. KOcTty)

M Jlern-

[0 O My Jeru-
(MoHO3UrOTHEIE,

O Q Hexmmua onHoARuesnie)




* [1pun cocTaBNEHNN POAOCMOBHbIX MPUMEHSAIOT
cTaHOapTHble 0003Ha4veHus. [lepcoHa (MHaOnBNAYyyMm), C
KOTOPOro Ha4MHaeTcs nccrnegoBaHne, Ha3blBaeTCs
npobaHdom (ecnn poaocnoBHasi COCTaBMASAETCHA TakUM
obpasom, 4To OT NpobaHaa cnycKarTCH K ero
NOTOMCTBY, TO €€ Ha3blBalOT 2eHeas1o2u4ecKuUM
opeeom). [loToMok BpayHoM Nnapbl Ha3bIBaAETCS
cubniuHaomMm, poaHble bpaTbs U cecTpbl — cubcamu,
Ky3€Hbl — 080FHOPOOHBLIMU cubcamu v T.4. [1OTOMKM, Y
KOTOPbIX UMeeTcst 0bLas maTtb (HO pa3dHble OTLbI),
Ha3blBalOTCA e QUHOYMPOOHbIMU, a NOTOMKN, Y
KOTOPbIX UMEETCS 00LLMN oTeL, (HO pa3Hblie MaTepu) —
eJUHOKPOBHbLIMU; ECIN XXe B CEMbE MMEKTCHA AETU OT
pa3HbIX OpaKoB, NPUYEM, Y HUX HET ODLLIMX NPeaKoB
(Hanpumep, pebeHoK OoT nepBoro 6paka marepu u
pebeHoK OT nepBoro 6paka oTua), To X Ha3bIBaKOT
CB800HbLIMU



* C NOMOLLIbIO reHeariorm4eckoro MetToga MoxeT
ObITb YCTAHOBIIEHA

e HacrnencTBeHHasi o00yCrnoBfieHHOCTb
n3y4vyaemoro npusHaka,

° TUMN ero HacriegoBaHUA (AyTOCOMHO-
OOMMWHAHTHbLIU, aYyTOCOMHO-PEeLIeCCUBHbIMN,
X-cuensieHHbIU AOMUHAHTHbLIN UNKU
peLeccuBHbIN, Y-CUENJIeHHbIN).

* [1pn aHann3e pogoCoBHbIX MO HECKOSTbKUM
NpuM3HaKamMm MOXET ObITb BbISIBIIEH
cuensieHHbIN XapaKTep Ux HacregoBaHuS,
YTO NUCMOMNb3YIOT NPU COCTaBIEHUN
XPOMOCOMHbIX KapT.




 JTOT MeToA NOo3BONAeT usyvartb
MHTEHCUBHOCTb MYTaLMOHHOIO
npouecca, OLeHUTb 3KCNPeCCUBHOCTb U
NeHeTPaHTHOCTb annens.

* OH LLHNPOKO UCIOJ1b3yEeTCA B MEUNKO-
reHeTn4eCKOM KOHCYJIbTUPOBaAHUW OJ14
NMNPOrHoO3npoBaHMNA NOTOMCTBA.

e OogHaKo HeobxoAUMO OTMETUTb, YTO
reHeanorm4eckKkmMu aHanus cyulecTBeHHO
OCJTIOXXHSAETCA NPU ManoaeTHOCTMU
cemMeu




PoaocnoBHbIe NPpU ayTOCOMHO-
AOMMHAHTHOM HacregoBaHUU

« [N ayTOCOMHOro TMna HacneaoBaHus B
LlenoM XapakTtepHa

* paBHas BEPOSITHOCTb BCTPE4YaEMOCTH
OAHHOro NMpPr3HaKa KaK y My>4M1H, TaK U
Y XKEHLLMH.

« 9TO 0O6yCnoBrIeHO 0LANHAKOBOW OBONHOMN
A030U reHoB, PacnosSIOXKEHHbIX B
ayTocomMax y Bcex npeacrasutenen emga u
nony4yaemsbix OT 000UX poauTeNeW,



e [lp LOMMHUPOBAHUN NPU3HAKA B
NOTOMCTBE pOAUTENbCKOW Napbl, OH
nposBrseTca ¢ bonbLen Unm MeHbLLEN
BEPOATHOCTbLIO B 3aBUCUMOCTU OT
reHoTuna poauvuTeneu




BepoATHOCTbL NOsABIEHUSA NOTOMKOB C
AOMMWHAHTHbLIM NPU3HAKOM OT Pa3fIUYHbIX
cynpyxeckux nap (/—Il)

/ Il i



 Ecnu aHanusunpyeTca npu3Hak, He
BIIUSIET Ha XKU3HECNOCOOHOCTb
opraHu3ama, To HocuTesnm AOMMUHAHTHOrIO
NnpuU3HaKa MOryT ObITb KaK rOMO-, TaK U
retepo3urotamu. B cnyuyae
AOMUHAHTHOrIO HacriegoBaHUA KaKoro-
TO NATOJIOrM4YeCcKOoro npn3Haka
(3aboneBaHus) rOMO3UroThbl, KaK
npaBuno, HEXKN3HECNOCODHbLI, a
HOCUTENUN 3TOro Npu3HaKka —
reTepo3uroTbil.



* AHanNn3npyst pogocroBHblE, HEODOXOOAUMO
NOMHUTb O BO3MOXXHOCTU HEMNOJTHOIro
neHeTpupoBaHUA LOMUHAHTHOrO
annens, obycnoBneHHon
B3aMMOOENCTBMEM FrEeHOB UM PaKTopaMU
cpensbl.

e [lokasaTtenb NeHeTPaHTHOCTU MOXET
ObITb BbIYUCIIEH KaK OTHOLLUEeHUue
hakTU4YecKkoro Yymcna Hocurteneu
NpuU3HaKa K YMcny oXxunaaembix
HOCUTEeJIEU 3TOro nNpu3Haka B JaHHOU
CeEMbE.




* [lepBoe onncaHne poaoCroBHOU C
ayTOCOMHO-AOMWHAHTHbLIM TUMOM
HacnegoBaHNA aHOManuMn y YernoBeka
Obi10 naHo B 1905 1. B Hen
NpocCneXnBaeTcsa nepeaaya B paay
NoKoreHnn bpaxudakmusiuu
(KOpoTKONanocTu).



PogocnoBHaa npu ayToOCOMHO-OOMMHAHTHOM TUMe
HacriegoBaHus (bpaxnaakTunus )




* AYTOCOMHO-OAOMUWUHAHTHbLIN TUN
HacnegoBaHUA:
a. lNpn gocrtaTo4yHOM Yncne NOTOMKOB
NpPU3HaK OOHapyXXUBaeTCH B KaXXAOM
NOKONeHUuun
6. Peakun npusHak HacrnegyeTcs
npUMMepHO NOSIOBUHOU AeTeun
B. [lOTOMKU MY>XCKOro M1 XXeHCKOro nornmna
HacnegyroT 3TOT NPU3HaK OAUHAKOBO
r. Oba poantensa B paBHOU Mepe
nepeaaroT 3TOT NPU3HAK OETAM




PooocnoBHble NP ayTOCOMHO-
peuecCMBHOM HaclfieaoBaHUu

* PeueccuBHble NPU3HAKN NPOSABMNSAOTCS
deHOTUNNYECKU NULLBb Y FOMO3UIOT NO
peLecCUBHBbIM ansensim.

« OTU NpU3HaKM, KaK npaBuno, 0bHapyxneBarTca 'y
NOTOMKOB (peHOTUNMNYECKU HOPMaribHbIX
poouterien — HOCUTereu peuecCUBHbIX
annenen. BepoaTHOCTbL NosaABNEHUSA
peLLeccMBHONO NOTOMCTBA B 3TOM clnyyae paBHa
25%.

* Ecnu oauH n3 poantenen NMeeT peLleCCUBHbIN
Npu3HaK, To BEPOATHOCTb NPOSABMEHNA €r0 B
NnoTOMCTBE DyaeT 3aBMCETb OT reHOTUNa Apyroro
poauTens.




* Y peuecCuBHbIX
poouTeneun Bce
NOTOMCTBO
yHacnepyet
COOTBETCTBYHLLUN
peuecCUBHbIN
NpPU3HaK




* 1) AaxKe npu 4OCTaTOYHOM Ynucre NOTOMKOB
NPU3HaK MOXeT OTCYTCTBOBaTb B
NOKONEeHUn aeTeun, HoO NOSABIISAETCH B
NOKOJIEHNU BHYKOB;

e 2) NPU3HaAK MOXET pPa3BUTbLCA Yy AeTeu npu
OTCYTCTBUMU €ro y oooux poauTtenen; cpeou
AeTen, poxxaaemMbiX B TaKUX CEMbSX,
npu3HaK obHapyXuBaeTcs B 25% Crny4vaesB;

* 3) Npu3HaK HacriegyeTcA BCeMU AeTbMMU,
ecnv oba poauTens UMeIoT ero;

* 4) npU3HaK pa3BuBaeTca y 50% aeten, ecnu
OH OOHapyXunBaeTCcs y OOAHOro Cynpyra;

* 5) npu3HaK HacrneayeTcAa NOTOMKaMu
MY>XCKOIO U XX@eHCKOro nosia oAnHakoBO
YyacTo.




BepoATHOCTHL NoABNEeHNUA NOTOMKOB C peLeCCUBHbIM
NPU3HaKOM
OT PasnUnYHbIX Cyrnpyxeckux nap (/—1V)
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PogocrnoBHaga npu ayToCOMHO-peLeCCUBHOM TUNE
HacnegoBaHus (ncesgorunepTpoduyeckas
nporpeccupyouiaa mmonaTums)
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PoaocnoBHbIe npy 4OMUHAHTHOM X-
cLenneHHOM Hacrie4oBaHUU NPU3HaKa.

* [[eHbl, pacnofioXeHHble B X-XpOMOCOME U
HEe UMeLLIMe annenen B Y-XpOMOCOME,
NpeacTaBieHbl B TeHOTUNAaxX MY>XXYUH U
XKEHLLWH B pa3HbiX A03aX.




e XeHWwMHa nonyyaeTt
ABe X-XpOMOCOMbI U
COOTBETCTBYHOLLUE
reHbl Kak OoT OoTua,
TakK U OT maTtepu




* Myx4yuHa HacnepyeTt
€ANHCTBEHHYIO X-
XPOMOCOMY TONbKO
OT MaTepu.




 PazBuTne COOTBETCTBYHOLLErO NPU3HaKa
Yy MYXXYUH ornipedesisiemcs
eOJUHCM@EEeHHbIM aJsisiesiem,
NPUCYTCTBYIOLLUM B EM0 rEeHOTUre.

* Y )KEHLLUWH OH ABNSETCA pe3ynbLraTtom
B3aUMOOENCTBUA ABYX annenbHbIX reHoB.

 [1pn3Haku, Hacnegyemble No X-
cuenseHHOMY TUny, BCTPEYaloTca B
nonynaumm ¢ pasHon BePOATHOCTbLIO Y
MY>KCKOrO U XXEHCKOro nona.




* [lpy AOMUHAHTHOM X-CLUEMNSIEHHOM
HacnegoBaHMM NPU3HaK vale
BCTPeYaeTcs Y XeHLUMH B CBA3U C
Oonblen BO3MOXHOCTbLIO NOJSTy4YeHUs
UMK COOTBETCTBYIOLWero annens nmbo
OT OTLIa, NINOO0 OT MaTepU.

° My)l(‘-IMHbI MOTYT HaAcCleanoBaTtb 3TOT
NMPU3HAK TOJILKO OT MAdTEPMU.




e XXeHLWMHBI C
OOMUHAHTHbIM
Npu3Hakom nepenaror
ero B paBHOU
CTENeHun AoYepPsaM U
CbIHOBbSAM,




* MYX4YUHbI — TOJ1bKO

AOYepAMm.
CblIHOBbS HUKOrOa He
HacneanyroT OT OTLIOB
OOMUHAHTHOro X-
cuenrneHHoro

NPU3HAKA.




 [lpumepom Takoro Tuna HacnegoBaHUA
CINY>XXUT onncaHHas B 1925 r. pogocrioBHas
C QQONNUKYNAPHBLIM Kepamo30M —KOXHbIM
3aboneBaHneM, cCONpoBOXAatoLLMMCS
noTepewn pecHuu, bpoBen, BOrNoc Ha
ronoBe). XapakTepHbiM aBNsieTcs bornee
TAXenoe TedeHne 3aboneBaHns y
reMU3UTOTHBIX MY>XXYUH, YEM Y XKEHLLINH,
KOTOpbIe Yallle BCEro siBNsit0TCA
reTepo3nroTamu.



PogocnoBHaga npu X-cuenneHHOM AOMUHAHTHOM
TUne HacnegoBaHUA (PONNMUKYNAPHBLIN KepaTo3)
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* [Ipn HeKoTOpPbLIX 3ab60reBaHUAX
HabnrpaeTcsa rubenb My>XYNH-reMU3UroT
Ha paHHUX CTaauAX OHToreHesa. Torga B
POOOCNOBHbLIX cpeaAu NnopaXXeHHbIX
OOJIXKHbI ObITb TOJNILKO XXEHLUWHbI, B
NOTOMCTBE KOTOPbIX OTHOLLUEHMNE NOPaXKEHHbIX
ao4vyepen, 300poBbIX OYEPEN U 300POBbIX
CbIHOBEW paBHO 1:1:1.

* My»XcKkne JOMUHAHTHbIE TEMU3UTOThI, HE
nornbatoLme Ha O4EHb PaHHUX CTaaUAX
pa3BuUTUS, OOHaAPYXNBAKOTCS B
CaMOrpoun3BOSIbHbIX abopTax nnu cpeaun
MEPTBOPOXAEHHbLIX. TaKNMMnM 0CODEHHOCTAMU
HacriegoBaHUA y YerioBeKka XxapakTepusyeTcs
NMUrMEHTHbIN AepMaTo3.




PogocnoBHbIe npu peLeccuBHOM X-
cLenneHHoM HacrnegoBaHUU NPU3HAKOB.

« XapakTepHoOM 0CODEHHOCTbIO
POAOCIOBHbIX MPY AAHHOM TUME
HacrnenoBaHUA SBMSETCH
npeuMyLiecTBeHHOe NposaBAeHne
NPpU3HaKa y reMU3UroTHbIX MY>XYUH,
KOTOpPble HacneayT ero oT Matepen c
OOMMHAHTHbIM PEHOTUMNOM, ABMAOLLMNXCS
HOCUTENbHMLAMUN PELIECCUBHOIO annens.




« Kak npaBuno, npn3Hak HacrnenyeTcs
MY>KYMHaMM Yepe3 NOKOSIeHne OT Aeaa no
MaTEPUHCKOWM JIMHUN K BHYKY.

* Y )XeHLUH OH NposiBNAeTCA N1Llb B
rOMO3UroTHOM COCTOSIHUM,
BEepPOATHOCTb Yero Bo3pacraeT npw
Onn3kopoacTBeHHbIX Opakax.



* Hanbonee n3BeCcTHbIM NPUMEPOM
PELIECCUBHOTIO X-CLUEMNMEHHOro
HacnengoBaHUA SBNAETCA 2eMogusius.
HacnegoBaHue remodounumn tuna A
npeacTaBfieHO B pOAOCIOBHOW MOTOMKOB
aHIMUNCKOW KoposeBbl BUKTopum



FoOO0CITIOBHad nNpu X-cuenneHHOoOM
peLeccCUBHOM TUME HacnegoBaHUS
(remodunus Tmna A)

Jiososnx 11,
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PooocnoBHbIe npu Y-cuensieHHOM
HacrnegoBaHUU

(ronaHgpuyeckoe HacrneaoBaHue)

Hanunyue Y-xpoMocombl
TONMBLKO Y
npencraBuTeneun
MY>KCKOro rnona
o0bBACHSAET
O0CObOEeHHOCTH Y-
cuenJsieHHoro
HacnepoBaHUS
NMpPU3HaKa, KoTopbIin
obHapyXxuBaeTcsa Nulb
Yy MY>KYUH U nepenaercsa
No MY>XCKOWU JINUHUU U3
NOKOJIEHUSA B MNOKOJIeHNe
OT OTLA K CbIHY.




PogocnoBHasa npu Y-cuenfieHHOM
(ronaHgpuyeckom) Tune HacregoBaHUA

OgHMM 13 NPN3HaKoB.,

O——-. Y-cLenneHHoe

HacneagoBsaHUe 'y

YyerioBeKka ABnaeTcs
5__. 6 CB ‘ rMNepTpmuxos yLHON

PaKoOBUHbI, NN
Hanu4ymne BOMocC Ha

BHELLUHEeM Kpae
YLIHOW PaKOBUHbI.




 [lpegnonaratoT, YTO B KOPOTKOM rrieye Y-
XPOMOCOMbI KPOME 3TOro reHa HaxoAsiTCs
reHbl, ONpeaenarLLne My>XCKou rnosl.
HacnepgoBaHue cnocobHOCTU K pa3BUTULO
roHa no My>XCKOMY TUNy onpeaensieTcs

ronaHapuYecknM reHoM, pacrnonoXeHHbIM
B Y-XpOMOCcOMe



brnuniHeuLoBbI METO

 BbnnsHeuamu Ha3bIBaOT NOTOMCTBO,
cocTosilee N3 0AHOBPEMEHHO POAUBLLNXCS
ocoben.

* [@nbTOH NepBbLIM pas3nuynni aBa Tmna
brn3HeLuoB: ogHOANLIEBBLIE (MOHO3UIOTHbLIE) U
OByauLeBble (QU3UTOTHBbIE).

* B 1875 r [anbTOH NpeanoXxurn 6rm3HeLoBbIN
MeToA ANA OLUEHKMN ponn HacneacTBEHHOCTU U
cpenbl B pa3BUTUMN NCUXUNYECKNX CBOUCTB
yerioBeka.



* CyTb MeTO4aA 3aKI1io4aeTCca B N3yYeHnM
3aKOHOMEpPHOCTEN HacneaoBaHUA
NPpWU3HaKoB B Napax O4HO- U ABYANLEBbIX
Orin3HeuoB (MOHO3UTOTHbIX U AN3UTOTHbIX).

* B HacTodllee BpemMs 3TOT METOA, LUMPOKO
NPUMEHSIOT B NU3yYEHUN
HacnegcTBeHHOCTU N UBMEHYMBOCTU Y
4yerioBeka ans onpenerneHus
COOTHOCUTESNIbHON PONU
HacrnenocTBeHHOCTU U cpeabl B
dbopMUpoBaHUUN Pa3NTNYHbBbIX
NPU3HaAKOB, KaK HOPMaribHbIX, TaK U
NnaToNorn4eckKkux



BrnnsHeUwoBbLIU MeTOA4 NO3BONSAET
BbIABUTb 1.HacrneaCcTBEHHbIN XapaKTep
Npu3Haka

2. onpeaenuTb NeHeTPaHTHOCTb anmnens,

3. OUEHUTb 9PPEKTUBHOCTb AEUCTBUA Ha

OpPraHmM3m HEKOTOPbIX BHELLIHUX dbaKTOpOoB
(nekapCTBEHHbIX NMpenapaToB, 00y4YeHus,

BOCMUTAHUA).



KOHKOpPAAHTHOCTb

* [lokasarenb naeHTUYHOCTU (coBnageHus)
Kakoro nnbo npusHaka y ogHosAnLUEBbIX
Bnn3HeLoB <monozygotic twins>,
BbipaXeHHbIN B MpOoLUEHTaXx, ANA pa3HbIX
NPU3HAKOB MOXET CYyLLEeCTBEHHO
BapbnpoBaTb

e KOHKOPOAHTHOCTbL — CXOACTBO,
ONCKOPAAHTHOCTbL — pasnuuve




MOHO3UroTHble OnM3HeLlbl
Bcerga ogHononble

MoHo3Uu20mHbIE
6/1u3Heusbl,
pa3BuBaloLMecs us3
OAHOWU
onJsIo40TBOPEHHOMU
ANLEeKNEeTKM,
reHeTU4YeCcKu
UOEHTUYHbI, TaK KakK
nmerot 100% ooLmnx
reHoB.



* CpaBHEHME MOHO3UIOTHbIX ONMM3HELIOB,
BOCMUTLIBAIOLLIUXCA B pa3HbIX YCITOBUAX
NoCTOMOpPMOHanbLHOro nepmnoaa,
NO3BOSIAET BbIABUTb NPU3HAKW, B
dOpPMUPOBAHUN KOTOPLIX CYLLLEeCTBEHHAA
POSb NPUHAANEXNT PakTopam cpeabl.
CoxpaHeHMe cxoacTBa Mexay
Onun3Heuamu, HECMOTPA Ha pa3NIN4nA
yCIOBUU UX CYLLLECTBOBaHMS,
cBuaeTenbCTBYeT O HacneacTBeHHOU
0OyCrnoBJIEHHOCTY NPU3HaKa.




 BbiCOKass KOHKOpPAAHTHOCTbL B Napax
MOHO3UIroTHbLIX ONTIU3HEeLU OB U
cyLiecTBeHHO bonee HU3Kas
KOHKOPAAHTHOCTb B Napax AN3UTroTHbIX
Onn3HeUOB TaKXe CBUOETENbCTBYIOT O
3Ha4YeHUn HacneacTBeHHOCTU And
onpeneneHns npusHaka.




* Hanpumep, o4eHb BbiICOKas CTEMNEHb
KOHKOPOAHTHOCTU MO OnuroppeHnn y
MOHO3UIOTHbIX BITM3HELIOB U
OTHOCUTESIbHO YMEPEHHASA Y AN3UTOTHbIX
YKa3bIBAET HA BbICOKYIO CTEMNEHb
HacneacTBEHHOM NpeapacrnonioXeHHOCTU K
aTOMY 3ab0reBaHuIo



ON3urotTHble 6nu3HeLbl
ObIBaIOT Ppa3HONOSbIMU

 OanHakoBble BHeLUHue
YCIOBMUSA U HEMOJSIHagda
NWAEHTUYHOCTb reHOTUMNOB
(50 %) y OU3UTOTHbIX
Onu3HeuoB
obecnevymBaroT
OTHOCUTENbLHO HU3KYIO
CTEeneHb
KOHKOPAAHTHOCTU MO TEM
npu3Hakam B
BO3HUKHOBEHUW, KOTOPbIX
doaKTopbl cpeabl urpatoT
BTOPOCTENEHHYIO POrb




« CX0ACTBO Nokasarens KOHKOPAAaHTHOCTU Y
MOHO - N AIN3UTOTHbIX OITM3HELIOB
CBUOETENLCTBYET O HE3HAYUTENTbHOU PO
HacneaACTBeHHbIX pasninyiuu un
onpegensawLlen ponuv cpeibl B
dopmMmnpoBaHUM NpuUsHaKa Uav pasBUTUK
3aboneBaHus.

e Tak He3HauuTernbHas pa3HuLa B
KOHKOPAAHTHOCTN OTMeYeHa cpeau
ONnu3HeLUOoB No 3aboneBaemMoCcTu
MH(PEKUNOHHBbIMU OONEe3HAMMU




* TpyaHOCTM 6NIM3HELIOBOro MeTOAa
CBA3aHbl, BO-NMEPBLIX, C OTHOCUTENBHO
HM3KOW YaCcTOTOM poXaeHnsa BNmM3HELIOB B
nonynaumm (1:86—1:88), YTO OCIOXHAET
noabop AOCTAaTOYHOro KofimvecTBa nap C
OAaHHbIM NPU3HAKOM; BO-BTOPbLIX, C
noeHTndumkaumen MoHO3UroTHOCTH
OriM3HeuoB, YTO UMeeT DonbLUOe 3HaYeHue
Ons nony4vyeHna 0OCToBEPHbIX BbIBOAOB.



[ eHeTnKa comMmaTndecKkux Knetok

* C NOMOLLbIO 3TUX METOAOB N3y4atloT
HacneaCcTBEHHOCTb U U3BMEHYNBOCTb
COMAaTUYECKMX KINETOK, YTO B
3HaYUTENBHOM Mepe KOMMNEHCUPYET
HEBO3MOXXHOCTb MPUMEHEHUS K YESTOBEKY
MeToada rmdbpmaonornyeckoro aHanmsa.



« MeToabl reHETUKU COMAaTUYECKUX KIETOK,
OCHOBAaHHbIe Ha Pa3MHOXEHUN 3TUX KINEeTOoK
B UCKYCCTBEHHbIX YCITOBUSAX, MO3BONSAOT HE
TONBbKO aHanM3npoBaTb reHeTU4YecKue
npoLiecchbl B OTAENbHbIX KNeTKax
opraHuama, Ho bnarogaps NONHOLEEHHOCTU
HacrneacTBEHHOro Mmatepuana,
3aKIMOYEHHOro B HUX, UCNOSMb30BaTh UX ANd
N3y4YeHNs FreHeTUYECKMX 3aKOHOMEPHOCTEN
LIeNTOCTHOro opraHm3ama.



LinToreHeTu4eckum metona

 LInToreHeTnyecknm metoq UCnosnb3yrT AN
N3y4yeHns HopMmasribHOro Kapuotuna
4YernoBeka, a TakKe Npu AnarHoCcTuKe
HacneacTBeHHbIX 3aboneBaHuin,
CBSAA3aHHbIX C FTEHOMHbIMU U
XPOMOCOMHbLIMWU MyTaunamn. Kpome Toro,
9TOT METOoA NPUMEHSAIOT NMpu
nccnegoBaHMmM MyTareHHOro 4eUCcTBuS
PA3NMNUYHbIX XUMUYECKNX BELLIECTB,
necTuumnaos, UHCEKTULUNOOB,
NeKapCTBEHHbIX NMpenapaToB U Ap.
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MeToa pnyopecLEeHTHON
rmopmnagmnsaunm

* MeTog FISH npoaBuHyn Bnepen
LIUTOreHeTU4YeCKyro ANarHoCTUKY, T.K.
no3BonuI n3y4vyaTtb HebonbLne
XPOMOCOMHbIE MEPECTPOUKU, KOTOPbIE HE
BUOHbLI N0 MUKPOCKOMOM Mpw
MCNoib30BaHUN CTaHOAAPTHbLIX METOA0B
LUTOrEHETUKMN.



NMpuHunn metoaa FISH 3akrno4vaeTcsa B rubpuansaumm —
cBa3biBaHuu [1HK-3oHpa ¢ xpomocomHou [1HK

ncerieayemoro 06pa3u,a nauunueHTa.




» COBOKYNHOCTbL BCEW HacreacTBeHHOU
MHJOOpMaL MM opraHnM3mMa HasblBaeTCH
reHomomMm. CpopmumpoBasnacb HoBas
MeXxaucumnnmHapHas obnacTtb HayKu —
reHoMuKa, HanpaBneHHas Ha
NOHMMaHMe TOro, Kak CTPYKTypa v
pyHKLMM reHOMaA CBA3aHbI C
HOpPManbHbIM pa3BUTUEM UMK
OTKNTOHEHUSAMU OT Hero.

« [eHOMMKa yXe MHOoroe gana megmuyHe —
Bedb 300POBbe YerioBeka CBA3aHO C
OCOOEHHOCTAMM ero reHeTU4YecKkoro TekcTa



. ECTb 1 gpyron acnekTt aTux
nccrnegoBaHUM — OHU NO3BOMAKOT HA
HOBOM YpOBHE ONnncaTb reHeTU4YeCcKue
O0COOEHHOCTUN HapoaoB U
BOCCTAaHOBUTb UCTOPUIO UX
doopmupoBaHusa u popmMnpoBaHUA
yerioBeka Kak omonoru4yeckoro suga B
LieryioMm. 9T obnacTtun Hayku
Ha3bIBalOTCA 3THOFreHOMUKOU U
narieoreHoOMHMKOMW.



HapoAHasa MoneKynsdapHaa reHeTuUka
(3THOreHOoMHuKa).

e [NaBHOU 3agayeun
3THOreHOMMUKM
ABNAETCA U3yyeHue
reHHoro
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B ocHOBe pa3BUTUA YerioBeKa, TaK Xe Kak u nboro
APYyroro XXMBOro CyuwiecTBa, JIeXKUT HacrneacTBeHHas
nHdopmauus, 3anmcaHHasa B monekyne AHK.

 NHK co3gaHHbIM NPUPOAOU TEKCT, B KOTOPOM
OyKkBaMm criykaT MOJieKynbl-HyKneotuabl. B
reHeTn4YecKom andaBuTe BCcero Yetbipe pa3HbIX
OyKBbI, KOTOPbIe Ha3BaHbl MO BXOASALMM B NX
COCTaB XMMUYECKUM coeanHeHuAM: A (ageHvH), I
(ryaHuH), L (unTOo3mH) n T (TUMUH).

 NMocnepoBaTenbLHOCTbL 3TUX OYKB onpeaenseT
MHOXXEeCTBO OMONMOrM4yecKnx npM3HakoB 4enoBekKa
— LBEeT rfas3 " KOXu, rpynny KpoBw,
npenpacnorioXXeHHOCTb U YCTOMUYUBOCTDb K
Oone3HsAM, HeKOTOpPble OCOOEHHOCTU UHTESINIeKTa U
noseneHus.



« [IHK xXpaHuTCcHa B KNneTke B BuAe 23 nap
XPOMOCOM, coaepXallunx Kaxxgas oTaenbHbIN
doparMeHT reHETUYECKOro TEKCTA.

 OgHa n3 nap XpoMoOCOM onpeaenseT non
ee obnapatens. Y XeHLWMH XPOMOCOMbI 9TOM
napbl 04MHAKOBbI U Ha3bIBaOTCA X-
XPOMOCOMaMMU. Y MY>XYNH XPOMOCOMbI pa3Hble
— 0[Ha, KaK 1 Y XeHLMH, X-XpoMoCcoMma,
BTOpast — Oonee KopoTkas Y-XxpomMocoma.

* B reHeTu4eCckoM cMbiche BbITb MY>XYNHOW
O3Ha4aeT MMETb Y-XPOMOCOMY.



* B reHeTUYeCKUX TeKCTax Bceraa TonbKo
ABa UCTOYHUKA — MaTb U oTel. Ho
9TOro 4OCTATOYHO, YTOObLI aHanu3
«COCTaBHOro» TeKcTa cTan 4oCcTaTo4YHO
CroXHbIiM. MHOrme reHbl MmOryT
HaXxoAUTbLCA B anbTepPHATUBHbIX
COCTOSIHUSAX — OHU HAa3bIBaKOTCH
annenssmMmu. FICHo, YTO 13 BCero
MHOrooo6pasusa annenev paHHoOro reHa
yerioBeK nosiy4yaeTt oT CBOUX poauTeneun
BCero ABa — OAUH OT MaTepu, ApYrouv ot
oTua.




 YpoBeHb pa3HOOOpa3na reHomoB
npencraBuTenen ogHoro OMonornvyeckoro
BUOaA 3aBUCUT OT pa3HoOOOpa3unna
reHOMOB rpynnbI npapoguTerien 3Toro
BuUAa, OT CKOPOCTU HAKOMJIEHUA
MYyTaLUMUN — «OLLIMOOK», BO3HMUKAKOLLMX NPU
nepenmncbiBaHNN KINETKOWU reHETUYECKNX
TEKCTOB U OT TOr0, Kak JOSro CyLlecTByeT
BUA.




* [lpepnonaraeTtcs, YTo B 6OMbLUMHCTBE
Cry4yaeB OAMHaKOBbIe MyTaLun
nMerLimecs B reHoMax pa3HbIX
nwogen, BOcxoaaT K MyTauuum B

reHoMe ux ooLlero npenka.




OOHaKo B reHOMe 4YerioBeKka eCcThb [Be
ocobbIX YacTu, HacrnegoBaHue KOTOPbIX
rnponcxoanT OTITMHYHbIM o6pa30M - 9TO

MmutoxoHapuanbHaa JHK n Y xpomocoma.




* . MutoxoHapuanbHhyto AHK (MmTOHK) kKaxgbiv
4YenoBeK Mony4aeT TONMbKO OT MaTepu,.
MyTauumn, noaBmBLLMNECA B
MuToxoHgpuanbHon [NHK KeHLUHBI,
nepenanyTca BceM ee OeTSAM.

* Ho cnepoyolemMy NOKONEHUIO UX
nepenaayT TONbLKO AOo4YepMu.

 MyTtauua B MTOHK OygeT npucyrcrBoBaTthb
B nonynsuuu Ao Tex nop, noka
CYLLUEeCTBYIOT NMpPsAMble MOTOMKM MO XXeHCKOW
FIVHUU TOU NpamMaTepu, y KOTOPOU 3Ta
MyTauus BO3HUKNA.




* B UICTOPUN YenoBeYyecTBa nonyndaunn He
TOJIbKO pa3genannuck, HO U CMeLLnBarnchb.
Ha npumepe nuHmun mtHK pesynbsraTthl
TaKoro CMeLleHNs1 MOXXHO HabroaaTb Yy
HapoaoB Bonro-YpanbCKoro permoHa.
3eCb CTONKHYINCb BE BOJSHbI
pacceneHunsd, eBponenckas n asmartckas. B
Ka)doWn U3 HUX K MOMEHTY BCTpeYun Ha
Ypane B MT[HK ycnenun HakonntbCA
OECATKN MyTaL W,



* Y HapoaoB 3anagHown EBponbl a3naTtckmue NMHUM
MTHK npakTnyeckn otcyTtctBytoT. B BocTouHOM
EBpone oHWM BCTpeYvakoTCcd peaKo: y CloBakoB — C
4aCcTOTOWN 1%, y YEXOB, NONSAKOB N 'Y PYCCKNX
LleHTpanbHon Poccun — 2%. ['lo mepe
npmnonmxkeHns K Ypany 4yacrtotra Ux BO3pacTaerT:y
yyBawen — 10%, y Tatap — 15%, y pasHbIX rpynn
bawknp — 65-90%. To ecTb B JaHHOM PETNOHE
NPOXOAUT COBPEMEHHAs rpaHuL,a BOSH
pacceneHna eBponenckmnx N aamaTckmx
nonynauun. 3ta rpaHuua npoxoauT
reorpaunyecku npmmepHo no Ypany, a
nonNynAUNOHHO-TEHETUYECKN — MeXAY
baLikupamm, oomnTaroLLnmMm Nno obe CTOPOHbI
Ypanbckoro xpebTta, 1 ux saanagHsiMmn cocegsimu
Tatapamu.



* AHanorn4HbIM 0b6pa3omM No My>XCKOW NUHUN
nepenaerca Y-XpoMOCoMa, Ta camas
XpOMOCOMa, Hann4yme KoOTopoun OTNNYaET
MY>XYUH OT XKEHLLUWH.

* Y-XpOMOCOMa nepenaercyd TOfbKO OT OTua
K CbIHY. Bce cbiHOBbA OQHOrMo OTLa UMEKOT
OOaNHaKoBble Y-XPOMOCOMBbI.

 BHOBbL NogBMBLUUCH, MyTaLuUA
MapKUpyeT Y-XpOMOCOMbI BCEX NPAMbIX
NMOTOMKOB MO MY>XCKOU NUHUN. [1pn
NoABNeHUN MyTaunn npeagkosas MMHUA
pa3genseTcs Ha OBe.



* [1pn cpaBHEHUN TEHETUYECKNX TEKCTOB Y-
xpomocoMm (nnmn mtAHK) pasHbix nogen
MOXXHO BbISABUTb OBDLLErO npeaka



* PYCCKUWN HApOad B reHETUYECKN COBPEMEHHOM
BUOe NOABUIICA HA CBET Ha €BPOMNENCKON
4yacTu HblHelWwHen Poccumn okono 4500 net
TOMY Ha3ag. Mytaumsa R1lal B Y XpoMocoMme
Oana npegka scex My>4dumH, B JJ1HK kKoTopbix
NPUCYTCTBYET 3Ta rannorpynna. B
HacTosllee BpemMma obnagarenu
rannorpynnbl Rl1al cocTtaBnAaroT 70% BCcero
MY>XCKOro HaceneHus Poccuum, YKpanHbl U
Benopyccuu, a B CTapyMHHbIX PYCCKUX
ropogax n ceneHndax — o 80%. Rlal
ABNAEeTCA OMONOrMYECKMM MapKEPOM
PYCCKOro 3THOcCa. .




TEHOM YEJIOBEKA

e TEHOM HYENOBEKA, mexgyHapoaHas
nporpamma, KOHEYHOW LIENbIO0 KOTOPOW
ABNAETCS onpeneneHne HykneotuaHou
nocneagoBaTenbHOCTU (CEKBEHNPOBAHUE)
Bcen reHomHou [1HK yenoBeka, a Takxe
naeHTUdurkKaLmns reHoB 1 nx nokanumsauus
B reHomMe (KapTupoBaHue).



* B HacTosLlee BpeMsa NpakTUYeCKM NOSTHOCTLIO
onpeaeneHa nocrieaoBaTesibHOCTbL reHoMa
yerioBeKa, coctaBnsawowan 3 mnpa oyks-
HYKNeoTUAoB.

e Takyro oOLLY0 NPOTAXKEHHOCTb MMEET KOMIMNEKT
monekyn HK, koTopbin YenoBek nosyyaet B
HacnegcTBO OT KaXaoro N3 CBOUX poauTenemn.

e B HeM copepxxutca okono 25 000 reHOB —
Y4aCTKOB reHETUYECKOro TEKCTA, BMUSAIOLLNX Ha Ty
NN NHYIO QYHKLUMIO opraHn3ama. Paamep reHoma
U Habop reHoB y BCeX N0AEN NPaKTUYeCKuU

OAVUHAKOB.




* I3y4yeHune reHoOMa YyenoBeka notpeboBano
COBMECTHbIX YCUININ TbICAY YYEHbIX
0ECATKOB CTpaH U NPOBOAUIIOCH B paMKax
CaMoro KpynHoro 3a BCH UICTOPUIO HaYKK
MeXayHapogHoro 6nosriormn4yeckoro
npoekTa — nporpammebl «[ eHOM
yernoBeka».



[MpoekT no pacwundpoBke reHoMa YesrioBeka

Ha4yancs B 1990 roay, noa pykoBoacTBom [xenmca YOTcoHa
nog armgon HaunoHanbHoW opraHn3ainm 3apaBooxpaHeHns
CLLA.

B 2000 roay 66151 BbiNyLWeH padbounin YHEPHOBUK CTPYKTYPHbI
reHoma, NosiHbI¥ reHOM —

B 2003 rofly, OAHaKO W CerofHs AOMOMHUTESNbHbIN aHanms
HEKOTOPbIX Y4aCTKOB €LLIE HE 3aKOHYEH.

YacTHon koMnaHueii «Celera Genomics (aHa/1.)» Bbin 3anyLeH
aHanorn4YHbI napannenbHbI NPOEKT, 3aBepPLUEHHbIN
HECKOIbKO paHee MeXxayHapoaHoro.

OCHOBHOMN OOBEM CEKBEHUPOBAHMSA ObIN BbIMOMHEH B
YHMBEpPCUTETAX N nccnegoBaternbCcknx ueHTpax CLUA,
Kanagbl n BenukobputaHuw.




°* BaXHbIU pe3ynbTaT, UMerLWumn
obLebunonormnyeckoe (M npakTuyeckoe)
3HayYeHue

* BapuabenbHOCTb U BbICOKUN KOHCEPBaTU3M
reHoma JyesnioBeka.

« MyTauum B Hem MoryT nmbo noBpeanTh €ro, 1
TOorga OHW NPUBOASAT K TOMY UITU MHOMY
nedekTy unu rmnéenn opraHmama
(noaBepraroTca ecteCTBEHHOMY OTOOpPY)

* MO0 oKalaTbCA HeUTpanbHbLIMKU. [locnegHue He
noaBepraroTca oTbopy, NOCKOSIbKY HE UMEIOT
dheHoTunnyeckoro nposiBrieHnst. OgHaKko oHU
MOrYT PacnpoCTpPaHATLCA B NONYyNAUUN, N
ecnu ux gons npeBbiWwaeT 1%, TO roBOpPAT O
nonnmopdpusme (MHoroobpasnm) reHoma.




e BreHome yenoBeka o4eHb MHOro
Y4aCTKOB, pa3nunyarowmxcs BCero ogqHUMm-
ABYMS HYKIleoTngamm, HO nepearoLmnxcs
N3 NOKONEeHUS B MNOKOJIeHMe.

 Pasnnuuna Ha ypoBHe [1HK mexay aoByms
noabMu COCTaBNAIOT B cpegHeM oAvH
HYKreoTua Ha Tbicavy. UMeHHO 3Tu
OTNN4YnAa obycnoBnMBaroT
HacneacTBeHHble MHAMBMAYaribHbIe
OCOOEHHOCTU KaXaoro YyenoBeka.

e OTOT CO30aET YHUKANbHYK BO3MOXHOCTb AN
MOIEKYIAPHOU NOEHTUDUKALMN OTAENBHOIO
opraHmama




* Elle ogHO BaXXHOE NPUMEHEHNE pe3ynbLTaToB
CeKBEHNPOBaHUA — MAEHTUPUKaLUNA HOBbIX
reHOB U BbISIBfIeHUe cpean HUX Tex,
KOTOpble 00yCcnoBIMBaKoT
npenpacnonoXeHHOCTb K TeM UITU UHbLIM
3aboneBaHUAM.

Tak, ecTb Q[OaHHblée O TreHeTUu4YecKou
npeanpacnosioXXeHHOCTU K ankoronusmy u
HapKOMaHUWN, OTKPbLITO YyXe CeMb reHOB,
aAedeKkTbl B  KOTOPbIX nMNpuBOAAT K
TOKCUKOMaHUN. ITO NO3BOSINT NPOBOAUTDL
PaHHIOKO (n aaxe npeHaTanbHYO)
ANarHOCTUKY 3aboneBaHumn,
npeanpacnosioXeHHOCTb K KOTOPbIM YyXe
yCTaHOBJIIEeHa.




 LLlInpokoe npummeHeHne HECOMHEHHO HaANOET U eLle
OOVH doeHOMEH: ODHAapPYXUIOCb, YTO pa3Hble
annenn ogHoro reHa MoryTt ooycrnoBnmBaTb
pa3Hble peakuuu nogeun Ha rnekapCcTBeHHbIe
npenapartbl. PapmMmaleBTUYECKME KOMMaHU
NaHUPYOT UCNOSMb30BaTb 3TU AaHHbLIE ONA
NPOn3BOACTBA JIEKAPCTB, NpeaHa3Ha4YeHHbIX
pasHbIM rpynnam naymeHToB. DTO MOMOXKET
n3dexarb No6o4YHbIX 3P dEKTOB TEpaNuu,

* BosHuMKaeT uenaa HoBas oTpachb —
dhapmMakoreHeTuKa, Kotopasa U3y4yaeT, Kak Te Unm
NHble ocobeHHocTu cTpoeHna OHK moryT
NOBNNATL HA 3PP EKTUBHOCTL JNIEYEHU4.




AMNreHeTUKa

* ONU» — OT FPEYECKOro «Hag», «BHe». AMUreHeTunKka,
Takum obpa3om, — 3TO CBOEro poAda «Hapn-
reHeTuka». PasHnua mexay co3By4YHbIMU
MOHATUAMM B TOM, YTO HacnegoBaHWe no
MeXxaHn3mMaMm annUreHeTUKN onpenenseTcs He
monekynamu HacneacreeHHoctu (OHK n PHK),
a nX bnnxxaumwunm oKpyxxeHneM.

 Ha HK (1, kak bb1no goka3zaHo COBCEM HEeJaBHO,
Takke Ha PHK) B onpegeneHHbIXx mecTax B
BbykBaribHOM CMbICIne HaaCTpPanBaroTCs, T.€.
NPUKPENNSATCA CHAPYXXN, HEKOTOPbIE rpynnbl
aTOMOB — MeTUJIbHbIe rpynnbl. OHX HE N3MEHSIOT
caMy reHeTUYeCKyr MHgopmMauuto, HO
3HaA4YNTENbLHO BAIUAIOT Ha ee cyAabLoy.




* MeTunbHbLIE rpynnbl MOryT 3aCTaBUTb MeHbl
«3amMonyaTtb». OTUM U 0ByCroOBMEHO
pa3Hoobpa3une KIeTok opraHn3ama npu OJHOU N TOW
e OHK. Y yenoBeka ecTb KNeTKn MbilLLL, KPOBMW,
KOXU 1 npoyune. ['lo cyTtn, oHn oTnnyaroTcs gpyr ot
apyra Tem, YTO B KNeTKax O4HOro tmna «Monyar»
OOHW reHbl, a B Apyrnx — gpyrue.

* «[OBOPAT» XKe TONbKO Te reHbl, NPOAYKTbl KOTOPbIX
HeobxoanMbl B HACTOALLMA MOMEHT. Tak
NpoOnCXoguT B TedeHne Bceun Xn3Hun. Kaxxagbin pas
BO BpeMSs CBOEro AefeHNs HOBbIe KIETKN,
pacxoasiCb, 3abnparoT BMECTE CO CBOEM
«nopumen» JHK Takke conyTCTBYOLLNU €N,
cneunduyecknn Anga Kaxgoro KneTto4yHoro T1na,
ANMUreHeTn4eCcknm goaktop.



* ilccnegoBaHusa nocneaHero BpeMeHu
OOCTOBEPHO rnokKasanm, YTo KypeHHue,
TOYHEee, HEKOTOpble BellecTBa TabayHOro
ObiMa, CoCcODCTBYIOT Pa3BUTUIO PAKOBbIX
3aboneBaHun. OHM 3acTaBNAIOT
«3amMmorivyaTb» [eH p16, B Hopme
noaaBnAaArLLnN POCT OMyXOnew.




» [lpyron npnumep: B 340POBbIX KNeTKkax
OHKOreHbI, 3anyckarLine npoLecc
obOpa3oBaHNA PakoBOW ONYXOnw,
BbIKIIOYEHbI. ViccnenoBaHUA nokasanu,
4YTO aleTanbgerng ankorons He gaet
MeTUJIbHbIM rpyrnnam NpucoeanHATLCA K
[NHK. B peaynbrate «monyatime» OHKOreHsbl
BKIHOYAIOTCS U HAYMHAKOT paboTaTh,

npesBpaLLlas 300poBble KNETKN — B
pakoBble.



PaHgun xnptn (Randy Jirtle) n PObepT YoTepnaHAa
(Robert Waterland) akcnepumMmeHTanbHO gokasanm
BO3MOXXHOCTb M3MEHEHNS aKTUBHOCTW NrEHOB
dbakTopamMu oKpyXarLlen cpeabl




* PaHgn [Dxnptn nponsHec opasy, CTaBLUYHO
XPECTOMATUNHOW: « ANMUreHETUKA J0Ka3bIBaET,
YTO Mbl OTBETCTBEHHbI 3a LLENMOCTHOCTb
Hallero reHoma. PaHbLle Mbl AymManu, 4to
TOSIbKO reHbl NpegonpenensitoT, KTo Mbil.
CerogHsa Mbl TOYHO 3HAEM: BCE, YTO Mb
aenaem, Bce, UTO Mbl eAUM, NbEeM UNuU
KypuMm, OKa3biBaeT BO34EeUCTBUE Ha
aKTUBHOCTb HaLUUX reHOB U reHOB
oyaywmx reHepaumn. SnmreHeTnka
npeanaraeT Ham HOBYHO KOHLIEMLMIO
CcBOOOOHOro BLIDOpa».



MeOWLUUHCKas reHeTUKa ocBanBaET 3aBOEBaHUA, NONYyYEeHHbIE
Ha Opyrmx opraHnamax. \oet MHTeHCMBHAaA MHBEHTapU3aLns
MEHOENUPYIOLLMX HacneacTBEHHbIX bone3Hen, n B 1966 T.
nosaBnsieTcs nepsoe nsgaHue kHurn B.Mak Ketocuka
«MeHpenesckoe HacnegoBaHue y Yyenoseka. Katanor
ayTOCOMHO-AOMUHAHTHbLIX, ayTOCOMHO-PELECCUBHbLIX U X-
cuenneHHbIX doeHoTMNOoB». B 3TOM KHUre cobpaHbl Bce
N3BECTHLIE CryYyan MeHOENEBCKOro Un NpeanorioXnUTenbHO
MEHENEBCKOro HacneagoBaHUA HE TOMbKO PasfmMyHbIX
3aboreBaHnn, HO U HOpMarnbHbIX MPU3HAKOB YerioBeka. Bcero
6b1n10 onucaHo 574 peHoTunNa, AN KOTopbIX ObINO
yCTaHOBINEHO MEHOENEBCKOE HacrnegosaHue, n 913
doeHOTUNOB, AN KOTOPbIX MEHAENEBCKOE HacreaoBaHue
MOXHO 6bIno npegnonaratbe. Cpean HacneaCcTBEHHbIX
3aboneBaHni YeroBeka B 3TOMN KHUre 3aMeTHOe MECTO
3aHMMalOT pasHble Knaccbl HACNeaCcTBEHHbIX bonesHemn
obMeHa BeLLeCTB, OJ19 KOTOPbIX K 9TOMY BPEMEHU ObII
paclndpoBaH BUOXMMMNYECKNN OeEKT, B TOM YUCIIE
yrneBogHoOro, aMMHOKMUCITIOTHOIO, HEKOTOPLIX BOne3HeN
HaKoMsieHns n ap.



* [1pn bnnskopoacTBEHHLIX Dpakax BbICOKa
BEPOATHOCTb K 0OHapy»XeHua y Cyrnpyros
OOHOrO U TOro ke HebnaronpuATHOro annengd
NN XpoMoCoMHoON abeppauunm (puc. 4):

* [lpnBegem 3HayeHus K [X-Y] onga HEKOTOPbLIX
nap PoACTBEHHMKOB NPU MOHOraMUN:

* K[poautenn—-notomMmku]=K [cnocbl]=1/2;

* K[aeo—BHyK]|=K [gaoa-nnemMaHHunK]=1/4;

» K [aBotopoaHble cubchbl]= K [npaaen—
npaBHYK]=1/8;

« K[TpotopoaHble cnbcbl]=1/32;

» K[4yeTBepotopoaHble cnbcbl]=1/128.




TecT Nel

e [ eHeanorn4yeckmm metog MOXXHo
Mcnonb3oBaTh ONA N3y4YeHUs

* 1. MONEKYNAPHON NpUpoAbI NpMU3HakKa
* 2. XPOMOCOMHBbIX abeppaumnm

¢ 3. XapaKkTepa HacnegoBaHUs npu3Haka B
OHOM MNOKONeHU

* 4, XapaKTepa HacrnegoBaHuUu rnpmaHaka B 3
n Doree NoKoneHnax



TecT Ne2

* AYyTOCOMHO-OOMUHAHTHbLIN NMPU3HaK
npoaBnAeTCs

* 1. HE3aBNUCUMO OT J03bl APYINX rEHOB
¢ 2. MOXET UMETb NEHETPAHTHOCTb

° 3.|_|pOFIBJ'IFIeTCFI npenmMmyLLecTBeHHO Y Jiny
OoA4HOTO U3 MOoJioB

* 4. NnepenaeTcd TONbKO OT O4HOro 13
poauTeneun



TecT Ne3

« OTHOreHoMunKa nsydaet reHodpoHA
nonynauun

* 1. o myTaunam mmtoxoHgpuanobHon HK
* 2. MO MyTaUMNAaAM Y- XpOMOCOMbI

* 3. MO POAOCIOBHbLIM

* 4. UICMONb3Yys BCe MeToAbl



TecT Ne4

* ANUreHeTn4eckne paktopsbl

* 1. u3ameHaT cTpyKTYpy AHK

* 2. UBMEHZAIOT NocneaoBaTeflbHOCTbL FeHOB
* 3. BNMUAKOT HA aKTUBHOCTb NreHOB

* 4. NPUBOOAT K MyTaLMNAM



TecT No5

* [1pn ayTOCOMHO- peLeccuBHOM
HacnegoBaHUn

* 1. NpU3HaK nepegaeTca TONbKO OT 04HOro
N3 poguTeneu

* 2. MPU3HAaK rnepenaeTcst ot obonx
poauTeneun

*3.B qDGHOTI/II'Ie NMNPOABIIAETCAH B
retTepo3nroTHOM COCTOAHUN

* 4 NpoABNAETCHd TOJSIbKO Y NOTOMKOB OJHOIO
rNnosia



